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BBeaenue

I'enérrxa (o1 2peu. yevnTwe — IPOUCXOAAIINN OT KOTO-
TO) — HayKa O 3aKOHOMEPHOCTAX HACAEACTBEHHOCTH H
HU3MEHYMBOCTU. B 3aBHCHMOCTH OT OOBEKTA MCCACAOBAHHUSA
B HayKe KAACCU(PUIIMPYIOT ICHETUKY PACTEHHH, }KUBOTHBIX,
MHKPOOPIaHU3MOB, YEAOBEKA M T. A., 2 B 3aBHCHMOCTH OT
HCIIOAB3YEMBIX METOAOB [OOINMNX AAA PAAQ AUCIIUIIAMH| —
MOAEKYAAPHYIO T€HETHKY, 9KOAOTHYIECKYIO TEHETHKY U APY-
rre. VIAem ¥ METOABI I'€HETHKH HIPAIOT BAKHYIO POAb B
MEAHITHHE, OMOAOTHH, CEABCKOM XO3AHCTBE, MUKPOOHOAO-
ITMYECKON ITPOMBIIIIACHHOCTH, B TEHETUYCCKON MHKEHE-
pum. Mer OyAeM H3y9aTh OCHOBBI HAYKH U B XOAC 9TOH pa-
OOTBI IIO3HAKOMUMCH C PAAOM €€ BAKHEHIIIIX ITOAOKCHIH,
IIPUHIIUIIOB, 3aKOHOB, YCTAHOBACHHE, HEOOXOAMMBIX AAf
OYAYILIETO CIEIIMAANCTA TYMAHHTAPHOI CHEepEL.

[TepBonagaAbHO cama IEHETHKA H3ydaAa TOABKO OO-
IIe 3aKOHOMEPHOCTH HACACACTBEHHOCTH M H3MEHYHBO-
CTM Ha OCHOBaHHH (DEHOTHIIMYECKUX AAHHBIX, 4 BOT IIO-
HUMaHUE MEXaHHU3MOB HACAEACTBEHHOCTH, TO €CTb POAH
I'€HOB KaK JAEMCHTAPHBIX HOCHTEAEH HACACACTBEHHON
nHMOpPMALINN, CO3AAHUE U ATPOOHPOBAHIE XPOMOCOMHOMN
TEOPUH HACAEACTBEHHOCTH M €ITle IIEABIH PAA BOIIPOCOB
CTAAM BO3MOKHBIMH KAaK B ITAQHE IIOCTAHOBKM HX, TaK U
pEeIIeHHuA ¢ IPUMEHEHUEM K IIPOOAEME HACAEACTBEHHOCTH
METOAOB ITHTOAOTHH, MOAEKYAAPHONH OHOAOTMH H APYIHX
CMEKHBIX AHCIHUIIAMH. CEroAHs M3BECTHO, YTO TEHBI pPe-
AABHO CYIIECTBYIOT H ABASIOTCA CIIEIIMAABHBIM OOPa3soM
ormeuerabvu yaactkamua AHK mam PHK (em. HInke) —
MOAEKYAAMH, B KOTOPOH 3aKOAMPOBAHA BCA TEHETHYECKASA
nadopmanya. Ml ITO3HAKOMHMCS C 3TUMH BOIIPOCAMH,
y3HAaeM OO MCTOPHH HayKH, ee pazButun B Mupe u Poccun,
3akoHax MeHAEAf, XPOMOCOMHOI TEOPHH M HAYAAAX MO-
ACKYAAPHOH TIE€HETHKH, OO OTKPHITHH H pacindpoBKe
crpykryper AHK 1 MHOrOM Apyrom, ompeAseA€HHOM Ham



DeaeparbHEIM TOCYAAPCTBEHHBIM OOPAa30BATEABHBIM CTAaH-
AAPTOM U HAIIIMM HHTEPECOM U AIOOOBBIO K HAYKE.

ITporpamma kypca «OCHOBBI COBPEMEHHOM T€HETHKID
IIPEAHA3HAYECHA AAA I[EAOTO PSAA HAIIPABACHHH B Oaxa-
AaBpHATE, OAHAKO MBI OYAEGM PaBHATHCA Ha HAIIPABACHHE
«[TeumxoAorus», MO0 OHO HO3BOAUT HAMOOAEE IIOAHO H
TOYHO PACCMOTPETH HAIly HAYYHYIO AUCIIUIIAMHY B ee
TEOPETUYIECKON Kpace M IPAKTHYECKOM 3HAYNMOCTH, II0-
3HAKOMHTB CTYACHTOB C OCHOBAMHU I€HETHYECKOIO HACAE-
AOBAHHA IIPU3HAKOB, OCHOBAMH PEIPOAYKIIHH YEAOBEKA,
IIPOABACHUN TE€HETHYECKHX H3MEHEHHH, ITOATOTOBHTH K
AAABPHEUIIIEMY H3VICHUIO MEXAHU3MOB HACACAOBAHUSA IICH-
XHYECKUX CBOMCTB U IOABACHHIO IICHXHYECKAX HapyIIe-
HHUII Ha TEHETUYIECKOM YPOBHE U T. A.

LleApro m3ydeHns AAHHOI HAYYHON AMCIIHUIIAIHBI ABAf-
€TCA OCBOCHHE DA30BBIX 3HAHUUI II0 OCHOBAM TI'EHETUKU AAA
HCIOAB3OBAHUA WX IIPH IIOCACAVIOIIEM H3YYCHHH CIIELIN-
AABHBIX AMCIHUIIANH: IICHXOTCHETHKH, IICHXO(DH3HOAOIUH,
KAMHIYIECKOH IICHXOAOTHH U A.

3apaum Kypca:

— OBAAACHHE 3HAHHAMU O IIPUPOAE HACACACTBEHHO-
CTH, I3MEHYUBOCTH;

— U3yJYEHHE OCHOBHBIX MEXAHH3MOB  IIepeAayn
HACACACTBEHHOI HH(OPMAIIHH;

— H3y4YEHHE BOIIPOCOB O HACACAOBAHHH IICHXUYIECKIX
boaesHel;

— IPHOOPETEHNE HABBIKOB IIPAKTUYIECKOIO IIPHMEHE-
HUA 3HAHNON: AHATHOCTHKA, OIHCAaHHE (DEHOTHIIA, COCTAB-
AGHHE I'€HEAAOTHYECKOIO APEBA, IIPOTHO3UPOBAHHE 3A0PO-
BbsI ITOTOMCTBA;

— OBAQACHHE HABBIKOB IIPOCBETHTEABCKOM M Pa3bAC-
HHUTEABHOU PaOOTHI O 3HAYEHHH MEAHMKO-TE€HETHYECKOTO
KOHCYABTHPOBAHHSA CPEAU HACEACHHUA.

B pesyaprare ocBOoeHHA AAHHOH AHMCITUIIANHBI MBI
HAAEEMCH, ITO CTYACHTEI OYAYT:



— HUMETh AOCTATOYHO 3HAHUU O ITUTOAOTHUYECKOU OC-
HOBE HACAEGACTBEHHOCTH U M3MEHYHNBOCTH, CTPOCHUN I'€HA,
3aKOHOMEPHOCTAX HACACAOBAHHA, BUAAX M IPHYMHAX H3-
MEHYHNBOCTI;

— CBOOOAHO BAQAETH I'€HETHYECKON TEPMUHOAOTHEH;

— 3HATb U yMETb OOBACHATh (DYHAAMEHTAABHEIC 3aKO-
HBI TCHETUK;

— YMETb COCTaBAATH I€HEAAOTITYECKOE APEBO;

— BA@ACTDb HABBIKAMI IIPOTHO3UPOBAHHSA IIPOABACHHIT
HACACACTBEHHBIX OOAE3HEH B IOTOMCTBE;

— yMeThb (PEHOTHUIIMYECKH AMATHOCTHPOBATH I'CHETH-
YECKHE TATOAOTHH;

— YMETb PeIIaTh TeHETUYECKIE 3aAAYH.

Hammra amcrumanaa — «OCHOBBI COBPEMEHHOM TeHe-
THKID) — OTHOCHTCA K 0A30BOMY IIHKAY B €IO BAPHATUBHOM
YACTH.

AAS OCBOEHHMS OCHOB T€HETUKN HEOOXOAVMEI 3HAHUS 1
YMEHHA OOYYaroOImuXcs, IIPUOOPETEHHBIE B PE3yABTATE
nsyueHns Takux «AHatomusa [ITHCy, «Pusnororus BHA»,
«COBpEeMEHHBIE KOHIICIIIIUU €CTECTBO3HAHIM.

Aammas AMCOUIAMHA ABASETCA 0OAa30BOM AAfl AMCIIH-
IIAUH IIPOGECCHOHAABHOTO ITHKAA: «OOIIel IICHXOAOTHI,
«300IICUXOAOIN M CPABHUTEABHON IICHXOAOTHI; AAf
AVCIIAIIAMH BAPUATUBHOH YacTH IIPO(ECCHOHAABHOIO
OHKAA IO TPOPUAIO «AHTpomoAorusm», «buororus gero-
Bekay, «OCHOBBI IICUXOTCHETHUKI,

[Iporecc maygennsa «OCHOB COBPEMEHHON ICHETHKID
HAIIPAaBACH Ha (POPMUPOBAHHUE CACAVIOILUX 00#/eK)1b/m)p-
Hb1X KOMIIETCHITAN:

CHOCOOHOCIIB U 2071106HOCHIL K:

— IIOHUMAHHUIO COBPEMEHHBIX KOHIEHIIUH KapTHH
MHpPa HA OCHOBAHHH C(DOPMHUPOBAHHOIO MHPOBO33PEHHH,
OBAQAECHUA AOCTIKEHHUAMH ECTECTBEHHBIX U OOIECTBEH-

HBIX HayK, KyAbTypoAoruu (OK-2);



— HCIOAB30BAHHUIO CHCTEMBI KATETOPUH M METOAOB,
HEOOXOAUMBIX AAA PEIICHUA TUIIOBBIX 3aA29 B PA3ANYHBIX
obaactax npodeccuonaspnoii upakruku (OK-4);

— NIPHUMEHEHHIO METOAOB TEOPETHYECKOTO M IKCIIE-
PHUMEHTAABHOIO HCCACAOBAHHUA, OCHOBHBIX METOAOB Mare-
MATHYECKOIO aHAAW3a M MOACAMPOBAHUSA, CTAHAAPTHBIX
CTATUCTHYECKAX IIAKETOB AAfl OOPaOOTKH AAHHBIX, ITOAY-
YCHHBIX IIPU PEIICHHH PA3AHYHBIX IIPO(ECCHOHAABHBIX
zapau (OK-5);

— BOCHPHATHIO AHYHOCTH APYIOrO, SMIIATHH, YCTa-
HOBAEHHIO AOBEPUTEABHOIO KOHTAKTA M AHMAAOTI2, YOEKAE-
Huro u moaaepikke Aroaeit (OK-7);

— mpoBeAeHHIO OuOAnorpacdpuyeckorr n mHMOpPMA-
LIMOHHO-IIOUCKOBOH PaDOTHI € IIOCACAYVIOIIUM HCIIOAB3O-
BAHHEM AAQHHBIX IIPU PEIIEHUN IPOQECCHOHAABHBIX 33AAY
1 0(DOPMAEHUE HAYYHBIX CTATEH, OTYCTOB, 3AKAIOYCHHUH U
p. (OK-9);

— 1podECCHOHAABHO ITPOPHUANPOBAHHOMY HCIIOAB-
30BAHMIO COBPEMEHHBIX MH(POPMAIIMOHHBIX TEXHOAOTHUI 1
cucremsl Muarepuer (OK-12).

[Ipomecc m3yueHHs AUCIUIIAHMHBI HAIIPAaBACH H Ha
dopMupOBAHIE CACAVIOIIUX #POQDeccuoHabHbix KOMIIETCH-
ITHH:

CHOCOOHOCIIL U 2077106H0CIIb K:

— peaAM3aIny CTAHAAPTHBIX IIPOIPAMM, HAITPABACHHBIX
Ha IIPEAVIPEKACHIE OTKAOHEHHN B COLIMAABHOM U AHY-
HOCTHOM CTAaTyCE M PasBUTHUSA, a TAKKE IIPOPECCHOHAABHBIX
PHCKOB B pa3sAuYHBIX BUAAX AesteapHOCTH (ITK-1);

— OTOOpPy M IIPUMEHEHHUIO IICHXOAHMATHOCTHYECKUX
METOAUK, AACKBATHBIX IIEAfIM, CHTYAIlMd M KOHTHHICHTY
PECIIOHAEHTOB c ITOCACAYIOIIIETH MaTEMATHKO-
CTATUCTHYECKOII OOpabOTKON AAHHBIX U HUX HHTEPIIPETA-
nun (ITK-2);

— OCYVIIECTBACHUIO CTAHAAPTHBIX OA30BBIX IIPOIICAYP
OKA3aHHUSA HHAUBHAY, IPYIIIIE; OPraHU3AIINN IICHXOAOTHYE-



CKOM IIOMOIIHU C HCIIOAB30BAHUEM TPAAHUIIMOHHBIX METO-
aoB u texaorornit (ITK-4);

— BBIABACHHIO CHEIH(UKH ICHXHIECKOrO (PYHKITHO-
HUPOBAHUSA YEAOBEKA C YIETOM OCOOECHHOCTEH BO3PACTHBIX
3TAIIOB, KPU3HCOB PasBUTHA U (PAKTOPOB PHUCKA, €rO IIPU-
HAAACKHOCTH K TCHACPHOMW, 3THHYECKOH, HpodeccHo-
HAABHOH U APyruM cormaAbHbM rpyiam (ITK-5);

— IPOTHO3UPOBAHHIO U3MECHEHUI U AMHAMHUKH YPOB-
HA PasBUTHA U (DYHKIMOHUPOBAHUA ITO3HABATCABHOH H
MOTHBAIIMOHHO-BOACBON CEPHI, CAMOCO3HAHUA, IICHXO-
MOTOPUKH, CIOCOOHOCTEHl Xapakrepa, TeMIIEPaMEHTA,
(PYHKIIMOHAABHBIX COCTOSIHHE, AHMYHOCTHBIX 9YEPT U aK-
LIEHTYallMH B HOPME M IIPU IICUXUYECKUX OTKAOHEHHAX
(ITK-7);

— ACCHUCTHPOBAHUIO ACATEABHOCTH MAIUCTPA HAHU
CHEITMAANCTA-TICHXOAOTA IIPU  OCYIIECTBACHHH ITCHXOAO-
IMYECKOTO BMEIIATEABCTBA M BO3ACHCTBHA C LIEABIO OIITH-
MHU3ALNNA ICUXHYIECKOTO (DYHKIIMOHUPOBAHHUA HHAHUBHAA,
IPYIIIBL, COODINECTBA B PAa3AMYHBIX cdepax KHU3HEACHA-
teaproctu (ITK-8);

— IMPUMEHEHUIO 3HAHUIH 10 IICHXOAOTHH KAaK HAYKI O
IICUXOAOTHYECKUX (DEHOMEHAX, KATETOPHUAX U METOAAX
M3yYEHHA M OIHCAHUA 3aKOHOMEPHOCTEH (PYHKIIHOHHPO-
BanuA u pazputusa ncuxuku (ITK-9);

— IIOHHMAHHIO H IIOCTAaHOBKE IPOEECCHOHAABHBIX
32A29 B OOAACTH HAYIHO-HCCACAOBATEABCKON U IIPAKTHYC-
ckoit aeareapHocTr (ITK-10);

— YYaCTHIO B IIPOBEACHHH IICHXOAOTHYECKUX HCCAE-
AOBaHHUII HAa OCHOBE IIPHMEHEHUA OOIIEIPOdECCHOHAAD-
HBIX 3HAHUH U YMCHHUH B PAa3AHMYHBIX HAYYHBIX H HAYIHO-
npaxktageckux ooaactax ncuxosorun (ITK-11);

— IIPOBEACHHIO CTAHAAPTHOIO IIPHUKAAAHOIO HCCAE-
AOBaHHA B orrpeaeAcHHOM oOaacTu ricuxororun (ITK-12);



— IIPOCBETUTEABCKOI ACATEABHOCTH CPEAM HACEACHISA
C LEABIO IOBBIIICHUA YPOBHSA IICHXOAOIMYECKON KYABTYPEI
obrecrsa (ITK-20);

— IPOBEACHUIO PabOT C KAAPOBBIM COCTABOM C IIEABIO
OTOOpa KAAPOB M CO3AAHHUA IICHXOAOIMYECKOTO KAHMATA,
CIIOCOOCTBYIOIIEIO  OITUMH3AIUN  IIPOU3BOACTBEHHOIO
mporecca (ITK-22).

B pesyabrate ocBoennsa AmcrurAuHbl «OCHOBBI Ie€HeE-
THKID) OOYIAFOIINIACH AOAMKCH:

— HMETh IIOAHOE IIPEACTABACHHE O OHMOAOIHU YEAO-
BEKA, €rO CBA3U C OKPY/KAFOIIEH CPeAOH, cOpMHPOBATH
€CTECTBEHHOHAYYIHOE IIPEACTABACHUE O YEAOBEKE, ITOATO-
TOBUTBCA K  AAABHCHINEMY  M3YYCHHIO  AHATOMO-
PHU3NOAOTHIECKUX U IICHXOAOIMYECKIX AUCIIUIIATH;

— 3HATh TEPMUHOAOIHIO IIPEAMETA, OCHOBHBIE 3aKO-
HBL O0IIIel OHOAOINH, OCHOBHBIE (DYHKITHH OPraHOB U CH-
CTEM, UX B3AUMOCBSI3b;

— OCBOHUTH PA3ACABI KypCd, YMEHHUE BBIACAATH (DYHK-
IIMOHAABHBIE CHCTEMBI U IIPAKTHYCCKHE HABBIKH H3Mepe-
HOA OTACABHBIX IIAPAMETPOB (PYHKIIHOHHPOBAHUA Opra-
HH3Ma YEAOBEKA;

— YMETb HCIIOAB30BATH ITIOAYYCHHBEIC 3HAHHUA AAf Ca-
MOCTOATEABHOI PpabOTHI C ANTEPATYPOM, IIPHUMEHATh UX B
CMEXHBIX U CIIEIIMAABHBIX AUCIIMIIAMHAX;

— BA@ACTD IIEAOCTHBIM IIPEACTABACHUEM O paboTe Op-
TaHHU3MA YEAOBEKA U €TI0 OTACABHBIX CHCTEM.



Moayas 1.

YHUKAABHOCTDh I'€HETUKH KAK HAYKH:

IIPEAMET, 3aAAYU, CTPYKTYPa,
MEKAUCIUIIAMHAPHAA OCHOBA

Tema 1. 'eneTnKa 1 OCHOBBI T€HETHUKU:
HCTOPUKO-IIPOOAEMHBII IKCKYPC

ITpeameT reHeTHKH. 3aAa9N T€HETUKU M T€HETHYIECKO-

IO aHAAM3A.

OCHOBHBIE METOABI.
Mecro reHeTHKHE B CHCTEME HAYK.

Pabory HaA KaKAOI HAYIHON AUCITUIIAMHON MBI BCETAQ
HayuHaeM ¢ ncropun. Vcropum ee craHoBA€HUA U pa3Bu-
THS, 94CTO — C HCTOpUN ee DOPBOBI 3a CBOE, 0cobOoe, Me-
CTO B OOIIEM Kpyre HayK, OOPBOBI 32 CaMO IIPaBO €€ CyIIe-
CTBOBaHUSA, OOPBOBI 32 MECTO B AKAAEMHYECKOM CIIHCKE

W Dol

Yunvam Bamcon — odun
U3 OUEHb PeOKUX CHUMKOS

VHUBEPCUTETCKUX 3HAHUN, 2 B
HAIIEH CIPAaHE AAACKAX H, K CYa-
CTBIO, VIIEAIINX AET TOTAAUTAPHU3-
Ma, €IIe M 32 IIPaBO Ha «IPaKAAH-
CIBO»...

Tepmun «reHeTHKa» OBIA BBeE-
aen V. Barconom B 1906 (1907) r.'
VdeHblil, KCTaTH, OTCTANBAA HACKO
O HEBO3MOXKHOCTA HACACAOBAHUS
IIPUOOPETEHHBIX IIPH3HAKOB, IO-
BOPHA O IIPEPHIBUCTON HM3MEHYH-
BOCTH ~OPraHU3MOB, ITPEAAOKHA
TEOPUIO IIPUCYTCTBHA —  OTCYT-
CTBHUA», OODBACHAA BO3ZHUKHOBEHHE

! Yuabam Barcon, Beitrcon (Bateson) (1861-19206), amramiickmit
GHOAOT, YUCHBIN, TNCATCAD, KYPHAAHCT.



HOBBIX IIPHU3HAKOB y JKUBBIX OPTAHHU3MOB 6sl/aderuem
TOPMOBAIIUX (PAKTOPOB.

A caMO HaIlle CAOBO «I'€HETHKa» IIPOUCXOAUT OT Ipede-
CKOTO CAOBA «ge/esisn, ITO O3HAYACT IIPOUCXOKACHHE)!

Wrax, Terrepp reHeTHKa (M HAIla €€ 9aCTh) M3y9aeT ABa
HEPA3PHIBHBIX CBOMCTBA JKHBBIX OPIAaHU3MOB: HACAEA-
CTBEHHOCTb U HM3MEHYMBOCTB, I METOAB YIPABACHUA
nmu. [losToOMy HMEHHO HACAEACTBEHHOCTh U M3MEHYH-
BOCTh ABAAFOTCA IIPEAMETOM T'€HETHKH. 3aKOHBI I'€HE-
THKH IIPUMEHHMBI KO BCEM O€3 MCKAIOUEHHSA OPraHH3MaM,
a METOABI €€ IIHPOKO HCIIOAB3YIOTCH PA3SAMYHBIMU OHOAO-
IMYCCKUMU HAaYKaMH: OHOXUMHECH, 300AOTHCH, OOTAHUKOI],
MHKPOOHOAOTHEH, BHUPYCOAOTHEH, HMMYHOAOTHEH, ¢u-
3MOAOTHEH, 3KOAOTHEH H, BO3MOKHO, €ITE IIEABIM PAAOM
HOBBIX HAYYHBIX AUCITUIIAUH, ITPAKTHK H T. A.

Cpasy yrounnm, HOO TEPMHHBI AASl HAC HMEIOT OIPOM-
HOE 3HAYECHHE — HACAEACTBEHHOCTB — CBOMCTBO JKU-
BBIX OPIraHH3MOB IIEPEAABATH CBOU NPHU3HAKH U OCO-
GeHHOCTH Pa3BUTHUA B HEU3MEHHOM BUAE CACAYIOILIEMY
OKOAeHMI0. KaKAbiil/AF0GOI BUA PACTEHUS U KUBOTHO-
I'O COXpaHAET B IIPOLIECCE PASMHOKEHUA XaPAKTEPHBIC AAA
HETO YEpTHL: AOIIAAb POXKAET KepeOEHKA, MEABEAHIIA PO-
AKAET ITOPOCAT, AYMEHB AAET AYMEHL... V, yAnmBHTeAbHO:
HEKOTOPBIE BUABI COXPAHAIOTCA B TEYEHHE COTEH MHAAHO-
HOB ACT B 0/ZHOCUINCAbHO NOCIHIOANHOM, CKanceM mak, gopyanie.
Hanpumep, coBpeMeHHBIIT OpOHEHOCEIT IIPAKTHYECKA HU-
9YeM HE OTAHYAETCA OT OPOHEHOCIA PAaHHErO MEAOBOIO
repuosa. Haamane cemeiicTs, pOAOB, BUAOB U MPOYMX
TAKCOHOMHYECKHAX EAMHHUI] 00yCAOBA€HO KOHKPETHO U
MMEHHO ABACHHEM HACACACTBEHHOCTH. Hacredcmeeriocne
HePpaspvIeHO c6A3aHaA ¢ NPOYECCOM DAIMHOMCEHUA, d pasMHoxrerue ¢
deserueM KAemKU U 60CHpoussederue]M ee cpykmyp U @yHxyui.
Hacneocmsenrocms obecnewusaem e moavko nepedauy mpusraxos
NOMIOMCINGY, HO U 1M04HOe coXparenie Xapakmeprozo 044 0anHozo
opeariuzMa muna Passumiis, mo ey nposeerie [6 xooe ormozere-
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3aj sanpospammuposarvx HpUHaKos u 0coberHocmell opzanuma,
coxparierie NOCIIOANIH020 MUNA 0OMeHA 6elyecrls.

Ob6pasoBaHue IOTOMCTBA IIPH IIOAOBOM Pa3MHOMKCHHU IIPOHCXO-
AWUT B PE3YABTATE CAUSAHUA MYMKCKON M JKEHCKOH ramer? — 3TOT IIpO-
LIECC ABASIETCHA «MOCTHKOMY, KOTOPBIH OOECIICUMBACT MATECPUAABHYIO
HEIPEPBIBHOCTD MEKAY IMOKOACHUAMH. KaiKABI OPraHH3M ITOAYYacT
OT CBOMX POAUTEACH HACACACTBEHHBIE 3AAATKI — ICHEI, II09TOMY ACTH
U ITOXOKH HA CBOUX POAHTEACH.

BaxXHO IIOMHUTB: TEPMUH Hat1e)mEeHHOs OTATIACTCA
ITO CMBICAY OT TepMUHA Hacsedosarue. «HacareaoBarue» 000-
3HAYACT IIPOIIECC IIEPEAAYH KAKOTO-TO KOHKPETHOIO IIPH-
3HaKa OT poAuTeAed mortomcTBy. Hamprmep, macaeaoBa-
HUE 1BeTa IAa3, POPMBI YIIIEH, IIBETA KOKI U T. A.

Teneprp: HapsAAy C SABACHHEM HACACACTBEHHOCTH B
IIPEAMET HCCACAOBAHUA TCHETHKA BXOAUT H3YUCHHE H3-
MEHYIHBOCTH.

H3meHYnBOCTh — pasHOOOpasue B IIPOABACHUH
NPU3HAKOB. I3MEHYNBOCTD 3aKAFOYACTCA B HM3MEHCHIH
HACACACTBEHHBIX 3aAATKOB B IIPOLIECCE HX IIEPEAAUH
IIOTOMCTBY 1 ITOCACAYIOIIETO pasBuTus opranusma. Cambiv
APKAM IIPUMEPOM H3MEHYHBOCTH, HAIIPHMEpP, ABAACTCA
PasHOOOpa3ye IPHU3HAKOB y YeAOBeKa. B rmoTtomcre Mouer
BApBUPOBATBCA BCe — MopdoAormaeckre (PU3UOAOTHIC-
CKMe ITPU3HAKH, OOMEH BEIECTB, IICUXNKA, IMMYHHTET M
mp. Bmecre ¢ Tem, KaKABIH H3 HAC XOPOIIO 3Ha-
er/IIoHNMAET/BUAUT, KAKHUE IIPU3HAKA OH B3fA OT MaTEpU
I OTIA, YeM IIOXOK Ha OaOVIIKy H ACAVIIKYy, OparbeB

2 T'ameThbI — PENPOAYKTHBHBIC KACTKU, HMEIOIIIHE TAIIAOUAHBINA (OAH-
HAPHBII) HAOOP XPOMOCOM U YYACTBYIOIIUE B TAMETHOM, B YACTHOCTH,
ITOAOBOM Pa3sMHOMKEHHUH. [Ipr CAMAHHE ABYX I'aMET B IIOAOBOM IIPO-
mecce 0Opasyerca 3Urora, PasBUBAOINAACA B OCOOb (MAM IPYIIIY OCO-
Geif) ¢ HACACACTBCHHBIMU IIPU3HAKAMH OOOHMX POAMTEABCKHX Opra-
HI3MOB, ITPOAYIIHPOBABIITIX TAMETEL.
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n cecTep... CYH_[CCTBYCT HCCKOABKO THIIOB M3MCHYMBOCTH:
Hﬂé‘./[é’dﬂﬂ@éﬂﬂﬂﬂ, HEHACACOCHIBEHHAA U OHINO2EHENIULECKAA.

HacaeAcTBeHHAA M3MEHYHUBOCTD (MAH I€HOTUIIMYECKAA) 0Oy-
CAOBAEHA HACAEACTBEHHO 32KPEIIACHHBIM HM3MEHEHHEM OAHOTO HAU
HECKOABKHX I'€HOB. B OCHOBEe HACAEGACTBEHHOM H3MEHYMBOCTH ACKUT
AMOO BO3HMKHOBCHHE MyTannil (MyTAIlMOHHAA M3MEHYHBOCTH), AHOO
ITEPEKOMOMHAIINA T€HETHYECKOTO MaTepraAa B Iporecce Medosa (KoM-
OHHATHBHAA H3MEHYIUBOCTD). B pe3yAbTaTe MyTAIIMH MOMKET H3MCHATD-
cA CTPYKTypa KOHKPETHOIO reHa (T€HHad MyTarud), CTPOCHHE XPOMO-
COM (XpPOMOCOMHBIE MYTAIIMH HAM IIEPECTPOMKH), a4 TAKAKE IIEABIX
I€HOMOB (T€HOMHBIE MYTAIIMH), YTO BBIPAXKACTCA B IIOABACHHH B
ITOTOMCTBE HOBOIO ITPH3HAKA HAM IIPH3HAKOB. [lommMo Myranmii B
OCHOBE HACAEGACTBEHHOH M3MEHYHMBOCTH AEKHT ABACHHE IIEPEKOMOU-
HAITUH TC€HOB (Kpoccuizo6ep) MAM XPOMOCOM (B XOAE MeTadpasbl — aHa-
dassr Meii032a%), 9TO IPHUBOAUT K HOBOMY COYCTAHHUIO I€HOB (MAH XPO-
MOCOM) B TaMETaX M, CAEGAOBATEABHO, HHON HX TEHETHYCCKOI
koHCTHTYINH. [ToCAE CAMAHMA raMeT B PE3yABTATE OIIAOAOTBOPEHHA B
ITOTOMCTBE ITOABAAIOTCA HOBBIE COYETAHMA (KOMOMHAIIMHM) IIPU3HAKOB.
Taxoii THUII H3SMEHYUBOCTU HASBIBACTCA KOMOUHATIUEHBIM.

HenacaeACTBeHHAA M3MEHUYHBOCTB (UAH MOAN(DHKAIIMOHHAsN)
OTPayKACT M3MEHCHME IIPH3HAKA IIOA BAHAHHIEM OIPEACACHHBIX (hak-
TOPOB BHEIIHEH CPEABI — IEHBI IIPU 9TOM OCTAIOTCA B HEH3MEHHOM
BUAEC, 1 l‘IOSTON{}7 MOAI/I(PI/ILH/IPOBZ,HHBII‘/‘I HpI/I3HaK HOTOMCTBY HC Hepe—
Aaerca (OT XOPOIIIO 3aTOPEBIIIETO YEAOBEKA HE POANTCA KOPHIHEBOKO-
KU PEOCHOK. . .).

OnToreHeTnyecKas M3MEHUYMBOCTB OTPAKACT ITOABACHHE HO-
BBIX ITPH3HAKOB B XOAE MHANBHAYAABHOTO Pa3BUTHA OpraHmsma. I Ipu-
YHHOH OHTOI€HETUYECKONH H3MEHYHMBOCTH ABAACTCA (DYHKIIMOHUPOBA-
HHUE Pa3ANYHBIX HAOOPOB I'€HOB B XOAE OHTOreHe3a. I'eHBl HAYMHAIOT
«paboTaTh» U «BBIKAIOYAIOTCH» B OIIPEACACHHOM ITOPSAAKE, COTAACHO
HIMEHHO TOH IIPOrpaMMe pasBUTHsA, KOTOPasA XapaKTepHa AAA AAHHOIO
BHAA.  Pe3yAbTaToM ~ 3TOTO  IpoIlecca  ABAACTCA  ITOSIBAC-
HUE/NCIE3HOBEHUE OIPCACACHHBIX IIPH3HAKOB, B TOM YHCAE, MOPdO-
Aormaecknx. Harrpumep, y MAaAeHITa B B3pOCAOTO Y€AOBEKA BHEIITHIH

3 Meii03 — YMCHBINCHHE HAH PEAYKIIMOHHOE ACACHHE KACTKH —
ACACHIE AAPA 9YKAPHOTUYICCKON KACTKH C YMCHBIICHHUEM YHCAA XPO-
MOCOM B ABa pasa. [IponcxoanT B ABa srara (PEAYKIIMOHHBINA U 9KBa-
LIMOHHBINA 3TaItbl Mefo32a). Mello3 He CACAYeT CMEIIHBATH C AMETOre-
HE30M — OOPa30BAHNEM CHECLINAAUZHPOBAHHBIX IIOAOBBIX KACTOK, HAH
ramer, u3 HeAudepeHIINPOBAHHEIX CTBOAOBBIX.
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BUA, OpI‘aHI/ISZlL[I/IH IICUXUKHU UMCIOT 3HAYUTCADBHBIC pa3AI/I‘H/IH. Turmg-
HBIMH HpI/IMepaMI/I OHTOICHETUYECKON HU3MEHYUBOCTH SBASIOTCS MOp-
(bOAOFI/I‘ICCKI/IC HU3MCHCHHUA y 3EMHOBOAHBIX, HACECKOMBIX 11 Ap.

HacAeAcTBEHHOCTP M M3MEHYHMBOCTB — IIPOTHBOIIO-
AOJKHBIE ABACHHSA, HO OHH HEPAa3PHIBHO CBA3AHBI MEKAY
coOOI 1 0OECIIEYNBAIOT KaK IIPEEMCTBEHHOCTh IIPU3HAKOB
B IIOKOACHUAX, TAK U HX Pa3HOOOpasHe.

Wrax, y3HAaB O HECKOABKHX OCHOBHBIX ITOHATHAX HAIIEH
HAYKH, MBI MOKEM TEIIEPh TOYHO YCTAHOBUTH €€ OOBEKT:
BCE JKUBBIC OPTAHH3MBI — YEAOBEK, KHBOTHEIC, PACTECHN,
IpUOBI, APOXGKH, OakTepuu, BHPYChl. B 3aBucnMocta oT
OODBEKTA PASAMYAIOT TCHETHUKY 4e106¢Kd, 2CHENMUKY) HCUBOMHBIX
U pacnieruil, 2eHemuK) MUKpoOpzanusmMos, 2eHemuKy supycos u np.

Cpasy m O METOAAX: OCHOBHBIM
3AECH  SBAfAETCA  TIEHEeTHYECKHUN
AHAAM3, OCHOBATEAEM KOTOPOTO
ABAAETCA HAII M3BECTHBIH OTede-
creennbiit yaensii A. C. Cepebpos-
cmit?, apTOp KHHMIHU «l'eHeTHmIecKmit
aHaAm3» (m3paHa Toapko B 1970 r.l),
HE IIOTEpPABIIEH aKTyaAbHOCTH U
CETOAHH.

I'emermaeckmit AHAAMS — A gexcandp Cepecesu
KOMITAEKC METOAOB HCCAEAOBAHHA Cepetposcruii
T'€HOTHITA H (DeHOTHIIA.

Leromun — cosorynrocms eeros, a geromun — co8oKynHomb
npusraros Korxpemozo opearusma. OCcoOEHHOCTBIO T'€HETH-
YECKOI0 aHAAM3A ABAACTCA TO, UTO HM3y4YCHHE ICHOB
OCYIIECTBASICTCA 4Yepe3 KOHTPOAHpPYEMbI€ HMMH IIPHU-
3HAKU — B CBA3HU C 3TUM IPEAMETOM I€HETHYECKOIO
aHAAU3a ABAAETCA (PEHOTHII OPraHU3Ma U €r0 OTACAb-
HbIE IIPU3HAKH.

4 Asexcaaap Cepreepuu Cepebporckuii (1892-1948) — pycckmit u
coBerckuil reueruk, akapemuk BACXHIIA.
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IIpusHakoM B IeHETHKE HA3bIBAFOT AIOOOE CBOMCTBO HMAH OCO-
GEHHOCTD, ITO KOTOPHIM OPraHH3MBI MOTYT OTAHYATECA APYT OT APYyra.
D10 MOTYyT OBITH MOP(POAOTIIECKHE, OHOXUMIIECKHE, PU3UOAOTHYE-
CKHe, aHATOMUYECKHE U APyTHe oTAn4uA. [I0AOGHO TOMY, KaK TeHOTHII
MOYKHO PAa3AOKHATH HA AEMEHTAPHBEIC HACACACTBEHHBIC EAMHIIIBI —
rebl, (PEHOTUII OCOOH MOKHO IIPEACTABUTH, KAK COBOKYITHOCTD 9AE-
MCHTAPHBIX eAUHHI] — (PeHOB. KaxkABIl (peH KOHTpOAHpYeTC OAHIM
KOHKPETHBIM TeHOM. PeH — ecTh IPOCTOM 3AEMEHTAPHBIM ITPU3HAK.
CAO>KHBIN IIPU3HAK KOHTPOAHPYETCA HECKOABKHMU TI€HAMH,
IIPEACTaBAAA COOOI coueranue (peHOB mAM (peHOTHIL [I3ydenue
9AEMEHTAPHBIX IIPU3HAKOB ((PEHOB) IO3BOAACT BHIABUTDH CBA3D MEKAY
I€HOM M KOHTPOAUPYEMBIM UM IIPH3HAKOM, TO €CTh H3yIHTh (DYHKIHIO
reHa.

3apauaMy TeHETHYECKOT0 AHAAN3A ABAATOTCS:

— u3yueHue xapakmepa Hacae008anus 0M0eAbHbIX NPUSHAKOE
(A0eprioe unu Headeproe Hacredosarue):

— udenmugurayus cera (yemarosaerie ezo Gynxyun);

— u3yuenue e20 63aUMO0CUCINEUA ¢ OPYUMU 2eHAMUy

— onpedeserue €20 A0KaNUIAYUY HA KOHKDPENIHOU XPOMOcoMe,
a 1maKe MEconoN0MmeHuA 8 Npedesax epynnst cyenaeHisy

— u3yuerue eenomuna 0ariozo opeanuimMa,

—  GwLACHEHe CHIPYKNIPBL U DPYHKYUIU 2etd, €20 MOAEK)AAPHOU
opeariuzayui.

CpeAnl METOAOB I€HETHYECKOIO aHaAu3a (T€HETHU-
YECKUU AHAAM3 — KOMIIACKCHBIF TEHETHYCCKHUU METOA,
BKAFOYAFOIIIIH CACAYIOIIME YACTHBIC METOABL: THOPHAOAO-
TMYECKAH, MyTaITMOHHBIH, ITNTOAOTHYIECKHH U T. A. B mo-
CAEAHEE BPEMSA I'€HETUYECKUI aHAAH3 IIOIOAHHACH PAAOM
HOBBIX COBPEMEHHBIX METOAOB: 2ubpudusayuerl comMamudeckux
KAEHI0K, MOACKYAAPHO-2CHENMUUECKUMUY MEII00aMly A TAKKE Mer10-
damil cMexwcHsIx Hayk: OMOXUMHH, HIMMYHOAOIUH, 300AOIUH,
OOTAHHUKH, MUKPOOHMOAOIHH, BUPYCOAOTHH, (DHU3UOAOTHH,
a TaKKe XUMUH U (DU3HKH) BBIACANIM:

— eubpudonozuyeckull Menod 3AKAIOUACTCS B CO3AAHNN
CHCTEMBI CKPEIIIUBAHUA ABYX OPIaHU3MOB C IIOCACAYIOIIIIM
YIETOM XapaKTepa HACACAOBAHUA IIPU3HAKOB B IIOTOMCTBE.
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Takoi aHAAU3 MOKET IIPOH3-
BOAUTBCA TOABKO IIPH HAAH-
YHH  OIPEACACHHBIX Pa3AH-
YU MEKAY poarTeAamu. Aas
TOTO YTOOBI YBEAUYUTH Pas-
HOODOpa3ue IIPU3HAKOB Y PO-
AUTEABCKHX (DOPM HOAYHYAFOT
AOIIOAHUTEABHBIE ~ MYTALIHH. Tpecap Hoearn Mendeas
Xapakrep HACACAOBAHHSA

IIPU3HAKOB aHAAHUZHPYETCA C IIOMOINBIO MAaTEMATHYICCKUX
1pueMoB. OCHOBOIIOAOKHUKOM IHOPHAOAOTHYECKOIO Me-
Toaa sBasercs ['perop Morarmn Menaeas’, kKoToperit cdop-
MYAHPOBAA OCHOBHBIE €O ITOAOMKEHHSA (IIPUHIIUIIBI, 32-
KOHBI):

— CKpCIIUBAEMbIE OPIaHU3MBI AOAKHBI IIPHHAAAC-
JKATh K OAHOMY BHAY;

— OpraHHU3MBI AOAMKHBI YETKO PAa3AHYATBCA II0 OT-
ACABHBIM IIPU3HAKAM;

— AHAAU3HPYEMBIE IIPU3HAKH AOAKHBI OBITH HACACA-
CTBEHHO 32KPEIIACHHBIMHE;

— HEOOXOAMM KOAMYECTBEHHBIH ydYeT BCEX THIIOB
PACITIEITACHUI B IIOTOMCTBE;

— Mymayuonnsiil Men00 ICIIOAB3YETCA AASl HAIIPABACH-
HOM MHAYKIIIH MYTAITMH C IIEABIO CO3AAHHUA PA3AMYINI
MEKAY POAUTEAMH IIPU ITHOPUAOAOTHIECKOM aHAAHM3E U B
OHMOXHUMHYECKOM TeHETHUKE AAA BBIAACHEHNA (DYHKIINH I'CHA,

—  Yumon0zueckili Men00 MICIIOAB3YETCA AASl U3YICHUS
CTPOEHUS T'€HETHYECKOTO allapaTa KAETKH, ITOBEACHHA
XpOMOCOM B IIpOIECCe AEACHHA (MHTO3a H MeEi03a),

5> I'perop Morann Menaeas (1822-1884) — apcrpuiickuii 6moAor u
OOTAHUK, CBHIIPABIIHI OIPOMHYIO POAb B PASBHTUH IIPEACTABACHUS O
HacAeACTBeHHOCTH. OTKpBITHE UM 32KOHOMEPHOCTEH HACACAOBAHUA
MOHOICHHBIX IIPU3HAKOB (3TH 3aKOHOMEPHOCTH H3BECTHBI TEIIEPh KAK
3akoHbl MEHACAA) CTAAO IIEPBBIM IITATOM Ha IIYTH K COBPEMEHHOIT Te-
HETHKE.
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IIPU CAUSHHUHU I'AMET, 4 TAKKE AA HACHTH(UKAIINI XPOMO-
COMHBIX M TCHOMHBIX MYTAITHI;

— Mamemamudeckutl Men00 TTO3BOAAET IIPOBOAHUTH Ma-
TEMATUYECKUN ¥ CTATHCTUYCCKUM aHAAM3 PE3YABTATOB
CKpEIIBaHUA;

—  nomyagyuonnsIll Men00 TIO3BOAAET U3y9IaTh I'€HETHIC-
CKHE ITPOIIECCHI, IIPOUCXOAAIIINE HA YPOBHE ITOITY AAITHIH;

— Memod  uGpUOUIAYUY  COMAMUYECKUX KAeHMOK N VIlTo
ITO3BOAHA Ha4aTh 3(PEEKTUBHOE KAPTHPOBAHUE IC€HOB Ue-
AOBEKA, YCTPAHUA Oapbep HECKPEIIMBAEMOCTH HEKOTOPBIX
OPTaHU3MOB, COKPATHA BPeMA IIPOBEACHHA aHAAU3A.

CoBpeMEHHBII IT€HETHYECKHI aHAAU3 BBHIIIIEA HA HOBBII
YPOBCHDB, OAATOAAPS PASBUTHIO TAKUX METOAOB, KaK M0.26K)-
JApHan eubpudusayus (0om-, 0107, caom-cubpudusayus, uGpudu-
3ayus in Sitn), Pecmpuryuonisil anaaus, gureepnpunm u @pym-
npunn,  KAonuposanue  2e106  (BKAIOYAS  n03UYUOHHOE T
DYHKYUOHANBIOE), MENOD «HPOZYAKU 10 XPOMOCOME», CeK6eHUPOsa-
Hue 1 Ap. VICIIOAB30BAHIE 3THX METOAOB B T€HETHYECKOM
AHAAM3E 3HAYNTEABHO YBEAHYHAO €TI0 Pa3PEIIArOIIyFO
CIIOCOOHOCTD, ITO3BOAMAO BBIATU HA MOACKYAPHBIA ypO-
BEHb M3yYEHHUA OPraHU3AINH I€HOB M T€HOMOB Y Pa3AMY-
HBIX OpPraHHU3MOB, pa3padotath HOBbe AHK-TexHOAOrHMNM
AASl PEIIIEHUA PAAA TEOPETHYECKHX M IIPHUKAAAHBIX 3aAQY
COBPEMEHHOM I€HETUKH.

Terepp MOMKHO YTOYHHTH 3aAQYH TI'€HETHKH: — IIO-
3HAHHE 3aKOHOMEPHOCTEM HACAEACTBEHHOCTH M U3-
MEHUYHMBOCTU U IIOMCK IyTeH IPAKTUYECKOIO HCIOAb-
30BaHHMA 3THUX 3aKOHOMEpPHOCTeH. Permuth s1H 3aaa4un
MOJKHO Ha Pa3HBIX YPOBHAX OPraHU3AIIHH KUBOI MATEPHH:
MOAEKYAAPHOM, XPOMOCOMHOM MOAEKYASIPHO-
I€HETHYECKOM, KAETOYHOM, OPraHU3MEHHOM, ITOITyAAITH-
OHHOM.

tak, reHeTHKa IIPEACTABAACT COOOM OAHY M3 HAmOO-
A€€ YBACKATEABHBIX M BMECTE C TEM CAOKHBIX AMCITHIIAMH
COBPEMEHHOI'O OOIIEro ecrectBo3HanuA. Mecto ee cpean
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OMOAOIMYECKUX HAyK M OCOOBIM HMHTEPEC K HEH OIIpeAe-
AAFOTCA TEM, 9TO OHA U3YYACT 0CHOBHb1E C80UCINEA OPLaHUIMO8,
TO €CTb HA3BAHHBIE BHIIIIE HACAEACTBEHHOCTDL # UIMEHYU-
80cIb.

I'enernxa Hapsay ¢ mopdoaorueir, usHoAOTHEH U
OHMOXUMHEH CAYKHT TEOPETHIECKHM (DYHAAMEHTOM BCEH
coBpeMeHHOI MeAnnnHbEL. HacAeAcTBeHHOCT ACKHT B OC-
HOBE BCEX ’KM3HEHHBIX IPOABACHHN. bes HacaeAcTBeHHO-
CTU M HM3MEHYHMBOCTH OBIAA OBl HEBO3MOKHA 3BOAFOITHA
#u3H Ha 3eMAe. ITOCKOABKY dYeAOBeK — IIPOAYKT AAH-
TEABHOM 3BOAIOIINHU KUBOM IIPUPOABI, BCE OOIIEONOAOIH-
YECKUE 3aKOHOMEPHOCTH OTPAXKECHBL B €0 (DOPMHPOBAHIH
KaK OHMOAOTHYECKOTO BHAA wes0sek  pasymrerti  (Homo
sapiens).

I'eneTnka ueAoBeKa H3YYACT ABACHUA HACACACTBCH-
HOCTH ¥ U3MEHYHBOCTH Ha BCEX YPOBHAX €r0 OPraHU3AIINN
U CyIIECTBOBAHHA: MOAEKYAAPHOM, KACTOYHOM, OpPTaHH3-
MEHHOM, IIOIYAAIIMOHHOM, OHOTCOXHMMHUYECKOM M IIp.
C nepuoaa 3apomaeHua (HagaAo XX BeKa) U OCOOEHHO B
rmepuoA nHTeHCHBHOTO moAbeMa (50-e roasr XX Beka) re-
HETHKA YEAOBEKA PA3BUBAAACH HE TOABKO KaK TEOpETHYE-
CKasg, HO U KAK KAMHHYECKAA AWCIIUIIAMHA, IIOCTOAHHO
HOAIUTHIBAACH KAK OOIIEOMOAOTMUECKUMU KOHIIEIIIHAMUA
(9BOAIOITHOHHOE y4Y€HHE, OHTOICHE3), TAK U T€HETUYIECKU-
MU OTKPBITHAMH (3aKOHBI HACAEAOBAHUA IIPH3HAKOB, XPO-
MOCOMHAsA TEOPHA HACACACTBEHHOCTH, MH(MOPMAIIMOHHASA
poar AHK). B cBoro odepeab pasBuTue IeHETHKH YEAOBE-
Ka YCKOPAAO PAasBHTHE TEOPETHYECKUX  AUCIIUIIAUH
(HaIpUMEp, MOAEKYAAPHOH OHOAOTHMH) H KAHMHHYECKOM
MEAULIUHBI (HAIIPUMEP, HOBOM OOAACTH B MEAHIIMHE —
Y9IEHNA O XPOMOCOMHBIX OOAE3HAX).

MeAMIITMHCKAA TE€HETHKA N3y9aeT POAb HACACA-
CTBEHHOCTH B IIATOAOTHH YEAOBEKA, 3AKOHOMEPHOCTH IIe-
peAaYN OT IIOKOAECHHA K ITOKOACHHIO HACAEACTBEHHBIX
OoAe3Hel, pa3pabaTBIBACT METOABl AHATHOCTHKH, ACYCHUA
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1 IPOPHUAAKTUKA HACACACTBEHHON ITATOAOTHH, BKAIOYASA
OOAE3HH C HACACACTBEHHOI IIPEAPACIIOAOKEHHOCTBIO.
DTO HAIIpAaBAGHHUE CHHTE3MPYET MEAMIIMHCKHE U I'€HETH-
YEeCKUE OTKPBITUA U AOCTIIKCHHSA, HAIIPABAAA X HA OOPb-
Oy ¢ DOAE3HAME H YAYUIIICHUE 3A0POBbS AIOACH.

KamHnueckasa reHeTMKa — IIPUKAGAHOH Pa3ACA Me-
AMITUHCKOM T'€HETHKH, TO €CTh IIPUMEHEHHE €€ AOCTHKE-
HHIZI K KAMHUYCCKUM HpO6ACMaM y ITAaITMEHTOB UAU B HUX
CEMBAX: Kakas OOAE3HD y ITAllMEHTa (AHAIHO3), KaK €My I10-
MOYb (A€YEHHUE), KAK IIPEAYIIPEAHTH POKACHHE OOABHOTO
IIOTOMCTBA (IIPOrHO3 u HpoduAaxkTuka). B Hacrosmee
BpeMsA KAMHHYECKAA T€HETHKA OCHOBBIBACTCA HA T€HOMUKE,
LIITOr€HETUKE, OMOXUMHYECKOH I'€HETHKE, IMMYHOT€HETH-
ke, (POPMAABHOI I'€HETHKE, BKAIOYASA ITOIYAALIMOHHYIO U
SIIUAEMUOAOTUYECKYIO, TEHETHKE COMATHYECKUX KAETOK U
MOAEKYASIPHOM T€HETHKE.

Ha AaHHBIE MOMEHT, I€HETHKA, KaK HayKa, 3aHHMACT
OCHOBHOE MECTO B OmoAOrmm. 3aaaveil ee, KaKk Mbl 3HAEM,
ABASIETCSI M3YYE€HHE HACACACTBEHHOCTH U BCEBO3MOKHBIX
HM3MEHEHHU, KOTOPBIE OIIPEAEAAIOT BCE OCHOBHBIE CBOM-
CTBA KH3HEAEATEABHOCTH KHBOIO OpraHmsMma. l'eHermdge-
CKHI MaTepHaA, KAK ¥ TCHETHYECKUI KOA, ABAAFOTCA AOCTa-
TOYHO YHHUBEPCAABHBIMH 3AEMEHTAMH M AEKAT B OCHOBE
BCErO JKHUBOrO. A MHOrooOpasue pOpM KU3HH — PE3yAb-
TaT €r0 CAaMOPEAAM3AIHNH B IIPOABIKCHHH HHAHBHAYAAD-
HOI'O M HCTOPHUYECKOIO XOAQ Pa3BUTHA OPraHu3mMoB. Ao-
CTMKEHHA TEHETUKH ABAAFOTCA OIPEACACHHOM YaCTBIO
BCEX COBPEMCHHBIX OHMOAOTHYECKHX OTPACACH HAyKM.
K pumepy, cunmemuueckas  meopus 601104141  AOCTATOTHO
TECHO IPAHUYHUT C 0apuruMoM, TaK e, KaK 1 COBPEMEHHA
buoxumus, OCHOBHBIE ITOAOKEHHA KOTOPOHM OCHOBAHBI Ha
AOCTH/KEHUAX MOACKYAAPHON reHeruku. Hayka yumonocus,
OCHOBHOI 3aA2Y€l KOTOPOH ABAAETCA U3YICHUE CTPOCHHUS,
PEIpPOAYKIIHH, (DYHKIIMOHUPOBAHIE XPOMOCOM, IIAACTHA U
MHTOXOHAPHH, APDYTHMHA CAOBAMH, T€ K€ IAEMEHTEHI, B KO-
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TOPBIX 3anncaHa reerudeckas uudopmarua. Cucmemanii-
Ka HUBOMIHBIX, pacieHull i MUKDPOOpzaru3Mo8 BCE HaIlie IIpuoe-
raeT K HCIIOAB3OBAHHIO CpaBHeHHA reHOB. CeroAHs Hayka
BCE YAIIE HUCCACAYET PAa3AMYHBIE (PU3HOAOTHYECKUE IIPO-
IIECCHI PACTEHHH M JKUBOTHBIX HA TICHETUYECKUX MOAE-
AIX — IIPH UCCACAOBAHNN MO3Id M HEPBHOM CHCTEMBI MC-
ITOAB3YFOTCSl ~ OIPEACACHHBIE ~ I€HETUYECKHE  METOABL
W 3aech erme u ummyrosoeus, KOTOpasd U3ydaeT CHHTE3 aH-
TUTEA, HAyKa, IIPAKTUYECKH ITOAHOCTBIO IIOCTPOEHHAfA Ha
I€HETHYECKUX AAHHBIX. BOT M BBIBOA: reHeTHKa AEHCTBH-
TEABHO 3aHIMAET BEAYIIIEE MECTO CPEAM BCEX OHOAOTHYE-
ckux AmcruAuH. CMmoTtpHTe: OAaroAaps MHOTOYNCACH-
HBIM (M, K CYACTBIO, AAfl HAYKH YAQYHBIM) 9KCIIEPHMEHTAM,
HaIIpHMEpP, B OOAACTH MOACKYAAPHON I'€HETHKH, COBpe-
MEHHAf OHOAOIHA OOOraTHAACh (DYHAAMEHTAABHBIMH OT-
KPBITHAMH, KOTOPBIE ViK€ HAIIAH IIHPOKOE OTparKe-
Hue/IPUMEHEHUE B TICHETHKE YCAOBEKA —  BOIMONCHOIIb
patomanm ¢ usoauposannsimu zeramu. OHa IOAYIEHA OAATO-
Aaps BBIACACHHIO I'€HA B YHCTOM BHAC U €ro cuHresy. Aa-
A€C: 00Ka3amenveneo KAUeHU YUYawcepodioll ungpopmayuu 6 ze-
HOM, a  maKie QDYHKYUOHUPOSaNUs €20 6 KAEHMKAX —6blCllUX
HUBOMIBIX U Hen06eKa. NMOKHO CMEAO YTBEPHKAATD, ITO TCHE-
THKAa OTHOCHTCS K HANOOAEE ITPOIPECCUPYIOIIUM PA3ACAAM
COBPEMEHHOM HAYKH B IIEAOM.

Bomnpocs! u 3apanus 1o marepuasam Temsr 1

1.  Yro 0bo3HAYAET CAOBO 2eHenuKar

2. Kro BriepBble yoTpeOUA 3TOT TEPMUH B HAYIHOM HC-
CACAOBAHUU?

3. Kaxwme cBOMCTBA KHBOIO OPraHH3Ma M3y94acT ICHETH-
Kar

4.  Yro Takoe HACAEACTBEHHOCTD?

5. Aaiite oOIee IPEACTaBACHHE OO0 M3MEHYHBOCTH, BH-
AAX U3MEHYHUBOCTH.

6. TloAroToBbTE COODIIEHMS O TEHETHYECKOM aHAAH3E.
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10.

Pacckaxure KOHKpETHO 00O M3BECTHBIX METOAAX ICHE-
THYECKOIO AHAAHM3A.

[ToaroroBpTE  COOOINECHHSA O JKH3HH H  CYABOE
A. C. CepebpoBcxkoro.

Kakme pasaeAbl (HalTpaBACHHA) T'€HETUKNA BAM H3BECT-
HEBI?

Pacckaxxure 0 B3UMOCBA3M I'€HETHUKHA C OHOAOTHYE-
CKHMH HAYKAMHU U MCAHIIMHOIL.
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Tema 2. KpaTkasa ucropusa reHeTUKH:
AFOAU ¥ (PAKTBI, UAECHU U IIPOOAEMBI

3aposKAeHHE U CTAHOBAE€HUE T€HETUKH KAK HAYKU.
ITouckn mpeameTa n 06 bEKTA HOBOI HAYKH.
Bopn6a uaeii.

CyAp06a poccHiiCKOIl TEeHETHUKH.

Erre B AaAekme ApeBHHE BPEMEHA AFOAH, ITO CYTH, YiKe
3AHUMAAUCE PUKAAOHON  2eremuKol — ceqeKyued, TIPUPYyYas
AVIKHX jKABOTHEIX, OTOHpas CPEAH CODAK CAMBIX Pa3yMHBIX
U IIPEAAHHBIX, CPEAH KOPOB — CAMBIX YAOHHEBIX, CPEAH KO-
HEIl — CAMBIX BBIHOCAMBBIX, PE3BBIX M ITOCAYIITHBIX, CPEAH
KyAbTypHI)IX paCTCHHﬁ _— TC, YTO OTAUYAAUCH KPYHHbIMI/I
1 BKYCHBIMHA HAOAaMHA. VIMEHHO OT KMBOTHBIX MAHM pacTe-
HUM, HAACACHHBIX KEAATEABHBIMH AAS YEAOBEKA CBOMCTBA-
MH, TIOAYIAAH ITOTOMCTBO HMAM ITAOABI, KOTOPhIE HACAEAO-
BAAHM, VAyYIasg ¥ HU3MCEHAA, IIPU3HAKA POAHTEACH.
PesyapTaToM MHOroBeKOBOII PabOTHI CTAAO OAOMAIITHHBA-
HHE AUKUX KHBOTHBIX M BO3HHKHOBEHHE KYABTYPHBIX pac-
teranit. Co BpeMeHeM OBIAU BBIBEACHBI Pa3sHBIE ITOPOABI
AOMAIITHUX KUBOTHBIX U OECYMCAEHHBIE COPTAa PACTCHHH.
Ho y4enble, mCCAGAOBATEAR BCETAA TOHHMAAH, UTO CYIIIe-
CTBYET HEKasd MaTepPHAAbHAS CYOCTAHIIHA, CIIOCOOHASA IIepe-
AABaTbh ITIPU3HAKHA OT POAUTEAEH
moTroMkaM. Eime He Tak AaBHO

CYNTAAOCH, 9YTO TaKOH CyO-
CTAHIIEH SBASETCSA, CKAKEM,
KPOBB, BEpPHEE, KAKOE-TO BEIlle-
CTBO, COAepiKarmeecsi B KpoO-
BU — CMEIITUBASACDH, 3TU «#peeM-
cseHtbe  pakmopst  Kposiy
IIEPEAAFOTCA  IIOTOMKAM. DTa
OIIMOOYHASA THIIOTE32 HACAEAO-

Yapavs Aapeun. Crunox

coesar 1e3an0.az0 00 cMebmiu

BaHUA IIPU3HAKOB ObIAQ HA3BAHA
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maHreHe3mcoMm  (OT  rped.
nan — 6ce 1 zeresuc). COranacHO
5TOM  KOHIIEIIAM,  KaKAAA
KACTKA OPraHH3Ma C KPOBBIO
IIEPEAAET  IIOAOBOM  KAETKE
MEAKHH 3aPOABIIT — 2eM).1), U3
KOTOPOI y OYAYIIIEro OpraHms-
Ma Pa3OBBETCA TAKAA HKE KACTKA.
Teopuro ImaHreHe3nca BbI-
ABuEYA B 1868 1. U. Aapuu”:
€My IIPOCTO HEOOXOAUMO OBIAO
IIOABECTH  KaKyIO-TO  OCHOBY Csp Dpercuc I anvmon.
oA sABAcHHE HacAeAoBanus  CHumox coenar 6 1897 20y

ITPU3HAKOB.

¢ Japas Pobepr Aapsun (1809—1882) — aHrAuiickuil HATYPAAUCT 1
ITyTEIIIECTBEHHUK, OAHUM U3 IIEPBEIX OCO3HAA M HATASAHO ITPOAGMOH-
CTPHPOBAA, UTO BCE BHUABI KUBBIX OPIAHH3MOB 3BOAIOIIMOHHPYIOT BO
BPEMEHH OT OOINMX IIPEAKOB. B cBoeil Teopuw, repBoe pasBepHyTOE
HM3AOKEHHE KOTOPOH OBIAO omyOAnKoBaHO B 1859 roay B kuure «[Ipo-
HCXOKACHHE BHAOB», OCHOBHOW ABITKYIIEH CHAOI 3BOAFOIHH AapBUH
Ha3BAA €CTECTBEHHBII OTOOP M HEOIIPEACACHHYIO H3MEHIUBOCTD. POAD
CHABI, POPMUPOBABIIEH TOHIMaHNE AAPBIHOM H3MEHAFOIIUXCA ITPH-
POAHBIX YCAOBHII B KAYECTBE ABI/KYIIEH CHABI €CTECTBEHHOIO OTOOpA,
CHI'PAA HCKYCCTBEHHBIH OTOOpP, AOCTUIIIHH K TOMY BPEMECHH 3HAYH-
TEABHOTO PAa3BHTUA B AHTAHMCKOM CEABCKOM XO3AHCTBE M CACAABIIINI
IIPUBBIYHBIM B3IASIA HA OAOMAIIIHEHHBIX KUBOTHBIX H OAOMAIITHEHHBIE
pacTeHHs KAaK Ha Pe3yAbTaT Takoro orbopa. CyllecTBOBaHME BOAFO-
nuu OBIAO TPU3HAHO OOABIIMHCTBOM YYCHBIX €Ille IpH KusHu Aap-
BHH4, B TO BPEMsA KaK €I'O TEOPHA €CTECTBEHHOTO OTOOPA KAK OCHOBHOE
OOBACHEHNE 3BOAIOLINN CTAAQ OOIMEIIPU3HAHHON TOABKO B 30-X roaax
XX cToAeTns ¢ HOABACHHUEM CHHTETHYECKOI TeopruH sBoAronnd. Maen
U OTKPBITHSA AapBHHa B repepaboTaHHOM BHAE (POPMHPYIOT (PyHAA-
MEHT COBPEMEHHON CHHTETHYIECKON TEOPUN SBOAFOIIMH U COCTABASAIOT
OCHOBY OMOAOIMH, KAK ODECIEYHBAFOIINE AOIMYECKOE OObBACHEHHE
6ropazHoobpasus. OpPTOAOKCAABHBIEC TIOCACAOBATEAH yaeHUs AapBuHa
Pa3sBHBAIOT HAIIPABACHHE 3BOAIOIIMOHHOH MBICAH, HOCAIIEE €rO MM
(AapBHHI3M).
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Ero aBoropoansiii opar ®pencuc TaapTOH ITIPOBOAHA
OIIBITHI IO IIPOBEPKE IIPABHABHOCTH I'MIIOTE3Bl ITAHICHE3H-
ca. AAfM 3TOTO OH IIEPEAHBAA KPOBb OT TEMHBIX KPOAHKOB
CBETABIM, OKHAASA, YTO MMEIOIIUECA B KPOBH I€MYABI TE€M-
HOOKPAIIIEHHBIX KAETOK Pa30BBIOTCHA B TEMHBIC IIATHA HA
IIIEPCTH CBETABIX KPOAHMKOB. OAHAKO IMIIOTE3a HE IIOA-
TBepAHAach. [lepeanmBanme KpoBH HE OKa3aAO HHKAKOTO
BAMAHHSA Ha OKPAC IIIEPCTH ITOTOMCTBA. I'mrioresa manrene-
3uca ObIAQ, ACHCTBUTEABHO, UCKYCCTBEHHOM — BEAb H CaM
AapBUH ee CUHTAA «BPEMEHHOI», a ITO3AHEE H IIPHU3HAA

OITHOOYHOI.

l'mnoresa maHreHe3mca HAITOMHHAAA THIIOTE3y HACACAOBAHHA
IIPH3HAKOB, IPEAAOKEHHYIO €IIE¢ AHTHYHBIM BpadoM IHImokparom.
ITo MHEHHIO BEAMKOTO SAAWMHA, «CEMEHA» MYKYIHHBI I «CCMEHA» HKCH-
IIUHBI CO3AAFOTCA BCEMH YACTAMH YCAOBEYECKOTO TEAd, ITOITOMY H
HeCcyT NHQOPMAIIIIO O BCeX ITUX vacTAX. [Ipu cAmAHHE «ceMAH» Ma-
TEPH M OTIA IPHU3HAKH BCTYIIAIOT B OOPBOY, U y pebeHKa IpOABAAETCS
ITPU3HAK-ITOOCAUTEAD.

Ho coBpemennas renernkar Kax ke mpoHCcXOAHAO ee
poKAeHme?

B 1865 roay B mopasckoMm ropoae bpromme (cefrgac
bpro) ma 3aceaanmu oOITIeCTBA HATYPAATICTOB C AOKAQAOM
BBICTYIIMA MOHax-aBryctuHerr I'perop Menaeab (cM. BbIIme).
Kaxoe cky9gHOE BBICTYIIAGHHE: O TOM, KAKHE CTPAHHBIE KOAH-
YECTBEHHBIE COOTHOIIIEHHSA KEATBIX M 3E€ACHBIX, MOPIIMHUI-
CTBIX M TAGAKHX TOPOIINH OH ITOAYYIHA, CKPEIIIUBASA PACTCHUA
ropoxa. Hukakoro Brewaraenmna Ha caymarteaeit! Huxro ms
IIPUCYTCTBYFOIIINX HA 3aCEAAHHH AQKE HE IIOAO3PEBAA, UTO
SBASICTCSL  YYACTHUKOM/CBUACTEACM — 3aPOMKACHHUS — HOBOI
HAYKH, KOTOPOH NPEAHA3HAYCHO CTATh yapuyed Ouoqocut, 1
CAYIIIAET YEAOBEKA, YbH ITIOPTPETHI OYAYT ITOMEINEHE BO BCE

7 Cap ®pencuc 'anvron (1822-1911) — aHrAMACKHI HCCACAOBATEAB,
reorpad, CTATHCTUK, aHTPOIIOAOI H IICHXOAOTL; OCHOBaTeAb Audde-
PEHIINMAABHON IICHXOAOTUN U IICHXOMETPUKH.
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YIEOHUKI OHOAOTHM, 9be UM OYACT M3BECTHO BO BCEM MHPE
KaK IMsA OCHOBOIIOAOKHIKA IT'€HETHKH!

Pesyavmamer onvimos Mendeas onposepeanu npedcmasaenue o
70M, 47710 HACACOCIIBENIbIE PaKMOpbL CMetUsaronis, nodobio 08yM
pacmeopam, u 00Kazvi6ant, Um0 nPUHAK pooumenel Hacaey0mIA
077101610 KaK QucKpentvie (npepuisaronyiiica) npusrari.

Kcrara, MeHAEAD € ACTCTBA YBACKAACA CAAOBOACTBOM, HHTEPECO-
BAACH PACTCHHAMU M AQKE MEUTAA IIPEIOAABATD CCTECCTBEHHBIC HAYKH.
OAHAKO CA2Basg SK3AMEHBI Ha 3BAHME IIPEIOAABATCAA, ITOAYIHA #¢)00-
eaemsopumensiivie oyerku no Ouosocuu u ceonoeuy. He yamsureAbHO AM?
Errte ABa3KABI OH ITBITAACHA ITEPECAATH ODHMOAOTHIO M KOXKABIHA Pa3 IIpoBa-
AmBaAcA Ha 9k3amenax. Oarako MeHAEAD He Pa3sodapOBaACd B HAyKE M
C YBACUCHHEM B3aHAANCA 2ubpudusayueii pacmernut, usydas manmemamiude-
CKUe 3aKOHOMEPHOCIIN pacipedeerius npusiaos y cuopudos.

OCOOEHHO MHTEPECHBIMH OKAa3aAHCh OIIBITBHI C pacre-
HHAMH TOPOXa, KOTOPhIE OTAMYAAHCH TAKUMH Ka4eCTBEH-
HBIMU ITPU3HAKAMH: CEMEHA I'AAAKHE HAN MOPIIHHHCTEIE,
JKEATBIE HAHM 3EACHBIC, BBIIIYKABIE HAH C IIEPETHKKAMH.
[ToromcTBO, ITOAYYEHHOE OT CKPEIMHBAHUA Pa3HBIX (POpM
pacrennii, MeHAEAb AKKYPaTHO ITOACYHTEIBAA. AO HEro
TAKOI'O MATEMATHYECKOIO AHAAM32 HUKITO HUKOIAA HE AE-
A2A: OKA32AOCh, YTO KOAHYECTBEHHbBIE COOTHOIIECHUSA Y I10-
TOMKOB pa3HBIX IIOKOACHHI BCerAa oAmHakoBbie. OH
OIyOAMKOBAA PE3YABTATBHI CBOMX HMCCAEGAOBAHUI U Pa3o-
caan ux 40 u3BeCTHBIM OOTAHHKAM TOIO BPEMEHH, OAHAKO
HHUKTO M3 HUX HE HAIlleA HHYEro MHTEPECHOIO B paboTte
YEIIICKOro MOHaxa. MeHAeAb ITOIIPOOOBAA IIOBTOPUTE CBOU
OIIBITEL C APYTHM PACTEHHEM — ACTPEONHKON U C KUBOT-
HBIMU — I19eAaMu. K COKAAECHHIO, 3THU OIIBITHI HHYErO HE
AQAH — OH CAYYAHHO OH BBIOPAaA OOBEKTHI, HACACAOBAHIIC
IIPU3HAKOB KOTOPEIX, KAaK CTaAO IIOHATHBIM IIO3KE, B
IIPUHITUIIE HE MOKET OBITh TAKHM, KK § TOPOXa, IIOCKOABKY
Pa3sMHOKEHHE WX IIPOUCXOAHUT IIPU IIOMOIIH 7aprnierozerie-
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sa°. B pesyabTate m cam MEHAEAD TTEPECTAA BEPUTH B CBOE
OTKPBITHE.

UYepes Tpu roaa IOCAE HCTOPUIECKOTO OPIOHCKOIO AO-
kAaaa I MeHAeAA n30paAl HACTOATEAEM MOHACTBIPA, U OH
IIPEKPATHA OMOAOIMYECKIE HMCCACAOBAHMUSA, TAK HUKOTAQ U
HE Y3HAaB, YTO €rO PE3yABTATHI, OIIyOAMKOBAHHBIC B Mare-
prasax 3aceaaHns BproHckoro obImecTBa HATYPAAUCTOB U
Bpadel, depe3 35 AeT OYAyT IIOATBEPIKACHBI, M €IO KM
CTAHET UMEHEM OCHOBOITOAOKHHUKA I'€HETHKH.

Hecoraacue ¢ AapBuHOM (ITaHI€HE3HC) BBICKA3aA, H
BBIAAFOIIIUICA  Omoaor ABrycr
Beiicmar’. K coxaacenuro, y HEro
OBIAO IIAOXO CO 3PEHHEM — OH
OBIA BBIHYKACH IIPEKPATUTD AFO-
OHMBIE  MHKPOOHMOAOTHYECKHE
HMCCACAOBAHUA M IIOCBATHA Cebs
TEOPETHYECKUM ACIIEKTaM OHO-
AOTHH, CAEAAB AEP3KHE IIPEAITO-
AOIKEHUSA, KOTOPBIE CO BPEMECHEM
OKA3aAMCh IIPEATEYECH OYAYIIHIX
OTKPBITUH: OH BBIABUHYA TH-
IIOTE3y O TOM, YTO KOIUYECHI80
Aszycm Beiicman XPOMOCOM 6 10408bIX  KAEIKAX

00196610 Ovimne 6060¢ Metvule, 4eM 6

8 TTaprenorenes (or Ap.-rped. map0Evoc — AeBa, ACBHIIA, ACBYILKA 1
YéVeolq — BO3HHKHOBEHUE, 3APOKACHUE, Y PACTEHUI — anoMukcic) —
TAaK HA3BIBAEMOC «ACBCTBCHHOE PA3MHOKCHIE», OAHA U3 (POPM ITOAOBO-
o paSMHO)KCHI/Iﬂ OpI‘aHI/I3MOB, HpI/I KOTOpOI?I KEHCKHE ITOAOBBIC KACTKH
(AMIIEKACTKH) PA3BHBAFOTCA BO B3POCAOM OPTAHH3ME 0e3 OIAOAOTBO-
pernd. XOTA IAPTEHOICHETHYECKOE PASMHOKEHIE HE IIPEAYCMATPHBA-
€T CAMSAHHA MYMKCKHX H KEHCKHX IaMET, IAPTEHOICHE3 CUYUTAETCA I10-
AOBBIM Pa3MHO)KCHHEM, TaK KaK OPraHHU3M pPa3BHBAECTCA U3 IIOAOBOM
kAeTka. CunTaercs, 9To IAPTEHOIeHe3 BO3HUK B IIPOIIECCE BOATOIIUN
Pa3ACABHOIIOABIX (DOPM.

9 Asrycr Beticman (1834-1914) — memenkuil 300A0T M TEOPETHK
5BOAFOIIIOHHOTO YYICHHH.
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comamuyeckux. B IIPOTHBOIIOAOKHOCTD TEOPUU ITAHTEHE3U-
ca, BelicMaH IPEATIOAOKHA, UTO 3a9aTOYHBIC KACTKH U
KACTKH TeAd — IIPUHITUIINAABHO pasHble. OH BBIABHHYA
HIACIO, YTO HEU3BECTHBIH TOTAA €INE HACACACTBEHHBIIN (hak-
TOP AOAKEH HUMETD Quckpeniyo npupody. DTo cO BPEMEHEM
IIOATBEPAMAO OTKPBITHE HOCHTEACH HACACACTBEHHOH MH-
dopmarun — reHoB. BeficMaH IIPeAAOKHA THITOTE3Y «bec-
cmepmnon savamounol naasmery. COTAACHO €M CYIIECTBYET
«beccMepTHAs YACTHIA KU3HI», KOTOpas, B OTAHYHE OT
CMEPTHBIX COMATHYECKHX KAETOK, HUKOTAA HE YMHPAET U
IIEPEAAETCA OT POAHUTEAEH ITOTOMCTIBY B PAAY ITOKOACHHH.
Beticman BHE 3HAYUTEABHBIM BKAQA B ICHETHKY, HO...
B Coserckom Corose B 40—50 ropax XX B., KOTAA T€HETHKA
OBIAA 3aIIperrieHa (BMECTE C CIIE LIEABIM PAAOM HayK, KOTO-
pBle OTKPOBEHHO U IPYOO HA3BIBAAUCH (IIPOAAKHBIMHU ACB-
KAMH KAIIUTAAU3May), € AAAM Ha3BaHHE «BEHCMAHH3M —
MEHACAU3M — Mopraamsm». 1 He aaii Bor Oprao crars
OOBUHEHHBIM B TIOAOXKHTECABHOM OT3BIBE O TEHETHKE
(BcrromuHaerca poman B. Ayaumn-
meBa «beAble OACKABI, KCTATHU, AO
IEPECTPOMKH  3AIPEIICHHBIM K
nyoAukanuu...). Beficman  BHec
BKAQA H B 35BOAIOIIMOHHOE yde-
HUC — AOKA3AA  HEHACACOBeH Il
XapakTep HPHOOPETEHHBIX IIPH
KHU3HH MEXaHHYICCKHX ITOBPEKAC-
HHUH. YYeHBII BBICTYIIAA M IIPOTHB
IIPUHITAIIA pasBUTHA TIOA,
BAUSAHHEM TOABKO BHYTPEHHHX
IIPUYHUH, OH IPHU3HABAA TI'AABHBIM
daKTOPOM  IBOAIOIIUU  ec/7ecineet-
Huttl 0m260p, HA IIOMOIIb KOTOPOMY
IIPUXOAUT  cMeeriue  PoOUmensekux
«BaAUAMOUHBIX NAAIMY.

Kapa Koppere
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B mauane XX B. Hemenkuii yuensii Kapa Dpux Koppech,
apcTpuiickmit — Dpux Yepmak,' roasanackuii — Xyro Ae
(Dpnslz IIPOBEAH CEPHIO OIBITOB 110 I'HOPHUAM3AITHH
PACTEHUI, ITOATBEPAUBIIINX OCHOBHBIE BRIBOABI 1. Menaeas
O HE3aBHCHMOM HACACAOBAHHH POAHTEABCKHX IIPHU3HAKOB 1
O YNCAEHHBIX COOTHOIICHHUAX 3TUX IIPU3HAKOB B IIOTOMCTBE.

B 1901 r. Xyro Ae
®pus BBeA B OHOAOTrHHE-
CKYIO TEPMHHOAOTHIO IIO-
HATAE MyTaIus (OT AQT. M)-
mayuo — wn3merenne). Cam
TEPMUH OBIA HE HOBBIA: B
XIX Beke 35TO CAOBO HC-
Xyeo de Dpus IIOAB3OBAAU B 26041020l AAS
OOO3HAYEHHA PE3KUX H3Me-

HEHNII HCKOHIAEMBIX OCTATKOB KHMBOTHBIX. Oamako Ppms
IIPIMEHUA €TI0 YK€ B COBPEMEHHOM AAA HAC 3HAYCHHUI: My-
T4OHA — BHE3AIMHOE CKa9KOOOPAa3HOE H3MECHEHHE
HA4CAEACTBEHHOIO IIPH3HAKA .

AaspHeliiee  pasBUTHE TICHETHKH
CTAAO TIPOCTO HEIPEACKA3YEMBIM: KaiK-
ABIF TOA IOABASFOTCA HOBBIE ITOHATHA,
CTABIITME CEHYAC KAIOYEBBIMH B COBpE-
mMeHHOH Owmoaoruu. B 1902-1903 rr.
V. Carron"” IIPEAITOAOKHA, 9TO
HACAEGACTBEHHBIE (PAKTOPBI HAXOAAT-
ca B xpomocomax. B 1906 r., kak mbr

Yoamep Canmon

10 Kapa Opux Koppenc (1864-1933) — Hemerknii GHOAOT B MHKOAOL.
11 9pux Uepmax-3eiizenerr (1871-1962) — aBcrpuiicKuil TeHETHK,
OHOAOT.

12 Xyro Ae ®@pus (1848-1935) — roarasacKuil GHOAOT, TEHETHK.

13 Yoarep Carron (1877-1916) — amepuKaHCKHII I€HETHK, 3afABHB-
LU, 9TO XPOMOCOMBI COACPIKAT CAMHUIIBI HACACACTBEHHOCTH H CO-
CTaBASIFOT OTACABHBIE IIAPBL.
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IIMCAAH BBIIIIE, ITOSABASCTCA U HA3Ba-
mue Hamrerd Hayku! B 1909 r. aat-
ckmit  Gorammk  B. Moxammcen"
IIPEAAOKHA TEPMUH T€H, KOTOPBIH
CTAA KAIOYEBBIM IIOHATHEM 9TOH
mayku. I'en (oTr rped. remoc—
POA) — CTIPyKTypHasA U (PyHKIH-
OHAABHAA €AMHHIIA HACAEACTBEH-
Hocth. CHavara CYUTAAOCH, YTO

OAHUH I€H OIIPEACAACT HAC AEAOBa-
HHE OAHOro mnpusHaka. OAHAKO
AAABHEHIIINE NCCACAOBAHHUSA ITOKA3AAH, YTO IIPHU3HAKH KO-
Aupyrorca rpymmamu reros. Ho, mesaBucumo ot Toro, Ka-
KOE KOAHYECTBO T€HOB OIIPEACAACT OAUH IIPU3HAK, BCETAA
OAMH T€H OIIPpEACAAET pPa3BUTHE
OAHOI IIOAHIIEITTUAHON nenu. I1o-
3TOMy CeWdYac IIPUHATA KOHIIEII-
A «OAUH I'€H — OAHA ITOAMIIEII-

Busveenvme Hoxcarmcern

TUAHAA IETILY.

W eme OoAMH BBIAAFOIIHICA yde-
HBIA, YbH TPYABI PE3KO OTBEPraAHChH
O(PUIIMAABHOH COBETCKOH HAYKONH —
Tomac XamT MopraH15. Kak mm yAn-
BATEABHO, HO OYE€Hb MHOTO HAYIHBIX

OTKprTPIfI OCHOBBIBA€TCA HE TOABKO

Tomac Mopean

14 Buabreasm Aroasur Hoxanucen (1857-1927) — aarckuit 6uosor.
OmbrtamMu Hap A9MEHeM 1 (DACOABIO AOKa3hIBaA Hea(PPEKTUBHOCTD
0TOOpa y CAMOOIBIAAFOINNXCA PACTEHHH, CO3AAA HA 9TOH OCHOBE 3a-
KOH «O YHCTBIX AHMHHAX» 1 orrpoBepraa 3akoHsl ®.I'aapToHa O wacTmd-
HOM HACAGAOBAHHH IIprodpereHHEIX 1pusHakos. B 1903 roay B pabo-
Te «O HACACAOBAHUH B ITOIYAALMAX U YUCTBIX AHHHAX» BBEA TCPMUH
«rronyasrusy. B 1909 roay B pabore «DAEMEHTH TOYHOIO yYICHUS
HACACACTBCHHOCTE BBEA TEPMUHBL: «T€HY», KCCHOTUID U «(EHOTUID

15 Tomac Xamr Mopraun (1866-1945) — amepuxanckuii OmOAOL,
OAHMH 113 OCHOBOIIOAOKHHKOB I'€HETHKIL.
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HA KPEIKHUX 3HAHMAX, TaAaHTe U ymopcrtse. Yacto mpocro
HEOOXOAUMBI HHTYUIHA U yAada: Mopran AAf CBOHX HC-
CAEAOBAHUI BbI6paA HE IIPOCTO YAAYHBIM, a4 HACAABHBII
OOBEKT, KOTOPBII CTAA CO BPEMEHEM H3BECTHEHIIICH TeHe-
THYECKOI MOAEABIO — IIAOAOBYIO MYILKY dposogusy. Viae-
AABHBIM OOBEKTOM AAfl TEHETHYECKUX HMCCACAOBAHUM APO-
3ouaa crana OAAroAaps CBOHM CBOWMCTBAM: Y MYIIKH
BCEro 4 mapel XpOMOCOM, a OAHA camka AaeT OkoAo 400 1o-
TOMKOB. [TAOAOBBIX MYIIIEK AECTKO M3y4YaTh Ha IIPOTAKECHUN
Bcell ux Ku3HU. Kpome TOro, B KAETKaX CAFOHHBIX KEAE3
AMYHHOK APO30(PHUA €CTh I'MIAHTCKHE XPOMOCOMBI, OYEHb
YVAOOHBIE AASl HCCACAOBAHUIM, HOO HE HYKAAFOTCA B MHKPO-
CKOITaX C OYEHb OOABIIIUM YBEAHYECHUEM.

C 1908 r. Moprau Hauaa cBou uccAeaoBannsa. CHadara oH Opaa
APO30dHA B OaKAACHHBIX 1 (DPYKTOBBIX MATa3MHAX, BHIAABAMBAA Cad-
KOM, IIOAYYHB Ha 5TO Pa3peIleHHEe XO3AeB MAra3MHOB, KOTOPBIC ITOTE-
ITAAMCh HAA 9IYAAKOM-MYXOAOBOM. TPHAATHIIATIMETPOBAA KOMHATA
AASl OIIBITOB, Tak HasbBacmas «fly-room» (mymmmas xommara) B Ko-
AyMOUICKOM yHHBEpcuTeTE, TA¢ MOpPraH IpOBOAHMA CBOU HCCAEAOBA-
HUA, CTaAa U3BECTHOH BceM. ITomerreHue OBIAO 3aCTABAECHO OYyTHIAKA-
MH, OAHKAMH, ITAOIIKAMHE U KOAOAMH, B KOTOPBIX ACTAAU TBICAYH MYyX,
KOITOITTHAYICE ITPOKOPAHBBIE AIYHHKH, BCE CTEKAA 3THX COCYAOB OBIAT
OOBEIIAHBI KYKOAKAMH APO30(HA. DyTHIAOK HE XBATAAO, M XOAHAU
CAYXH, 9TO PAHO YTPOM IIO IyTH K Aaboparopuu MopraH m ero cry-
ACHTBI ITOXHUIIAAN OYTBIAKH AAf MOAOKa, KOTOpBIE xnTean Mamxerre-
Ha BEICTABAAAN BEYepoM 3a ABepu! MopraH TImaTeAbHO H3ydaA BHIPa-
meHHbx  MyX. OKa3aAoch, 9TO OHH BHEIIHE AOBOABHO CHABHO
OTAHYAFOTCA: KPOME OOBIYHBEIX KPACHOTAA3BIX MYX BCTPEYAIOTCA OEAO-
IAa3BIE, JKEATOTAA3BIE M AAKE PO3OBOrAasbie. BBIBAIOT ¢ AAMHHBIMH H
KOPOTKHMH KPBIABAMH, C HCKPUBACHHBIMH CMOPIIEHHBIMUA KPBIABIIII-
KAMH, HE CIIOCOOHBIEC ACTATh, OTAHYAIOTCA (POPMOH H OKPAaCKOM
OproIIIKa, HOT, AHTECHH 1 AQXKE IIETUHOK, YKPBIBAIOIIUX UX TeA0. Mop-
TaH CKPEIIHBAA APO30(UA, CACAA 32 HACACAOBAHHEM BCEX THX IIPHU-
3HAKOB. AHAAU3HPYA PE3YABTATH HAOAFOACHUI, OH IIPHUIIIEA K BEIBOAY,
YTO HEKOTOpPBIEC IIPH3HAKH IIEPEAAFOTCA ITOTOMKAM B COBOKYITHOCTH.
Mcxoad m3 3TOro, yUIEHBIH IIPEATIOAOKHA, YTO T€HBI, OITPEACAAFOIIIC
5TH «CIIETIACHHBIE» IIPU3HAKH, HE PA30POCAHDI ITO BCEH KACTKE, a CIIeII-
AEHBI B OCOOBIX «OCTPOBKAX». ITOAyIHAOCE, UTO BCE HACAEACTBEHHBIC
IIPH3HAKN MYXH ACAATCA HA YETBIPE «CLICIACHHBIC) IPYIIIEL YKe OBIAO
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M3BECTHO, YTO Y APO30QPHABI
9eThIpe  Iaphl  XPOMOCOM —
orcroaa Mopraa cAeaan BBIBOA,
YTO TIEHbl AOKAAUBYIOTCH B
XPOMOCOMAX, IIPHYEM B KaXK-
AOH  XPOMOCOME  HAXOAHUTCA
ILIEIOYKA U3 COTEH reHoB. Mop-
raH VCTAHOBHA: YeM OOABIIIE
paCCTOAHHE MEKAY AByMA Te-
HAMH B XPOMOCOME, TEM BBIIIIC
BEPOATHOCTh Pa3PbIBa LICIIH —
IeHBI, PACITOAOKEHHBIEC OAHUSKO,
PA3ACAAIOTCA KpallHE PEAKO.
VCXOASl M3 9THX HaBAFOACHHIE, Bom onuy — 26pou U nposo3BecHIHUKH
Mopran cocraBHA KapThl pac- 106011 nayku — oposogpurise!
ITOAOJKECHHUSA TEHOB B XPOMOCO-

Max Apo30duABL [TpoM30IIIAG 3TO yiKe depes TOA IOCAE YTBEPHKACHUA
B Hayke TepmmHa reH. Kpome Toro, Mopran ycraHOBHA, 9TO HEKOTO-

pble IPU3HAKH IIEPEAAIOTCS TOABKO CAMIIAM HAH TOABKO camkam. OH
CAGAAA BBIBOA, YTO I€HBI, OTBEYAIOIIUE 32 9TU IPU3HAKH, AOKAAU30BA-
HBI B XPOMOCOMAX, KOTOPBIE OIIPEACAAIOT IIOA — TaK GBIAO OTKPBHITO
CYIIECTBOBAHME ITOAOBBIX XPOMOCOM. PesyAbraTroM HcCAeAOBAHMA
MopraroM Apo3odUA cTaAd XPOMOCOMHASA TEOPHA HACACACTBEHHO-
crH (32 9TO AMEPUKAHCKUN y9IeHBIH ObiA yaocToeH HobGeaesckoit mpe-
MHUH I10 (pH3HOAOTHH MCAI/IHI/IHC).

O 3apomACHHH U CYABOE POCCHICKON TI'€HETHKH MBI
yiKEe YHOMAHyAH. A Temepp HOAPOOHEe, MO0 CyApOa 9T1a
APaMaTHYHA, II€YaAbHA N IoyumrteAabHa. Hayka, koTopas
npumiaa B Poccuro ¢ Ilerpom I, 6s1aa mHenpocra, dyHKITu-
OHHPOBAAA B KECTKUX YCAOBHAX U COIIPOBOKAAAA YACTO HE
camble MATKHE pedpopmbl B Harned crpame... Ho, tem me
MmeHee, 9TO Obl HH mucaan, HO Axasemus Hayk B Ilerep-
Oypre crasa OIIAOTOM IIPOCBEIIEHUA U IpHUBAcKaAa B Poc-
curo yuensix ¢ 3ammapa. Ho 910 OBIA AOATHTI 1Ty TB...

B 1834 roay B Poccuro mepeexaa Kapa Bap'®, oann us
ocHOBaTeAel sMOprosormu. OH OTKPBIA AHIEKACTKY U

16 Kapa Bpucr ¢pon Bap (Kapa Makcumosna bap, 1792-1876) —

OAUH M3 OCHOBOIIOAOKHHUKOB 3M6pI/IO/\OI‘I/II/I 158 CpaBHI/ITeABHOﬁ aHaTO-

30



IIEPBBIM ~ ACTAABHO  OITHCAA
XOA HHAHUBHAYAABHOTO pas-
BUTHUA Y ’KUBOTHBIX.

K mauaay XX sexa B Poc-
CHH CAOKHAHUCH OPHUIMHAAD-
HBIE, 4 TO U IPOCTO YHUKAAD-
HBIE HAIIPABACHUA B PA3AHY-
HBEIX OOAACTAX OMOAOIMH —
pe3yAbTat? HobGeaesckas
peMusa — W. IT. TTaBroB
(1904), . 1. Meunukos
(1908)! Hayky craam moa-

Kap Dprem pon bap AEPKHUBATG M MEIECHATHL.

B 1908-1909 rr. Ha cpeacrBa

reaepasa A. A. [Hamasckoro u kymma X. C. Aeaenriosa B
Mockse cosparorca Hapoansni yausepcurer, MockoBckoe
00111ecTBO HAYIHOTO MHCTHTYTa B OOIIECTBO COAEHCTBHA
yCIIeXaM OIBITHBIX HayK. B IIpOBHHIIMH 3eMCTBA ITOAACP-
’KUBAOT PaOOTy HAYIHBIX OOINECTB M OITBITHBIX CTAHITUIL.
Toapko uro HaspaHHBIH YHHBepcuTer [IlanaBckoro craa,

KCTAaTH, IPUOCKAIIIEM AAf MHOTHX H3 OOAEE, 9YeM CTa yde-
HBIX, yireAmux B 1911 roay m3 MockoBckoro yHuBepcuTe-
Ta: HA30BeM OAHOTO U3 HuX — Hnkoaait Koncranrmaosmy
Koabros'’, KOTOPOTO 3HAMEHUTEHI HASBIBAAH CAMBIM O0-
PAa30BAHHBIM U3 BCEX U3BECTHBIX OMOAOTOB.

Ha ©Oasze ymmBepcurera Koabmos cospaa [B 1917 1
IIEPBBII M Ay4Iuii Ha TO Bpema B Espone MucTuTyT 2kc-

repuMeHTaABHOI Onosorun (MODB).

MHH, akaAeMHK [letepOyprckoii akaaeMun HayK, IpesuAeHT Pycckoro
SHTOMOAOIMYECKOIO OOIIECTBA, OAMH U3 OCHOBaTeAcl Pycckoro reo-
rpadpugeckoro odIecTsa.

17 Hukoaait Koncramruaosuu Koasnos (1872-1940) — pycckuit
GHOAOTI, OCHOBATEAb PYCCKOIH COBETCKOH IIKOABI 9KCIIEPUMEHTAABHON
OGHOAOTHH, aBTOP OCHOBOITOAATAIOIIECH HACH MATPUYIHOIO CHHTE3a
XPOMOCOM.
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B 1921 r. on mpeasoxua 3ame-
YATEABHOMY  YV9IEHOMY  300AOLY
C.C 1IeTBepI/HmBy18 OpraHH30BATh B
VDb renermdeckyro AabOpaTopHIO.
Orcroaa  maunHaercs MockoBckas
mKoAa redernku — b, A. Acra-
ypOBlg, E. . DBaaxarmua®,
C. M. I'eprienzor”,  H. I'T. Ay6u-
mua”, A. A. Pomamos®, A. C. Ce-
pebposckmii™,  H. B. Tumodees-
Pecobckuii™.  Vike K cepeAnHe
1923 r. Bemmam Tpyas Mucturyra n
HOMEpPa ABYX HOBBIX JKyPHAAOB, IIPO-
BOAHMAHCH CEMHHAPEI 110 IIPOOAEMAM
spoArorun Ha kBaptupe C. C. UerBepuKOBa, yIACTHUKH KO-
TOPBIX IIOTOM BCIIOMHHAAH LAPUBIIYIO TaM aTMocdepy
TBOPYECTBA, KPHTUIHOCTH, SMIATHIHHOCTH.

Huxonaii Koncmarn-
murnosuy Koavyos

18 Cepreii Cepreesuu Uersepukxos (1880-1959) — sreiaaromuiics
PYCCKHIT 1 COBETCKHI OHOAOT, I€HETHK-9BOAIOIIMOHUCT, CACAABIIIMI
IIEPBBIE ITIATX B HAITPABACHHI CHHTE3d MEHACAEBCKOW I€HETHKI I 9BO-
arormonHoM Teoprun Yapapsza Aapsuna.

19 Bopuc AsoBuu AcraypoB (1904-1974) — coserckuii GuoAor
(trroreHeTuk, sMOproAor-skcepumerrarop), akaaemux AH CCCP

20 EansaBera Hpanopna Baakammma (1899-1981) — Owmoaor-
rpakTuK, reHetuk. B 1928 roay orkpsira y Apo3odHA IPYIILY I€HOB,
OTBETCTBEHHBIX 32 KAFOYCBBIC CTAANN OHTOICHE3A.

2l Cepreit MuxaiiroBuu I'eprenson (1906-1998) — coserckmit
I€HETHK, MUKPOOHOAOT.
22 Huxoaait Ilerpopuu Ayouaua (1906-1998) — coserckuii rene-

Tk, akapemuk AH CCCP. I'epoit Conmaaucriraeckoro Tpyaa.

2 Amurpuit AmurpueBud Pomarmos (1899-1963) — coserckmit
ICHETUK, 9KCIEPUMEHTATOP.

2 Aaexcaspp Cepreesuu CepebGposckmit (1892-1948) — pyccrmit
n coBerckuil renernk, yaeH-koppecrouaeaTr AH CCCP (1933), akaae-
muk BACXHUA.

2 Huxoaaii Baapumuposuu Tumodees-Pecosckuii (1900—
1981) — 6Guonor, renernk. OCHOBHBIC HAIIPABACHHSA €O HCCACAOBA-
HUI: PAAMAIIIOHHAS '€HETHKA, ITOIYAAITMOHHAA I€HETHKA, Hpo6AeMH
MHKPOIBOAFOLIHL
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B mauaae 20-x ropoB Au-
PEKTOP HEMEIIKOTO HHCTUTYTa
mosra  O. @orr mompocua
Koasbiosa KOMAaHAHPOBATh
Koro-Au6o B l'epmanmio Aas
CO3AQHHUA AADOPATOPHUH ICHE-
THKH (TaK B I 'epMannn okazaa-
cA H. B. Tumodees-
PecoBcknit — o ero cyapbe
pacckasan Aammna I'pannb B
kHure «3yopw).

B IlerepOypre Bo3HHKAZ
CBOSI INKOAQ TE€HETHUKH, CBA-
3agHad C wMeHamu [Opna
AnexcaaapoBruya Puann Pu-

Huxonai Baaduruposu antaenko” u Huxonas Mpa-
Tunmogbees-Pecoscxui HoBuua Basmaosa®. Vike B
1913 roay sooaor Puanmm-
4geHKko 4nTath B [lerepOyprckom yHHBEpCHTETE IIEPBBHIA B
Poccun daxyapratusasii kype reaeruxul B 1918 roay on
co3paA repByro B Poccun xagedpy sxenepumenmansiion 300.10-
eun u eeHemuxy. Ero YICHHKH ITOTOM, IPHYMHOMKAf CAABY
HayKd, pabOTAAH B PA3HBIX CTPAHAX MHpA.

26 FOpwuit Aaexcanaposuy Puanmuenxo (1882-1930) — coserckmit
OGHOAOr W TCHETHK, W3BECTHBIA CBOCH IIEAATOTMYECKONH M HAYYIHO-
OPraHH3ATOPCKOH ACATEABHOCTBIO. Ero HaydYHEIC HHTEPECH OXBATBIBA-
AM T€HETUKY KAYCCTBCHHBIX U KOAMYCCTBEHHBIX IIPU3HAKOB, BKAOYAs
HACACAOBAHHE TAAAHTA § YEAOBEKA, CBICHUKY, TCHETHYCCKUE OCHOBBI
spoArorur. OH IPEAAOKHA IIOHATUA «MHKPOIBOAIOLIUN» H «MAKPO-
9BOAIOLIID).

27 Huxoaait IBanosuu Basuaos (1887-1943) — Beiaarormmiics poc-
CHICKHI M COBETCKHH YYCHBINA-TEHETHK, DOTAHUK, CEACKI[HOHEp, Ieo-

rpad, akaaemuk AH CCCP, AH YCCP u BACXHHA.
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B 1921 roay B Ilerporpaae Ba-
BHUAOB (DAKTUYECKH CO3AAET U BO3-
raaBAfeT Bceecorosmeni mHcTHTYT
pacrenneBoactBa — BIP, cobpas
B HEM 3aMCYATCABHBIX OSHTY3Ha-
CTOB, HCCAEAOBATEAEH, OODBEAU-
HEHHBIX OAHOM TIPAaHAMO3HON 3a-
AaYe: coOOpaTh MHPOBYIO KOAACK-
ITUIO KYABTYPHBIX PACTCHUN U HUX
COpOAMHYEH, BBIABUTH ITOTCHIIHAA
IIEHHBIX T€HOB M BBECTU HX B Ce- Huxonai Usanosuy
AEKITHIO. 3aMeTHM: IIPUMEPHO 32 Buasusos
15 Aer 3Ta 32A292 OBIA2, B OCHOB-

HOM, BBEIIIOAHEHA.

20-30 roABI OBIAM UPE3BBIYANHO ITAOAOTBOPHBIMU AAS
TEHETUKH:

— 1926 roa — cratea C. C. YerBepukoBa o cBA3n
TEOPUH 3BOAIOIIHMHU U I'€HETHKH, IO CyTH, 3HAMECHOBABIIIAS
IIOABACHUE cerenmuxy nonyayusi (KOHIEIIIUA «MyTAIIHOHHO-
IO AABACHH», IPOIECCA BO3ZHHKHOBEHUSA HOBBIX HACACA-
CIBEHHBIX U3MEHECHHUN — MYTAIU;

— 1927 ron — xounenuus H. K. Koasrosa o Ttowm,
YTO XPOMOCOMBI IIPEACTABAAIOT COOON THIAHTCKHE MOAE-
KYABI, CIHOCOOHBIE K CAMOBOCIIPOU3BEACHHIO;

— 30-e roasr padotsr Tumodeesa-Pecosckoro B I'ep-
MaHHH 110 PAAHAIIHOHHON reHetuke. VIX 1eAp: ycraHOBUTS,
C KaKOH YACTOTOH BO3HHKAFOT MYTAaIlUH IIOA AEUCTBHEM
PasHBIX AO3 U BUAOB 0OAydeHusd. V1 koAmdecTBeHHBIE pac-
YETHI IIPUBEAN K BA’KHOMY BBIBOAY, YTO ITOBPEKACHUSA, BBI-
3BIBACMBIE OOAYYICHHEM, ABAAIOTCA HE MYABTH- 4 MOHOMO-
AEKYAAPHBIMH. ODTO XOPOIIO IapMOHHPOBAAO C HAEEH
Koap110Ba 0 XpOMOCOME KaK OAHOM THTAHTCKOH MOAEKYAE;

— 1934 ron — I'. A. AeBurckuii BriepBee [y pacre-
HUH| ITOKa3aA, KaK IOA ACHCTBHEM OOAYYEHHUA XPOMOCOMBI
pacasaroTcs Ha (PparMeHTH U IIEPECTPanBarOTCs;
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— 1935 roa— cosmectHas cratha Tumodeena-
Pecosckoro ¢ ¢dusukamu [ummvepom u  AeApOprokom,
A€rIas B OCHOBY MOAEKYASIPHOIT OHOAOIMI;

— cepeanHa 30-X TOAOB — BBIBOABI O AEAUMOCTH I'€Ha
I €ro CAOKHOHM AMHEHHOH CTpykType. OTKPHIT U HM3yYeH
«@eKT MOAOKEHHA» T€HOB, KOTAA HOPMAABHBIN I'€H, Oy-
AYYIH HCKYCCTBEHHO IIEPEHECEH B APYIO€ MECTO XPOMOCO-
MBI, MeHAA Xapaktep cBoero npossacausa (H. 1. Ayounnn
u Ap.). DTOT PEHOMEH, CBA3AHHBINA C PErYAATOPHBIMU OT-
HOITICHUAMH MEKAY T€HAMH, H CETOAHA ABAACTCH AKTyaAb-
HBIM AAfL ICCACAOBATEACH;

— xoHerr 30-X TOAOB— TPH HOBBIE KOHIIEIIINH
H. M. BaBuaoBa: 1) 3aKOH TOMOAOIMYECKHX pPAAOB B
HACACACTBEHHOH M3MEHYHBOCTH, 2) yY€HHE O IIEHTPaX
IIPOUCXOKACHHUA KYABTYPHBIX PACTEHHI; 3) IIPEACTABACHHE
O CAOKHOH IOAUMOP(MHOH CTPYKIype OHOAOIHYECKUX
BHAOB.

3akoHbI BaBHAOBA yCTaHABAMBAAW OIIPEACACHHBIC IIPaBHA2 POP-
MOODPA30BAHNA U TO3BOAAAH IIPEACKA3BIBATH Y AAHHOTO BHAQ, CIIEe He
OTKPBITBIE, HO BO3MOKHBIC ITPU3HAKH (aHAAOTHA C crucTeMoi MenaeAe-
eBa). Vlcxoad m3 cBOEH HAECH O IEHTPAX IPOHCXOKACHHUSA KYABTYPHBIX
pacrenuii, BaBuAoB opraHmsoBaa OeCIIPELIEACHTHBIE IIO MAacIITaly
SKCIEAUIINI B PA3HBIX KOHTHHEHTAX 110 COOPY MX COPOAHYEH C IIEABIO
PE3KOro pacIMpeHnsa TeHO(POHAA U UCIIOAB3OBAHHA €rO B CEACKIIHH.
Hanpumep, Ao BaBuaoBa ObIA H3BECTEH AHIIb OAHUH BHUA KYABTYPHOIO
kaprodrens, pasBoaumMsiii B Espore. IlpoBeaerHBIC 3KCIEAUIINN B
ropusie paiionst AHA (Iepy, Boausus, Uuam) mosBoAHAM HAWTH OKO-
A0 230 HOBBIX KAYOHEHOCHBIX BUAOB KapTOQEAd, TEHBI KOTOPBIX CTAAO
BO3MOJKHBIM HCITOAB30BATh B CEACKIINH, ITPEKAE BCETO Ha yCTOHYN-
BOCTD K BpeauTeAsm! TToAODHEIC KOAACKITHI OBIAM CO3AAHBI ITO ACCAT-
KaM BHAOB KYABTYPHEIX pacreHnil. Ao cux mop xkoaaexius BMPa co-
ACPMKHT ~KpyIHEHIIHiIi B MHpe «DaHK ICHOB», 0€3 KOTOpPOro
HEBO3MOKHA COBPEMEHHAA CEACKIINA KYABTYPHBIX pacTeHHH. BaBraos
00AAAAA HEYeMHOW SHEprHel, CIaA AUIIb 4—5 9acoB B CyTKH, OBIA
moaon 1maanoB. Ho B 1940 r. B Bospacte 53 Aer, HOAHBINA cHA 1 sHEP-
I, OH OBIA APECTOBAH U 3AMYYCH B TIOPBME.
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Ho... B 1932 roay name-
yeHHBIH ObIAO B CoBeTCKOM
Coroze Mexaynapoansii 'e-
nmermyecknii Konrpece ne co-
CTOAACH, A BEAYIIHE I'€HCTHKI
YBOACHEIL, APECTOBAHHI. . .

W, makonerr, 1948 roa —
PasrpoM IeHETHKH M BOILape-
e  Apicenxo™... Pasrpom
I€HETUKI Ha Ceccun
BACXHMA B aBrycre
1948 roaa, koTopyro mpoBO-
AHA ABICEHKO, OBIA AHYHO
oaro0per  Craamsbim.  Ayx
BPEMEHH IIEPEAACT IIPUKA3
MHHHCTpa  BbICIIErO  OOpasoBanma Kadramosa ot
23.08.1948 roaa: «Obecneuunv xoperiyro nepecmpoiiky yuebron u
Hay 4 H0-UCee006amensekoll  pabome: 6  Hanpasaenuu  600Pycerus
CI1)0eH06 U HAYUHBIX PAbOIIHIKOS NEPE00EHIM HPOZDECCUBHBIM Mil-
YYDUHCKUM  YUCHUCM U DeUUImeaboz0 UCKODEHEHUA DpeaKytoHH02o
UOeANUCTIUHECKO20 BeUCMancIneKozo (mendeaucnicko-
Mopearucnickozo) Hanpasaenusy. Bam mpaBarca caoBa:  nepe-
CmpoliKa, ucKopererie, peaKyuorroe, renpumupumoe, bopsba... Bui-
AH Cpa3y YBOACHBI ACCATKH U COTHU BEAyIIHX Ipodpecco-

Tpogpum Aenucosuy Avicerixo

poB m mperopaaBareaci. V3 Ombamorek H3BIMaAUCh U
VHUYTOMKAAUCH 11O CIIMCKAM OMOAOTHYECKHE KHHIHU, OCHO-
BaHHbBIC HA MEHAEAEBCKOH remeruke. ITaama morpoma Ire-
PEKUHYAOCH Ha IIUTOAOIUIO, SMOPHOAOTHIO, (DH3UOAOTHIO
U AOCTHUTAO AQKE TAKUX AAAEKUX, KA3AAOCH OBI, OT I'€HETU-
Ki obAacTed, kak kBaHTOBafA xumudA. [locae cmeprn Cra-
AmHa B 1953 1. 1 mO3AHEE, B IEPHOA «OTTEIIEAN», YCHAUBA-
ercs IPOTHBOCTOSIHHE ABICEHKOBCKOMY OOCKYPaHTH3MY.

2 Tpodum Aenncosuu Abrcenko (1898-1976) — coserckuii arpo-
HOM H OuoAor. OCHOBATEAD 1 KPYITHEHINNI IIPEACTABUTEAD IICEBAO-
HaY"IHOI‘() HaHpaB/\CHI/IH B MH‘{YPI/IHCKOﬁ aI'PO6I/IOAOFI/II/I.
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Haunnas ¢ 1953 r. u3BecTHBIN 9BOAIOIHOHKCT IIpodeccop
A. A. Arobumies” w BepHYBIIHIACA W3 AAreps TIEHETHK
B.IL E)cppoyIMCOH30 rmocerAaroT B LIK mapTwm, B KypHAABI,
BEAYIIUM OHOAOTaM CEPUU KPUTHYECKUX CTATEH O MOHO-
moAnn ABICEHKO B OMOAOIUH, AHAAUSHPYH OOABIION YPOH
CO CTOPOHBI ABICEHKOBIIIHBI CEABCKOMY XO3SIHCTBY, MECAH-
nune, skonomuke crpasbl. B 1955 r. 8 LK maprum 6s1a0
HAIIPABACHO 3HAMEHHTOE (IIHCBMO TPEXCOTY, IIOAIIICAHHOE
BCAYIINMHE OHOAOTAMH, 3aTEM K HEMY IIPHCOCAHMHHAUCH
akapemuku-pusuka. B 1956 r. maummaer umrateca Kypc
KAACCUYECKON I'eHeTUKN B \EHUHIPAACKOM YHHBEPCHTETE.
B ar1o xe Bpemsa B Mucruryre 6uodusuku u Mucruryre
ATOMHOH SHEPIUU CO3AAIOTCHA TCHETHIECKHIE AADOPATOPHH,
a sareM B 1957 r. oprammsyerca Mucrturyr murtorornmu u
reaetuku B Cubupckom oraeaennn AH CCCP (Axaaem-
ropoaok, Hosocubupck). Ho ato erre me Ob1aa mobeaa —
B AckaOpe 1958 r. Obiaa pasormama peaaknns «borammde-
CKOTO KypHaAa» BO rAase ¢ akaaemukoM B. H. Cykauenbim
32 IyOAHKAIIUIO CEPUU KPHTUYECKUX CTaTell 00 mAeax /\bI-
cenxo. B 1963 r. Takas e ygactp mocruraa xypHaa «Hepa»
3a AIPKYIO U CMeAyIo crateio reHerukos B. C. Kuprmann-
koBa 1 /K. A. MeaseaeBa «llepcriekTuBBl COBETCKOIT reHe-
Tukm». [lapeHme ABICEHKO HAYAAOCH BCAEGA 32 TTAACHHEM
H. C. Xpymesa B 1964 r. B centadpe 1965 roaa Ha 3aceaa-
Hun [lpesmamyma AH moaA pyKOBOACTBOM — akaAeMHKa
M. B. KeaApImra BriepBeIe OTKPBITO ITOABEPTAHCH KPHTHKE
METOABI U Pe3yABTATHI AedAreabHOCTH Abicerko. B 1965 r.
OH OBIA CHAT C ITOCTAa AHPEKTOpa akapemmdeckoro Mucru-
TyTa ICHETHKH, KOTOPBIH 3aHMMAA IICABIX YCTBEPTb BEKA
rmocAe apecra BaBuaoBa, HaBA3BIBAaA YepPe3 CHUCTEMY TOCY-
AAPCTBEHHBIX VUPEKACHHI CBOH, MATKO TOBOPS, OPEAHH.

2 AaexcaHAp AaexcasapoBuu Arobummes (1890-1972) — duno-
cod, BIOAOT, SHTOMOAOL.

30 Baaaumup ITaBaoBuu Ddpoumcon (1908-1989) — cosercrmit
TCHETHK.
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Huenumym yumonoeuu u cenemuxu 6 Cubupexom omoenenun AH

Pabora OTedecTBEHHBIX I€HETHKOB IIPOAOAMKACTCH. ..
. A. Paroriopt’' — OTKpPBITHE ¢yrepMymazer 06 — BEIIECTB,
B ACCATKH U COTHHU Pa3 ITOBBIIIAIOIINX YaCTOTY BOZHHUKHO-
BCHHA MYTAITHH Yy CAMBIX Pa3HBIX OpraHm3MoB. C mcroan-
30BAHMEM CYIIEPMYyTAI€HOB CAEAAHBI BAKHBIE PaOOTHI B
TEOPUHU MYTALIMH, IIOAYIEHB HOBBIE IIITAMMBEI AHTHOHOTHU-
KOB M HOBBIE copTa pacteHuil (kcrartu, Pamomopr B 1948
TOAY OTKPBITO OTKa3aACA IIPU3HATh ABICEHKOBITIUHY!).

A otkperTHE npsrearmyux ceros? OPUTHHAABHBIE PE3YAb-
TATBl, ITOAYYEHHBIE B PAMKAX 9TOTO HAIIPABAEHUA POCCHII-
CKUMHI TE€HETHKAMH, OBIAM OOOOIIEHBI B 3aMEYaTEABHON
cBoake P. B. Xecmna® «Hermocrosucrso remoma». Dra
CBOAKA BOIIIAA B 30A0TON (DOHA pOCCHICKOH Hayku. B meit

31 Mocud AGpamoBuu Pamomopr (1912-1990) — coserckmii yue-
HBII-TEHETHK, OTKPBIBITHN XUMHYECKUI MyTaIreHes,

32 Poman Bennamunosuu Xecun-Aypse (1922-1985) — cosercknit
OHOXUMUK U reHeTHK, YAcH-KoppecrtoHAeHT AH CCCP.
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0OOCHOBAHO TIOAOKEHUE O 70MEHYUANBHOM €0Utcmee 2eHoghoH-
0a 3eMHBIX OP2aAHUIMOS 3a CUen 20PUOHIIANBHOZ0 NEPEHOCA 2eHOE
supycamu u opyeumu nodsuscrvtimu  gemermamy. C mIMEHEM
P. b. Xecuna, yuernxa A. C. CepeOpoBCKOro, CBA3aHO 3a-
POKACHUE U PasBUTHE MOACK)AAPHOU 2eHemuKy B HAIICH
CTpaHe.

o Bbaecramumn IITTOAOT u

T€HETHUK A. A. Ilpoxodnesa-
33

beavrosckas™, yI€eHHIIA

1O. A. ®uanrruenxo, CO3AQ€ET

IIKOAY IHTOI'€HETHUKOB, H3yd4a-
IOINNX ITOBEACHHE U CTPYKIYPY
XpOMOCOM YEAOBEKAa B HOPME H
ITATOAOTHH  («XPOMOCOMHEBIE 0O-
AesHm»). Bospomaarorca mccae-
AOBaHHSA 110 MEAUIIMHCKON IeHe-
THKE. OaHaKO BAWSHIIE
HACOAOTMYECKUX 3aIIPETOB  HA
HU3yIEHUE HACAEACTBEHHOCTH
Anexcandpa Asexceesa  IeAOBEKA OKA32aAOCH CTOAB BEAH-
Ipoxogpvesa-beaveosckar ko, wro kuura B. T1. Ddponmco-
Ha «l'eHernka TIeHMAABHOCTI

6oaee 20 Aer He MOrAa IPOOHUTHCHA B II€YATh U BBIIIAQ
Anms B 1998 roay... Mrak, Havaro mcropum reHeTHKH

MOKHO PA3ACAUTH HA ABA 9TAITA:

— 9TAN eubpudonveudeckux uccaedosanutl, HAIABIIUICA C
omnbITOB MeHAeA, AOKAa3aBIINX CyIIECTBOBAHHE HEKOTO-
PBIX AHCKPETHBIX HACACACTBEHHBIX (PAKTOPOB, KOTOPHIC
IIEPEAATOTCA OT POAUTEAEH ITOTOMKAM, ITOAYHHAACH OIIpe-
ACACHHBIM MAaTEMATHYECKAM 3aKOHAM;

3 Aaexcanapa AaexceeBHa IIpoxodreBa-Beaprosckas (1903—
1984) — coBerckuil TeHETHK, U3BECTHA CBOMMHU HCCACAOBAHUAMU Op-
TAHU3AIUH 3YKAPUOTHIECKOM XPOMOCOMBI, OAHA U3 CO3AATEAEH OTede-
CTBEHHOM ITTKOABI MEAUTIHHCKOM ITNTOTEHETUKH
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— yumonozuneckue Uccae006an A, OCHOBBIBAIOIIICCA Ha
onbrTax Moprana, AOKa3aBINNX, YTO HOCHTEAAMH HACACA-
CTBEHHBIX (DAKTOPOB ABAAFOTCA XPOMOCOMBI.

CeroAHs U OTEUECTBEHHAA, 1 MUPOBAsA ITCHETUKA CTAaBAT
IIepeA COOOH 3aAa9H, UIIYT U HCCAECAYIOT, B OCHOBHOM:

— MCXAaHH3MBbI XpaHCHI/IH " HCPCAB,"II/I TeHETHUYECKOIM
nH@OPMAIIIN OT POAUTEACH ITOTOMCTBY;

— CIIOCOOBI U ITYTH PEAAU3AIUHU 3TON HH(OpMALINT B
BUAE IIPU3HAKOB U CBOMCTB OPraHH3MOB;

— pasHOOOpa3We TUIIOB, IPHYNH U MEXAHU3MOB N3-
MEHYHBOCTH BCEX KHUBBIX CYIIICCTB;

—  B3aUMOCB#A3b IIPOIIECCOB HACACACTBEHHOCTH H H3-
MEHYUBOCTH KaK ABIKYIIUX (DAaKTOPOB BOAFOITHH Opra-
HITYECKOTO MHpA.

Bonpocs! u 3apanua no marepuasam Temsr 2

1. Kak AaBHO AIOAW CTAAHM 3aHHUMATHCS TEM, YTO CETOAHS
MBI MOKEM OTHECTH K FEHETHUKE U 329EM?

2. Yro Takoe maHreHe3uc?

3. IloaroroBbTe COOOIIEHUA O KU3HU U HAYIHOH CyABOE
I". Menaeas.

4. TloAroroBbre COOOINEHHA O HAYYHOM TBOPYECTBE
A.Belicmana.

5. Pacckaure 06 uccaeaoBannsax T.Moprana.

6. Pacckaxure 00 mcropum pasBurhs reHeTuku B Poc-
cud.

7. Tloaroropre coobienus o AeareapHoctu VHCTHTYyTA
9KCIIEPUMEHTAABHON OMOAOIHUM.

8. ITloaroroBpre cooOmmeHus (IO Bamremy BBIOOPY) OO
OAHOM U3 COBETCKHX (POCCHICKUX) T€HETHKOB.

9. TlompoOyiite OOBPACHUTD IPHYIUHBI OPTOAOKCAABHOM
menasuctu K regeruke B CoBerckom Corose, HaYmuHAA
c 1948 roaa.

10. Pacckaxure 00 OCHOBHBIX 32Aa9aX COBPEMEHHOI re-
HETHUKH.
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Tema 3. OcHOBHBIC HTOHATUA F€HETUKU:
TEePMHHBI, KATETOPUH, IIPUHIIUIII

OcHOBHBIE T€HETUYECKUE ITOHATUA.
Hcropuyeckue 1 COBpeMEHHBIE TEPMHUHBI HAYKH.
Toumble HayuHBIE Ae(PUHULINH.

AAf TOro 4TOOBI COBEPIIIEHHO CIIOKOIHO, OOOCHOBAH-
HO, YBEPCHHO H3yYaTh HAIIy HAyKy, MBI AOAKHBI YMETb
IIOAB30BATHCA €€ OCHOBHBIMH TCPMUHAMHU U KATETOPHAMH.
Yacte M3 HUX yIKE€ 3HAKOMA CIIE IO IIKOABHBIM KypCaM,
9aCTh yiKE OBIAA OOO3HAYEHA BBIIIIE. A TEIIEPDh IIOAPOOHEE:

— reH (OT Tped. genos— POA, HPOUCXOKACHUE) —
CAMHUIIA XPAHCHUSA, IICPEAAYN M PCAAMBALMHE HACACA-
CTBEHHOH MH(OPMALIHH.

B macrosIiee Bpems ydIEHBIE IIOAATAIOT, YTO ¥ Y€AOBEKA
nmeercst ot 30 aoo 100 TeICAY TEHOB, KOTOPBIE CHABHO Ba-
PBHPYIOT IIO pasMepaM — OT HECKOABKHX COTEH AO He-
CKOABKHX TBICAY AP HYKACOTHAOB.

— TEHOTHII — COBOKYIIHOCTb BCEX I'€HOB, ITOAYYCH-
HBEIX OPTAHHU3MOM OT €O POAHTEACH.

I'erm mpeacraBader cOOOH — crreru-
drraecknit yaactox moaekyasl AHK, B
CTPYKTYpEe  KOTOPOIO  3aKOAMPOBaHA
CTPYKIypa OIIPEACACHHOIO ITOAHIICII-
teA2 (OeAxa). DTO, Ka3aAOCh OBI, AOCTa-
TOYHO IIPOCTOE IIOAOMKECHHE H3BECTHO
MHOIHM, HO COBPEMEHHBIC MOACKYASP-
HBIC HCCACAOBAHIA KOPEHHBIM OOPa3oM
M3MEHHAH TpeAcTaBAcHuA O rexe. [lo-
5TOMY CCTOAHS IOHATHEM «I'€H» 00O0-
sHavaerca cermerT reaomaor AHK
man PHK, BrrmosrAromus ompeAse-
ACHHYFO (PyHKIIHFO.
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AesoxcapmboryksemroBags  kmcaora (AHK) —
MaKpPOMOAEKyAa (OAHA H3 TPEX OCHOBHEIX, ABE ADY-
rme — PHK #u beaxm), obecrmeunBaromaa XpaHCHHE,
IEPEAATY H3 IIOKOACHHA B IOKOACHHE H PEANTZAITHIO
TeHETHIECKOH HMPOrpAMMEl PA3BHTHA H (OYHKIHOHH-
poBaana xuBEXx oprarmsmoB. AHK cosepxmr mH-
@popmanmro o CIpykTypE passmdHEIX BHAOB PHK =
6eAkoB.

PrboryxisemraoBas kmcaora (PHK) — osama w3
TpEX OCHOBHEIX MAKPOMOAEKyA (ABe Apyrme — AHK u
OEAKH), KOTOPEIE COAEPKATCA B KACTKAX BCEX K HBEX
opragmsmoB. Tax xe, kak AHK (aesoxcmpmboryKe-
mHOBaA kucaora), PHK cocromr u3 AAHMHHOH nenm, B
KOTOPOH KaKAO€ 3BEHO HA3KIBAETCA HyKACOTHAOM.

B mHacrosImee Bpems BHIACAAIOT TPH THIIA TCHOB:

— ICHBI, KOAUDVIOIIHE OEAKH,
KOTOpHIE TPAHCKPHOUpPyroTCA (1Iepe-
vocarca) 8 PHK wu 3arem 1pamcam-
pPyroTcA (CIUTHIBAIOTCA) B OCAKH, HC-
rroab3yda PHK kak maTpmiry;

— renpl, Koanpyromune PHK;

— ICHBI-PEIYASTOPDEL

lenpr, koAupyrommume OeAKH |
PHK, masweBarorca «empykmyprsimu ee-
Hamwy (310 5% remoma). Vx axrus-
HOCTB, «BKAFOUCHHUC» U «BBIKAFOYCHIIC)
OIIPEACAAIOTCA TCHAMU-PETYAATOPAM,
COCTABAATOIITHIMIL HC3HAYUTCABHYIO
49acThb (OKOAO 5%) CpEeAM OCTaABHBIX
95% remoma. Boapmmas xe ero wacte
COCTOHT U3 ITOCACAOBATEABHOCTEI
HYKACOTHAOB, ITO CETOAHAIITHUM IIPEACTABACHIAM, BOOOIIIE
HITIErO HE KOAUPYFOIIHX. CErOAHA IIOCTOSHHO YBEAMYIHBA-
eTCA YHUCAO OTKPBIBAEMBIX TCHETUYCCKUX CAMHHUIT (ITOBTO-
PAIOINMECH, MUTPHPYIOIIHE HYKACOTHAHBIC ITOCACAOBA-

PHK
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TEABHOCTH U 1p.), (DYHKIIUH KOTOPBIX MBI HE AO KOHIIA
HOHUMAEM, UAM TOABKO HAYMHAEM IIOHUMATD;

— 9KCIIpeccusi I€HOB OTPaKAeT AKTHMBHOCTH TI'€HOMA
YEAOBEKA HA PA3HBIX 9TAllaX OHTOrEHE3a. B KaKABIH KOH-
KPETHBII MOMECHT KAETKA HE HCIIOAB3YET BCIO COACPIKAIILY-
IOC B €€ XPOMOCOMAX T€HETHYECKYIO HH(MOPMAIIUIO.
Kpowme Toro, reHsI «sK1r0Uanmea M «6uIKA104an M Ha pas-
HBIX OTAIIAX OHTOIEHE32a, IIOBBIIIAA HAHM IIOHIGKAA CBOIO
AKTHBHOCTD B OIIPEACACHHBIC IIEPUOABI KHU3HHU. Peryasms
I€HHOH OSKCIIPECCHU HMEET 3aAa4y H30€kKaTh HAIIPACHBIX
3aTPaT S9HEPIUH U CO3AATH YCAOBHSA AAA TOTO, YTOOBI KACT-
Ka IIPOH3BOAHAA HamboAee 3 PEKTUBHEIM CIIOCOOOM BCe,
B 4eM HyxkAaeTcs. IIporecc peryAsuu akTHBHOCTH I'€HOB
PasBOpPAYUBACTCA B COOTBETCTBHU C TI'€HETHYECCKOH IIPO-
I'PAMMOI, MAM B OTBET Ha M3MEHECHHA KaK BO BHYTPECHHEH,
TaK U BO BHEINHEH cpeae opranmsma. OAHH U TOT K€ TeH
MOJKET IIO-Pa3HOMY IIPOABAATHCA y pas3HbIXx ocodber. Cre-
IIEHb BBIPAKEHHOCTH IIPU3HAKA OTPAKACTCA IIOHATHEM
«9KCIOPECCHBHOCTHY (HE IYTATh C «IKCIIPECCUEH») reHa, a
BO3MOKHOCTB IIPOABACHHSA I'€HA B IIPU3HAKE — €TI0 «IICHE-
TPAHTHOCTBIOY;

— 3KCHPECCHUBHOCTh I'€HA — CTCIECHb (DEHOTHIIH-
YECKOH BBIPAKEHHOCTH OAHOTO H TOTO K€ AAAEAS OIIPEAE-
ACGHHOIO I'€HA Y PA3HBIX OCOOEH.

AsseArm — pazAngHEIE (DOPMEI OAHOIO H TOIO iK€
I'€HA, PACIIOAOX CHHEIE€ B OAMHAKOBHIX y94CTKAaX (AO-
KyCax) TOMOAOTHYHEIX XPOMOCOM H OIIPEACAAFOINHE
4ABTEPHATHABHEIC BAPHAHTE DPAa3BHTHA OAHOI'O H TOIO
K€ IPH3HAKA.

Pasanuns B 9KCIPECCHBHOCTH O3HAYAIOT, BO-IIEPBBIX,
PAasHyIO CTEHEHb ITOPAKEHHOCTH HOCHUTEACH MYTaIlHH
(Harpumep, OOABHEIC @eruiKenonypueli — HOCUTEAN OAHOM
M TOM K€ MYTaIliM — MOTYT CTPaAaTh YMCIBEHHOM OTCTa-
AOCTBIO Pa3HOH CTEIIEHH), 2 BO-BTOPHIX, pasHbIe (POPMBI
PEeHOTUITIYECKOTO IIPOABACHUSA OAHOM M TOM K€ MyTAIINN
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(HarIpuMep, OAMH M TOT 7K€ I€H-MYTaHT BBI3BIBACT § MYK-
YHH OAMH THII IICHXIYECKOTO PACCTPOMUCTBA, Y KEHIIIMH —
ApyTO¥D);

— IHEHETPaHTHOCTHFO IE€HA HA3BIBACTCA YACTOTA
IIPOABACHUA AAACASl OIIPEACACHHOIO I'€HA y OCOOCH AaH-
HOH HONYAAINH. DOABIIMHCTBO I€HOB IIPOSABASETCA B
IIPU3HAKE y BCEX HOCHUTEACH COOTBETCTBYIOIIEIO I€HOTHIIA
(moanas nenerpantHocTh — 100%), 2 HEKOTOpPBIE — HE ¥
BCEX ero oOAapaTeAch (HEIIOAHAA IICHETPAHTHOCTD). Y de-
AOBEKA HE ITOAHOCTBIO IICHETPAHTHBIMHI OOBIYHO SABASFOTCH
AOMHUHAHTHBIE I'€HBI, KOHTPOAHPYIOIINE ITATOAOIIYECKUE
npusHaky. Hamprmvep, H3BECTHO, 9TO HE BCE HOCHTEAH
MyTaHTHOTO Ie¢Ha (DEHHAKCTOHYPHHU CTPAAAIOT 3TUM 3200-
AeBaHHEeM. Ero II€HETPaHTHOCTh BBICOKA M COCTaBASIET
99%. 1o osmauaer, uro u3 100 wHocmreAel aAAeAs-
MyTaHTa B CPEAHEM OYAET OAMH HOCHTEAB, HE HMEFOILIMH
deHOTHIITYECKNX ITPU3HAKOB 3200AeBaHMA, TO ecTb n3 100
MyTHPOBAHHBIX TCHOB OAMH I'€H-MYTaHT HE IIPOSABATCA U HE
BBI3OBET Pa3BUTHA 3a00AeBaHusA. AeficTBIE OAHOIO T€HA Ha
MHOTHE IIPH3HAKH OTPAKACTCA IIOHATHEM «HAEHOTPO-
ITHA», HA OAUH IIPU3HAK — «MOHOTPOIIHHY.

[ToAaBAsiroIIIas 9acTb I€HOB PACIIOAOKEHA HA XPOMO-
COMax, KOTOPBIE HAXOAATCA B AAPAX KACTOK, IIPU 3TOM KakK-
ABIF I'€H HMEET CBOH XPOMOCOMHBIE KOOPAHHATHL. Takum
00pasoM, OCHOBHBIMI HOCHTCAAMH ICHETHYCCKOH HH-
dopmarun, OIpeAeAro-

Ien HACACACTBEHHBIC
CBOMCTBA OpraHM3Ma, fB-
ASIFOTCSA XPOMOCOMEI.

Hesmaunreapnass  wacrtp
I'€HOB paCHOAﬂrﬂCTCH B
MHTOXOHAPHAX (yCAOB-
HO IOBOpA, SHEpreTd- o
YeCcKHX CTAHOHAX) HH- =~ == e o
TOmIA23MEI  KA€TOK. OA- Mumoxondpuu

44



HAKO BCE CHCTEMBI BHEXPOMOCOMHOM HACAEACTBEHHOCTH
YETKO B3aMMOAECHCTBYIOT C XPOMOCOMHBIMU TEHAMH HAH
HX IIPOAYKTAMH;

— XpOMOCOMSBI (OT Iped. chroma— UBET U Somd —
TEAO) — AMHCHHBIC CTPYKTYPEL, B KOTOPBIEC OPraHH30BAHBI
I€HBl B AAPE KAECTKH. XPOMOCOMBEI MOKHO OKPAIIIHBATB,
BCAEACTBHE YEr0 OHU CTAHOBATCA BUAUMBIMU ITOA MHKPO-
CKOIIOM;

— KapHOTHII — 3TO XPOMOCOMHBIII HaOOp KACTKH,
KOTOPBIH B HOPME Y YeAOBEKa COCTOHT U3 46 XpOMOCOM,
PasAeAeHHBIX Ha 23 mapsl (XpOMOCOMBI, OOPa3yIOIIHE ITa-
Py, HAasBIBAIOTCA TI'OMOAOTHIHEIMH  XPOMOCOMAMH).
22 mapel XpOMOCOM IIPEACTABASIOT COOON ayTOCOMBI, 23-1
mmapa — 1oAoBere xpomocomsr. IlocrosHcTBO UHCAQ
XPOMOCOM B XPOMOCOMHOM Ha0Ope H CTPYKTYPBI KaKAOH
XPOMOCOMBI — I'AABHOE YCAOBHA HOPMAABHOIO Pa3sBHTHA B
OHTOTEHE3€ U COXPAHEHUA OMOAOTHIECKOTO BUAR;

— AyTOCOMBI — AFOOBIE XPOMOCOMBI Y€AOBEKA, KPO-
Me ITOAOBBIX. OHH HEe OTAHYAOTCH Y MYAKUNH U KEHIIIHH.

S S . A

K% KD KX OXE 80 KA KK

ah anh  Ab KX XX AR X% XX

13 14 15 16 1718 19 20
(1]

AR AM .

21 22 X

Buo noarozo nabopa xcpomocom
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I'enel, AOKaAM3OBaHHBIE B ayTOCOMAxX, OTBEYAIOT 34
ayrocomusre npuzaaka. K 70-m ropam XX Beka y geao-
BeKa OBIAO 13BeCTHO OKOAO 700 HOPMAABHBIX M IIATOAOIH-
YECKUX IIPU3HAKOB, PA3BUTHE KOTOPBIX KOHTPOAHPYETCH
TEM HAM HHBIM AyTOCOMHBIM AOMHHAHTHBIM I€HOM.
B wacrHOoCcTH, OnmMCaH PpAA HACAGACTBEHHBIX AHOMAAMI
ckeaera  (nosudaxmunuy — MHOTOIAAOCTH, AOOABOYHBIX
ITAABIIEB; (paxudakmuauy — KOPOTKOIIAAOCTH; axoHiponid-
3Uy — CHABHOTO YKOPOYCHHA KOHEYHOCTEH U Ap.). AyTO-
COMHBIM PEIIECCUBHBEIM T€HOM KOHTpoAupyrorcs boaee 500
HACACACTBEHHBIX OOAE3HEH, B TOM YHCAE, OTHOCHTEABHO
H2H6OACC paCHpOCTpaHCHHbIC CPCAI/I HHUX — aAI)6I/IHI/13M "
dennakeronypua. EcAn AAS AOMHHAHTHO HACACAYEMBIX
3a00ACBAHMI XapaKTEPHO IOPAKEHNE ITOAPSAA HECKOABKUX
ITOKOACHHI OAHOH CeMbH (HACAEAOBAHHUE IIO BEPTUKAAH),
TO IIPH PELHECCUBHOM HACACAOBAHHHU HEPEAKO CTPAAAET
AMIIb OAMH HAH HECKOABKO ACTEH 3AOPOBBIX POAHUTECACH.
OAHAKO BEPOATHOCTH 3a0OAEBAHUA PE3KO ITOBHIIIACTCA
IIPX POACTBEHHBIX Opakax BHEIIHE 3AOPOBBIX YAEHOB Ce-
MBH, B KOTOPOH HMEA CAy4ail 3a00AEBAHNA, HACACAYEMOTO
IIO PELIECCHBHOMY THITY, TaK Kak 002 POAHTEAS MOIYT OKa-
3aTbCA CKPBITBIMH HOCHTEAAMH MyTaHTHOro rema. M wem
OAMKE POACTBO MEKAY BCTYITAIOINMMHU B Opak, TEM BBIIIIC
BCPOATHOCTh IIOABACHUA y ACTEH PA3AHYHBIX HACACA-
CTBEHHBIX DOAE3HEM;

— IIOAOBBIE XPOMOCOMBI — Y KCHIINH 3TO ABE X-
xpomocomsl (XX), a y MyKIHH — OAHA X-XPOMOCOMa U
oaHa Y-xpomocoma (XY).

[ToroBBIE XPOMOCOMBI HECYT CaMble Pa3sHOOOpa3HbIE
I€HBI, B TOM YHCAE, U HE UMEIOIIIHE OTHOIIEHHA K ITEPBHY-
HBIM 1 BTOPHYHBIM IIOAOBBIM IIPU3HAKAM, U OIPEACAAIOT
CHEIACHHEIE C IIOAOM, HAH X-CICITACHHEIC, IpH3HA-
KH — 0anb/monusm, 2eMopuanio, Mmutuiedryro oucmpogpur -
wenna 1 Ap. IToroBere KA€TKH (raMeTBI) OOPA3YIOTCA C IIO-
MOIIBIO OCOOOIO THIIA ACACHHA, KOTOPOE HAa3bIBACTCH
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MeHo3. B pesyapTaTe Meio3a B KaKAOW ITOAOBOI KACTKE
OCTAeTCA TOABKO IO OAHOM T'OMOAOTHYHOM XPOMOCOME H3
KaKAOH TIAPHI, TO €CTh KaK Pa3 23 XPOMOCOME;

— TAIIAOMAHBIN KapHOTHII () — 3TO OAMH 3K3EM-
IIAAP TOMOAOTHYHBIX XpoMOcoM. OH XapakTepeH TOABKO
AASl IOAOBBIX KAETOK — AHIIEKACTOK M CIIEPMATO30HAOB;

—— COBOKYIIHOCTb TEHOB B TaIIAOMAHOM KAPHOTHIIC
Ha3bIBaeTCA T€HOMOM. [Ipn ommaoAoTBOpeHNI, KOTAA CAH-
BAFOTCA MY/KCKas M KEHCKasf IIOAOBBEIE KACTKI M 00pasyercs

3Uz0/a, TATAOUAHBIN KAPHOTUII KEHCKON ANIIEKAECTKH BOC-
CTAHABAUBAETCA AO AHIIAOMAHOTO 32 CYET TaIIAOMAHOIO
KApHUOTHUIIA CIIEPMATO30HAA;

— AMIIAOMAHBIN KapuoTHIl (2n) — 35TO ABa 9K3EM-
IIAfIpA TOMOAOTHYHBIX XPOMOCOM, HAH CYMMa ABYX T'aIIAO-
HAHBIX KAPHOTHUIIOB — HAOOp 13 46 XpOMOCOM, H3 KOTO-
peIx 44 — ayrocOMBI M 2 -— IIOAOBBIE XPOMOCOMBI.
AHIIAOMAHBI HAOOP XPOMOCOM XAPAKTEPEH AAA COMATH-
9eCKUX (He ITOAOBBIX) KACTOK. AHIIAOHAHBII XPOMOCOM-
HBIT HAOOpP COCTOUT M3 ITaP TOMOAOIMYHBEIX XPOMOCOM.
OAHa XpoOMOCOMA M3 KaKAOW IIapbl YHACAEAOBAHA OT Ma-
TEPUHCKOro opranusma (A uAu @), Apyras — OT OTIIOBCKO-
ro (A nanm a). B pesyapraTe KaxKABIH T€H HA TOMOAOIMYHON
XxpomMocome (OTIIOBCKOM) HMMEET COOTBETCTBYFOIIUI I€H,
AOKAAM3OBAHHBEIM B TOM K€ MECTE€ HAa APYTOH TOMOAOTHY-
HOI XpoMocoMe (MaTepuHCKOMH). Takue mapuere rensl (4.4,
Aa, aa) naspBaroTca aAA€AAMU (CM. BBIIIE). AAACAH MOTYT
OBITE AOCOAFOTHO HAeHTHYHBIMH (AA wAn ad), HO BO3-
MOKHBI M BapHaIluu B UX crpoeHHH (Aa). V nopmansiiozo
0UNNOUOHO20 OpeanusmMa MOy NPUCYIICINE08ams 1MOAKO 064 dJ-
1/, TNOCKOABKY UMEHONICA 10A6KO NAPbL 20MONOTUUHBLX XPOMOCOM.
Ecam opraHmsm fABASETCA HOCHTEAEM ABYX OAHMHAKOBBIX
anaenaeit (AA uAn aa), 10O 3T0 rOMO3ZHTOTHEIH («IIOAOD-
HBII», (TOXOKHI») OPraHU3M; €CAHM K€ OH HECET Pa3HbIe
anneAr (Aa), TO ero HA3HIBAIOT I'€TEPOZATOTHEIM (KHEIIO-
xokuM»). Koraa B OIpEeA€AEHHOM ydYacTKE XPOMOCOMBI
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AOKAAH3YETCH MHOMKECTBO AAACACH, IIPEACTABASIOIINX CO-
OOl AABTEPHATUBHEIC BAPHAHTEI I€HA, TOBOPAT O MHOX €-
CTBEHHOM 2AA€AH3ME. AAbTEPHATHBHEIE (POPMBI aAAEAEH
BO3HHUKAIOT B PE3yAbTaT€ H3MEHECHHA CTPYKTYPHI I'€Ha 32
CYET TAKUX I'€HHBIX IIPOIIECCOB, KAK MYTAIlUA U PEKOMOMU-
HanmdA. KadecTBeHHOE OTAMYME aAACAEH APYT OT ApyTa
IIPOABAACTCA, IIPEKAE BCEro, Ha OHOXHMHUYECKOM YpPOBHE
(HampuMep, IO COCTaBY HYKACOTHAOB). CpeAn THIIOB B3a-
HMOAEHICTBUA aAAEAEH, BEAYIIUMHU ABAAIOTCA AOMHHAHT-
HOCTb U PELE€CCUBHOCTD.

SBAaeHme, mpum koTOpoM B (DEHOTHIIE IIPOABAACTCA
TOABKO OAMH IIPU3HAK M3 aABTCPHATHBHOM ITAPHI, HA3bIBA-
ercl AOMHHHPOBAHHEM, A TCH, KOHTPOAUPYIOIIUI AaH-
HBIH NPU3HAK, — AOMHHAHTHEIM I'€HOM, KOTOPBIH 000-
3Havaercd 3araaBHbIME OykBamu A, B, C u 1. A. (anseas A,
B, C u 1. A. AA KQXKAOIO AOMHHAHTHOTO IIpH3HAKA). AA-
AGAB APYIOTO POAUTEAf, HE IpOABUBIIAfACA B (peHOTHIIE,
HO IIPUCYTCTBYIOIIASl B TEHOTUIIE B «CKPBITOM» BHAE, HA3bI-
BACTCA PEOECCHBHEIM IE€HOM, OOO3HAYAEMBIM MAABIMHU
OyKBaMU — @, 6, ¢ © AP. (AAACAB, @, 6, ¢ I AP. AAA KQKAOTO
pereccuBHOIO IIpu3Haka). UeAoBeK ABAAETCA HOCUTEAEM
Napbl aAA€AEH KAXKAOI'O I'€Ha, U IO HACAEACTBY CBOUM
MOTOMKAM IIEPEAAET TOABKO OAUH 2AAA€AB, ITOCKOABKY
IOAOBBIE KAECTKH (AMIEKAETKA M CIIEPMATO30HA) CO-
AEPKAT II0 OAHOHM XpPOMOCOME KaXKAOH MHapbel. DTOT
MEXaHH3M O00€eCHeUYHBAET CAyYaHHOE IIePEKOMOUHU-
poBaHmMe asseAeil B KaXKAOM IIOCAEAYIOIIEM ITOKOAE-
HUM, B PE3YABTATE UET0 HU OAMH IIOTOMOK HE BOCIIPO-
HM3BOAUT IIOAHOCTBIO T€HETHYIECKYFO
UHAUBHUAYAABHOCTE CBOETO POAUTEAA.

AAA HOPMAABHOIO pasBHTUA WU (PYHKIHOHUPOBAHHA
YEAOBEYECKOIO OPraHM3Ma HEOOXOAMMAa KOOPAMHAIIHUSA
ycuAnii, o kpaiineit mepe, 100 000 reHOB, GOABIINHCTBO
13 KOTOPBIX OTAMYAETCA YAHBHTEABHBIM OOraTCTBOM aAb-
TepHATUBHBIX (POpM. MOKHO C OIIPEACACHHOI YBEPEHHO-
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CTBIO CKA3aTh, YTO KAKABI M3 HAC HABEPHAKA OTAMYIACTCA
OT APYIHX AFOACH (KaK POACTBEHHHKOB, TaK M HE POA-
CTBEHHHKOB), IO KpaiiHell Mmepe, OAHHM reHowm. Ilpose-
ACHHBIE PACYETHI ITOKA3BIBAIOT, UYTO BEPOATHOCTH HOABAE-
HHA ABYX TEHETHYECCKH OAMHAKOBBIX AFOACH, MPAKTHYICCKH,
HyAeBad. MOKHO CMEAO YTBEP/KAATD, YTO 32 UCKAFOUCHUEM
OAHOANITOBBIX OAM3HEIOB, PAa3BHBAIOINNXCA U3 OAHOM
OIIAOAOTBOPEHHOM ANIIEKACTKH, U ITOTOMY ABAAFOIIIXCH
TEHETUYICCKH MACHTUYHBIMA MHAUBHAYYMAMH, MBI T€HETH-
YECKH HEIIOBTOPHMBI; TCHETHYECKAA HHAUBHAYAABHOCTD
KQKAOI'O U3 HAC YHHUKAABHA.

Bonpoce! u 3apannsa o marepuasam Temsr 3

Yro Takoe ren?

Yro Takoe reHOTHII?

Yro Takoe kapuoTHI?

Yro Takoe XpOMOCOMBI?

Pacckaxure 0 IACHOTPOIIHH U MOHOTPOIIN.
Yro Takoe anreAm?

Nk -

B uem oranume AyTOCOM OT ITOAOBBIX XpOMOCOM?
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Tema 4. HacaAeACTBEHHOCTH 1 U3MEHUYUBOCTDH

OcHoOBHBIE CBOMCTBA OPraHU3Ma.

Pemnerka Ilennera.

XpoMOCOMHAsA ¥ BHEXPOMOCOMHAA HACACACTBEHHOCTb.
3akonbr MeHAeAd.

[IpeamMeToM M3ydeHHA I'€HETHUKU ABAAFOTCA ABa CBOM-
CTBA OPTaHH3Ma, KOTOPHEIE MBI YK€ YITOMUHAAN — HACACA-
CTBEHHOCTH U H3MEHIHBOCTD.

VToumAEM: ITpoIecc ITepeAadr HACAEACTBEHHOIO MaTe-
pHasa OT POAHTEAEH ITOTOMKAM HAa3bIBACTCA HACAEGAOBA-
HHEEM. 32aKOHOMEPHOCTH HACACAOBAHUSA M3YYAFOTCA ITyTEM
TEHETHIECKOrO 2HAAH32 C IIOMOIUDBIO 2U(pUI002UYecK020
Memoda (MAYL METOAZ CKpemHBaHAH), pa3padoranHoro I
Menaeaem. CyIIHOCTB €rO COCTOHUT B CACAYFOIIIEM: U3
MHOKECTBA ITPU3HAKOB, IT0 KOTOPBIM Pa3AHMYAIOTCA IIPEA-
CTABUTCA OAHOIO BHAQ, AAf aHAAM32 OTOHPACTCH HUX
OTPAHUYECHHOE KOAUYECTBO (OAHH-ABA). AAA CKPEIIHBAHUSA
Oeperca POAUTEABCKAA ITapa, KOTOpasd PasANYaeTcs 110 aHa-
AMIBHPYEMBIM IIPU3HAKAM. B pAAY ITOKOAEHNI BEAYT KOAH-
YECTBEHHBIN YI€T IIOTOMKOB.

AAf 3aITHCH CKPEITUBAHNIA U UX PE3YABTATOB MCIIOAB-
3YFOT CIIEITUAABHBIE CUMBOABIL:

TI'emeTyeckue CHMBOABI

Cumsoa CoaeprkaHue CHMBOAQ
P — POAHMTEABCKOE ITOKOACHHUE
F — IIOTOMCTBO
Fi, F2 — HOMEp TMOPHAHOTIO IIOKOACHHMsA (IIEPBOE, BTOPOE U
T. A.)

— MATEPUHCKNI OpraHusMm (3epkaro oornHn Berepsr)

— OTIIOBCKMI OpraHm3M (IIAT M KOIbe OOra BOMHEI

Mapca)

XOS—;'{J

— CKpCIIMBAaHMC
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3anmceBadg CKpEIUBaHKE, Ha IIEPBOE MECTO OOBIMHO
CTABAT KEHCKHUI ITOA ¥, Ha BTOpoe — MyKckoH ¢. [oTo-

MOK OT POAUTEACH, UMEIOIIUX PA3HYIO HACACACTBEHHOCTD,
apasercs raopaAomM. CKpEIuBaHus, B KOTOPBIX MATCPHH-
CKMH W OTIIOBCKHH OPraHH3MBI OEpPyICi C PasAMIHBIMU
BApHMAHTAMM IIPU3HAKA (HAampuMmep, OeAasd JKEHIIMHA X
YEPHBIN MYKIUHA) HASBIBAIOTCA PENHIPOKHEIMH.

[Ipu amanmse ckpemmBaHUN YAOOHO ITOAB3OBATBCA pe-
wemion Tlennema®. C momorsro pemmrerku [lemnera moxHO
BBIYHCAHTD BEPOATHOCTh POKACHHA ITIOTOMCTBA C TEM HAH
nHbIM npu3HakoM. OHa IIpeAcTaBAsieT cCOOOH rpadrl, B KO-
TOPBIX OTPAKEHO COYETAHNE I'€HOB OTIA H MATEPH Y IIPEA-
ITOAAra€MOIo IIOTOMCTBA. 110 BepTHKaAM 3aIIECHIBAFOT Ia-
METBl OTIa, II0 TOpu3OHTAAH — Marepu. CoderaHus
OTIIOBCKUX M MATEPUHCKHX TAMET OTPAKAFOTCA HEITOCPEA-
CTBEHHO B rpadpax TaOAHIIEL

3anwmcs mpr3HaxoB B pemerke Ileamera

. R i s F| 4 | 2

F Fr = | A

—F— 1 F P Filid
Bapwmanr 1 Bapwnamr 2

B mepsom BapmanTe y OTIIa M MaTEPHU C Pa3sHBIMHU IPYII-
mavu kpou (AB — y otma n 0 — y marepn) BO3MOKHO
pomaenme Aeteii ¢ reroramamvu 141 u I°1 ¢ papabME Bepo-
ATHOCTAMA. B AaHHOM cAydae 9rHCAO BO3MOKHBEIX I€HOTH-
IIOB COBITAAQET C YHCAOM BO3MOKHBIX (peHOTHIOB. Ecan
00a pPOAHNTEASl HMMEIOT OAHMHAKOBYIO rpymiy kposu AB
(BTOPOM BapHaHT), TO Y HUX BO3MOKHO POKACHHUE ACTEH C

3 PeaxuuaspA Ilemmer — (1875-1967) — aHrAmiickuil y4eHBIH-
TCHETHK.
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Tpemst pasamarbiva rerotumamm: 1ATA, T°T° u I'® u de-
vorunamu A, B u AB. Beposrnocts poxaeHus pebenka c
rpymroi kpoBu A cocraBader 25%, ¢ rpymiroil Kposu
AB — 50% u ¢ rpymroii kposu B — 25%.

HacAeACTBEHHOCTE — Ba)KHEHITAA OCOOEHHOCTD K-
BBIX OPIaHHU3MOB, 3aKAIOYAIOIIAACA B CIIOCOOHOCTH COXPa-
HATH U IIEPEAABATH OAMHAKOBBIE IIPU3HAKI U OCOOCHHOCTH
PasBUTHA OT OAHOIO ITOKOAEHHA OPraHU3MOB — APYIOMY
(oT poAnTEAEH ITOTOMKAaM) C IIOMOIIBIO I'€HOB, OOECIIeYH-
Bafg XapaKTep HX HHAHBHAYAABHOTO Pa3BUTHA (OHTOICHE-
3a). I[lepeaaua ocoOeHHOCTEI OpraHU3Ma CACAYIOIIUM I10-
KOAEHHAM KOPEHHBIM OOpPa3OM OTAHYAET IKHBOE OT
HEKMBOT'O U BO3MOYKHA AHIIb B IIPOIIECCE PasMHOMNeH A TAT
camosocnpoussederus. CaMOBOCIIPOM3BEACHHUE OPraHU3MOB
MOKET OCYIIECTBAATHCH ITyTEM BEIE€TATHBHOIO Pa3MHOKE-
HHA, KOTAA U3 YACTH POAHTEABCKOI OCOOM BO3HHKAET Op-
IaHU3M IOTOMKA. TaKkol IIyTh Pa3MHOKEHHUA XapaKTepeH
AASl PACTEHHUI, MHUKPOOPIaHHU3MOB M HH3IIHX JKHBOTHBIX
(rmapa m Ap.). Bricmme ke OpraHM3MBI OCYIIIECTBAAFOT
BOCIIPOM3BEACHHE CeOe IOAOOHBIX ITyTEM ITOAOBOIO pPas-
MHOKEHUSA, B PE3YADBTATE CAUAHUA KEHCKOM U MY’KCKOM
ITOAOBBIX KACTOK, HECYIIIUX OIIPEACACHHYIO I'€HETHIECKYIO
nudopmanuro. Ha ocrose 1ol mudOpMarmu mmpoucxo-
AT Pa3BUTHE OPraHU3Ma, ITO3TOMY H TOBOPAT O HACAEAO-
BaHUU IIPU3HAKOB, XOTA HACACAYIOTCH, CTPOIO TOBOPS, BO-
BCE HE IIPU3HAKH, 4 I'CHBI, UX OIpeAcAfromue. B ocHoBe
HACAGAOBAHUA AEXKAT IIPOLIECCHI YABOCHHA, 00BEAH-
HEHUA U PACIIPEACACHUA T€HETUYECKOI0 MAaTePUAAA;

P XpOMOCOMHAas HACACACTBEHHOCTBH CBSI3aHA C Pac-
IIPEACACHIEM HOCHUTEAECH HACACACTBEHHOCTH (TEHOB) Ha
xpomocomax. OCODEHHO YeTKO OHa IIPOABAACTCA IIPU
HACAGAOBAHHH TAKUX IIPU3HAKOB, KOTOPHIE B ITOTOMCTBE
PACIIIEIAAIOTCA IO MOHOI€HHOMY THITy HACACAOBAHHSA B
COOTBETCTBHH C 3akoHaMH MeHAeAd (O HHX eIme HIKE).
XpPOMOCOMHOE HACAEAOBAHHUE ITOAPA3ACASIFOT Ha:
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— 2yTOCOMHOE — KOTAA HACACAYEMBIC I'CHBI PACIIO-
AAraroTCf HA AyTOCOMHBIX XPOMOCOMAX (IH3uMonaniuy —
HapymieHua PyHKIUNE PepMEHTOB; MHOKECTBO aBTOPCKUX
cuHApoMOB —  Mapgparna, Anenopma, Oabpatima n  Ap.;
0710CKAEPO3; NAPOKCUSMANBHAAL MUONACUL T T. A.);

— CHEDACHHOE C ITOAOM — KOTAA HACAEAYEMBIE
IIPU3HAKH PACITIOAATAFOTCA HA ITOAOBBIX XpOMOCOMax — X
AU Y U AEUCTBHE AOMHHAHTHOI'O MYTAHTHOI'O I'€Ha IIPO-
ABASICTCA B AFOOOM HaOOpe moAoBeIX xpomocom (XX, XY,
X0 n ap.). V geroBeka omucano okoAo 100 HacaeAcTBEH-
HBIX 3200AEBAHUN, KOHTPOAHPYEMBIX I'€HAMH, AOKAaAH30-
BAaHHBIMH Ha X-XPOMOCOME (Muonamus, 2eMopuius, nodazpa,
0ansIOHUIM T AP.);

— AOMHHAHTHOE — KOTAQ HACAEAYEMOE 3200AEBAHIE
IIEPEAACTCA KAK AOMHHAHTHBIH IIPHU3HAK — MYTAHTHBIH
anneas X (Harpumep, xopes 1 emmunemona, iepeAaroraics
ITO HACAEACTBY OT OOABHBIX poanTeaeit 50% Aereli);

— PEHECCHBHOE — KOTAA 002 POAHTEAS HMEFOT ITO
OAHOMY HOPMaAbHOMY (X) M OAHOMY MYTaHTHOMY peEIiec-
CHUBHOMY aAACAFO (x), Hampumep, @enuskemonypuu. Camu
OHH ABASIFOTCA 3AOPOBBIMHI, HO 1 HOCHTCAAMH MyTaHTHOTO
reHa. Ho ecanm mmoToMok yHAacAeAyeT ABa ITATOAOTHYECKHX
PEIIECCUBHBIX aAA€Ad (XX), TO OH 3a00AeeT PEHUAKETOHY-
pueit. Bepoaraocts 3a60AeBanus 25%0;

— 3aBHCHMOE OT ITOAZ — KOTAA HACACAYEMBIC IIPH-
3HAKH (AAAEAN) ABASFOTCA AOMHHAHTHBIMHU § OAHOTO ITOAQ,
HO PELIECCUBHBIMH — Y APYIOTrO (HAIIPHMED, 2e/ 00.1biceriis
PACIIOAOKEH B ayTOCOME H SABAACTCA AOMUHAHTHBIM § MYK-
YNH, HO pCHCCCI/IBHbIM y KCHIH, HOQTOMY 3HAYUTCABHO
OOABIIIE ABICBIX MYKYHH, 9YEM KCHIIIH);

— KOHIpoAHpyeMOE (OIpaHHICHHOE) ITOAOM —
KOTAA ICHBI, OOYCAOBAMBAIOIIHE AAHHBIN IIPH3HAK, HAXO-
AATCA HA aYyTOCOMAX HAH IIOAOBBIX KACTKAX ODOHX ITOAOB,
HO HPOABAAIOTCA AHUIIB ¥ OAHOTO (HAIIPHMEp, T€H KOHTPO-
AUPYIOIIIHE MOAOYHOCHL U HCUPHOIL MOI0Kd, UMEIOTCA U Y
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MYKYHH, U Y JKCHIIHUH, HO IPOSABASIOTCA TOABKO y 7KCH-
IIIIH; T€H K€, KOHTPOAUPYIOIIUH POCT OOPOABI, IIPOABAS-
€TCAl TOABKO Y MY/KYIHH);

— MOHOTrEHHOE — KOTAQ HAOAIOAAEMbIC PA3AHYNSA
MEKAY OCOOAMH OOYCAOBACHBI AAACASMH OAHOIO reHa (3x#-
sumonamuy — OoAe3sHH oOOMeHa BerecTB). [lepBuumebrii
AedekT pepmenTa pacirudpoBaH CETOAHA IPUMEPHO IPH
150 sH3pmMoOmIaTHAX. DH3UMOIIATUN B OOABIIIHMHCTBE CAyYa-
€B HACACAYIOTCA II0 ayTOCOMHO-PEIECCHBHOMY THIIY;

— HOOAHI'€HHOE — KOTAA HAODAIOAAEMBIC PA3AHIHA
MEKAY OCOOAMU OOYCAOBACHBI AAACASMU HECKOABKHX IC-
HOB (HAIIPUMED, pocii, 6ec, 11e/0010910eH e, Yemonuusocny K 3abo-
JICBAHUAM, aPIIEPUANLHOE U 6¢HO3HOE Das.aerie, 00.1200emue T AP.).
Yare Bcero, reHbl, OOPa3yIOIINE IIOAUTCHHYIO CHCTEMY, B
OTAEABHOCTH AAFOT CAQOBIN 9(PEKT, a HX CyMMapHOE BO3-
ACHCTBHE OKa3BIBACTCA AOCTATOYHO CHABHBIM, IIPHYCEM,
CTEIIECHD ITPOABACHUA IeHHBIX 9 EKTOB IIPH ITOAHUTEHHOM
HACAGAOBAHHH BO MHOTOM 3aBHCHT OT (PAKTOPOB OKpYKa-
FOIIIEN CPEABI;

P BHEXPOMOCOMHAsA (muTomAazMaTUdecKasn)
HACAEACTBEHHOCTh — IIEPEAAYa IIOTOMCTBY OTAEABHBIX
IIPU3HAKOB U CBOICTB, OOYCAOBACHHBIX HACACACTBEHHBIMU
dakTOpamMu, AOKAAN3OBAHHBIMU Y KHBOTHOTO OPraHHU3Ma B
mumoxondpusx  yumonaasmet. NMumoxondpuansreril zerom co-
AEPKHT 13 TEHOB M IEABIH PAA ITOCACAOBATEABHOCTEH, KO-
aupyrorux pasamaneie PHK. Ilpusnakn, koropere Haxo-
AATCA  IIOA  KOHTPOAEM MHUTOXOHAPHAABHBEIX — IC€HOB,
IIOAYVIUAU HA3BAHUE  yumonaasmamuyeckux. B caygae
HACAEGACTBEHHOCTH, CBA3AHHOM C MHTOXOHAPHAALHOM
AHK, HabAropaercs HEMEHAEAEBCKUM TUII HACAEAOBAHUS,
IIPU KOTOPOM HACAEAOBAHHE HAET TOABKO ITO MATEPHH-
CKOH AHHHH. OT MATepu — BCeM AeTAM. MHTOXOHApH-
anpHad AHK sfiriekaeTkn He ITOABEp/KEHA PEKOMOMHAIINN
(pACIIIEIIACHUIO) 1 HACACAYETCH KaK CAMHBIH OAOK (IraIzAo-
TH1). MUTOXOHAPHH 7K€ CHEPMHA PACIIOAOKEHBI AHUIID B
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CepeAMHE U Ha KOHIIE KIYTHUKA, KOTOPBIH IIPU OIIAOAOTBO-
PEHUN HE IIPOHUKAET B ANIIEKACTKY, 2 TOAOBKA CIIEPMUA HX
He coAepxuT. Takum 0OpasoM, B 3UIOTE OKa3BIBAFOTCH
AMIIb MHTOXOHAPHH, YHACAGAOBAHHBIE IO MAaTEPHHCKON
AMHHI BMECTE C IIUTOIAA3MOM ANIEKACTKH. DTO ABACHHE
IIOAYYHAO HA3BAHNUC HHTOITAA3MATHIECKOH HACACA-
creegHOCTH. IlocaeAnsas MoOxKeT OBITB LIPHUYIUHON Munmio-
XOHOPUANBIOU Yumonamuil, bunosqprod denpeccun M PIAA APYTUX
HACAEACTBEHHBIX 3200A€eBaHWI. ABOMHON TI'eHETUYECKUU
KOHTPOAD HaA (DYHKIIMAMH KACTKH C YY9ACTHEM AApPA U ITH-
TOITAA3MBI OOECIIEIHBACT HAACKHOCTh U TOYHOCTD PEIyAH-
POBaHUA IIPOIIECCOB €€ (PYHKITHOHUPOBAHUA.

SAPY IPHHAAACKHUT OCHOBHAA POAb B OOCCICUCHHH
IIPEEMCTBEHHOCTH Pa3sBHTHA IIPH3HAKOB M OCODEHHOCTEH
pasBurus. [Tosromy oOrue 3aKOHOMEPHOCTH HACAEAOBA-
HHA CHCTEMATH3UPOBAHBI B PAMKAX TAaK Ha3BIBAEMOU XpO-
MOCOMHOH TEOpHH HACACACTBEHHOCTH, KOTOpas ObIAa
cpopmyauposana B 1902 r. aMEepHKAHCKHM y9EHBIM
V. Corronom u Hemenkum wuccaepoBateaeMm T. Bosepu
(me3aBHCHMO ApPyr oT Apyra). Ee cymmocts cocront B
VIBEP/KACHUH ITOAOKEHUA O TOM, YTO HACACACTBEHHBIN
dakTOp AOKAAH3YETCA B XPOMOCOMHBIX KACTKAX, 4 TAABHBIM
ITOAOKEHHEM TEOPHHU ABAACTCA ITOCTYAAT, YTO «IIPEeM-
CTBEHHOCTE CBOICTB OPraHH3MOB B PAAY IHOKOA€CHHUN
OIIPEAEAAETCA IIPEEMCTBEHHOCTBIO UX XPOMOCOMY.

OCHOBHBIE TEHETUYIECKAE 3aKOHBI HACACAOBAHHSA, yCTa-
HABAHMBAIOIIIE YHCACHHBIE COOTHOIIIEHHA, B KOTOPBIX
ITPOABASIFOTCS OTAGABHBIE HACAGACTBEHHBIC IIPU3HAKU U UX
CoueTaHusA B I'MOPHUAHOM IIOTOMCTBE IIPH IIOAOBOM pa3-
MHOKEHHUH, OBIAM OTKPEITHL . Menaeaem.

ITepsorii 3akoH MeHAEAS — «IIP2BHAO EAHHOOOPA-
384 THOPHAOB HEPBOrO ITOKOACHHA» — CKPEIIUBAHUE
0CO0OEH, TOMO3UIOTHBIX ITO Pa3HBIM aAACAAM, AA€T TCHETH-
YECKH OAHOPOAHOE ITOTOMCTBO B repBoM nokoAeHnu (),
BCE OCOOH KOTOPOTO I€TEPO3UTOTHBL

55



Hanpuwmep, cKpemmBaroTCAa OPraHH3MEI, PA3ANIAFOIINECT IO OA-
HOMY NpHU3HAKY (MOHOTHMOpHAHOe cKpemmBaHue). Ilycrs Takmm
IIPU3HAKOM OYAET IIBET T'Aa3, PASHEIN § POAUTEAEH (KapHii U rOAYOO).
ITonaTHO, 9TO TOTOMCTBO MOKET MMETH OAUH U3 HHX.

SBAeHne, Ipu KOTOPOM B (DEHOTHIIE IPOABAACTCA TOABKO OAHH
IIPU3HAK U3 AABTEPHATUBHON ITApPHI, HASKBACTCA AOMHHHPOBAHHEM, A
reH, KOHTPOAUPYIOIINA AAHHBIA IPU3HAK, — AOMHHAHTHEIM (AAACAD
A). ArreAb a APyroro poAnTeAd, HE IPOABUBINAACA B (PEHOTHIIE, HO
ITPUCYTCTBYIOIAS B I€HOTHIIE B «CKPBITOM» BHAC, HA3BIBACTCA PEITEC-
CHBHBEIM I'€HOM (AAAEADIO).

SIBAGHHE ITOAHOrO AOMIHHPOBAHHA HAOAIOAAETCA AAAECKO HE BCe-
raa. MHOrAa HabAIOAQETCA ITPOMEIKYTOUHBIA XapaKTep HACACAOBAHMA,
AU HEIDOAHOE AOMHHHPOBAHHE, KOIAa (DEHOTHI reTepo3urotsl ~Aa
IT0 CBOCH BBIPAKECHHOCTH 32aHUMACT IIPOMEKYTOUHOE ITOAOKEHIE MEK-
Ay denorunamu AA n Aa. Hanprumep, mpusHak «BOAHHCTBIE BOAOCED
ABAACTCA ITPOMEKYTOYHBIM K IPHU3HAKAM «IIPAMBIE BOAOCED H «Kypda-
BBIE BOAOCBI» I IIPOABAACTCA Y TETEPO3UTOT.

Ilpu cBepxAoMBHHPOBAHHH PEHOTHIIMYECKHHA IIPU3HAK HANOO-
A€E CHABHO BBIPAKAETCA ¥ TETEPO3UIOTH Aa (CHAbHEE, YeM y rOMO3H-
ror AA u aa).

Ecan xe B AeTepMHMHAIINM IIPU3HAKA § TETEPO3HUTIOTH Aa yIacT-
BYIOT 002 aAA€Af, 3TO ABACHUC HOCUT Ha3BAHHUC KOAOMHHHAPOBAHHA.

A A a a
Popwtenu

Hacnedosanue arnenei
npU 20MO3UZ0NMIHOM CKpe-

| !
wusanuy 8 NepeoM noKo-
Nonoswe JeHUY (nepabitl 3aKoH
- Merdens)
AQ W2

Tubpuae nepeoro
nokonexws F1

I'mbpua mepsoro moxoserus (Fi), HOAYIEHHBIH OT CAHAHHA IO-
MOAOTHYHBIX XPOMOCOM MY/KCKOW H KEHCKOI ITOAOBBIX KACTOK, OYAET
HA3bIBATHCA TETEPOSHTOTHEIM, IIOCKOABKY COACPAUT anncAu Aa, n
VHACAGAYET KAPHE TAa33, IIOCKOABKY aAAEAD A ABAAETCA AOMIHAHTHOM.

B AamHOM cAyvae BBIIOAHAETCA IPABHAO E€AMHOOOpA3sHA TIH-
OpPHAOB MEPBOTO IOKOAEHHUA»: BCE ITOTOMKH ITPOABASIOT ITOAHOE
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AOMHUHIPOBAHIE, T.K. OAWHAKOBBI M II0 TEHOTHUITY (I€TEPO3UIOTHEl —
Aa), n 1o denorumy (kapue raasa). [IpaBaa, B 60Aee ITO3AHIX OITBITAX
BBIACHHAOCE, YTO THOPUABI IepBOro rmokoAeHus (Fi) Moryr mposBafrs
U HEITOAHOE AOMHHHPOBAHHC (IIPOMEKYTOYHBIN (DEHOTHII), M IIPH3HA-
KH 000UX pOAUTEAEH (KOAOMHHHIPOBAHIE).

Bropoii 3akoH MeHAeAs T — «3aKOH HE3aBUCHMOIO
pAacIIenAeHUuA» — I[P IOAHOM AOMUHUPOBAHUU CPEAH
ruopuaoB Broporo nokoaenus (F,) ocodu ¢ dpenorumamu
HCXOAHBIX POAHTEABCKHX (DOPM H IIEPBOTO IOKOAEHUSA
BCTpevaroTca B cooTHOomennn 3:1.

Tpernii 3axoH MeHA€Ad — «3aKOH HE3ABUCHMOIO
KOMOMHHMPOBAaHUA (HACACAOBAHMA) IIPU3HAKOB» — KaK-
Aaf ITapa aABTEPHATHBHBIX IIPU3HAKOB BEACT CEOA B PAAY I1O-
KOAEHHH HE3aBUCHMO APYT OT APYIa, B PE3yABTATE YEro cpe-
AW TIOTOMKOB BTOporo mnokoAenus (IF,) B ompeaeAreHHOM
COOTHOIIICHUH ITOSBAAIOTCA OCOOHM C HOBBIMHU (IIO CpaBHE-
HUIO C POAUTEABCKHIMHI) KOMOHHAIIIAMY ITPH3HAKOB.

Hanpumep, B cAy9ae IIOAHOIO AOMUHHPOBAHHS IIPH
CKPEIIHBAHUI UCXOAHBIX (DOPM, PA3AMYAIOIIUXCS IT0 ABYM
IIPU3HAKAM, B CACAVIOIIIEM ITOKOACHHH BBIABAAIOTCA OCOOU
¢ gersippmA (peHorunamu B coortnornerun 9:3:3:1. Ilpn
3TOM ABa (DEHOTHIIA HMEIOT «POAHTEABCKHE» COYCTAHHA
ITIPU3HAKOB, 4 OCTABIIINECH ABA — HOBBIE.

B coBpemennoii remernke ocoOyIO 3HAYUMOCTb HMEET
HE caM TPETHH 3akOH MeHAeAd, 2 MCKAFOYCHHA U3 HETO.
3aKkoH «He paboTaeT», ECAH I'€HBI, KOHTPOAHPYIOIINE H3Y-
YaeMBIE IIPU3HAKH, CIIEIIACHBI, PACITOAAIAIOTCA IO COCEA-
CIBY APYI C APYIOM HA OAHOII M TOH € XPOMOCOME H IIe-
PEAArOTCA IO HACAEGACTBY KaK CBA3aHHAA I1apa SIACMEHTOB, 4
HE KAaK OTAE€ABHBIC SAEMEHTBL

3akonsl MenaeAad B HX KAaccHduecko dopme AeH-
CTBYIOT, OTMETHM, IIPU HAAHYHH OIIPEACACHHBIX YCAOBHI,
PELIAOIIIMHI U3 KOTOPHIX ABAAFOTCA:

— TIOMO3HIOTHOCTB MCXOAHBIX CKpPEIIHBAEMBIX

dopm;
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— IIPaBUABHOE TE€UYEHHE Mel03a (A€ACHHA IIOAO-
BBIX KACTOK);

— OAMHAKOBAdA >KHU3HECIIOCOOHOCTH TaMeT H, CO-
OTBETCTBEHHO, 3UTOT;

— pPaBHAA BEPOATHOCTH BCTPEUYHM AOOBIX TaMeT
NPU OIIAOAOTBOPEHUM;

— TIOAHAA I[TCHETPAHTHOCTh AYTOCOMHBIX TI'€HOB
(100% wuacrToTa IpOABAEHUA AHAAM3HPYEMOIO IMPU3HA-
Ka y BCEX HOCHTEAEH aAA€AA, ACTEPMHHHPYIOIIETO
3TOT NPU3HAK);

— IIOCTOSHHAA 3KCHPECCUBHOCTH (CTEIIEHb BBI-
Pa>X€HHOCTH) IPU3HAKA Y BCEX HOCHUTEAECH AAAEAA, AC-
TEPMHUHHPYIOIIIETO €0 Pa3BUTHE.

Hapymernue smux yeaosuii moncem npusodume aubo x oncym-
CIIBUID actyeners 60 6710POM NOKOAeHUY, AU60 K pactjensieruro 6
nepsoM NOKOAEHUM, UG K UCKANCEHUIO COOMHOMENUS PASAUUHBIX
2€H0MUN08 U Peromunos.

3axoHEl MeHAEAS HOCAT YHHBEPCAABHBIN XapakTep AAS
BCEX AHITAOMAHBIX OPTaHHU3MOB, PA3MHOKAFOIIHXCH ITOAO-
BBIM CHOCO6OM. 3HaHI/IC n HPI/IMCHCHI/IC X UMCCT OFPOM—
HOE 3HAYEHUE B MEAHMKO-TEHETHYECKOM KOHCYABTHPOBA-
HAO W OIPEACACHHH  I€HOTHIIA  (DEHOTHIIMYIECKH
«3AOPOBBIX» AFOAEH, POACTBEHHHKH KOTOPHIX CTPaAAAH
HACACACTBEHHBIMHU 3a0OAEBAHUAMU, B BBIACHCHUN CTEIICHI
pUCKa pa3BUTHA 3TUX 3a00AEBAHHN Y POACTBEHHHKOB
OOABHBIX.

I'enmaapHOCTD 3aKOHOB MeHAEGAA 33aKAOUAeTCA B HUX
IIPOCTOTE, ITO3TOMY CTPOTas M SAETAHTHAS MOAEAB, IIO-
CTPOECHHAsA Ha OCHOBE 3THUX 3aKOHOB, CAYKHAA I'€HETHKA Ha
IPOTAKEHNH MHOTUX AeT. HO ceroaHs BEIACHHAOCH: 32KO-
HaM MeHAeAA TTOAYMHAIOTCA OTHOCHUTEABHO HEMHOITE TIe-
HETHUYECKH KOHTPOAUPYEMBIE IIPU3HAKU. bBoAbImmHCcTBO
HOPMAABHBIX U ITATOAOTHYECKHX IIPU3HAKOB y YEAOBEKA
ACTEPMUHHPYIOTCA UHBIMU I'€HETHYCCKUMH MEXAHH3MAMH,
KOTOPBIE CTAAH OOO3HAYATh TEPMUHOM «HEMEHACACBCKAA
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regermka». Takux MeXaHH3MOB MHOKECTBO, M BCE OHU
CBA3aHBI C ITATOAOTHYECKIM HACACAOBAHHEM IIPH3HAKOB —
XPOMOCOMHOMN aOeppariieii, MyTaliAME U Ap., OTHOCAIIH-
MHCH K BTOPOM COCTaBAAFOIIICH, BXOAAIIICH B IIPEAMET HC-
CAEAOBAHUSA I'€HETUKU — H3MEHIHBOCTH.

W3meHYUBOCTD — c601ic17160 opearusma npuobpemams Ka-
Kue-1u60 Hoswre npusnari, omaudrste om podumensckux. I1o cy-
TH, U3MEHYHBOCTb — 3TO CBOMCTBO, IPOTHBOIIOAOKHOE
HACAEACTBEHHOCTH. Pazamaaror  remormmmaeckyro
(HACAGACTBEHHYIO) U QDEHOTHIHYECKYFO (MOAMMDUKAIIH-
OHHYIO) U3MEHYHUBOCTb.

HacaeacTBeHHaa  (reHOTHIIMYECKAA) W3MEHYH-
BOCTh — 9TO (pOpMa HM3MEHYHBOCTH, BBI3BAHHAA H3MEHE-
HHUAMHI I'€HOTHIIA, KOTOPBIE MOIYT OBITh OOYCAOBACHEI AH-
60 HM3MEHEHHIEM COOCTBEHHOIO I€HETHIECKOTO
MATEPHAAA — MYTAIHAMH, ANOO BO3HHKHOBEHHEM HOBBIX
coveTaHUil TIeHOB — pexoMbmmamaamm. OTCIOAd B
HAINICH HAYKE IOHATHA O MyTAJHOHHOH W peKOMOHHA-
THBHOH (KOMOHHATHBHOKH) TCHOTHUIIMYECKON H3MEHYU-
BOCTH, KOTOPasA HACAEAYETCA OPTAHU3MOM.

MyTanmuoHHAaA U3MEHYHBOCTE — 3TO (DOpMaA I€HO-
THITTIECKOH HM3MEHYUBOCTH, OOYCAOBACHHAA H3MEHEHHEM
COOCTBEHHOI'O TEHETHYECKOIO MaTepUaAd OPIaAHU3MA.

I'ennr Bpems OT BpeMEHU ACHCTBUTEABHO ITOABEPIarOT-
Cfl U3MEHEHUAM, KOTOPBIE IIOAYIYUAN HA3BAHUE My T4LHH.

Myrammun (oT AaT. mutatio — H3MEHECHHE) — BHE3aII-
HBIC ecimecimseritivie IAL BEISBAHHBIC UCK)CC/I6erH0 N3MEHEHU
I€HETHYECKOTO MaTEPHAAA, IIPUBOAAIIIE K U3MEHEHHUIO TEX
HUAY HHBIX (DEHOTHIIMYECKUX IIPU3HAKOB oprannsma. I1po-
IIECC BOCIIPOM3BEACHUA I'€HETHIECKOTO MaTepHuana (perniu-
Kays) OYEHDb TOYEH, U OIINOKH B HeM (MyTaIlHH) BCTpeda-
foTc  KpariHe peAko. OAHAKO OHH (PUKCHPYIOTCA B
CTPYKTypE T€HOB U B AAABHEHIIIEM yKE BOCIIPOM3BOAATCA B
HOBOI1, MyTaHTHOH popme.
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Ecan myrarmumm mponcxoadr 6e3 KakoH-AnOO [u3Bect-
HOW IIPUYHHBI| ¥ IMEFOT CAYYAHBIN XapaKTep, OHU HA3bI-
BAIOTCA CHOHTAHHEIMH. OAHAKO OOABIIIHMHCTBO MyTAITHHA
HOCUT HHAYIOHPOBAHHEIH (BEPOATHOCTHBIN) XapakTep.
Vmeercss 1 meAblil pAA pa3HOOOPA3HBIX (PAKTOPOB, COACH-
CTBHE KOTOPBIX ITOBBIIIACT BEPOATHOCTb BO3HHKHOBCHHSA
MYTAIHH. DTO MOKET OBITD 6030elici16Me 0npedenerinsrx Xumute-
CKUX Belfecr6, UOHUSUPYIOWUX US/LYHEHUL, BbICOKUX U HUSKUX 177eM-
nepamyp u m. o. Hekoropble MyTareHel yBEAHYHBAIOT YaCTO-
Ty MyTamuii B cOTHH pa3. llpm BO3HHKHOBEHHH psAd
I€HOMHBIX MYTAaIlHH OOABIIIOE 3HAYEHHE HMEET BO3PACT
marepu. OAHAKO CAYYaHBIH XapakTep BO3HUKHOBEHHA
MYTAIIUI COXPAHACTCA HE3aBHCHMO OT BHAA M KOAHMYECTBA
MyTareHHBEIX (PAKTOPOB, M IIPEACKA3aTh IIOABACHHUE TOM
HAM MHOH MyTallMM HeBO3MOxkHO. Ha ocHoBe amaamsa
BO3ACHCTBYIOIIUX MYTAI€HHBIX (DaKTOPOB, MOYKHO TIOBO-
PUTH AHIIB O OOABIIEH MAM MEHBIIIECH BEPOATHOCTH (UH0)-
yuposaris) BOSHUKHOBEHHA MyTannu, HO He Ooaee. Ecam
MYyTaIlus ITIPOM3OIIAA B ITOAOBOM KAETKE, TO OHA MOKET
IIEPEAABATBCA IIOTOMKAM, OIIPEACAATh HACACACTBEHHYIO
HM3MEHYHBOCTE. B aTOM cAywae ona cramoBuTCA yHaciedosars-
roi. ECAH 7Ke MyTaIus IIPOMU30IIAA B COMATHYICCKOM KAET-
Ke, TO OHa ITIEPEAAETCA TOABKO TEM KAETKAM, KOTOPBIE BO3-
HHKAIOT U3 9TOW MYTHPOBAHHOM KAETKH. Takme MyTanun
HA3BIBAFOTCH (OMamuueckuMy W He TEPEAAFOTCA ITO HACACA-
CTBY.

I'eneTnky pasAmYarOT HECKOABKO OCHOBHBIX THUIIOB MY-
TAITHI:

— rensbie myramuu (myrannn AHK) — mpu komm-
poBannu MoAekyarl AHK moryr mpomcxoanTs OIImokw,
KOTOPBIE MEHAFOT ITOPAAOK ITIOCTPOEHUA HYKACOTHAOB. DTO
MOTYT OBITH BBIITAACHHSA, BCTABKH, 3aMEHBI, ITEPECTAHOBKU
OAHOTO HAHM HECKOABKHX HYKACOTHAOB, YTO H3MEHAET
CMBEICA TE€HETHYECKOH WHQOPMAIIMH U IIPOABAACTCA B
CTPYKTYpE, 2, CAEAOBATEABHO, U B (DYHKITHH KOAHPYEMOTO
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Oeaka. B Takme Myranmmm OOBIMHO BOBAGYEH OAMH TI€H.,
HanpuMep, 3aMeHa oAHOro ocHoBanus B e AHK mo-
KET IIPUBECTU K TOMY, YTO B CHHTE3UPYEMBIH OEAOK OYAET
BCTPOEHA «HENIPABUABHAA» AMHHOKHCAOTA. B pesyabrare
dyHukima Geaxa Oyaer HapymreHa. [ToaoOHas 3ameHa eAnH-
CTBEHHOW AMHHOKHCAOTHI B IIEIIOYKE COTEH aMHIHOKHCAOT
MOKET HPOSABUThCA HO-pasHoMy. CIEKTp 3THX IIpOABAE-
HHH — OT HYAEBBIX AO A€TAABHBIX — 3aBHCHT OT CTPYKTY-
pEl 1 (PYHKIHH CHHTE3HpyeMoro oOeaka. Myranum, Koto-
pBle TIPUBOAAT K BBEIITAACHHFO VAU BCT4BKE OAHOIO W
OoAee HYKACOTHAOB, BBI3BIBAIOT TAK HA3BIBACMBIH «06/e
pamiku cuumvisanum. B meaom oHn 60Aee BPEAOHOCHBI, YeM
MyTaIlUM 3aMEHBI HYKACOTHAQ. CYIIHOCTb 9TOTO ABACHHA
3AKAFOYAETCA B TOM, YTO B PE3yABTATE BBIIAACHHA (MAN
CAYYAITHOTO AOOABACHHUA) OAHOIO HYKACOTHAQ, H3MECHACTCA
CYHTHIBAHUE (TPAHCAAIUA) KOAOHOB B MOAEKYAE MATPHY-
sor PHK m, maymmas ¢ TOYKH MyTarum, CHHTE3HPYETCH
HCKaKEHHAA ITOCACAOBATEABHOCTb ~AMHHOKHCAOT, 9TO
HEU30EKHO K HAPYIIEHHAM ITOCACAVIOIIUX OHOXUMHYE-
CKHX ITPOIIECCOB.

B pesyabrare mMyrmpoBaHNA BO3HUKAIOT aABTEPHATHB-
Hble (DOPMBI TEHOB (AAACAU) — TCH CTAHOBUTCHA ITOAH-
Mop@HEIM. Hexotopeie MyTaruu ABAAIOTCA BPEAOHOCHEI-
MH, BBI3BIBAIOT PAa3BUTHE HACACAYEMBIX 3a0OACBAHUI, a
ApyI‘I/IC— HCI?ITPQ,AI)HI)IMH, HC BBI3BIBAFOIIIMMHX HUKAKHX
CYILIECTBEHHBIX N3MEHCHUN B CHHTE3UPYEMBIX OEAKAX. DTO
3aBHCHT OT AOKAAM3AIINH MYTAallUd B Xpomocome. FEcam
MYTHPOBAHHE 3aTPArHBA€T KOAHPYIOIIHE YYACTKH I€HA
(KOAOHBI) — 1OcAeACTBHA HeOAarompuaTHeL K caactsro,
OOABIIIMHCTBO MYTAIIUI ITPUXOANTCA HA HEKOAHPYIOIIIHC
y9acTKu reHa (MHTPOHBI). OHU He TPAaHCKPUOHPYIOTCA Ha
MPHK mu, caepoBateApbHO, (DEHOTHIIMYIECKH HE IIPOABAA-
rorca. [loaromy HOBBIE MyTanuu — 3TO BAXKHEMIIIMIA
HCTOYHHUK T€HETHYECKOM M3MEHUYHMBOCTH, ABAAFOIIECH-
CA OCHOBOU OGHOAOTHUECKOl 9BoArOIINH ((pHUAOTreHE3a);
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— AVMHAMUYECKHE Te€HHBIC MyTAIlMU XaPaKTCPH3Y-
FOTCA IIPOIPECCHPYIOIINM H3MEHEHHEM HACACACTBEHHOTO
MaTepraAa IPH €ro IIepeAade U3 IIOKOACHUA B IIOKOACHHE.
OHH XapaKkTepHBI, B YaCTHOCTH, AAA xopeu 1 emmurnemona,
amarcuy Dpudpeixa 1 APYTHX HACAECACTBCHHBIX 3a0OACBa-
HHI.

I'eHOMHBIE MyTAITMM BBI3BIBAIOTCA H3MEHEHUEM YHCAQ
XPOMOCOM B KapHOTHIIE BCAEACTBHE XPOMOCOMHEIX TIepe-
crpoex (2beppanui) — B pe3yAbTate, IIEABIe OAOKH XpO-
MOCOMHOIO MaTepHaAd MOTYT ITEPEMEINATHECA U BHAOHU3ME-
HATBCA KaK B IIPEACAAX OAHON XPOMOCOMSBI (ACACIIHH,
HHBEDPCHH, AYIAAKAIIHH, AHCEPIHH), TAK U MEKAY XpO-
MOCOMAMU  (TPAHCAOKZOHH), YTO IPHBOAHT, COOTBET-
CTBEHHO, K N3MEHEHNIO AOKAAM3AIINH I'€HOB.

[Ipu yrpate MAM HOABACHHH AHIIHHX I'OMOAOTMYIHBIX
XPOMOCOM B XPOMOCOMHOM HaDOpE Ha MECTE ABYX IIOAO-
KEHHBIX TOMOAOTHYHBIX XpoMocoM (XX man XY) OKa3bI-
BAFOTCA:

— oAHa — MoHOcomua mo X-xpomocome — X0
(cuaApom Tepuepa);

— ABE — AMICOMHA II0 X-XPOMOCOME y MY>KUHUH —
XXY (cuaapom Kaaitadeaprepa) man Amcomma mo Y-
XpomocoMe y My>KumH (cuHApoM 2Kako0);

— 1pu— Tpucomua 1o X-xpomocome — XXX
(cuapapom TpunA0-X); XX man XY + 21 (mpu A06aBOUHOI
xpomocome Ha 21 mape — cunapom Aayna); XX nan XY
+ 13 (cumapowm Ilaray); XX man XY + 18 (cumapom Da-
BapAC2) U Ap.

MoHO- 1 AMCOMHA — 3TO BO3MOKHBIE BAPUAHTHI MyTa-
LI TTOAOBBIX KAETOK, TPHCOMHA — ayTOCOMHBIX KAETOK.

[lpn moammaomAmHE TIPOUCXOAUT KpaTHOE (772punsioudst,
menpanionds) YBEATIEHNE TEHOMA BCACACTBUE HAPYIIICHUA
IIOBEACHNSA XPOMOCOM BO BpEMfA KAECTOYHOTO ACACHUIL.
TpuIIAOMAHBIE 3UTOTHI BOSHHKAIOT, €CAH IIOAOBAA KAETKA,
HMEFOITasd HOPMAABHBIA TaIIAOMAHBII HAOOP, COCAHMHACTCS
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C AUIIAOMAHOM IIOAOBOM KAETKOM, B KOTOPOH HE IIPOH30-
IITAO PACITIEIACHHUA XPOMOCOM BO Bpems Meitosa. [loan-
AOHAHA OOBIYHA B PACTHTEABHOM MHPE, Yy MKHBOTHBIX
BCTpeuaeTca pexke (B OCHOBHOM, CPEAHM OECIIO3BOHOYHBIX)
a y 9CAOBEKA HECOBMECTHMA C JKHU3HBIO BCACACTBHE OOAB-
IIIOTO KOAHMYECTBA BPOKACHHBIX aHOMAAHMII Pa3sBUTHA

11}
2
LT

Cundpom
T'Ipadepa-Busan

IIAOAAQ.
Eme oaumn BapmaHT reHOM-
HOM MyTaluu — IICEBAOHOP-

MaAbHBIH KapuoTai. B takom
AUIIAOMAHOM HaOOpe, COAep-
JKAITIEM ITOAOKEHHBIE 23 IIaphbl
XpOMOCOM, BCE  XPOMOCOMBI
IIPOUCXOAAT OT OAHOTO H3 PO-
AUTEAEH, 2 XPOMOCOMBI BTOPO-
IO POAUTEASl OTCYTICTBYIOT. Ta-
KOM KapHUOTHUII HE COBMECTUM C
AKHU3HBIO. fIBACHUIE OAHOpOAH-
TEABCKOH AHCOMHH BO3HUKACT
B TOM CAy4Yae, €CAH IIPH YHC-

ACHHO HOPMAABHOM AHIIAOHA-
HOM KapHOTHIIE TOABKO OAHA IIapa MMEET OTIIOBCKOE HMAH
YHCTO MATEPUHCKOE IIPOMCXOKACHHE, 4 OCTAABHBIE BCE
HopMaAbHBIE. OAHOPOAUTEABCKAA AUCOMUA MOKET OKA3BI-
BATh BAHSHIE HA PA3BUTHC OPraHH3MA B TOM CAYYAE, CCAH
HEHOPMAAbHASl XPOMOCOMA IIOABEPKCHA I'€HOMHOMY HM-
OpaHTHATY (MOAEKYAAPHOI Moaudukanmm). [Ipu Aoxa-
AHM3AIHH OAHOPOAHTEABCKON AMCOMUM HA 3THX XPOMOCO-
Max pasBHBAIOTCA CHHAPOM [ Ipadepa-Busau n cuaApom
Ineensmara. Ecan xe MOANUKAIINA KacaeTCA APYTUX XPO-
MOCOMHBIX I1ap, TO aHOMAAUH (DEHOTHIIA HE BO3HUKACT.
PexomOnmHaTHBHAA (KOMOHMHATHBHAA) H3MEHYM-
BOCTb — (HOpMa TE€HOTUIIMYECKOH HM3MEHYHUBOCTH, OOY-
CAOBAEHHAA BO3HUKHOBEHHEM HOBBIX COYETAHHI I'€HOB —
pexoMbuHaanmH. Takol TUII HU3MEHIHBOCTU ITPOABAACTCH
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YK€ Ha CTAaAHMH OOpPa3OBaHHUA ITOAOBBIX KAETOK. B kaxaomn
ITOAOBOI KAETKE (ramMeTe) IIPEACTABACHA TOABKO OAHA TO-
MOAOTHYHAS XPOMOCOMA M3 KaKAOH IIapBl. XPOMOCOMBI
ITOIIAAAFOT B TAMETY CAYYAHHBIM OOPa3OM, IIOTOMY IIOAO-
BBIC KACTKH OAHOTO YEAOBEKA MOTYT AOBOABHO CHABHO OT-
AMYATBCA 10 HAOOPY I'€HOB B Xpomocomax. Eire Ooaee
BAKHASA CTAAUS AASl BOSHUKHOBEHHS KOMOWHATHBHOM W3-
MEHYHBOCTH — 3TO OIIAOAOTBOPEHHE, IIOCAE KOTOPOIO Y
BHOBb BO3HHKIIIEro oprannsma 50% reHoB yHACAEAOBAHO
OT OAHOTO poamuTeas, a 50% — oT Apyroro.

®eHoTHNIIUECKAA (MOAM(PUKAIIMOHHAA) U3MEHYH-
BOCTb — (HOpMa M3MEHUUBOCTH, HE CBA3AHHASA C H3MCHE-
HUAMHI I'€HOTHUIIA U BBI3BAHHAA BAUSHHEM CPEABI Ha Pa3BH-
BAFOIITUIICA OPIaHHU3M.

Mosugpurammam — 510 (peHOTUIIMIECKHE PA3AUIHA,
BBI3BIBACMbBIC BHEIIHUMH (DAKTOPAMU Yy HACACACTBEHHO
OAMHAKOBBIX OpraHmsMoB. CyTb MOAMUKAIITMOHHOI H3-
MEHYHBOCTH B TOM, 4YTO B IIPOIIECCE HMHAMBHAYAABHOTO
(OHTOTEHETHYECKOIO) PasBUTUA ITIOA BAUAHHEM (DAKTOPOB
OKPY/KAIOITIEH CPEABI MOIYT BO3HHKATb H3MEHEHHA MOP-
dorormgecknx, PUIMOAOTHIECKUX, OHOXUMHYECKUX H AP.
OCOOEHHOCTEH OpraHu3MoB. Tak Kak MOAM(HUKAITHOHHASA
W3MEHYHBOCTh HE CBA34HA C W3MEHCHHSIMHU T'CHOTHIIA, TO
9TU IIPHOOPETEHHBIE CBOMCTBA, B OTAMYHE OT MYTAIIHH,
OopraHu3MoM He HacAeAyrorca. Ho rmoduemy-to kamxercs, 9to
€CAH, CKaJKEM, POAUTEAN HA IIPOTHKEHHUU HECKOABKHX I10-
KOACHHI TPEHUPYFOTCH B IHOAHATHH THKECTEH H OOAAAAOT
PasBUTON MYCKYAATYpPOI, TO 3TH CBOWMCTBA AOAKHBI 00s3a-
TEABHO Ilepeaatbesa AeTaM. Ha camom aeae, 10 THIIIYHAA
MOAUMDHUKALIHA, 4 TPEHHPOBKUA — 9TO BO3ACHCTBHE CPEABI,
KOTOPOE ITOBAUAAO Ha Pa3BUTHE UpHU3HAKA. HHKAKHX H3-
MEHEHHH I'€HOTHIA IPH MOAHQHKANHH HE IPOHCXO-
AHT, IIO3TOMY IPHOOPETEHHEIE B PE3YABTATE MOAHQH-
KAITHH OPH3HAKH HE HACACAYROTCA. . \apBUH HasbIBAA
STOT BHUA HU3MEHYMBOCTA HEHACAEACTBEHHOM. Haawmuwne
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MOAH(DUKAIIMOHHON M3MEHYHUBOCTH OYCHDb BAKHO AASl ITO-
HHUMAHUA CYIIHOCTH HACACAOBAHUA: HACAEAYIOTCA HeE
NPU3HAKH, 4 CIIOCOOHOCTB I'€HOTHUIIA AABATH OIIPEAE-
A€HHBIN (PEHOTUII B PE3YABTATE B3AaHMMOAEHCTBUA CO
cpeAoit

A BOT M YTOYHEHHE HAINIEIO IOHATHA @DeHOTHIT —
KOMITAEGKC PEAABHO BO3HUKIITUX IIPH3HAKOB OPraHU3Ma, KaK
PE3YABTAT B3aMMOACHCTBHUA I€HOTUIIA U CPEABI B XOAC €TI0
pasBurua. MOKHO pacCMaTpUBATH OPraHU3MBI C A0COAIOT-
HO OAMHAKOBBIM T€HOTHIIOM, HAIIPUMEP, BBIPACTHTH dUe-
PEHKH OT OAHOTO M TOIO K€ PACTEHHA, HO IIOMECTHTD HX B
pasHble ycAOBUA (OCBEILEHHOCTb, BAQKHOCTb, MUHEPAAD-
HOC IINTAHNE) U IIOAYIUTH CHABHO OTAHYAFOIIHICECH PACTe-
HUA C PA3HBIMU IIPU3HAKAME (POCT, YPOKAHNHOCTD, popma
AWCTBEB H T. IL.).

AAf XapaKTEPUCTUKH IIPEACAOB MOAMDHKAITHOHHON U3~
MEHYHBOCTH U CYIIECTBYCT IOHATHE HOpMa peaximu. Ho,
HAIIPUMEP, HEKOTOPBIE IIPU3HAKNA y YEAOBEKA HEBO3ZMOKHO
HM3MEHUTD 32 CUET CPEAOBBIX BAUAHMIL: IPYIIIY KPOBH, ITOA,
mBeT raas. Apyrue, HaIIPOTHB, OYEHb YYBCTBUTEABHEI K BO3-
ACHCTBHFO CPEABI — B PE3YABTATE AAUTEABHOIO ITPEOBIBAHIIA
HA COAHIIE I[BET KOKM CTAHOBUTCH 3HAYHTEABHO TEMHEE, 4
BOAOCBI CBETACIOT/BbiroparoT. Ha Bec yeAoBeka BAUSIOT Xa-
pakrep IIATAHMS,
OOoA€3HM, HAAMYHE
BPCAHBIX IIPUBBIYCK,
crpecc, 00pa3 Ku3-
mn. CpeaoBble BO3-
ACHCTBUSA MOIYT
IIPUBOAUTH U HE
TOABKO K KOAHYC-
CIBCHHBIM, HO MW K
KAYCCTBCHHBIM ~ M3-
MeHEHHUAM (PEHOTHU-
ma. Paa  1BeroB

Ipuntyaa cadosan
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(mpumyaa) mpu nonmxeHHoOH Temueparype (15-20°C) aaer
IIBETBl KPACHOIO IIBETA, 4 €CAM PACTCHHA IIOMECTHTH BO
BADKHYIO cpeay rpu temmeparype 30°C, To obpasyrorces Oe-
Able 1BeThl. ECTh 11 3aMeYaTeABHBIE HCTOPHH C KPOKOAHAAMI
I IIOAOM HOBOPOKACHHBIX, 3aBHUCHIIIUM OT TEMIICPATYPHL. ..
Ho mecmoTps Ha TO, YTO HOPMA PEAKIINH XAPAKTEPU3YET He-
HACACACTBEHHYIO (DOPMY HM3MEHUHBOCTH (MOAHDUKAIIIOH-
HYIO H3MEHYMBOCTBD), OHA TOXKE OIIPEACAACTCA TEHOTUIIOM —
OAHO H TO 7K€ BOBACHCTBIE CPEABI Y OAHOTO T€HOTHIIA MOKET
IIPUBECTH K CEPHE3HOMY H3MCHEHUIO ITPU3HAKA U HHUKAK HE
ITIOBAHATH HA APYTOIL.

Borpocsr u 3apaHua no marepuasam Temsr 4

1. Aatite oOImee IpeACTaBACHHE O IMOPHAOAOTHICCKOM
METOAE.

2. Yro Taxoe Hacaedcmeeriiocmy B ITUPOKOM CMBICAE CAO-
Bar

»

Pacckaxnre 0 XpOMOCOMHOM HACAEAOBAHHH.

Yro Takoe BHEXPOMOCOMHAS (IIHTOITAA3MATHIECKASA)
HACAEACTBEHHOCTD?

IToaroroBpTe cOOOIIIEHNs O 3aKkOoHAX I .MeHAeAs.

>

Kak BbI TOHIMAETE #aMeHUUB0IIb?
Aaifre mpeAcTaBA€HIE OO OCHOBHBIX THIIAX MYTAIIAMN.
Yro Takoe modugpurayuu?

® oW

ITpumepHas TeMaTHKA CEMUHAPOB 110
Moayaro I

Berparormuecsa remermkm 1pormaoro. buorpadumm u
TBOPYECKAS CYABOA 3aPYOE/KHBIX TCHETHKOB.

CyABOBI OTE€YECTBEHHBIX TEHETHKOB (II0 BEIOOPY).

[1puanHEl OPTOAOKCAABHOM HEHABUCTH K ICHETHUKE B
CCCP.

Hauboaee nsBecTHBIC HAaydHBIC OTKPBITHA IIPOIIABIX
BCKOB.
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I'emeTmuecknii aHAAW3: METOABI I METOAUKH.

OcHOBHBIE TEpPMUHBI TECHETHKI U X TOAKOBAHHE.

[Tanrenesmc: 3aBeAOMO 3aITAAHUPOBAHHASA OIIIHOKA?

OcHOBHBIE 3aAa9H, IIPOOACMEI, IIEPCIIEKTHBBI COBpE-
MEHHOM T€HETHKH.

HacaAeactBeHHOCTD 1 3aKOHBI MeHAEAA.

VI3MeHYNBOCTD B T€HETHKE.

Anrteparypa:
1. Acanos A. 1O., Aemuxosa H. C., T'oanmber B. E. Ocuosbt
regeruxu. — M.: Akaaemus, 2012,
2. Edpemosa B. B., Aucrosa FO. T. I'erernka. — Pocros-Ha-
Aomny: ®ennxc, 2010.

3.  Hwmxoabckmit B. . Ilpakrtmveckne 3aHATHA 1O TeHETH-
ke. — M.: Akapemus, 2012.

HuTepHeT-pecypcor:

www.genes.net
http://www.labogen.ru/20_student/manual.html
http://www.mif-ua.com/atticles/category/genetika
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Moayas II.
ITonyAamuoHHas reHEeTHKA

Tema 5. 3akon Xapau-Baiin6epra u
HONYAAITAOHHBIM METOA

TTomyAAIIOHHBIN MeTOA U 3aKOH XapAu-BaiinGepra —
OTKPBITHA, CAEAAHHBIE HE3AaBHCHMO APYT OT APyTa.
HckaroueHus.

T'enernyeckuii rpys.
MHOK€eCTBEHHBIIA AAAEAU3M.

Apetid resos.

DddexT ocHOBaATEAA.

B remeruke 4eaoBexa
ocoboe 3HaYEeHHE HMEET 710-
myaayuonel Memod, KOTOPBIA
IIO3BOAACT H3y4YaTb ICHBI H
TEHOTUIIBI 0€3 IIOCTAHOBKH
ckperuBaauii. B ocHOBE 3TO-
IO METOAA ACKHT 32KOH,
cchopMyAHPOBAHHBII B
1908 r. aHrAuMICKMM MaTeMa-
tukoM 1. XapAn u HeMernKum
Bpauom B.  BainbGeprowm,
HE3aBUCHMO APYT OT ApPyTa, U

HA3BAHHBI 3aKOHOM XapAH-

Loogpu Xapoad Xapou BaiinbGepra. VcaoBus — AAs
(1877-1947)

BBIIIOAHEHHS 9TOrO 3aKOHA
CACAYIOIIITIE:

— IONYyAAIIUA AOAKHA HMETh HCOTPAHWYCHHBINA pa3-
Mep (OBITH MHOIOYHCAEHHOH IO MEPKAM CTATHCTUKH);

— TIEHOTHII IO H3YYaEMBIM ICHAM HE AOAKCH BAUATH
Ha BBIOOp OpavHOro maprHepa (CKPEIMMBAHUE AOAKHO
OBITH CBOOOAHBIM);

68



— MHrpanus He AOAKHA CYIIECTBEHHO H3MEHATH Ie-
HOTHII ITOIYAAITIH;

— AOAKEH OTCYICTBOBATH OTOOP IO AAAEASIM H3ydac-
MBIX TCHOB.

B OoAbmImHCTBE MOMyAAINN 9E€AOBEKA AASl OOABIINH-
CTBA IPHU3HAKOB 3TH ycAoBHA cobAroparorca. Ho ecrs n
HCKAFOYCHUA, KOTAA 3aKOH XapAu-BaiinOepra me morker
BBIITOAHATHC:

— OCTPOBHBIEC, OTAAACHHBIE M BBICOKOTOPHBIE ITOITy-
AALIAH, TAC M3-32 HEOOABIIIOIO YHCAd OCOOEH CAy4YairiHBIC
paKTOPBI MOTYT IIOBAHATH HA YACTOTE AAACACH;

— HU30HPATEABHOCTD (ACCOPTATUBHOCTD) CBA3CH, IIPH-
BOAAIINX K poxacHHIO Aetel (B CIIIA Opakm OeAbrx mysx-
YHH C OCABIMH KCHIIUHAMU U YEPHBIX MYKIHH C YEPHEI-
MH KEHIIMHAMHI BCTPEYAANCh HAMHOIO dYaIlle, YeM
CMEIIIAHHEIC;

— HMMMHUTPAIUA OOABIIOTO YHCAA HOCHTEACH PEAKHX
B TIOIYAAIIN T€HOTHUIIOB;

EcAn wactora B IOIYAAIIMA AOMHUHAHTHOIO aAA€Ad A
COCTAaBASIET P, TO YACTOTA PEIIECCHBHOTO AAAEAA A OYAET
q=1-p.

CoraacHO mepBOMY IIOAOKEHHIO 3aKOHA XapAH-
BaiinGepra >ty sHaueHHA OYAYT HEM3MEHHBI U3 ITOKOAE-
HHUA B IOKOAEGHHE (IIPH YCAOBHHU BBIIOAHEHHA TpPeOOBa-
HUH, U3AOKEHHBIX BBIIIIE) — 3TO COCTOAHHE I'C€HETHIECKO-
ro pasHOBecHA B monyAfnuya. COOTHOIIIEHNE PaBHOBECHBIX
YaCTOT TEHOTHIIOB OYAET OIIPEACAATHCA BO3BEACHHEM CO-
OTHOIIECHHSA YaCTOT AAACACH B KBAAPAT — 9TO BTOPOE IO-
AOYKEHHE 3aKOHA. l1 coraacHo TpeTbeMy ITOAOXKEHUIO
3akoHa XapAu-BaiinOepra paBHOBecme 4acTOT T€HOTHUIIOB
AOCTHTAETCA 32 OAHO IIOKOAECHHE U OCTACTCA HEU3MEHHBIM.
MaTeMaTH9IEeCKH 9TO 3AIIUCHIBACTCA TAK:

¢+ qf =p +2pq + &, e p— wacmoma domunarnnozo
anness Ay q — uacmoma peyeccusriozo asaens a;

P — uacmoma ceromuna AA (dosmunarmmsie omosuzomer);
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2pqg — wacmoma ceromuna Aa (cemeposucomvt); §@ — ua-
CII07IA 2CHOMIUNA ad (20MO3UZOMIHBIX PEYecc8os).

Bot mprmep:

— oAHa u3 popM arpOMHH3MA (OTCYTCTBHE ITHIMCH-
TALMU KOXKU, PAAYKHOI U IINTMEHTHOMN 000AOUEK rAasa) y
YeAOBEKa OOYCAOBACHA PEAKHM PEIIECCHBHBIM AAACAEM 4
(Myranmms B reHe THPO3MHA3BI). B Hexoropon momyadnmm
gacTora aapOrHOCOB pasHa 0,0001.

Toraa, ¢ — wacrora pereccuBHoro asseas a— 0,0001 =
0,01; p— wacrora aomuuanTHOrO anseas A— 1— 0,01 =
0,99;\/_})2 — 4acrora reHotuira AA (AOMHHAHTHBIE TOMO3H-
roter) — 0,99° = 0,98;

2pq — wacrora regoruma Aa (rereposuroter) — 2 x 0,99
x 0,01 = 0,02.

M3 mpumepa BUAHO, 9TO I€TEPO3UIOT IO I'€HY aAbOU-
HusmMa B monyafnnu B 200 pas OoAbIie, 9eM aABOHHOCOB.

B GoaprmmmuCcTBE MTOnyAAInii HAOAIOAACTCA APEHG re-
HOB — H3MEHEHHUE YaCTOT aAACACH ITOA BAHAHHEM CAY-
gafHbIX pakTopoB. [loaxoadriee BuIpaenue — agpgexsn
GYmbt1041020  20pABINIKG — CAYIATTHOH I'MOEAUM HOCHTEACH
TOTO MAM MHOTO I'€HOTHIIA HPI/I CyLT_[CCTBCHHOM CHHMIKXCHIH
pasmMepa HOIYAAIIUN — ABAACTCA HAMOOAEE YaCTOHM IIPH-
YHHOM Apefida TeHOoB.

B HC60/\I)LHI/IX HOHY/\HHI/IHX MOKHO
BCTPETHTh 3(PEEKT OCHOBATEA — KOTAQ
OAHA OCOOb (ITOYTH BCETAA MYIKIMHA,
HarpuMep, JuHrHC XaH) OCTaBASET
OIPOMHOE YHCAO IIOTOMKOB, BCACACTBHC
YEero M3MEHAETCA COOTHOIIEHHE YacCTOT
AAAEAEM W TEHOTHUIIOB.

Bunseenss Badinbepe
(1862—1937)
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Mcxoas m3 3axoHa XapAH-
BaitnOepra HeTpyAHO yOEAUTH-
¢, 9TO OTOOP IPOTUB I'OMO3H-
TOTHBIX PEIeccCUBOB Headek-
TUBEH: 1uMutayus (yCTpAaHEHUE)
q2 HOCHUTEAEH TE€HOTHIIA 224 HE
BAHSACT CYIIIECTBEHHO HA YaCTO-
TBI AAAEACH. DOABIIIMHCTBO HO-
CHUTEAECH PEIECCHUBHOIO AAAEAA
SABAAIOTCA IE€TEPO3UTOTAMH.
B srom npuamna remeTmyaeckoro
Ipy3a B IIOOYAAIHAX YEAOBE-
Fej)MclH ,Afff03€¢ Meﬂﬂep Ka — SHAYUTCABHOI'O “II/ICAE].

(1890~1967) IE€TEPO3UTOTHBIX HOCHTEAEH
ACTAABHBIX  (IPUBOAAINHNX K

CMEPTH) AAAECACH M AAAEACH, CBA3AHHBEIX CO CHIKECHHEM
’KH3HECIIOCOOHOCTH U PEIIPOAYKTHBHON (DYHKIINML.

[lonste remeTHmUeckoro rpysa fBAfeTc (PyHAAMEH-
TAABHBIM B IIOITAAIIMOHHON reHeTHKe, ero Beea I'. Meaaep
B 1950 r. B coeit kamure «Harr rpys myrarmi (KOHIIEIIITHA
Obira mpearoskera Ax. Xoaaeraom B 1937 1.).

TepMuH «TEHETHYECKHI TIPy3 MONYAAINI» OTPaKaeT
OAHO U3 (PYHAAMEHTAABHBIX ITOHATHH HOIYAAITMOHHON
I€HETUKHU. BIiepBbIe TEHETHYECKUH IPY3 B IHOMYAALIMAX OBIA
BeiiBACH B 20—30-X IT. B HCCAGAOBAHHUAX IIPUPOAHBIX IIO-
nyasmuit Aposodpua. B 1929 rr. BerAarormuiics pycckmii
remetnk C. C. YeTBepHKOB € IpyHIIol COTPYAHHKOB ITPO-
BEA TE€HETHYECKHE HCCACAOBAHHA APO3O(HA U3 ITOIYAA-
nuii Kpeima mmyreM MHOPHAHMHIA ITOTOMCTBA OTAOBACHHBIX
CaMOK.

B unbpeoneix saunugx Opiam oOHApPYKEHBI PasHOOOpPA3-
HBIE BUAUMBIE MYTAIIUN, KOTOPBIE ¥ HCXOAHBIX (DEHOTHIIH-
YECKH HOPMAABHBIX CAMOK OBIAM CKPBITBI B I'€TEPO3UTOT-
HOM coctosgHuH. B pesyaprare aTx paboT BIIEpBHIE OBIAQ
BBIIBAGHA ~ HACBHIIEHHOCTh  IONYAAIMNA  MYTAI[HAMH,
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KOMITACKC KOTOPBIX, Kak mpeArroroxna C. C. YerBepuxos,
ABASICTCA SBOAFOIIMOHHBIM Pe3epBOM BHAa. B AaapHelem
B 1931-1934 rr. H. Il. AyOunuH ¢ rpynmmoi COTPYAHHUKOB
IIPH  HCCACAOBAHHH TICHETHKH IIPUPOAHBIX ITOIIYASMIIHIHA
APO30(PUABL OOHAPYIKHA, ITO APO3O(HUABI U3 IIPHUPOAHBIX
ITONYAAIIMH HEOOBIYAHO YaCcTO HECYT B CBOEM IE€HOTHIIE
periecCUBHBIE A€TaAbHBIE MyTanud. Tak, B momyasnnu Ky-
tarcu 6oaee 40% ApO30(HA OKA3AAUCH F€TEPO3UTOTHBIMU
IO ACTAABHBIM TeHaM. KaKABI M3 9THX I€HOB B TOMO3H-
TOTHOM COCTOSIHHH IIPUBOAMA K THOEAH OIIAOAOTBOPECH-
HBIX AUIIEKAETOK.

OTKpBITHE OTATOIIEHHOCTH OCOOEH W3 IIPHUPOAHBIX
ITOIYASITME APO30(PUABl ACTAABHBIMH MYTALIHAME ITOAO-
’KIAO HAYAAO YICHHIO O I'€HETHYECKOM TPy3€ ITOIYAAINHA.
B aaapHediIeM craro ACHO, IYTO TEHETHIECKHH IPY3 MOMKET
OBITH BBIABACH IIPAKTHYCCKH B AFOOOI IOIYAAIINN Pa3HBIX
BHAOB — OYVAB TO pPAaCTCHNfA, KUBOTHBIC HAHM YCAOBCK.
Amepuranckuii remetuk . Meaaep um Apyrue mccaeAoBa-
TEAU Pa3sBHAHU YYCHUE O TEHETHYECKOM IPY3€, IIOKa3aB, 9TO
OH CAATa€TCA U3 PAAA KATCTOPUIL: Je/ansHbix, NOA)AeMANb-
HoIx U C)08UmMansHEIX UsMererutl. BeAmdaHA TeHeTHYIeCKOro
IPy3a OIIPEACAACTCH KAK OTHOIICHHE PA3HUIIBI MEKAY
HauOOABIIIEH IpucocodbAeHHOCTRIO (Wmax), 910 CBOII-
CTBEHHO OCODAM, OOAAAAFOINHM AYYIINM TCHOTHIIOM B
ITOIYAAIHH, 1 (DAKTHIECKOH CPEAHEH IIPHCIOCOOACHHO-
crero  monyasmua (W),  OTHECEHHOH K  BEAHYHHE
HaHOOABIIIEH IPHUCIIOCOOAEHHOCTH.

M erme yrogHnM: B IIpeAeAax apeasa KakKOro-AHOO BHAQ
YCAOBHA CPEABI PasAMYHBL. DTO CTAHOBUTCHA IIPHIHHON
PA3AMYHOIO HAIIPABACHHUA OTOOpA B PA3HBEIX YACTAX apea-
Aa. IToaromy ecrecTBEHHBIN OTOOP AEHCTBYET HA ITOIYAf-
nuio (BHA) OAHOBPEMEHHO IIO MHOTHM HAIIPABACHHAM, 2
€ro KOHCYHBIH PE3YABTAT 3aBUCHUT OT COOTHOIICHUS HH-
TEHCHUBHOCTH PAa3HBIX BEKTOPOB OTOOpa M KOHTPOTOOpA.
Pe3yApTaTOM MHOIOBEKTOPHOIO ACHCTBHA OTOOpa B IIpe-
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ACAAX apeaAa ABAACTCA ITOAACP/KAHHE B Pa3HOOOPA3HOM
COCTOSHHH U OAHOBPEMEHHAS OTHOCHTEABHAS CTAOMAH3a-
nuA reHooHAA IOUyAAIHH. l'eHermdeckn pasHOPOAHAA
oy Afus OOAce JKU3HECITIOCOOHA, BCETAA IIOAYYAs CCACK-
THUBHOE IIPEHUMYIIECTBO IIPU YaCTO HADAFOAAEMBIX KOAeOa-
HHAX YCAOBHIH (IIapameTpoB) cpeabl. B renodonae Takoit
ITOIYAAITIH HAKAIIAHBAETCA (OCOOEHHO B I€TEPO3ZUIOTHOM
COCTOSHHH) OOABIIION OOBEM PE3EPBHON HACAECACTBEHHOM
U3MEHYMBOCTH. Takaf IOHyAAIMA B 3BOAIOIIHOHHOM
IAaHe OOAee IMAACTHYHA, MOKET ODOAee THOKO pearapoBaTh
Ha M3MEHEHHA YCAOBHIT CPEABI, IIPUCIIOCAOAUBAACH K HIM.
OAHAKO B TAKOH MOMYASITMH HEH3OCKHBI OCOOH, MCHEE
IIPHUCIOCOOACHHBIE K AAHHBIM YCAOBHAM CPEABL. B KamAbIi
OTAEABHO B3fTBIA MOMEHT KM3HECIIOCOOHOCTh TAKOM ITO-
IYAAIIUN HIDKE YPOBHA, KOTOPBIH OBIA OBl AOCTHIHYT IIPH
HAAUYHH B IIONYASIIMH TOABKO HAHOOAEE ITOAXOASIINX
AAfl AAHHBIX YCAOBHH reHOTHIIOB. YacTh HACAEACTBEH-
HOI M3MEHYHMBOCTHU IIOMYAAIIHMU, KOTOPAA OMPEAEAAET
MOABACHHUE MEHEE IPUCIIOCOOAEHHBIX K AQHHBIM YCAO-
BUAM 0CO0Oe€i, M HA3bIBAETCA I'C€HETHUYECKHUM IPy30M.
HupiMu cAoBaMU, FeHETHYECKUM I'PYy3 — 3TO BEAWYU-
Ha, HA KOTOPYIO IIPUCIIOCOOACHHOCTh PEAABHOM IOITy-
AALIAY OTAUYAETCA OT MPUCIIOCOOACHHOCTH UACAABHOMI
AAST AAQHHBIX YCAOBHUIl HOMOYAAIIMH, COCTOAIINEU W3
«Ayummux» (Ipu AaHHOM reHodgoHae) reHorumnos. Mc-
TOYHUKOM TI'€HETHYECKOIO IPy3a CAY>KAT MyTAIIMOH-
HBbIE U CerperanuoHHbIe Mporiieccel. Bmecre c Tem,
IIOAAEPIKHBasA T€HETUYECKOe Pa3HooOpasme M, CAEAO-
BATE€ABHO, 9BOAIOIIMOHHYIO MAACTUYHOCTD ITOITyAAITHH,
TEHETHYECKUH IPy3 IPEACTaBAAET COOOM OAHOBpe-
MEHHO I€HOTHUIINYECKUil pe3eps sposronuu. Ilpu m3-
MEHEHUM HAIIPABACHHA €CTECTBEHHOIO0 O0TOOpa ocodu
C YKAOHAIOIIUMUCA OT AOMUHHPYIOIIEro (peHOTUIIAMH
(reHOTHIIAMU) 00€ECIIEUMBAIOT BHDKHBAHUE U IBOAIO-
HUOHHYIO IIEPCHEKTUBY II€AOCTHOM  ITOIIyASAIIHIU.
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CaepoBaTeABPHO, TEHETUYECKHII IPy3 — I3TO CBOEOO-
pasHaa mAaTa 32 3KOAOTMYECKYIO HAACTUYHOCTE U
3BOAIOIIUOHHYIO nepcreKkTusy. I'eneTnaeckuii rpys —
HEN30EeI)KHOE€ CAEACTBHE TI€HETHYECKOIO IIOAMMOP-
dusma.

Pasamgaror cAeAyroIze BUAB TEHETHYIECKOTO IPy3a:

4) MyTAOHOHHEIH IPy3 — OOYCAOBAEH BO3HUKHOBE-
HIEM B IIOIYASIINHI MYTAHTHBIX AAACACH: IIOCKOABKY OTOOP
HAIIPABACH IIPOTHB 9THX AAACACH, UX YaCTOTA B IIOIYAS-
LM HEBEAUKA, U OHA TIOAACP/KHIBACTCA DAATOAAPA IIOBTOP-
HOMY BO3HHKHOBEHHIO (MYTAIIHOHHOMY AQBACHHIO);

0) cerperagHmOHHEIH Ipy3 — BO3HUKACT B PE3YABTATE
BBIILICIIACHHA TE€TEPO3ZUTOTHBIMU POAUTEAMH MEHEE IIPH-
CIIOCOOAGHHBIX I'OMO3HTOTHBIX ITOTOMKOB; B CBfI3H C TEM,
YTO 3HAYUTEAbHAA YACTh MYTAHTHBIX aAACACH OKa3bBIBACT B
I€TEPO3UTOTHOM COCTOSIHHH ITOAOKHUTEABHOE ACHCTBHE
(abdexT cBEpXAOMUHHPOBAHUA), TO TE€TEPO3UTOTH (4, CAE-
AOBATEABHO, U BPEAHBIC MYTAITMH) MOIYT IOAAEPKHUBATHCH
B PAAY ITIOKOACHMII;

B) CyOCTATYIIHOHHEIH IPy3 — BO3HHKACT IIPU H3ME-
HCHUU AAAITUBHOHI IICHHOCTH OCODEH M COXpaHACTCA B
ITONYAAITMH AO TEX ITOP, ITOKA APYTOH aAAEAD HE 3aMECTHT
ITOTEPABIITUIT AAAITTHBHYFO IIEHHOCTD IIEPBHIA AAAEAD.

I'emermaeckuii rpys, B IIEAOM, CHHZKAET PEAABHYIO IIPH-
CIIOCOOAEGHHOCTD ITOIYAALIMH AFOAEH K AAHHBIM YCAOBHSAM.
AAfl OLIEHKHI OpeMEHH I'€HETHYECKOTO IPy3a YEAOBEUECTBA
HCIIOAB3YIOT TIOHATHE A€TAABHBIX J3KBUBAAEHTOB. lIx
YHCAO Y OTAEABHBIX AFOAEH COCTaBAfIET OT 3-X AO 8-MH.
DTO 3HAYHT, YTO IPEOOAAAAIOIIIE KOAMYIECTBO HEOAAro-
IIPUATHBIX AAAEAEH, KOTOPOE UMEETCH B TEHOTHIIE KAKAOTO
YEAOBEKA, OKAa3bIBACT CYMMapHOE BPEAHOE AEHCTBHE, SKBH-
BAAEHTHOE ACHCTBHIO 3—8 PEIIECCUBHBIX AAACACH, KAKABINA
13 KOTOPBIX BBI3BIBAET B TOMO3HIOTHOM COCTOAHHUH CMEPTD
HHAUBHAYYMA AO HACTYIIACHHSA PEIPOAYKTHBHOTO BO3PAC-
ta. VI3-3a HaAM9HA HEOAATOIPUATHBIX aAACACH B UX cOdYe-
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TAHUH IIPUMEPHO ITIOAOBHHA 3UTOT, OOPA3YIOIINXCH B KAXK-
AOM TIOKOAGHHH AFOACH, B OMOAOIMYECKOM ITAAHE HECO-
CTOAITEABHA, TaK KAaK HE YYACTBYET B II€PEAAYE I'EHOB CAE-
AYIOITIEMY ITOKOACHHIO: OKOAO 15% opraHmsmoB ruOHET AO
poxaenusd, 3% — upu pomaeHnn, 2% — cpasdy IHOCAe
poxaeHns, 3% AFOACH yMHPAET, HE AOCTUTHYB ITOAOBOM
speaocrtn, 20% awnrr e Berymaer B Opak u 10% obpasyro-
IIUXCA OPAKOB OE3ACTHEL

Bermre yixe mpo3Bydaso Takoe BBIPAKEHUE KaK dpedd ce-
106 — OAMH 13 (DaKTOPOB 3BOAIOIHH ITONYAAIMH. bBaaro-
Aapa Apeiidy IaCTOTBI AAACAEH MOIYT CAVYAHHO MEHATHCH
B AOKAABHBIX IIOIYAALINAX, [IOKA HE AOCTUTHYT 7204KH PasHo-
secun — ymepu 00020 ainenq u @urcayuu opyeozo. B pasHbIx
ITONYAAITUAX TEHBI «Aperdyrom» HezaBucnmo. I[lostomy
Pe3yABTATHI APEiipa OKA3BIBAFOTCA PA3HBIMU B PA3AHMYHBIX
HONYAAIUAX — B OAHHX (bHKCpreTC;{ OAUH Ha6op AAAC-
A€H, B APyIUX — APYIOi. Apefih reHOB BEACT H K YMCHbB-
IIEHUIO TIE€HETHYECKOTO PasHOOOpa3nsd BHYTPH IIOIYAf-
LN, ¥ K YBEAHYCHHUIO PA3AHYUNA MEKAY HOIYAAIIUAMI, K
ousepeeryuy (PACXOKAECHHUIO) IIO PAAY HPHU3HAKOB. DTa AU-
BEPICHINA B CBOIO OYCPEAD MOKET CAYKHTH OCHOBOHM AAf
BHUAOOOpasoBaHus. B xode ssonwyuu nonysayuil opeig ceros
63auModetlcrngyent ¢ OpyeuMy Parxmoparu I60a10Yul, npescde ceco,
¢ ecrmecméentvim ombopom. COOTHOIIIEHUE BKAAAOB 3THUX ABYX
(aKTOPOB 3aBHCHT KaK OT HHTECHCHBHOCTH OTOOpA, TaK 1
OT YHCAEHHOCTH ITOIyAAuid. [1pn BEICOKOIT MHTEHCHBHO-
cTr 0TOOPA U BBICOKOH YHCACHHOCTHU ITOIYAAITIE BAUSHIC
CAYYAIIHBIX IIPOIIECCOB HA AMHAMUKY Y4aCTOT I€HOB B IIO-
IYAAIIUAX CTAHOBHUTCA HpeHeOpexnmo masviM. Haobopor,
B MAABIX ITOIYAAIIMAX IIPH HEOOABIIHX PAZAHYMAX IIO
IIPUCIIOCOOACHHOCTH MEKAY ICHOTHIIAMHU Apeiid TIeHOB
IIpHOOpETaeT permaromiee 3HadeHne. B Takux curyarmax
MCHEE aAAIITHBHBIN aAACAD MOKET 3a(PHKCHPOBATHCA B I1O-
IyASITMH, 4 OOAEE AAAITUBHBI MOKET OBITH yTpadeH.
Hauboaee gacTeiM MOCAEACTBHEM Apefidpa reHOB ABAAECTCA
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YMEHBIIICHIE TCHETHIECKOIO Pa3sHOOOpa3Hs BHYTPH IIOITy-
AN 32 c9eT (DUKCAIIMH OAHHX AAACACH H YTPATBI APY-
rux. MyTalimoHHBIH IIPOIIECC, HAIIPOTUB, IPUBOAUT K 000-
FaIeHUIO  IE€HETUYECKOIO  PasHOOOpasus  BHYTPH
ITOIYAAITHE. AAACAD, YTPAYCHHBIN B pe3yAbTate Apeiida,
MOZKET BO3HHKATh BHOBb M BHOBb 34 CUYET MyTHPOBAHHA.
[Tockoabky Apefid IeHOB — HEHAIIPABAEHHBIN IIPOIIECC,
TO, OAHOBPEMEHHO C YMEHBIIICHHEM Pa3HOOOPA3UA BHYTPU
ITOIIYASILTUH, OH YBEANYHBACT PASANYHA MEKAY AOKAABHBI-
MH IOIYAAIUAMH. DTOMY IPOTHBOACHCTBYET MHTPAIIHA.
Ecan B oaHOI momnyaanun 3adHKCHPOBAH aAAeAb A, a B
APYTOH a, TO MUTPAIUA OCODEH MEKAY STHMU IIOITYAALINA-
MH IIPUBOAUT K TOMY, YTO BHYTPH OOCHX ITOIIYASIIHIHA
BHOBb BO3HHKAET aAAEABHOE pasHooOpasme. UncaeHHOCTD
ITIOIYASITIH PEAKO OCTAETCA IOCTOAHHOH BO BpeMeHH. 3a
ITOABEMAMHU YHCACHHOCTH CACAYIOT CHaAbl. Pocchiicknii
yaenbrii C. C. YerBeprKoB (CM. BBIIIIE) OAHHM U3 IIEPBBIX
OOpaTHA BHHUMAHHE Ha IIEPUOANYCCKHE KOACOAHUSA UHC-
ACHHOCTH IPHPOAHBIX ITOIYAAITHH, IIOIMyAAIITIOHHEIE
BOAHBI. OHHU HIPAIOT BAJKHYIO POAB B 9BOAOIIUU ITOIYAf-
nnit. Apefip TeHOB MAaAO CKa3BIBACTCHA HA YACTOTAX AAAC-
A€l B MHOTOYHCACHHBIX ITOIYAAIIUAX, HO B IIEPHOABI PE3-
KOIO CIIaAa YHCACHHOCTH €ro POAb Bo3pactaer. B rtaxme
MOMEHTEI OH MOJKET CTAHOBHTBCA PEIIAIOIIHM (DAKTOPOM
3BOAIOIHNH. B I1eproA crmaaa 9acToTa OIpeAeACHHBIX aAAE-
A€Hl MOMKET PE3KO M HEIPEACKA3yeMO MEHATHCHA, MOKET
IIPOMCXOAUTD YIEPA TEX HAHM HHBIX AAACACH K pe3Koe
OOEAHEHHE TICHETHYECKOIO PasHOOOpPas3ysA ITOIYAALHIL.
[Torom, KOrAa YNCACHHOCTD ITOIYAALIUNA HAYUHAET BO3PAC-
TATh, ITOIYAAIIAA OYACT M3 IIOKOACHHA B ITOKOAEHHE BOC-
IIPOU3BOAHTE Ty I'€HETUYECKYIO CTPYKTYPY, KOTOpasd ycCTa-
HOBHAACh B MOMEHT IIPOXOMKACHHA YepPe3 «OyTBIAOYHOE
TOPABIIIIKO» YHCACHHOCTH.
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Dpgpexm Gymuraounozo copaviuika

ITprmMepom MOIYT CAVKHTD CHTYaIHA C TEIAPAAMU — IIPEACTABH-
TEASMH KOIIAYbHX. YYCHBIC OOHAPYKUAH, 9TO TCHETHYCCKAS CTPYKTY-
Pa BCEX COBPEMEHHBIX ITOIYAALMI IeIapAOB OUCHb CXOAHA. [Ipm aToM
TEHETUYECKAd M3MEHUYHUBOCTD BHYTPH KAXKAOH U3 IOOYAANMH KpaiiHe
HI3KA. DTH OCODEHHOCTH TEHETHYECKOH CTPYKTYPBHI IONYAALNNA Te-
ITAPAOB MOKHO OOBACHHUTD, IIPEAITOAOKIB, ITO OTHOCHTEABHO HEAAB-
HO (4yTh DOAEE ABYX COTEH AET HA3aA) AAHHBIH BHA IIPOIIEA Uepe3
0UeHb Y3K0e 20PALIKO YUCACHHOCHIM, I BCE COBPEMEHHBIE I'€IIAPABI ABAAIOT-
Cfl IIOTOMKAMH HECKOABKHUX (IIO IIOACYETAM AMEPUKAHCKUX HCCACAOBA-
TeAeH, 7) ocobeit.

Oddexr OYTBIAOYHOIO TOPABIIIKA — CBIIPaA, IIO-
BIAHUMOMY, 3HAYUTEABHYIO POAb U B 3BOAIOITUH ITOMYAf-
IIUH YeAOBEKA. HPCAKI/I COBPEMEHHBIX AIOAECH B TEYCHUE
AECATKOB THICAY AET PacCeAfAUCH 11O Bcemy mupy. M mmO-
’KECTBO IOIYAAIUI IIPOCTO ITOAHOCTBIO BBIMHUPAAO. A Te,
KOTOPBIE VIIEACAH, YACTO OKA3BIBAANCH HA TPAHH BBIMHPA-
HHA, ¥ UX YHCACHHOCTb MaAaAd AO KPUTHYIECKOTO YPOBHA.
Bo Bpemsa mpoxomaeHHA depe3 «OYTBIAOYHOE T'OPABIIIIKO»
YHNCAEHHOCTH YaCTOTBI AAAEAEH MEHAAHMCH IIO-PAa3HOMY B
PA3HBIX ITOINYAAIIUAX, OIPEACACHHEIC AAACAHM YTpPAYUBa-
AHCH IIOAHOCTBIO B OAHUX ITONYAAINAX U (DUKCHPOBAAKCH
B Apyrux. [locae BoccTaHOBAGHHA YHCAEHHOCTH ITOITyAfl-
U UX U3MEHEHHAA TEHETUIECKAS CTPYKTYPa BOCIIPOU3BO-
AMAACH U3 ITOKOACHHSA B ITOKOAEHHE. DTH IIPOIIECCH, BHU-
AUMO, ¥  OOYCAOBHAH MO3aWYHOC  PACIPCACACHHE
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HEKOTOPBIX  AAAEAEH,
KOTOpPOE HAOAIOAACTCA
B AOKAABHBEIX IIOIIYAf-
ITUAX IEAOBEKA.
Arobonberrao n
eIre  OAHO SIBACHUE:
3¢ ekt ocHOBaATEAA.
7KusortHble m pacre-

HIA KaK HpaBI/IAO,

bl

IIPOHHUKAFOT HA HOBBIC
AASL BHAQ TEPPUTOPHH
(ocTpoBa, MHBIE KOH-

Dprem Maiip

THHEHTBI) OTHOCUTEABHO HEOOABIINMH Ipyrmamu. Jacro-
TBI T€X MAHM UHBIX AAACACH TAKUX TPYIII MOIYT 3HAYNTEAD-
HO OTAWYATHCSA OT YACTOT ITUX AAACACH B MCXOAHBIX ITO-
IOYAAIUAX. 34 BCEACHHEM HA HOBYIO TEPPUTOPHUIO CACAYET
YBEAMYCHIE UHCACHHOCTH KOAOHHCTOB. BosHmkarormme
MHOTOYHCACHHBIC ITONYAALIME BOCIIPOU3BOAHUT I'CHETHYC-
CKYIO CTPYKTYPY HX OCHOBATEACH. DTO ABACHUE aMEPHKAH-
CKHH 300A0T DPHCT Maﬁp35, OAUH UX OCHOBOITOAOKHIKOB
CHHTETUYECKON TEOPHH 3BOAIOIIUU, HA3BAA IPPeK/10M 0cHO-
samensn. DPdeKT OCHOBATEAS HUTIPAA, BEPOATHO, BEAYILYIO
pPoAb B (POPMUPOBAHUU I€HETUIECKOM CTPYKTYPHI BHAOB
’KUBOTHBIX W PACTCHUH, HACCASIOIINX BYAKAHIYCECKHE H
KOPaAAOBBIE OCTPOBA. Bce aT1 BUABI IIPOUCXOAAT OT OUEHB
HEOOABIINX IPYIII OCHOBATEAEH, KOTOPBIM IIOCYACTAHBH-
AOCh AOCTHTHYTH OCTPOBOB. DTH OCHOBATEAH IIPEACTABAA-
AH COOOM OYEHb MAACHBKHE BBIOOPKH H3 POAHTEABCKHX
HOIYAAITMM U YACTOTBl AAAEGACH M MOIAHM CHABHO OTAH-
garbcsl. Vimenno addexr ocHOBaTeAsl OOBACHACT YAUBH-
TEABHOE Pa3sHOOOpasme okeanmdeckux ¢ayH u paop u
0oOMAME SHAEMUYHEIX BUAOB Ha OCTPOBax. DPdexT ocHO-

3 Bpucr Maiip (1904-2005) — ameprkaHCKHil OGHOAOI T€PMAHCKOTO
ITPONCXOKACHHA. Pa3pabarTpiBar IIPOOACMBI CHCTEMATHKH, IIPEKAE
BCETO, KOHIIEIIIUIO OMOAOIIYECKOTO BHAA.
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BaTCAA cmrpaA BaXXHYIO pOAb 1 B 3BOAIOITNH YCAOBCYCCKHX

nonyasmuit. Obpature BHUMAHUE, YTO aAAEAb B moano-
CTBIO OTCYTCTBYET y aMEPUKAHCKUX HHACHIIEB U y abOpH-
reHOB ABCTPAAMH — 3TH KOHTHHEHTHI OBIAM 3ACCACHBI HE-
OOABIIIIMH IPYIIIAMU AIOACH, U IO CAYYAIHBIM IIPHIHHAM
CPEAH OCHOBATEAEH ITHX HONYAAINNH MOIAO HE OKA3aThCA
HHE OAHOTO HOcuTeAs aareas B. Ecrecrsenno, ato orcyr-
CTBYET U B IIPOU3BOAHBIX ITOIYASAITHAX.

[ToaBeAEM HTOIH BCEMY BBIIIIECKA3AHHOMY H AOOABHM:

— KOHCYHBIM PE3YABTATOM Apeiidha TCHOB ABASACTCA
IIOAHOE YCTPAHEHHE OAHOTO AAACAS U3 ITONYAALIMH U 3a-
KperaeHue (puKcanus) B Hel APYTOIO aAACAS;

— 9EM dYaIlle TOT UAH HHOH aAAEAb BCTPEYAETCA B I10-
IYAAIINN, TEM BBIIIIE BEPOATHOCTH €r0 (PUKCALINN BCACA-
cTBHE Apeiidpa TeHOB;

— BEPOATHOCTH (PUKCAINH HEHTPAABHOIO AAAEAA
PaBHA €r0 9aCTOTE B IIOILY ASILIFII

— KaKABIH aAACAD 13 HAOAFOAAEMBIX B ITOIYAALUAX,
KOTAQ-TO BO3HHK B PE3YABTATE MYTAIIHH;

— MyTAIlMH IIPOHUCXOAAT CO cpeAHei vactoroir 10-5
Ha TCH, HA ramery, Ha mokoAcHue. CAGAOBATEABHO, UEM
MCHBIIIC IIONYAAIUA, TEM MCHBIIIC BEPOATHOCTH, YTO B
K&KAOM ITOKOACHHH XOTA OBl OAHA OCOOb B 9TOM IIOIYAf-
IIMH OKAKETCHA HOCHTEAEM HOBOH Myranuu. B momyasrium,
cocrosmer u3 100000 ocobell, B Ka2KAOM HOBOM IIOKOAE-
HHOM C BEPOATHOCTBIO OAM3KOHM K CAHMHHIIC HAHACTCH HO-
BBIII MYTaHTHBIH AAA€ABb, HO YaCTOT4d €ro B IIOUYAAIIUK
(1 ma 200000 anAeAeit) 1, CAEAOBATEABHO, BEPOATHOCTD €TI0
duxcarmu Oyaer odeHp Hu3KOI. BeposrHocts TOTO, WTO
3Ta K€ MYTAIHA B TOM K€ IIOKOACHHH BO3HHKHET y XOTA
OBI OAHOIT 0COOH B ITOIyAAHH, cocTosmer n3 10 ocobei,
HIYTOKHO MaAd, HO €CAHM TaKasd MyTaIlHsA BCE JKE IPOU3O0Ii-
ACT B STOH IOMYASIIIHH, TO YACTOTA MYTAHTHOIO AAACAA
(1 ma 20 anAeAeii) u IIaHCH Ha €ro (DUKCAITHIO OYAYT OT-
HOCHUTEABHO BBICOKIMU;
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— 6OAI)H_H/I€ HOHYAHL[I/II/I HCAOATO (OKAYT)) MyTaL[I/IOH-
HOT'O BO3HHKHOBEHHS HOBOIO AAAEAf, HO AOATO €ro (huk-
CHUPVIOT, 2 MAABIE€ IOHYAAIIMM OYEHb AOATO GKAYT» BO3-
HHUKHOBEHHUA MYTAIIMH, HO IIOCAE TOTO, KAaK OHA BO3HHKAA,
OHA MOeT ObITh OpIcTpo 3admKcupoBana. M3 aroro cae-
AYET ITapaAOKCAABHBIM Ha IEPBBIM B3TAfA BBIBOA: BEpOAT-
HOCTb (DUKCAIIUMU HEWTPAABHBIX aAACACH 3aBHCHUT TOABKO
OT YaCTOTBEI UX MYTAIIHOHHOI'O BO3HUKHOBECHHSA U HE 32aBH-
CUT OT YUCAEHHOCTH IOy AAITHI;

— IIOCKOABKY YACTOTHI BO3HHMKHOBEHHUA HEUTPAABHBIX
MYTAIMH IIPUMEPHO OAMHAKOBBI Y Pa3HBIX BHAOB, TO WU
CKOPOCTh (PUKCAIINH 3THX MYTAaITHH AOAKHA OBITH IIPH-
MEPHO OAMHAKOBOH. (OTCIOAA CAEAYET, YTO HYHCAO MyTa-
LI, HAKOIIAGHHEIX B OAHOM H TOM K€ I'€HE, AOAKHO OBITH
IIPOIIOPIIMOHAABHO BPEMEHH HE3ABHUCHUMOM  9BOAIOIIUN
9TUX BHAOB. VIHBIMH CAOBaMHU, dYeM OoABITIE BpEMCHU
IIPOIIIAO C MOMEHTA BBIACACHHUA ABYX BHAOB M3 OOIIErO
IIEPEAKOBOTO BHAQ, TEM OOABIIIE HEHTPAABHBIX MyTAIIHOH-
HBIX 3aMEH Pa3AMYArOT 3TH BHAB. Ha sTOM mpmunmme
CTPOUTCA METOA «MOACKYJAPHBIX UAC08 IBOMT0YUM» — OIIPEAE-
AGHHSA BPEMEHH, ITPOIIIEAIIIETO C MOMEHTA, KOTAQ IIPEAKH
PA3HBIX CHUCTEMATHYECKUX TIPYHII CTAAH 3BOAFOLHOHHPO-
BAaTh HE3ABUCHMO APYI OT Apyra. OOHAPYKEHO, YTO KOAH-
YECTBO PASAHYHI B ITOCACAOBATEABHOCTH AMHHOKHCAOT B
I'€MOTAOOHHE U IIUTOXPOME y PAasHBIX BHAOB MACKOITHTA-
FOIITIX TEM OOABIIIE, YEM PAHBIIE PA3OIIAHCH HX 3BOAFO-
LIIOHHEBIE TIyTH. B AaApHElIIIEM T2 3aKOHOMEPHOCTH ObIAA
ITOATBEPKACHA HAa OTPOMHOM 3KCIIEPUMEHTAALHOM MaTe-
praAe, BKAIOYAFOIIIEM ACCATKH PAa3HBIX T€HOB M COTHH BH-
AOB KHBOTHEIX, PACTEHHH M MHKpoopraHmsmon. Okxasza-
AOCb, YTO MOAEKYAAPHBIE YaChl HMAYT C IOCTOAHHOM
CKOPOCTBIO, KaK CACAYET 13 Teopuu Aperida renos. Ka-
AHOPOBKA MOAEKYASIPHBEIX 9aCOB IIPOU3BOAHTCH AAS KAXKAO-
IO I€Ha B OTAEABHOCTH, ITOCKOABKY Pa3HbIE I'€HBI MOIYT
Pa3AMYATBhCA 110 YACTOTE€ BO3HUKHOBEHHA HEMTPAABHBIX
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myTaruii. AAf 9TOr0 MOXKHO OIICHHTH KOAHYECTBO 3aMEH
HAKOIIACHHBIX B OIIPEACACHHOM I€HE y IIPEACTABHTEACH
TAKCOHOB, BPEMs AMBEPIEHITUM KOTOPBIX HAACKHO YCTa-
HOBAEHO TI0 IMAACOHTOAOTHYECKNM AaHHBIM. Ilocae Toro,

KaK MOAEKYASIPHBIE YaCBl OTKAAHMOPOBAHBI, UX MOKHO HC-
ITOAB30BATh AAfA TOTO, YTOOBI M3MEPATH BPEMA AHBEPIEH-
ITHH MEKAY PA3HBIMH TAKCOHAMH, AQ7KE B TOM CAydae, KOTAd

X OOIMHH IIPEAOK IIOKAa HE OOHAPY/KEH B ITAACOHTOAOIU-

YEeCKOU AETOIIUCH.

= o © =

Bonpocs! u 3apanusa 1o marepuasam Temsr 5

Yr0 Takoe MOUYAAITHMOHHBEIA METOA?

[Touemy HOIyAAITMOHHBIC BOAHBI YHCACHHOCTH YCH-
AuBaroT 9peKThI Aperida reHoB?

Kakyto poap urpaer apetic reHoB B (pOpMHPOBAHHI
ocTpoBHBIX (payH 1 PAOp?

OOBpACHUTE IPHHIUI MOACKYAAPHBIX YaCOB 3BOAIO-
M ¥ €r0 IIPHMCHEHUE B 9BOAFOI[HOHHBIX HCCACAO-
BaHUSIX.

Aaiite oOIee IPEACTaBACHHE O 3aKOHE XapAH-
Baitu6epra.

O0bpsacanTe moHATHE «<9ddeKra OYTBIAOYHOIO TOp-
ABIIITKA.

Yro Takoe ceremuueckutl epys?

Yro Takoe dpeigp eeros?

Kaxk BbI morumaere sggexsm ocrosamens?

[Touemy AAAl OLIGHKH OpEMEHH I'€HETHYECKOIO IpPy3a
YEAOBEYECTBA HCIIOAB3YIOT ITOHATHE ACTAABHBIX JKBH-
BAAEHTOB?
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Tema 6. BAN3HEIIOBBIN METOA: KOHKPETH3 AL,
OPaKTUKA, IIPOOAEMATHKA

Hcropusa noasaenuda. @. I'aapron u I'. Cumenc.

Paspaborka cioco60B AMATHOCTHKH.

Kaaccuueckuil BApHaHT METOAA.

CpeaoBrbie ycAoBHA.

CoBpemMeHHBIE BApPHAHTBI M PA3HOBHAHOCTH METOAQ
OAM3HEIOB.

bAnsHenoBelii METOA HMCCACAOBAHHUA, O KOTOPOM MBI
VK€ YIIOMHHAAU BeIIe, ObIA mpeasoker . 'aaproHOM B
1875 roay, KOTOpPBIH cHOPMYyAUPOBAA KOHIICIIIIUIO: «IIPHU-
poaa» nam «ocrmranue» (Nature or Nurture), 1 H3AOKHA
OCHOBHBIE  IIO-
AOKEHHA  BO-

REPRINTS AND REFLECTIONS HpOCﬁ B KHMHMIC

The History of Twins, As A Criterion Of The «bAnsuensr kak
Relative Powers of Nature And Nurture'?

Francls Galton, FRS.

KPUTEPHUI CHABI
HACAEACTBEHHO-
CTU H CPEABD.
HO OKOHYa-
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Ha VYCHBIM

ance attributed to twins  years, and leam whether they s
0

converse meth
ins who

k I'. Cumencom B
R ooy e et oty e T 1924 roay. Cu-
MEHC pa3pado-

: TaA AEHCTBU-
it o S

be found to possess a certain average likeness
ced that
Il short

* HBIH CrIoco0

S Sl e ey e AHArHOCTUKH

sucommocry - (Me-

Dpacimerm penpurma cnantvi 700 noaucUMn-
Tanvmona o bausneyax

dis
of men. The life history o

about twins
youth, and who

T. The histary of mwi a
may

82



MI0MHO20 cpasHers), OABUPYIOIUICA HA OLICHKE CXOACTBA U
pasamuus OAM3HEIOB IIO IIEAOMY pPsSAY Hapamerpos. M
KaKABIH ITAPAMETP B OTAEABHOCTH HE IIO3BOASET BBIHECTU
CYKACHUA O 3UTOTHOCTH OAH3HEIIOB, HO HCIIOAB3OBAaHIE
KoMnAeKca napamenpos IPEAOCTABAAET BO3ZMOKHOCTD IIPOBO-
AUTBb DOAEE HAACKHYIO AHATHOCTHKY. Kpome aroro ObrAO
IIPEAAOKEHO HCIIOAB30BATh B KAYECTBE OOBEKTA HMCCACAO-
BaHHH HE TOABKO M3-OAn3HEN0B (MOHO3HIOTHBIX), HO H
A3-OausHenoB (An3uroTHsIX). [IpwHIMIBL, 3aA0MKEHHBIC
I'. CumeHCOM B OCHOBY OAM3HEIIOBOIO METOAA HE IIpeTep-
ITEAW U3MEHEHUH 1 AO HACTOSAIIIEIO BPEMEHH.

bAnsHEoBEIT METOA B KAACCHYECKOM BAPHAHTE OCHO-
BBIBACTCSA HA!

— PaBEHCTBO/TOMKACCTBO CPEA AAf IIAPTHEPOB KaK B
mapax M3, taxk u mapax A3 Oamsmeros. B Takom cayuae,
€CAH H3MEHYHBOCTD IIPH3HAKA ITOAHOCTBIO OIIPEACAACTCH
cpeaoii, To 1 M3 1 A3 OAM3HEIBI AOAKHBI HMETD [ITO 3TO-
My ITPHU3HAKY| OAMHAKOBO BBICOKHE BHYTPHIIAPHBEIE KOppe-
asrmn 6amskue K 1,0, Ecan ke M3MeHIHBOCTD IpH3HAKA
LIEAMKOM 3aBHCHT OT I'€HOTHIIA, TO KoaduimeHT Koppe-
Aadnmud B rpymne M3 OAM3HEIIOB AOAMKEH OBITH OAHM30K K
1,0, a B rpyrme A3 OAusHenoB npuOAu3HTEABHO paseH 0,5
(ro ectp creneHn poActBa A3 OAH3HEIIOB, CXOKECTH HX
I€HOTHIIA);

— IIPEAIIOAATACTCH OTCYTCTBUE CHCTEMATHYCCKHUX Pas-
AMYHH  MEXKAY OAHM3HEIIAMH H OAMHOYHOPOKACHHBIMH.
B nmporuBHOM cAyYae pe3yAbTaTBI OAM3HEIIOBBIX HCCACAO-
BAHHH HEAB3S IIEPECHOCHTb HA IIONYAAIMIO B I[CAOM.
M erre — He AOAKHO OBITH CHCTEMATHYCCKUX PA3AHYNN
MEKAY CAMHMHI THITAMH OAH3HEIIOB.

EcAu 1moaoxeHme O pPaBEHCTBE CPEAOBBIX YCAOBHIM
pasButuad M3 u A3 OAu3HEIOB HE COOAIOAAETCH, TO
OLICHKM KOMIIOHECHTA (PEHOTHUIIMYECKOH AHCIIEPCHN
(macaeayemocTb, Aucrepcuu  addekroB  oOmend u
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pasamgaromeiica cpeAbl) mckaxkarorcs. [ToaobHOE mcka-
KEHIE MOKET IIPOUCXOAUTD B PAAE CAYIACB!

— CPEAOBBIE YCAOBHA MOTYT YBEAUYHBATH BHYTPUITAP-
HOE CXOACTBO M3 6Amsuenos. IloAdepkuBaHme CXOACTBa
MOKET IIPUBECTH K IOABACHHIO AOIIOAHUTEABHOIO (HEre-
HETHYECKOTO) CXOACTBA MEKAY dAeHaMu M3 maper OAns-
HEIIOB, a4 3TO IIPOTUBOPEYHT IIPUHATOMY AOIYIIEHHIO O
paBeHCTBE 00IIHX cpeA AAd M3 u A3 map, Tak kak aad A3
I1ap ITOAOOHOE ITOAYEPKUBAHIE CXOACTBA MCHEE XapaKTep-
HO. B cayuae msydennsa mpusHaka, cAabO 3aBHCAINETO OT
crennUIECKHX OCOOEHHOCTEH CPEABl (HaIpuMep, IICH-
XO(PU3HOAOTHYECKAX XAPAKTEPUCTHUK), IIOTPEIIHOCTb Oy-
ACT HeBeAmKa. Ho ecAm mpusHAK 9yBCTBHTEACH K TaKOIO
pPOAa OCOOEHHOCTAM OAH3HEIIOBOM CPEABI, TO OAH3HEIIO-
BB METOA MAAOIIPHIOACH AAfl €rO H3YYCHHA, TAK KaK
HAPYIIIAETCA IPHHITUII PABEHCTBA CPEA, U O0IImas cpeaa Oy-
ACT BHOCHTD OOABIIHI BKAGA B CXOACTBO M3 OAm3HEIOB,
9eM B CXOACTBO A3 OAM3HENOB;

Buausneyer. . .
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— CPEAOBBIC YCAOBHS MOIYT YMEHBIIATH BHYTPHIIAP-
HOEe CXOACTBO A3 OAm3HEIOB. Tak, BBIAACHEHO, YTO CPEAO-
BBIC YCAOBHUS Pa3BUTHA HMEIOT TEHACHIIHIO YBEANYIUBATDH
pasamaua A3 OAH3HEIIOB: POAUTEAN CKAOHHBI aKIICHTHPO-
Barp pasamyust A3 OAM3HENOB (HAIIPHMEP, YCIIEXH B pPas-
HBIX BHAAX ACATEABHOCTH); CAMH OAM3HEIBI CTPEMATCH
ITOAYEPKHYTH CBOIO HEIIOXOMKECTb. DTO IPUBOAUT K Igh-
Pexmy  Ouccumunayuy — IOCTEIEHHOMY pasamgauio A3
OAmsHennoB. EcAnm m3ydaemas IICHXOAOTHYECKAS XapakTe-
pucraka OPMHUPYETCA IPU YIACTHH CIIOCOOCTBYIOIINX
AVICCAMUASIIIAA ~ CPEAOBBIX  (DAKTOPOB, TO IIOKA3aTEAD
HACACAYEMOCTH OYACT 3aBBIIIICH, KAK U B IIEPBOM CAydae,
ITOCKOABKY 0O0IIas cpeaa OYAET BHOCHTD MCHBIIINN BKAAA B
cxXOACTBO A3 OAM3HEIIOB, YeM B CXOACTBO M3 OAM3HEIOB;
— YCAOBHSA PasBHTUA MOIYT PaBHBIM OOPa3sOM YMEHb-
IIaTh CXOACTBO mapTHEpoB Kak M3, tak u A3 map. Yacrs
HX CBA3aHA C IIEPHOAOM BHYTPHUYTPOOHOIO Pa3BUTHA U PO-
AOB, 9ACTh IIPUXOAUTCSH HA IIOCACAYIOIIHE ITAITBI PA3BUTHAL

A€eA0 B TOM, ITO BO BpPEMS BHYTPUYTPOOHOIO PasBHTUA OAMSHCIIBI
YaCTO OKA3BIBAIOTCA B HEPABHBIX YCAOBHAX: BCE ITMTATEABHEIE BEIIECTBA
U KHCAOPOA ITOCTYIIAIOT B IIAOA 4epes maareHTy. Bee A3 GansHensr u
IIPUMEPHO OAHA TpeTh M3 OAM3HEIIOB MMEET PasACAbHBIC XOPHOHBI U
maareHTe. OcraApHbIe ABe Tpetn M3 OGAM3HEIIOB HMEIOT 0obIme Xo-
PHOH (3AECh — 32POABIIIIEBAA JACTb IAAICHTH) M IIAAICHTY. B aTom
CAyYaec B ITAOAHBIX ODOAOYKAX TaK HA3BIBAEMBIX MOHOXOPHMOHHBIX
OAU3HEIIOB OOPA3YIOTCA PAa3AUIHBIE COCAMHEHHA (IITYHTBI) MEKAY CO-
CYAUCTBIMU CHCTEMAaMH OAHM3HEIOB. B caywae dpopmuposannsa apre-
PHO-BEHO3HOIO IIYHTA IIPOUCXOAHT COCAMHEHUE APTEPHH OAHOIO
GAmsHena ¢ BeHOH Apyroro. IIpu s3ToM OAHOMY 13 GAMBHEIIOB MOKET
HE AOCTaBaTh OOraTol KHCAOPOAOM H IIMTATCABHBIMH BEIIECTBAMI
aApTEPHAABHON KPOBH, BO3MOKHBIN € M30OBITOK TOIO M APYIOTO y BTO-
pOro GAM3HEIIA TOXKE MOMKET He CIIOCOOCTBOBATH HOPMAABHOMY Pa3BHU-
turo. Ho, k cuacTsro, OOBMHO BO3HMKAET HECKOABKO IIPHMEPHO paB-
HBIX IO MOIIMHOCTH IIYHTOB, KOMIIEHCUPYFOIIUX APYT APyTa. Ecam xe
KOMIIEHCAITUA HEAOCTATOYHA, TO OAMH N3 OAM3HEIIOB pa3BHBAacTCA B
YCAOBHAX A€PUIINTA KHCAOPOAA U IIHTATEABHEIX BEIECTB. B aTOM cAy-
Yae IIPH POMKACHUU HAOAIOAAETCA 3HAYUTEABHAA PA3HHUIA MEKAY
OGAM3HEIIAMH, B IIEPBYIO OYEPEeAb, B Bece. [10A0OHAs pasHHIA MOKET
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HabAroAareca u y A3 OAM3HEIOB, 1 y AMXOpHOHHBIX M3 OAu3HEIOB
13-32 HEPABHOMEPHOIO CAABAHBAHUSA IIAAIICHT IIPH MHOTOIIAOAHOMN
HepemMeHHOCTH. DTAIl POAOB TOXKE MOXKET OOYCAOBHTH CHABHBIE CPEAO-
BBIC PA3AHYHA AAA OAM3SHEIIOB: OAH3BHEL, POKAAFOLIUICH IIEPBBIM,
nMeeT OOABIIMI IIAHC IOAYYHTH POAOBYIO TpaBMy. B 1o ke Bpewms,
BTOPOM OAM3HEII YaIle BCEIO 3aHUMACT B MATKEC HEIPABHABHOE IIOAO-
KEHHUE, YTO IPHBOAHT K HEOOXOAHMMOCTH HCKYCCTBEHHOIO POAOBCIIO-
mozxerna. Kpome Toro, Bropoi OAM3HEI] AOABITIE HAXOAUTCHA B POAAX
1, COOTBETCTBEHHO, AOABIIIE M OCTPEE HCIBITHIBACT KHCAOPOAHOE TO-
AOAQHHE, YTO OTPUIATEABHO CKA3BIBACTCA HA PA3BUTHH HEPBHON CH-
CTEMBI.

CpeAoBBIE pa3sAHYnA MEKAY OAH3HEIIAME BO3SHHKAIOT K
HA ITOCACAYFOIIHX 3TAIlaX PasBUTUA AQKE IIPU BOCIINTAHIN
B OAHOU cembe. K aTOMy warme BCEro IpHUBOAUT IIPEAB3S-
TOE OTHOIIICHHE POAUTEACH K KAKAOMY U3 OAU3HEIIOB, IIPH
oTOM (PHU3UYECKHE OCOOEHHOCTH, BO3HHKIIHME HA JTarle
BHYTPHYTPOOHOTO Pa3BUTHA H POAOB yCyryOAsiroTcA. Tak-
K€ 9acTO IIPOUCXOAHUT PA3ACACHHE OOSA3AHHOCTEH MEKAY
OAmsHenaMu  (CAyYal KOMITAGMEHTAPHBIX OTHOIICHHUH),
PasA€ACHHE Tap IO IPUHIHUIY Judeh — 6edoMuril. TaKum
00pasoM, €CAH CPEAOBBIC YCAOBHSA OKA3BIBAIOT PASAMYIHOC
BAHAHHE Ha (DOPMUPOBAHHUE HU3YIAEMON XAPAKTEPUCTUKH Y
M3 u A3 GAH3HEIIOB, TO IOKA3ATEAD HACACAYEMOCTH ITON
XAPAKTEPUCTHKH MOJKET OKa3aThCA HCKAKCHHBIM: 3aHH-
JKEHHBIM, €CAHM OOIlasg CPeAa BHOCHT MCHBIINN BKAAA B
CXOACTBO M3 OAM3HELIOB, YeM B CXOACTBO A3 OAM3HELIOB;
3aBBIIIIEHHBIM — B IIPOTHBOIIOAOKHOM CAYYAE.

A Temepp O HEKOTOPHIX PA3HOBHAHOCTAX OAH3HEIIOBO-
IO METOAQ.

Kaaccuueckuii 6AN3HEIOBBIN MeTOA. Vcrioassyercs
TaKasg CXEMa 9KCICPHUMCEHTA, IIPH KOTOPOH BBIPAKECHHOCTD
HCCAEGAYEMOTO IIPU3HAKA COITOCTaBAsAeTcs B mapax M3 u A3
OAM3HEIIOB U OLIEHUBACTCHA YPOBEHb BHYTPUITAPHOIO CXOA-
CTBA ITAPTHEPOB.

MeTOA KOHTPOABHOIO OAM3HENA. DTOT METOA HC-
oAb3yeTcsi Ha BeIOOpKax M3 Oamsmerios. Tak kak M3
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OAHM3HEIBI CXOAHBI IO MHOTUM IIPH3HAKAM, TO U3 ITAPTHE-
POB MOKHO COCTaBHTB ABE BBIOODKH, YPaBHEHHBIEC IIO
OOABIIIOMY HHCAY ITapaMeTpPOB. Takue BEIDOPKH HCIOAB-
3YIOT AAf HCCACAOBAHUA BAMAHHA KOHKPETHBIX CPEAOBBIX
BO3ACHCTBHI Ha M3MEHYUBOCTD ITpu3Haka. [Ipm atom oto-
OpaHHAA 9aCTh OAHU3HEIIOB (II0 OAHOMY H3 KAKAOH ITAPHI)
ITOABEPraeTcs CIEIU(PIIECKOMY BO3ACHCTBUIO, APyras Ke
9aCTh ABASCTCA KOHTPOABHOU rpymmoil. I1ockoAbky B akc-
IIEPUMEHTE YYACTBYIOT I€HETHYECKH HACHTHYHBIC AIOAH,
TO ITOT CIIOCOD MOMKHO CUHTATH MOAEABIO AAA U3YICHHSA
BO3ACHCTBHSA PA3AUYIHBIX CPEAOBBEIX (DAKTOPOB HA OAHOIO U
TOTIO K€ YEAOBEKA.

Aournrropsoe 0AM3HEIIOBOE MCCAEAOBAHME. B s31OM
CAy9ae IIPOBOAUTCA AAUTEABHOE HAOAIOACHIE OAHUX H TEX
’Ke OAM3HENnOBBIX Iap. PakTudeckn, 5TO COYETAHHE KAAC-
CHYECKOTO OAM3HEIOBOTO METOAA C AOHTUTIOAHBIM. Vc-
ITOAB3YETCH AASl M3YYCHUA BAUAHUA CPCAOBBIX M TCHETHYC-
CKHX (PAKTOPOB B Pa3BUTHU.

MeTOoA OAM3HEIIOBBIX CEMEH ABAAETCA COYETAHHIEM
ceMerHOro m OAM3HENOBOro MeroAa. IIpm aTom mccaeay-
FOTCHl 9ACHBI CEMEH B3POCABIX OAM3HEIOBHIX map. Aetr M3
OAHM3HEIIOB 110 T€HETHYECKON KOHCTHUTYIIHH ABAAIOTCHA KaK
OBI ACTBMH OAHOIO YeAOBeKa. METOA INMUPOKO HCIIOAB3YET-
CA IIPU U3YYCHHUH HACACACTBEHHBIX IIPHYHUH pAAa 3a00Ae-
BAHUIM.

HccaepoBaHne GAM3HEIIOB KAaK HAPBI IPEAIIOAATA-
€T M3ydYeHHE CHENUMUIECKHX OAMZHEIIOBHIX 9(PdEKTOB 1
OCOOEHHOCTEH BHYTPHIIAPHBIX OTHOIIECHNN. Vcmoapsyercs
KaK BCIIOMOT'ATEABHBIH METOA AAf IIPOBEPKH CIIPABEAAUBO-
CTH THIIOTE3BI O PABEHCTBE CPEAOBBIX YCAOBHH AAf ITAPT-
nepos M3 u A3 map.

ComnocraBaeHHEe OAM3HENNOB C HEOAM3HEIIAMH.
BcermomorareAbHBIIT METOA, ITO3BOAAIOIIHUI OIIEHUTH CYIIIE-
CTBEHHOCTb PA3HHIIBI MEKAY OAH3HEIIAMU U HEOAH3HEIIA-
mu. Ecam pasamia MemxAy OAM3HEIIAMH U OCTAABHBIMH
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AIOABMH HE fIBAACTCS 3HAYHUMOM, TO OAM3HENBI UM OCTAAb-
HBIE AIOAH OTHOCATCA K OAHOW I€HEPAABHOM BBIOOPKE H,
CAEAOBATEABHO, PE3YABTATHI OAN3HEIIOBBIX HCCAECAOBAHUI
MOKHO PaCHpPOCTPAHATH HA BCIO ITOIYAAITHIO.

Pasnosiiyosan 0sotina. A. Kancowtii 1100 umeens cobemeenmyro naayennty
(1), ammnon (2), xopuorn (3), decidna capsularis (4); b. I Lrayenmer (1)
HOYMY CONPUKAcarontca, Kascdvitl 1100 uMeent cobemeertivitl amuuor (2) u
xopuon (3), decidua capsularis obman (4)

Tax, HarrpuMep, OTMEYEHO HEKOTOPOE OTCTABAHME YACHOB OAM3-
HELIOBBIX IIAp B PA3BHTHH OT OAMHOYHOPOMKACHHBIX. OCOOEHHO 3Ta
pasHUIIA 3aMeTHA B paHHEM Bospacte. Ho comocraBaeHme pesyAbTaTon
HCCACAOBAHHSA YACHOB OAMBHCIIOBBIX IIAp, YCH IAPTHEP yMep B paH-
HEM ACTCTBE U OAHMHOYHOPOKACHHBIX HE ITOKA3BIBACT CYILECTBCHHOM
PA3HMUIIEL B yPOBHE PasBUTHA — TO €CTb OCODEHHOCTH PasBUTHA OAM3-
HEIOB OOYCAOBACHBI HE CTOABKO TPYAHOCTAMH SMOPHOHAABHOIO pPas-
BUTHA, CKOABKO C OCO6CHHOCTHMI/I BOCIIMTAaHUA 6/\I/I3HCHOB KakK HapI)I
(CCNTCﬁHBIC prAHOCTI/I HpI/I p())KACHI/II/I 6/\I/I3H€HOB, 32NTKHYTOCTB 6/\I/13-
HEIIOB B ITape U T.IL.). Takum oOpasom, OAM3HEIBI HECKOABKO OTAH-
YAFOTCS OT BCEH ITOMYASIINH, HO C BO3PACTOM 9Ta PA3HHIA 3aMETHO
CTAQKUBACTCSA, U OAM3BHELBI II0 OOABIIEH YACTH CTAHOBATCH COIIOCTA-
BHUMBI C OCTAABHOH ITOIYAAIIHEH.
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MeTtoA pasaydeHHBIX OAm3HenoB. l13-3a ocobenHO-
creii passurua A3 u M3 map OAM3HENIOB KAACCHYECKUIN
OAM3HEIIOBBIH METOA U €O PAa3HOBHAHOCTH IIPUHATO CUH-
TATh HeHec/IKUMY IKCTIEPUMEHTAMU — HEBO3MOKHO OAHO-
3HAYHO PA3ACAUTH BAUAHHE TICHETHYCCKUX U CPEAOBBIX
¢aKkTOpOB, TAK KaK B CHAY PAAQ IIPUYUH YCAOBUSA Pa3BUTHA
OAM3HEIIOB 110 IIEAOMY PAAY IPHYNH OKa3BIBAIOTCHA HECO-
ITocTaBUMBIMH. [103TOMY 9KCIIEpHMEHTHI, IIPOBEACHHBIE 11O
BBIIIICIIPUBEACHHBIM CXEMaM, TPEOYIOT AOIOAHHTEABHON
BEPU@UKALINT — MOKHO IIPOBEPUTH I'MIIOTE3Y O CXOACTBE
cpeast M3 1 A3 OAH3HEIIOB, TO €CTh AOKA3aTh, ITO HA HC-
CAEAYEMYIO XapaKTEPUCTHUKY HE BAUAIOT PA3AUYHUA B CPEAE
M3 u A3 OAu3HEmoOB (3Ta IIPOBEPKA TPYAHA H OOAAAAET
HEBBICOKON HAACIKHOCTBIO); AAHHBIC HCCACAOBAHHUH MOYKHO
COITOCTABHUTDH C PE3YABTATAMH IIO Hec/ZKUM CXEMaM, KOTO-
PBIE ITO3BOAAFOT TOYHO OTACAUTDH BAHAHHE CPEAOBBIX (pak-
TOPOB OT I'€HETHYECKHUX.

MeTOA YaCTHYHO PA3AyYE€HHBIX OAM3HEIIOB COCTOUT
B CPaBHEHHUU BHyTpUITAPHOIro cxoActBa M3 u A3 Oamnsme-
IIOB, KUBYIINX HEKOTOPOE BpemsA Bpo3b. B aTHX mccaeso-
BaHHUAX MOKHO OIIPEACAHTD, B KAKOW CTEIICHU CIIPABEAAHB
rocryAar o paBeHcrse cpea M3 n A3 6amsuenos. Tak, ec-
A M3 OAH3BHEIBI, KHUBYIIIHE OTACABHO, CTAHOBATCA BCE
MEHEE CXOKH APYTI Ha APyra IIO HEKOH ICHXOAOTHYECKOM
xapakrepuctuke, a A3 OAH3HEIBI, JKUBYIIIHE BPO3b, HE OT-
AMYAIOTCA 110 BHYTPHIIAPHOMY CXOACTBY OT BMECTE JKHBY-
mux A3 OAHM3HEIIOB, TO MOKHO CAEAATH BBIBOA, YTO Cpe-
AoBbie ycaoBuA M3 u A3 HEpPaBHOIICHHBI, 2 BBIBOAEL O
HACAEGAYEMOCTH H3Y9a€MOM XAPAKTEPUCTUKU 3aBBIIIAIOT
ITOKa3aTE€Ab HACACAYEMOCTH 9TOH XapaKTEPUCTUKI.

Mrak, pesroMupyem: BBIIIE IIAA PEYb O HACACAOBAHIH
AVICKPETHBIX ~ (KAYECTBEHHBIX) IPHU3HAKOB. bBoAbmmmcTso
Mopgosoeuneckux (POCT, TEAOCAOKEHHE, (DOPMA OTACABHBIX
gacTeil TeAa), @usnosocudeckux (MHTEHCHBHOCTb OOMEHa Be-
IIIECTB, CKOPOCTb POCTA) W 7CUX0.102Ueckux (TEMITEPAMEHT)
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IIPU3HAKOB ABAAFOTCA KOAMYCCTBCHHBIMH, MX MOKHO BbIPA-
KAThb YHCAOBBIMU 3HAYCHHUAMH H CPABHUBATH MEKAY COOOI.
OAHHM H3 IIOAXOAOB I'€HETHYECKOIO AHAAW32 KOAHMYECTBEH-
HBIX ITPH3HAKOB y YCAOBEKA U ABAACTCA OAMSHEIIOBBIA METOA.
CACAyCT pa3AanTb ABa HpI/IHHHHI/IaAbeIX THUIIA 6AI/I3—
HEIIOB — Pa3HOANIIOBBIE (AM3HTOTHBIE), KOTOPBIE BO3HH-
KAlOT IIPH OIIAOAOTBOPEHHH ABYX PAasHBIX AHIIEKACTOK
ABYMSA PasAMYHBIMU CIIEPMATO30HAAMH, M OAHOSHIIOBBIC
(MOHOBHTOTHBIX), KOTOPBIC IIOABAAIOTCA B PE3YABTATE
APOOACHHSA yiKe OIIAOAOTBOPEHHOI ANIIEKACTKH (3UTOTHI).
An3urorasle OAU3HENH HUYEM HE OTAHYAIOTCI OT OOBIY-
HBIX cuOCOB. MOHO3HUIOTHEIE OAU3HELBI ABAAIOTCA K/A0Hd-
MUY — TCHCTUYCCKU UACHTUYHBIMIN OpraHH3MaMI/I.
M3BecTHBI CAy4YaM, KOTAQ AUBUTOTHBIC OAM3HEIIBI MMEAN
pasHBIX OTHOB. TOrAa, ¢ TOYKN 3PEHHA I'€HETHKH, OHU ABAfA-
FOTCS TOAycHOCaMH. POMACHHE OAHOITOABIX AMSHIOTHBIX
OAMBHEIIOB CAYYA€TCA HECKOABKO H9aIlle, YE€M PAa3HOIOABIX,
HO 39TO CBA3QHO CKOPEE BCEIO C PA3HOH ITOABHKHOCTBIO
CITIEPMATO30HUAOB, HECYINUX X- H Y-XPOMOCOMBL PasHos#ro-
BBIC OAM3HEIBI ITOSBASFOTCA B PE3YABTATE OAHOBPEMEHHOIO
CO3PEBAHUA ABYX U DOACE AUIIEKACTOK — 70/1U08) Al U, KOTO-
pas OOBIYHA AASl MHOIHX MACKO-
IIITAFOIIHX, HO § YEAOBEKA IIPO-
HUCXOAUT C HEDOABIIIOH YacTO-
TOol. CKAOHHOCTD K IIOAHOBYAf-
NI HAaCAEAyeTcad (ECAH Y KEH-
IIMHBL VK€ OBIAM OAH3HEIIBI, TO
YaCTOTA UX POKACHUA BO BTOPOIT
pa3 B 9eThIpe pasa BBIIIE, YEM B
CPEAHEM B IIOITYAAITNN).
MoHo3uroTHbEE OAHU3HEIBI
MHOTAA PA3ACACHBI HE ITOAHO-
CTBIO, Y HUX MOIYT OBITH AQKe
obie opramsl. B Takmx cay-
Jafgx IIPOU3BOAAT XHUpyprude-

Morosuzommvie Gausreyw:
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CKOE pPasACACHHE, 3a9aCTyIO COIPMAKEHHOE C PHCKOM
AAS JKU3HU O0OUX OAM3HEITOB.

Cpeansfi 9acToTa POMKACHHA MOHO3HIOTHBIX OAHM3HE-
110B — 0k0AO0 40 ma 10000 1 MaA0 BapbHUPYET B PA3HBIX I1O-
HOyASIPAX 9CAOBEKA. AMBHTOTHBIC OAM3HEIIBI YAIlle POKAA-
IOTCAl Y IPEACTABUTEACH HEIPOHUAHOH pacel (okoAo 100 Ha
10000), y esporreomaos — oxoao 80 ma 10000, y moHroron-
A0B — okoAo 20 ma 10000. DroT parkT MOKHO OODBACHHTH
HACACACTBCHHBIM XaPAKTEPOM CKAOHHOCTH K ITOAMOBYASLIIH
U HETCHETUYCCKUMH IIPHYUHAMU APOOACHHA OIAOAOTBO-
PEHHOI ANIIEKAECTKH.

BamAnne Ha npm3HAK HACAGACTBEHHOCTH (PAKTOPOB
CPEABI MOKHO OIIPEACAUTDH HMCXOASl M3 CTCICHH CXOACTBA
(koHxopOarmocmy) AMBUTOTHBIX (MMEIOINHMX PasHBIA I'€HO-
THII, HO BBIPOCIINX B OAU3KHX YCAOBHAX) I MOHO3UTOTHBIX
(MMEFOINIX OAMH T€HOTHII U BBIPOCINNX B OAH3KHX YCAO-
BuAX) OAnsHenoB. Oco0oe 3HAYCHUE UMECT H3YUCHHE Pa3-
AYYEHHBIX B MAAACHYECKOM BO3PACTE MOHO3UTOTHBIX
OAM3HEIIOB, TaK KAK OHH BEIPOCAH B Pa3HBIX YCAOBHSAX, HO
ABAAIOTCA T€HETHYECKH HACHTHYHBIMU opranmsmamu. Cy-
IIIECTBEHHBIM OIPAHNYECHUEM METOAA ABAACTCA TO, YTO OH
ITO3BOAACT YCTAHOBHUTBH TOABKO (PAKT HACACAOBAHHSA H3yda-
€MOTO IIPHU3HAKA, HO
HE A2€T BO3MOIKHO-
CTH  OTBCTUTH HA
BOIIPOCBI O  THIIE
HACACAOBAHHA, KO-
AMYECTBE  y9IaCTBY-
IOIUX TCHOB M HX
BO3MOYKHOM  B3aud-
MOAEHCTBUU.

Pasayuenrsie 6 parrem sospacme Oauste-
Ybl, 8vIDOCHULIE 8 PASHBIX COYUANBHBIX
Ven06UaX
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Bomnpocs! u 3apanus 1o marepuasam Temsr 6

1. Aatite oOImee IpeACTaBACHHIE O OAH3HEIIOBOM METOAE
HCCACAOBAHUS.
2. Kaxwme ycAoBHA CIIOCOOCTBYIOT MCIOAB30BAHUIO KAAC-
CHUYECKOTO METOAA OAU3HEIIOB?
Pacckaxnre 0 poAn CPEAOBBIX PA3AWIHIL.
4. TloAroroBpre COOOINEHNA O PA3HOBHAHOCTAX OAM3HE-
IIOBOI'O METOAA.
5. OrtBeTpTE HA CACAYIOIIHE BOIIPOCHL:
— Y OTHa BTopas IPYIIIa KPOBH, Y MATEPH — IIepBas.
PoauAnce OAM3HEIBI — MAaABYHK C IIEPBON TIPYIIION
KPOBH H A€BOYKa — C derBeproii. Mowxer am ¢op-
MaAI)HI)IfI OTCII CHUTATHCA 6I/IOAOFI/I"ICCKI/IM OTIIOM 9TUX
ACTEI?
— 3aBHCHT AH BEPOATHOCTb POMKACHUA OAU3HEIIOB Y
CYIPYAKECKON HAPBl OT HAAMYHA HAU OTCYTCTBHA OAH3-
HEIIOB CPEAN KPOBHBIX POACTBEHHHKOB KEHBI M MyKa?

@

ITpumepHas TeMaTHKA CEMUHAPOB 110
Moayaro 11

[ToryASITHOHHBINE METOA B TCHETHYECKHX HMCCACAOBA-
HUSAX.

3akon Xapau-BarinOepra — cyre M OCHOBHBIE IIOAO-
KEHHA U YCAOBHAL

HMckarodenus u3 3aKoHa.

I'enermaeckuii Tpy3: HCTOPUA TEPMHUHA U UCCACAOBAHMIL.

MHOKeCTBEHHBII AAACATI3M.

Apetid renos.

Dddexr ocHOBATEA.

DddekT OYyTBIAOIHOTO TOPABIIIIKA.

Hcropus cozpaHns METOAQ U €I0 MOAMDUKAIIHI.

Paspaborku criocob0B AHATHOCTHKH.

Kaaccuaecknii BapuaHT METOAA OAM3HEIIOB — YCAOBHSA
1 HaKkToOPBHI.

CpeaoBble yCAOBHSL.
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CoBpeMeHHBIE BapHAHTBI M Pa3HOBHAHOCTH METOAR
OAM3HEITOB.
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Moayas III.
IHurorenernka: ucropus, IpodAEMaTHKA,
METOABI

Tema 7. AApo ¥ MUTOXOHAPUH
KaK HOCHTEAU HACACACTBEHHOI MH(pOpMamu
HA BHYTPUKACTOYHOM YPOBHE

MuwurTo3 u Meios.

OcobeHHOCTH CO3peBaHNA TOAOBBIX KAETOK UE€AOBEKA.
Osorenes.

Croepmarorenes.

Aoruka pasBuTas 1 OPOPMACHUA MATEPHUAAA B HAIIIEM
ITOCOOMH IIPEAIIOAATAET U PA3rOBOP O ITMTOI€HETHKE —
HayKE€ O CBfA3U BHYTPHKACTOYHBIX CTPYKTYP K HACACA-
CTBEHHOCTH, HAXOAAITICHCA Ha CTBIKE T€HETUKU U ITHTOAO-
rmu (Haykn o kAeTke). M cpasy ke HOBBIE TEpMHHBI 1
YVIOYHEHHE TOIO, O Ye€M T'OBOPHAOCH BBIIIIE. . .

AApo (aat. nuclens) — oOpraHeAAa SYKAPHOTHYECKOI
KACTKH, coaepikarmas MoAaekyasl AHK, kotopsie Hecyr re-
HETHYECKYIO0 HHMOpManmio. B gape mponcxoadr BaxHel-
IIIHE IIPOIIECCHl: penAnuKanua — yaBoenne moaekya AHK,
TpaHcKpumua — cunare3 MoAekya PHK ma moaexyae
AHK. 3aecp ke curTesnposanusie MoAekyAsr PHK moa-
BEPIaroTCa PAAY Moouguxayuii © TOABKO IIOCAE 3TOTO BEIXO-
AAT B IIUTOIAA3MY. B OCOOBIX CTPyKTypax BHYTpPH AApa —
AQpListiKax — IPOUCXOAUT OOPa3OBAHUE ()Goeduruy — PH-
6ocom.
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SIApPO OT HHUTOITAA3MBI OTACACHO AAEPHOM 000AOUYKOMM,
OOpa30BaHHOM 32 CUET PACIIMPEHUSA M CAHAHHA APYT C
APYIOM  YUcmepr. IHOONAGSMaruyeckotd cemu TAKIM OOPasoM,
YTO y AAPA OOPA3yIOTCA ABOIHBIE CTEHKH 32 CUET OKPY/Ka-
IOIIUX €r0 Y3KUX KOMIIAPTMEHTOB (MHTOXOHAPHH H IIp.).
IToaocTp AIACPHOIT OOOAOYKH HA3BIBACTCA AFOMEHOM HAH
NEePUHYKACAPHBIM IIPOCTPAHCTBOM. BHyrpenusas mo-
BEPXHOCTb ODOAOYKH fAAPA ITOACTHAAETCA AACPHOH AaMH-
HOM — JKECTKOI OEAKOBOH CTIPYKTYPOI, OOpPa3sOBaHHOM
OEeAKAMH-AAMIHAME, K KOTOPOH ITPUKPEITACHBI HHTH XPO-
mocomuoit AHK. AamMuHBI IpHKPENAAIOTCA K BHYTPEHHEH
MeMOpaHe SACPHOI OOOAOYKU ITPH IIOMOIIU 3aAKOPeHibIX B
HEH  mpancvembparisix OEAKOB — PEIIEIITOPOB AAMIHOB.
B mecrax cAmAHpa BHyTpEeHHEH M BHEIIHEH MeMOpaH
AAEPHOI ODOAOYKH OOPA3YIOTCA TAK HA3bIBACMBIC A0eprivle

IUTOIIa3Ma
LUHTOIIA3MATHYCCKIE
(punaMeHTsI

LHTOMIA3MATHYCCKOC
KOIIBLO

J0MEH
KOPOBOIH
HacTH

sfcpHas )  THOMEH
obonouka BTYNKA

AACPHOE KOMBLIO

ATEPHBIC (DHTAMEHTBI

SAACPHW <
KOp3HHA

TCPMHHAJIEHOC

KO/ILLO 31/ICPHOI

KOP3HHBI
\_ (hunaMeHTEl
TCPMHHAIBHOIO
KOJTbIIa AIPO

Perxonermpyxyus adeprod nopst
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nopet, G€Pe3 KOTOPBIE IIPOUCXOAUT OOMEH BEIIECTB MEKAY
AApOM H nuTomAasmoil. Ilopa— mHe Aplpka B fApe, a
CAOMKHAA CTPYKTYPa, OPrAaHU30BAHHAS HECKOABKUME ACCHT-
KaMH OCOOBIX OEAKOB — HYKAECOIIOPUHOB.

C IIOMOIIBIO 9AEKTPOHHON MHUKPOCKOIIMH YCTAHOBACHO, HTO
AAEpHAA IIOpA IIPEACTABAACT CODON CTPYKIYPY, COCTOAIINYIO M3
BOCBMH CBA3AHHBIX APYT C APYTOM OEAKOBBIX IPAHYA C BHEIITHEH
BOCHMH C BHYTPEHHEI CTOPOHBI SACPHOM 0DOAOYKH.

Aoprisxo — cTpyKTypa, HAXOAAIIAACA BHYTPU AAPA, HE
HMEIOIIas COOCTBEHHOII MEMOPAaHHONH OOOAOYKH, OAHAKO
XOPOIIIO PasAMYUMas II0A MHUKpockomoM. (OcHoBHas
pyHKIIMA AAPBIIIKA — CHHTE3 pubocom. B xpomocomax
HMEIOTCH U TaK HAa3BIBACMBIC AODbLULKO6bIE Opeau3aniopbs —
CIIEITHAABHBIC YIACTKH, COAEpIKAINe reHel pubocomror PHK
(pPHK), BOkpyr KOTOpBIX H (POPMUPYIOTCA AAPBIIIIKHL
B aapsimke moanmepasa I cuaresupyer pPHK. ITocae co-
spesanus otoir PHK mpomcxoaur cOopka pubOOcOMHBIX
cyOuactuil. B AApBIIIKE AOKAAM3YIOTCA OEAKH, IIPHHHMA-
FOIIIHE YIACTHE B 9THX HpoIeccax. AAfd HEKOTOPBIX U3 9THX
OCAKOB XapaKTepHO HAAUYIHE OCOOOH AMHHOKHCAOTHOM

Brewnaa mermGpana

Bnytpennaa MEMEFMlv '_'_'__::r‘-"ak_

o

N\

HAapriwre

Kapnonnasma -

eTEpoxpomMATIH
Syppormantun ——

-
Puscome ‘-:"'-\.

% 5

HApepneie nope

HAobwrauro
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ITOCACAOBATEABHOCTH —  CleHald AOPbIUKO6Ol  A0KANUIAYU.
CAeAyeT OTMETHTD, UTO B AAPBIIIKE AOKAAM3YETCA OKOAO
600 BHAOB pasAHYHBEIX OEAKOB. DTO KOHIIEHTpPAIIUA OEAKa.
Cumraerca, 91O AASl OCYIIECTBACHUA (PYHKIIUH AAPBIIIKA
HEOOXOAMMA AHNIIb HEDOABIINAA YACTH ITHX OCAKOB, a
OCTaABHBIE ITOIIAAAIOT TyAd HECHEIH(PUUIECKIM 0Opa3oM.

[IprmeHeHne METOAOB 9AEKTPOHHOM MHKPOCKOIIHH
ITO3BOAHAO BBIAGAUTH B SAAPBIIIKE HECKOABKO (YGKOMNapni-
Menmos:  Qubpusafgpie  yennipsl, OKPYKEHHBIE YIACTKAMH
IIAOTHOTO (DPHOPHAAAPHOIO KOMIIOHEHTA, TA€ U IIPOUCXO-
aar cunres pPHK, wu epanyaspreie xomnonenmer, xoropuie
PACITOAArarOTCA CHAPYKU OT IAOTHOTO (PHOPHAAAPHOTO
KOMITOHEHTAa U IIPEACTABAAIOT COOOM CKOITAGHHE CO3pPEBa-
IOIINUX PUOOCOMHEIX CYOYaCTHII.

IIpn aAesenmm kaerok oTAcAbHBIE MOAekyAbl AHK
IIOABEPIAYOTCA  KOMNakmusayut, CTAHOBATCA Pa3AHYHMEI
XPOMOCOMBI —  HYKACONPOIEU06bIe  KOMNAEKCbI, COCTOSIITHE
U3 ABYX XpoManiud, COEAMHEHHBIX yeHmpoMepol — IIEPBII-
HOI 1epersKKOn. [ToCKOABKY XpOMAaTHABI ABASFOTCA pe-

3YABTATOM  PEIIAMKAIIHN

Tenomepa (yABOEHHSA) OAHOM MOAeE-

kyasr AHK, ux n Hass-

woponpe  BAFOT CCCTPHHCKHIMI (cm.

mew () pprrrre).  Kakaaa xpoma-

THA2 Pa3ACACHA IIEHTPO-

— MEpOH Ha ABE YaCTH —

xpomamga maeun. OOBMHO HAEYH
XpOMOCOM HE PaBHBI 11O

Pneuo (@) AAWHE, BBIACAAIOT KO-

porkoe  (oOo3HawaeTCHA

AAQTHHCKOH OYKBOHI p) H

AAMHHOE 1Ae90  (000-

T 3Havaerca OyKBOH Q).
OTHOmIEHNE AAMHBEI KO-

Xpomocoma POTKOIO IIA€Ya K AAHMHE
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BCEH XPOMOCOMBI, Ha3BIBAIOT IIEHTPOMEPHBIM HHAEKCOM.
Pasamgaror MeraneHTpHYeckrne XpOMOCOMBI (IIEHTPOMEP-
meiit maACKC 0,35-0,50), cyomerarentpraeckue (0,25-0,35)
n akponeHTprueckne (< 0,25). Konesbie palfoHBI XpOMO-
COM Ha3BIBAIOTCH 726/10MEPbL.

MUTOXOHAPHH, KaK MBI YK€ 3HAEM, OPTAHEAABI, M-
FOITTHECS B IIUTOIIAA3ME MHOIUX 3YKAPHOTUYIECKOH KACTOK.
VmMeHHO B MHTOXOHAPHAX IporcxoAuT cuHTes ATO —
OCHOBHOI'O HCTOYHHKA XHMHYECKOH JHEPIMH KACTKH.
Db dekTuBHOCTD PAOOTH MUTOXOHAPHIT OYEHB BBICOKA.

KoamdgectBo u popmMa MUTOXOHAPHUI CHABHO PasAH-
YarOTCA B PA3HBIX TKAHAX H 3aBUCAT OT HHTCHCHBHOCTH
obmena BerectB. Harmprmep, B OAHONM KAeTKe IIeYeHHU
MAekonuTaronmx Moxer Ot 1000—1500 MHTOXOHApI/II/I

Oboaouka MH- '
TOXOHAPHI COCTOHT
13 ABYX MEMOpaH,
MEKAY  KOTOPBIMH
HMEETCA  MEKMEM-
OpaHHOE IIPOCTpPaH-
crBo.  [Ipocrpan-
CTBO, OTPAHHYEHHOE
BHYTPEHHEH  MEM-
OpaHOM, Ha3BIBACTCH
Mampukcom. B wmar-
pHKCE  pacroaara-

FOTCHA MI/ITOXOHApI/I—

arsmmie AHK, PHK Obuaue srympenrux membpar
6 MUNOXO0HOPUU

1 pUOOCOMBI, CO-
Aepxkarcad  pepMeH-
TBI, yUacTByroInue B nmkae Kpebca (lrocaeaoBaTeABHOCTB
OKHCAHTEABHBIX IIPEBPAILICHUI AUMOHHON KHCAOTEL I AP.
TPH- 1 AUKaPOOHOBBIX KHCAOT B JKHBBIX OPIaHH3MAaX), IIPO-
TEKAFOT PEAKIINN OKHUCACHHSA KUPHBIX KHCAOT. BHyTpeHHSAsA
MeMOpaHa OOpasyeT MHOIOYHCACHHBIE I'DEOHEBHAHBIC
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CKAQAKH — Kpucmel, CYIIECTBEHHO YBEAMYHBAIOIIUE IIAO-
maAb ee nosepxHocTr. Ha obparennoli k MaTpukcy cro-
pOHE BHYTPEHHEH MEMOPAHBI MUTOXOHAPHIT AOKAAU3YIOT-
¢t ocobble MOACKYABL ATP-cummassr, cocrosimmme w3
TOAOBKH, HOKKH U OCHOBaHIsA. [Ipn mpoxomaeHHH depes
HHUX IIPOTOHOB IpoucxoauT cuares AT®. B ocHoBannn
YACTHII, 3AIIOAHAA COOOM BCIO TOAIIy MEMOPAHBI, PACITOAA-
raroTCA KOMIIOHEHTBI ABIXaTEABHOII mern. Hapyxmas mem-
OpaHa MUTOXOHAPHI HMEET MAACHBKHE OTBEPCTHsA, OOpa-
30BAHHBIC CITCITUAABHBIMU OCAKAMHE, Y€PE3 KOTOPHIE MOIYT
IIPOHHUKATh HEOOABIIINE MOAEKYABl U HOHBL BHyTpeHHAA
MeMOpaHa TAKUX OTBEPCTHH He mMmeer. B mecrax compu-
KOCHOBEHUS HAPY/KHOI U BHYTPEHHEI MEMOPAH HAXOAUTCA
CIICITHAABHBIN OEAOK-PELEIITOP, CIIOCOOCTBYIOIIHUH TPAHC-
IIOPTYy MHUTOXOHAPHAABHEIX OEAKOB, 3aKOAMPOBAHHBIX B

AAPE, B MATPHKC MUTOXOHAPH.
MUTOXOHAPHAABHBIL TEHOM HYECAOBEKA IIPECACTABACH
koAb1eBOH MoAekyAor AHK aammO# 16569 m.H. (trap Hyx-
AEOTHAOB), KOTOpas CO-

brc-Axowwrar aepxnt 37 reros (13 u3

HO\/ \HO HUX KOAHPYIOT O€AKH,

Uurpar ”“"“”‘”’jm PYHKITHOHAABHO — CBA-

skt 3aHHBIE C 3HEpreTHYC-

~ co ckuM  obMeHOM, 22 —
‘ a-Ketornyrapar TpaHCHOpTHbIC PHK n
WO Hﬁuw 2—  pubOCOMAABHYIO
R HS-KoA PHK). AHK wmwuroxoH-
Manar co APHIT HACACAYETCA HC-

CykunHmun-KoA
KAFOYUTCABHO IIO MATC-
Pymapar HS-KoA o
Weo,+ rneo  PAHCKOW AmMHHIH. B Mm-

e i o tToxouapraspHon AHK
E-wal HAOAFOAQETCA  BBICOKAs

gacToTa MyTarumid. My-

Lurn mpurapborossix xuciom TAIIIM MHUTOXOHAPHAAB-

sorn AHK sasasrorcs
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IIPUYHHON IIEAOTO PAAA HACACACTBEHHBIX 3200ACBAHMIA
YEAOBEKA, OOBIYHO CBA3AHHBIX C TAKEABIMHA HAPYIIICHHAMI
OOMeHA BEITIECTB.

AAA OGOABIIIIHCTBA HOPMasbHbIX KAEHOK TEAOBEKA XaPaK-
TEPHO AEACHHE ITyTEM MHTO3a — YIIOPAAOYEHHOIO pac-
XOKACHHUA XPOMATHA K IIOAFOCAM KAETKH ITPH ITOMOIIH Be-
pereHa AEAEHHA C IIOCACAYIOIIHM  (DOPMHPOBAHUEM
TECHETUYCCKHN NACHTHUYHDBIX AO"ICPHI/IX KACTOK.

Koaemounvaii yuxa cocmoum us unmepgaser — nepuoda mencoy
08)MA KACOUHBIMY Denenuamu — i Munosa. Vinmepgasa sxirw-
yaem gpazy G, _ cunmes beaxa, npedmecmsyronui yosoerur AHK,
Gasy S — penauxayus (vosoenue) AHK u gpasy G, _ nocmpenau-
Kayuonmvril curmes beaxa. Frnozoa xaemxu nepexodsm 6 gasy G,__
HpONUDEPamusHozo noKos, K020a OKOHYAMIEAbHO CHEYUANUSUDOEAN-
nete kaemku nepecmarom deaumeea. Ha cmaduu S wacmo npoucxo-
dam cecmpurickue xpomamudreie oomens: (CXO), wacmoma xomo-
puix sasucum om eneuinux eausnudl ta Kaemxy. Cneyuansiie
Menm0dsr oxpamusarun nossosnron sviasaims CXO. Ilosvimerran
vacmoma CXO  cnymcum  unouxamopom epeonsix eausnuil Ha
KAENIK.

MuUTO3 BKAFOYACT CACAYIOIIINE CTAANM:

I — mpogpaza. Konaencanusa xpoMaTuHa IPUBOAUT K
TOMY, 9TO XPOMOCOMBI CTAHOBATCA BHAUMBIMU, CECTPUH-
CKHE XPOMATHABI TECHO IIPHACKAT APYT KO APYTY. SApsII-
KO HcYe3aceT, Kapuosemma (0ODOAOUKA fAAPA) PACTBOPACTCH,
dopmupyercs sepemero deserus,

II — meragpasa. XpoMOCOMBI PAaCIIOAATAFOTCA B 9KBa-
TOPHUAABHOH ITAOCKOCTH KAeTKH. K IreHTpOoMepam mpu-
KPCIIACHBI HUTH aXpoMamunos0z0 eepenserida, APyrue KOHITBI
KOTOPBIX 3aKPEITACHBI B #e//puoiax Ha ITOAFOCAX KACTKH.
XpOMAaTHABl HAYMHAIOT OTACAATBCA OAHA OT APYIOH, OCTa-
BafAChb COCAMHEHHBIMH TOABKO B IleHTpOoMepax. LlerTpome-
PBI PA3BEAHHAIOTCA, I CECTPUHCKUE XPOMATHABL HAYHHAIOT
PACXOKACHHE K IIOAFOCAM KACTKH;
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III — a2H2agha3a. CecrpuHCKIE XPOMATHABI PACXOAATCA
K IIOATOCAM KAETKI;

IV — reaogpasa. Ilpoucxoaur dexondencayus XpoMaru-
Ha, (QOPMHUPYIOTCA AOYEPHHE AAPA, BEPETCHO ACACHUA
AC3HHTEIPUPYETCH, ITOABAACTCA IIEPETMKKA MEXKAY AOUEP-
HUMH KAETKAMI.

XpOMOCOMBI  AYY-

e fﬁ‘\_ - IIIe BCErO0 BUAHBI Ha
s * crapnn Meradasel, I10-

anadasa "””“""“\ TOMy OCHOBHBIM Me-
»‘* @ TOAOM IIUTOTCHETUKU

. ABadeTcd  Meradpas-
I Tenogasa <

;* HBIA aHaAmW3. Aasd TO-
' ro YTOOBI HAKOIIUTH

..
\ AOCTATOYHOE KOAMYE-
-
Gl

;

CTBO KAETOK HA CTAAHUH
MeTadasbl, HCIOAB3Y-
FOT KOAXUYUH — BEIIe-
CTBO, KOTOPOE PacTBO-
pAer TPyOOUYKH axpo-
MATHHOBOTO BEPETCHA, IPCIATCTBYA ATPETAIlH MOACKYA
71Y0)AUHa, T3 KOTOPOTO COCTOAT MHKPOTPYOOUKH.

C TouKm 3peHHA IEPEAaYH HACACACTBEHHOH HH@OP-
MAIIUK BCE KACTKH MOKHO ITOAPA3ACAUTH HA ABA THIIA —
eerepamuensie (IIOAOBBIE) — YYACTBYIOIHE B (hOpMUPOBA-
HUW TCHOTHIIA IIOTOMKOB, U coMamuyeckue (OT AAT. Soma —
TEAO), TEHBI KOTOPBIX HE IIEPEAAFOTCA ITOTOMKAM (CM. BBI-
mre). BEcAum AAf COMATHYECKHX KACTOK XapaKTEPHO MHTO-
THYIECKOE ACACHHUE, TO AAS (POPMUPOBAHUSA IIOAOBEIX KAC-
TOK (TaMeT) HEOOXOAUM MEHO3.

Meiio3 (OT rpedecKoro melosis— yMeEHbIIIe-

Go

Cmaduu Kaemouriozo yuxia

HHUE) — THII ACACHUA KAETKH, IIPH KOTOPOM HYHCAO
XPOMOCOM YMEHBIIIAETCA BABOE — KaXKAAsA AOUEPHAA
KAETKA IIOAYYAET I10 I'AIIAOMAHOMY HAa00opy XpoMocoMm,
HA0Opy, TA€ KaKAad XpPOMOCOMA IIPEACTABACHA
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OAHIM T'OMOAOI'OM M3 ABYX, IIPHIIEAIINX OT KA>KAOT'O
U3 POAUTEAEH MHAMBHAyyMA. [armaomanoe 9mcAo xpo-
MOCOM ODO3HAYAeTCA N, y 4eAoBeka n = 23. Takoe gucao
XPOMOCOM HMEIOT AHIIEKACTKHA U CIIepMaTo30HuAbL. Coma-
THYECKHE KAETKH COAEPKAT AHIIAOHMAHOE HYHCAO XPOMO-
com 2n = 46. buoAormyeckoe 3HAYCHHE MEHO32 3aKAIO-
qaeTCH:

— 6 popmuposanun 2anaoudHbIxX KAHOK, KOTOPBIE IIPU
CAMAHHUHI MOTYT AATh HA9aAO AHIIAOMAHOMY OPTaHH3MY;

— 6 pekoMbuHayuy xpomocom — kpomtﬂzoeep% IPOUCXO-
AuT B mpodase 1, a B arnagpase I romorormaHbIE XPOMOCOMBI
CAYYIaMHBIM OOPa3OM PACXOAATCH K ITOAIOCAM KACTKH, ITO
CAVKHT AAA YBEAHMYCHHA I€HETUYECKOIO Pa3sHOOOpasws

I/IHAI/IBI/IAyyMOB .
WUHTepdasa (G,) Mpodpasa MeTtadasza
4 Cenrosames — -
AHadpaza Tenodpasza  VHTepdasa (G,)

Kpoccurzosep

36 KpoccuHrosep (IIepekpect) — IPOLECC OOMEHA YIACTKAMH TOMO-
AOIMYHBIX XPOMOCOM BO BpeMs KOHbroraimu B rpodase I meriosa.
IToMUMO MEHOTHYECKOIO, OIMCAH TAKKE MHTOTHYECKUAN KPOCCHUHIO-
Bep. XpOMOCOMA PA3ACAACTCA HA STU YYACTKH B OIPEACACHHBIX TOY-
KAX, OAHHX M TEX 7K€ AAfl OAHOTO BHAQ, YTO MOXKET OBITh OIIPEACACHU-
€M BHAA HAa TC€HETHYCCKOM YPOBHE, MECTO PACIHOAOKECHHE STHUX TOUCK
3aAA€TCA CAMHCTBCHHBIM TCHOM.
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Melio3 ITOAPa3syMEBAaET ABa ACACHHA — PEAYKITHOH-
HOE, KOTAQ BABOE YMEHBIIIAETCA YHCAO XPOMOCOM, H IKBa-
IIMOHHOE — OOBIYHBIH MHTO3, KOTA2 BABOE YMEHBIIIACTCS
9nucAO XpomatuA. Peayknmonnoe aAeaeHme (aeaenue )
BrArouaer nipodasy I, meradasy I, amadasy I u rerodasy
I. B mpodrasze I BBIACAAIOT CACAYIOIIIE CTAANME:

— aAenroreHa (crapna TOHKHX HuTeH). CraHosATCA
BUAUMBIMHU AAMTHHBIC XpOMOCOMHI)IC HHUTH,

— 3mrorera. Haunnaerca cnapupaaue (KOHBIOTAITHA)
TOMOAOTHYHBIX XpomocoMm. OOpasyrorcst  Gusaiernivs —
CIIAPEHHBIE TOMOAOTHYHBIE XPOMOCOMBI. Kamapri Omba-
AGHT COCTOUT U3 YeThIpex XpomaTuA. [loaoBoil GuBaseHT
PE3KO OTAHYAETCA OT APYIUX — X- H Y-XPOMOCOMEI CO-
eAmHEeHBI TOpraMu. POPMUPYIOTCH cunanmoreManvivle KoM-
nAeKcs! — XapPaKTEPHBIE CTPYKTYPHI B MECTaX KOHTAKTOB
XPOMATHA, HUMEIOIIIE ABYXCAOMHOE CTPOCHHE;

— maxArera. [IponcxoAnT AaABHEHINAS KOHACHCA-
s XpPOMOCOM;

— AHImAOTEHA. Pacimaparorcd  CHHAIITOHEMAABHBIC
KOMITACGKCBL. |IpOHCXOANT pasA€ACHHE HECECTPHHCKUX
XPOMATHA, KOTOPbIE OCTAIOTCSH CBASAHHBIMH APYI C APYTOM
B OTACABHBIX TOYKaX, I'A€ OOpa3yroTcs X-OOpas3HbIe CTPYK-
TYPBL — XUA3Mbl,

— AmakmEe3. [IpONCXOAUT TEPMHHAAM3AINA — XU-
asM — XHa3Mbl CABHTIarotTcs K Teaomepam. [Ipomcxoamr
ITOAHOE PA3AEAECHUE TOMOAOTHYHEIX XPOMOCOM.

B komme wmeracpaser I romosormgmsie XPOMOCOMBI
HAYHHAIOT PACXOKACHUE K ITOAIOCAM KAeTKH. Axadaza I u
terodasza I mpoxoadr amasormuno amadpaze u teaodase
OOBITHOTO MHTOTHYECKOTO ACACHU.

DKeayuonroe denere A649en1CA 00bIUHBIM MUMOMUUECKUM Oe-
senuem canaoudnoti kaemky. OHO BrArodaeT mpodasy 11, me-
tacpasy 11, amacasy 11 u rerodasy I1.
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NPODA3A 1 META®A3A 2

() R~
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TENO®A3A 1
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Metios:

V OpraHn3MoB C IIOAOBBIM Pa3MHOMKEHIEM CYIIIECTBYET OCOOBIH
BUA ACACHHA KAETKH — MEH03.

ITepsoe aAeaerme.

1 — Ilpodasa I. 'omoAOTHYHBIE XPOMOCOMBI KOHBIOTHPYIOT K
oOMeHMBaroTCsA cBouMH y4acTkamu. [IporcxoanT kpoccuHrosep.

Kazaan xpoMocoma yABOEHA B COCTOUT U3 2 — X XPOMATHA.

2 — Meradasa 1. 'omoArorudHBIE XPOMOCOMEL IIOIIAPHO pac-
[IOAATAfOTCA HAA M IOA IIAOCKOCTBIO 3kBaTOpa. LleHTpomepsr co-
€AHHEHBI C MUKPOTPYOOYKAMH BEPETECHA ACACHUAL.

3 — Amnadasza I.I'omoAorn4gHbIE XPOMOCOMBI PACXOAATCH K ITO-
ArOCaM KATKH. [IpomcxoAnT peAyknmsa damcaa XpoMocoM (YMEHb-
ILIICHHE BABOE).

4 — Teaodasza I. ObGpasyroTcs ABE TIalIAOMAHBIC KACTKH C
YABOECHHBIMI XPOMOCOMAMH.

Bropoe aeaenmne.

5 — Meradasza 1I. XpoMOCOMBI BEICTPAHBAIOTCA B ITAOCKOCTH
SKBATOPA.

6 — Amnadasa II. LlerTpomepa A€ANTCH, H K KAKAOMY IIOAFOCY
PACXOAATCA CECTPHHCKUE XPOMATHABL — XPOMOCOMBI.

7 — Teaodasa II. Obpasyerca deTbIpPe TAITAOHAHBIC KACTKH,
AAPa KOTOPBIX COAEPKAT BABOE MEHBIIIE XPOMOCOM, Y€M HCXOAHAA
MATEPUHCKAA KACTKA.
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AoGaBum: y geaoBeka (POPMUPOBAHIE MYKCKHX ITOAO-
BBIX KACTOK — CIIEPMATO30HAOB H JKECHCKHUX — SHIICKAE-
TOK HMEET CBOH CYIICCTBCHHBIC OMOAOTHYECKHE OCOOCH-
HOCTH.

Haunmas ¢ MOMeHTa IIOAOBOrO cO3peBaHHA (IOCTITY-
OCpPTAHTHBIH IIEPHOA) C/6pManiozere3 Y MyKINH IIPOUCKOAHUT
IIOCTOSIHHO. B ceMeHHHKAX CIIEPMATOIUTBI — KAETKH,
ITPEAIITECTBEHHUKN CIIEPMATO30HUAOB, ITOABEPIarOTCH Melio-
mueckomy Odesenuro. Y13 OAHOTO CIIEPMATOIIUTA ITOAYYAETCA
YETBIPE  CIIEPMATO-
30MAQ, KAKABIIL U3

R KOTOPBIX COACP/KHUT
R R nopazKka IIAOTHO  YIAKOBaH-

we
s / \ HBIA  TAIIAOUAHBIA

& CNepMaToroHuit

MHUTO3 *

;‘,‘*‘ *’l cnepmatouuTs I
B nopaaka HaOOP XPOMOCOM H
3KBaUMOHHOE
n e
it ,/ \ / \ MHUTOXOHAPHIO, KO-
i" * i ,;‘f cnepMaTHs! TOpast CAYKHT AAS
ﬂ"¢¢eF>e"’¢ & & 4 BBIPAOOTKH SHEPIUN
unpoBKa
) ) AAd xryTHKa. ZKry-
THK IIO3BOASIET
‘ CnEpMaTU3C“ﬂbI
CIIEPMATO30HAY

OBICTPO ~ TIEPEABHU-
rarbCad B KHUAKOH
cpeae. Caeayer oT-
METHTB, 9TO OT 3a4aTHA AO HAadaAad MEHO3a B CEMECHHHKAX
KACTKH TIPEAIIECTBEHHHUKN CIIEPMATO30HAOB IIPOXOAAT
OOABIIIOE YUCAO MUmMOmMuUeckux oejenut, B XOAC KOTOPBIX
MOTYT HAKaIIAMBATBhCA MyTaruu. B atom m mpossasercs
3BOAIOIIMOHHAA POAB MYKCKOTO IIOAA KaK HOCHTEAA
HACACACTBEHHON H3MEHYHBOCTH. TaK, IIPHU CPABHEHHUH ITO-

Cnepmamozeries

caepoBareapHocreiit AHK xpomocom rramiranse u geaoBe-
Ka BBIACHIAOCH, YTO OBICTPEE BCEIO HAKAIIAMBAIOTCA 3aMe-
HBI HYKACOTHAOB HMEHHO B Y-XPOMOCOME, YTO CAYKHT
IIPEKPACHOI MAAFOCTPAIIIEH 3TOTO IIOAOKEHHA.
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DBOAIOIIHOHHAS POAB JKEHCKOTO ITOAA B KA4ECTBE Xpa-
HUTEAA YKE YCTOABIINXCA HACACACTBCHHBIX H3MCHEHHIA,
KaK IIPABUAO, MMEIOINUX aAAITUBHYIO (IIPHUCIIOCOOUTEAD-
HYIO) LIEHHOCTD, BBIPAXKACTCA M B OCOOCHHOCTAX CO3PEBa-
HUA ANUIEKAETOK. Mejdos HaunmHAECTCA B AMYHUKAX AEBOYEK
HA TPETBEM MECAIIC BHYTPHUYTPOOHOTO Pa3BUTHA, KOTAA C
MOMEHTA OIIAOAOTBOPEHUSA IIPOIIAO HE TaK MHOIO MHTO-
THYECKUX ACACHHI M CIIE HE YCICAN HAKOIINTBCA MYTa-
mau. AO CEABMOIO MECAIIa ACAAIITIECH KACTKA HAXOAATCH B
CTAAMH AEITOTEHH M 3UroTeHb. OT CEABMOIO MECSIIA AO
POMKACHHSA YCIEBAIOT IIPOHTH IAXUTEHBI U AUIIAOTCHEL, 32-
TEM MEHO3 OCTAaHABAHBACTCA, OOPA3YIOTCHA KapuosemMma ¥
AAPBIIIIKO. DTa 0CO0As CTAAUSA — OUKmUomeHa — IIPOAOA-
KaeTcsl AO HepBOIl oByAannu. [Ipu pokaeHHN y AEBOYKH
nmeerca okoao 2,6 x 10° ooyumos, uz KOTOPBIX OOABIIINH-
c1tBO (0KOAO 90%) Aerenepupyer. 3a BCIO KU3Hb KEHITTUHEI
TOABKO OKOAO 400 0OIIMTOB CO3PEBAIOT ITOAHOCTBIO.
B sugmrmKe KamABIT OOILIUT OKPYMKEH CAOEM OSIIHTEAHAAB-
HBIX KACTOK U ABY-

MS CAOSIMI COCAH- |
HUTEABHOMN TKA- MHTO3 l
HHU — 9Ta CTPYKTY-

pa HasbBaeTCH (o
aukya. B omocTiry-  Peaveincrnes aenevne \

OCpTAHTHBIA IIEpU-

OA (B CpeAHEM C ™ L;-:‘:agﬁp"'“ ® oouuT Il nopagka
12 AeT) B TIEPBOM  smaumonsioe

HeneHne
IIOAOBHHE ITHKAQ Meio3a

®  ocouwnlnopaaka

IIOA ACHCTBHEM .I70-
meunusupyromezo  20p-

MoHa ~— HAYHUHACTCS v w2 N
-& nonApHoe

duaxures. B xoae Tenbue

PEAYKIITOHHOTO

ACAEHHUA O0Dpasyer-

Oozerses (0s0zertes)
cA nepsoe  nosapHoe
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measye. IlepBoe MOASIPHOE TEABIIE, KaK IIPABHAO, IIO3AHEE
IIPOXOAUT IKBAIIMOHHOE AeAeHHE. Aaree MEHO3 IPOXOAHT
Ao Meradpaser 11 u ocranaBAmBaeTcsa AO BCTpedn AMIIEKACT-
KH CO CIIEPMATO30MAOM B pasionuesor mpybe. I1ponukmo-
BEHHE CIIEPMATO30HAA CTUMYAHPYET PACXOMKACHHE XPOMa-
THA, (OPMHPOBAHME AACPHOH MEMOpPAHBI, KEHCKOTO
HpoHyKAE)ca T BTOPOTO ITOASIPHOTO TeAbla. V3 xpomarmma
CIIEPMATO30MAA OOPA3yeTCA MYMKCKOW IIPOHYKAEYC, KOTO-
PBII 9epe3 HECKOABKO 9YaCOB CAHMBACTCA C JKEHCKHAM IIPO-
HYKAEYCOM, OOpa3ysl 3UTOTy — OIIAOAOTBOPEHHYIO AHIle-
kAeTKy. [Tyrem ApoOAEHIA 3UTOTH OOPA3YETCHA SMOPHOH.

Bonpoce! u 3apannsa o marepuasam Temsr 7

1. TloAroroBpTe COODIIEHHUE O IIUTOIECHETHKE.

2. AaiiTe IIPEACTABACHHE O HOBBIX ACPUHHUIIAAX U TEP-
MHIHAX.

3.  Yro Takoe mumo3?

4,  Pacckaxwure o Medose.

5. TIoAroTOBBTE COOOILCHUS O (/epMarniozerese X 002eHese.

6. Uro takoe xpoccurizosep?

7. Kaxkum 0Opasom MOMKHO PasSACAHTH BCE KACTKH C TOY-

KU 3pEHHUSA IEPEAAYH HACACACTBEHHON HH(OPMALIIH?
8. Aaiire obiree mpeacTaBAeHIE O MeTa()a3HOM aHAAUSE.
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Tema 8. Xpomocoma: crpykrypa u PyHKIIH

CocraB XpoMOCOMBL.
XpOMATHH ¥ TUCTOHBI.
Baounas opranmsanus.
HN3zyuenue xpomocom.
T'ubpuansanus in situ.
XpOMOCOMHEBIH NEHHTHHT.

CpaBuureapHas reHoMHas ruopuansanusa (CGH).

B pasAmYHBIX HCTOYHHKAX IIpH-
OPHUTET OTKPBITHA XPOMOCOM OTAQ-
FOT Pa3HBIM AFOASIM, HO YaIlle BCEIO
FOAOM OTKPBITHS XPOMOCOM HAa3bl-
BarorT 1882, a MX IepBOOTKpBIBATE-
AEM — HEMEIIKOTO AHATOMA
B. ®aemyunra’’. OaHako CIIPaBEA-
AmBee OBIAO OBI CKa3aTb, YTO OH HE
07Kpbll  XPOMOCOMEL, a4 [B  CBOEH

dyaAaMEH-
TAABHOM KHUTE
«Zellsubstanz,

Banemep Daermmurne

Terpusc Banvoediep

Kern und Zelltheilungy| cofpas u ymo-
PAAOYHA CBEACHHS O HHX, AOIIOAHHB
Pe3yABTaTAMEI COOCTBEHHBIX HCCACAO-
Bannil. CaM TEPMHH «XPOMOCOMa» ObIA
IIPEAAOKEH ~ HEMEIIKUM  THCTOAOIOM
I". Baabaeiiepom™ B 1888 roay. Xpomvo-
¢(0Ma B OYKBAABHOM IICPEBOAC O3HAYACT
«OKPAIIICHHOE  TEAO»,  IIOCKOABKY
OCHOBHBIE KPACHTEAH XOPOIIIO CBA3HI-

37 Baaprep Paemmunr (1843-1905) — nemenkunii 6Guoror, OCHOBa-

TEAD IIMTOICHCTUKIU.

38 T'enpux Buasreasm I'ordppua Baasaeiiep (1836-1921) — nemen-

KU AaHATOM U THUCTOAOT.
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BarorcA xpomocomamu. Celgac MOYTH HEBO3MOMKHO yCTa-
HOBHTB, KTO CAE€AAA ITIEPBOE OIMCAHHE U PHUCYHOK XPOMO-
com. B 1872 roay msetimapckuii 6oramuk Kapa don He-
reAn OmyOAHKOBAaA pabOTy, B KOTOPOH HM300pa3smA HEKHE
TEABIId, BO3HUKAIOIIIE HA MECTE SAPA BO BpPEMS ACACHUA
KACTKH IIpu OOpasoBaHuH UBIABIEL Yy AmAun (Lilium
tigrinum) u Tpaseckanmmuu (Tradescantia). Oanako ero pu-
CYHKH HE IIO3BOAAIOT OAHO3HAYHO VTBEP/KAATb, YTO OH
BHACA HMEHHO XPOMOCOMBL B aTOM Ke roAy OoTaHHK
. PyccoB mpuBeA CBOM M300PaKEHHA ACACHUA KAETOK
IIpH OOPA3OBAHUU CIIOP Y ITAIIOPOTHHKA U3 POAA YKOBHHK
(Ophioglossum) u meiabier amann (Lilium bulbiferum). Ha
€r0 HMAAIOCTPAITHAX ACTKO Y3HATH OTACABHBIC XPOMOCOMEL
u craauu AeaeHHA. HekoTopbie mccaeaOBaTEAN TIOAATaXOT,
YTO IIEPBBIMH YBHAEGA XPOMOCOMBI HEMEIKHI OOTaHHK
B. 'odmaiicrep (3anoaro ao K. Herean u O. Pyccosa) erme
B 1848-1849 roaax. IIpu s10M HHKTO M3 HUX HE ITOHHMAA
AO KOHIIA 3HAYEHUSA YBUACHHOTO.

[Tocae  mepeoTkpeITHA B
1900 roay saxonoB Menaeas 11o-
TpeOOBAAOCH HE OOAEE ABYX AET
AASl TOTO, YTOOBI CTaAO ACHO:
XPOMOCOMBI BEAYT CEOA HMEHHO
TaK, KaK 9TO OKHAAAOCH OT «da-
crurl HacAeAcTBeHHOCTI». B 1902
roay bosepu n Cerron HesaBu-
CHMO APYI OT APyIa IEPBBIMU
BI)IABI/IHyAI/I FI/IHOTCSY O TCHECTH-
YECKOM POAM XpoMocoMm (cM.
BBIIIIC). DKCIIEpUMEHTAABHOE

ITOATBEP/KACHHE 3THUX HACH U
OKOHYATEABHOE (DOPMyAHPOBA-
HHE XPOMOCOMHOM  TEOPHUHU
OBIAO CAEAQHO B IIEPBOI YeTBEPTH XX BEKA OCHOBATEAAMMN
KAACCUYECKOW remeruku, padorasmmmvu B CIIA ¢

Kaps Bunseenvi gpon
Hezeau
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maoA0BoH mymkoii — T. Mopranom m aAp. Ha ocmose
CBOUX AAHHBIX OHH C(POPMYAUPOBAANHU «XPOMOCOMHYIO 71€0-
puro  nacaedcmsenocmuy,  COrAACHO —KOTOPOH — IIepeAada
HACACACTBEHHOI MH(MOPMAIINN CBA3aHA C XPOMOCOMAMH, B
KOTOPBIX AHMHEHHO, B OIIPEAEAECHHOM IIOCACAOBATEABHO-
cTH, AoKaAn3oBaHbI TeHB. B 1933 roay 3a otkpserrue poan
XpomMocoM B HacAeAcTBeHHOCTH 1. Mopran nmoayuma Ho-
6eAeBCKyIO IPEMUIO II0 cpHSHOAorHH U MEAHUITHHE.

A Temepp O COCTaBE XPOMOCOMBI. XPOMATHH — Be-
IIECTBO, U3 KOTOPOIO COCTOAT XPOMOCOMBI 3yKapHO-
THYECKUX KAECTOK, IIPEACTABAAIOIEE COOOM KOMIIAEKC
AHK, PHK un 6eakoB. B cocraBe xpomaTtmHa mpowuc-
XOAUT peaAu3anuA IeHeTHYeCKoi mHdopmaruu, pe-
naukanma u penapamua AHK.

OCHOBHYFO MACCy XPOMATHHA COCTABAAOT OCAKH 2Uc/101bL,
KOTOpbIe OTBETCTBEHHBI He TOABKO 32 AHK, HO erie u BeI-
LIOAHAFOT peeyusmopyro dyrxyur. I'ucrousr H2A, H2B, H3 u
H4 o6pasyror HyKA€OCOMBI — OCOOBIE CTPYKTYPBI ITAfiOO-
BHAHOIT (POPMBI BEICOTOH 6 HanoMeTpoB 1 11 HamoMeTpoB B
AWAMETpPE, YJIACTBYIOIIIE B CAMOM IIEPBOM 3Talle )/aKo6Ku
AHK B xpomocomer. B coctaB HyKACOCOMBI BXOAHT IIO ABE
MOAEKYABI Ka)KAOT'O M3 YKa3aHHBIX BHAOB IHICTOHOB (BCETO
BOCEMBb MOAEKYA — TAKHE KOMITACKCHI Ha3bIBAIOT OK/ZaMePa-
wti). V13-3a TOTO, ITO HYKACOCOMBI PACIIOAATAFOTCA DOACE HAU
MEHEE PEIryAAPHO, OOPA3yIOIIAACA CTPYKTypa HAIIOMUHAET
Oycol. Camblif KPyITHBIA U3 BCeX rHCTOHOB — ructoH H1 —
ceaspBactcad ¢ AHK Ha yuactke mexxay Hykaeocomamm. Kov-
naKmusayus . 0ekoMnaKmusayis XpOMaTHHA Ha YPOBHE HYKACO-
HEMBI (HYKACOCOMHOM HHTH) peryampyercda rucronom HI.
IIpn pennankarmu — yaoennu zuru AHK — Hykaeocomsr
HE PaCIaAAFOTCA, 4 IIEPEXOAAT HA OAHY U3 AOYEPHHUX HUTEH
[cAygariabIM 0Opasom|. Heaocrarormme okramepsl cHHTE3H-
pyrorcst 3aHOBO. Camblif IIEPBBI YPOBEHB YKAAAKH XPOMO-
COM — HYKACOHEMHBIH — OOECIICUNBACT KOMIIAKTU3ALIHIO
AHK B 11rects-cemp pas.
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Hyxeocomman opearnusayus xpomamuna

Hure AHK ¢ mHykacocomamu 0Opasyer CTPyKIypy TOA-
IMUHOW OKOAO 30 HaHOMETpOB, Tak HasbBaeMyro 30 HM
dudbpuary (AAHHHOE BOAOKHO). YAAACHHE AQKE MEAb-
ganrreil yacTu MoAekyA ructona H1 npusoanT k pacmaae-
HUIO (PUOPHAABL AO TOAIIUHEL 10 HAHOMETPOB, YTO COOT-
BETCTBYET IIPUMEPHOH TOAIINMHE HYKACOCOMBL ~ DTO
CBHAETEABCTBYET O TOM, uTO TUCTOH H1 mrpaer karoueByro
POAB BO B3aUMOACHCTBHU MEKAY HykAeocomamm. Ha
ypoBHe (puOpuAAbI 30 HAHOMETPOB AOCTHUTACTCA IIPUMEp-
HO copokakparHad kommaktmsanmd AHK. Ha rtaxkom
VPOBHE cnupasusayuy CyIECTBEHHO CHIDKAETCA CIIOCOO-
voctb AHK cBsseBatecss ¢ OeAKaMH, YYaCTBYIOIIHMH B
TpaHCKpHHHI/IH, 9Tro HpI/IBOAI/IT K yMCHI)HICHI/II'O TCHETU4YC-
CKOM aKTHBHOCTH YITAKOBAHHBIX B puOpuasy 30 HaHOMET-
POB y4aCTKOB.

Oxoao 20% Bcex BDEAKOB XpOMATHHA COCTABAAIOT He2l-
cmotiossre Oeaxkr. VIMEHHO OHM MMEIOT 3HAYEHHE AAS OOAEE
BBICOKHX YPOBHCH KOMIIAKTH3ALINN XPOMATHHA. BeIsBAse-
MBI€ HA IIPEIIAPATAX KACTOYHOIO AAPA IIAPUKH AHAMETPOM

N a P Weat™ e (8% Ner

Hyxneonema
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100 mamomeTpoB (Xpomome-
PBI) HMEIOT ITETAEBYIO PO3ET-
KOBHAHYIO  CTPYKTYpy. DTO
TPETHII YPOBEHL KOMITAKTH32-
U, obecIreanBarOIIi
npumepao  600-700-kpaTHOE
ykopouenne AHK.

Ha mnperaparax muroTn-
YECKHX XPOMOCOM  HHOTAQA
MOJKHO YBHAETH CIIMPAAb, O0-
PA3OBAHHYIO HHTYATOH XpO-
MATHHOBOH CTPYKTYPOM TOA-
muHONH okoAo 200 HaHOMET-
pOB — xpomoremon. DTO uem- Pudpura
6epmutil yposers YKAaOKU XPOMa-

THHA. BUTKH XpOMOHEMBI OOPa3yIOT XPOMATHAY TOAIIU-
ot npumepHo 500 HAHOMETPOB, YTO OOECIIEYNBAET YKO-
pouenme AHK mpuvepro 8 10* pas. TTpu oxparrmsanmm
MHTOTHYECKAX XPOMOCOM aITUAO(PUABHBIMU (CBA3BIBAO-
IMUMHCA C KHCAOTAMHU) KPACHTEAIMHU, HAIIPUMED, I03UHOM
HAU HECIIeNU(UYECKUMU K HYKACOTHAAM (DAYOPECHIEHT-
HBIMU KPACUTEAAMH ((PD1y0poxpoMary — BEIIECTBAMH, CIIO-
COOHBIMH H3AYYATH CBETOBBIE BOAHBI OOABIIIEH AAMHBI IIPH
BO3OYKACHIUN CBETOM C MCHBIIICH AAMHOI BOAHBI) BBIAIBAS-
eTCA IIPAKTHYICCKH PAaBHOMEPHBIN PHUCYHOK. Takas Okpacka
HA3BIBACTCA pymunrol. EcAM TIepeA OKpAITUBAHIEM MHTO-
TUYECKHE XPOMOCOMBI OOpPabOTATh ITEAOYHBIMH PacTBO-
pamu, BemvbBarormmnvu AHK 3 pafioHoB ¢ HH3KOI ITAOT-
HOCTBIO XPOMATHHA, MOKHO HAaOAIOAATb HMHTCHCHBHOC
OKpAIIIMBAHUE IIPHUIICHTPOMEPHBEIX PAHOHOB BCEX XPOMO-
COM M IIPAKTHYECKH IIOAHOE HMHTEHCHUBHOE OKPAIIUBAHIC
Y-xpomocomsr. Takoit moaxoA mHaspBaercss C-meToaom
AU PEePEeHITNAABHOTO OKPAIIUBAHUA XPOMOCOM HAU
C-6enamaTrOM. C-11IOAOKHTEABHBIC (MHTEHCHBHO OKpa-
INEHHBIE IIPH HCIIOAB3OBAHHH 9TOIO METOAQ) PAHOHBI

Hykneocoma

JHK
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XPOMOCOM COOTBETCTBYIOT
y9ACTKAM TEHETHYECKH HHEPT-
HOIO XPOMATHHA, MAH I€TEPO-
xpomatnHa. Pazaudnas crereHp
OKpaIlINBaHUA PaliOHOB XPOMO-
com npu C-OKpacke CBHACTEAB-
CTBYET O HEOAHOPOAHOCTH pac-
IIPEACACHHA TIETEPOXPOMATUHA
IT0 AAHE XPOMOCOM.

Ternepp 0 OAOYHOIT OpraHu-
3aITUH: B 3aBUCHMOCTH OT CTe-
IIEHH TAOTHOCTH  VIIAKOBKH
dudbpusasr 30  HAHOMETPOB
pasamgaroT 0OOAee KOHACHCH-
POBaHHBI XPOMATHH —  2e//ze-
poxpomamur 1 MEHEE KOHACHCHPOBAHHBIN — 3)XPOManiut.
['eTepoXpOMATHHOBBIC YYIACTKH OYECHb HHTCHCHBHO OKpa-
mumBaroTcs npu Auddepennnasbaoin C-okpacke XpoMo-
COM H3-32 OOABIIEH ITAOTHOCTH M XOPOIIO BHAHBI ITOA
mukpockormamu. AHK, HaxoadImasca B rerepoxpoMaTHHE,
HE TPAHCKPHOUPYETCA U COACPKHUT OOABIIIOE KOAHYECTBO
ITOBTOPAFOIINXCA IOCACAOBaTeAbHOCTEH. Ha craamm wmn-
Tepda3bl IeTEPOXPOMATUH YAaCTO PACHOAATACTCA 110 IIEPH-
depun AApa (IPUCTEHOYHBIN reTepoxpoMaTrH). B syxpo-
matuae AHK ymakoBana cpaBHHTEABHO HEIAOTHO. I'eHEr,
HAXOAAIMECA B 3YXPOMATHHOBBIX pPaldOHAX, aKTUBHO
TpaHcKpuOupyroTca. [TAOTHOCTD yIIAKOBKM XpOMATHHA 32-
BUCHT OT MOAU(DUKAIIUE THUCTOHOB (Memuauposanis, ayeni-
auposarus, pocopusuposariug) — 310 OOAEE BCEIO OTHOCHT-
ca x rucrony HI. T'erepoxpomaTH y MAEKOIHTAFOIIIHX
COCTOUT IIPEUMYINECTBEHHO U3 BBICOKOIIOBTOPSAIOINEICA
AHK ¢ Boicokum coaepikarmem AT-map ocHoBammii. Ta-
KuM 00paszom, C-OKpacka IO3BOAfIET BBIABAATH HAHOOAEE
PA3AMYAFOIITIECS TIO CBOEMY COCTABY M ITAOTHOCTH PAHOHBI
xpomocoM. Ecam 00paOOTKy IlepeA  OKpalIuBaHHEM

Mumomuuecxue xpormoco-
Mbl 4eA06¢Ka, OKpalentivie
1o C-menody
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IIPOBOANTD MA2K0, MOKHO OOHAPYIKHUTBH ITOIICPEIHYIO HC-
YEPUYECHHOCTh MUTOTHYECKHX XpOMOCOM. D10 Anddepen-
nuasbHad G-okpacka uan G-6enaunr. G-IIOAOKUTEABHBIE
PafiOHBI COOTBETCTBYIOT DOACE KOMIIAKTH30OBAHHBIM, MCHEE
HACBIIIICHHBIM I'€HAMH Y9aCTKAM XPOMOCOM, KOTOPHIE CO-
ACpIKaT KOAHIYECTBO AT-mmap OoAbIIICE, gem
G-orpunareAbHbBIE PafOHBI. Kak ITPaBHAO, B
G-moaoxuTeAbHBIX  paioHax (G+-0A0Kax) HaxoAATCA
mKanecneyuguueckue M cmaduecneyuduueckie TEHbI, TPAHCKPUII-
LU KOTOPHIX HY)KHA HE BO BCEX KAeTKax. B aTOM 3akAroua-
ercA OHMOAOIMYECKOE 3HAYEHHE OAOYHOI OpraHH3aIuu
XPOMOCOM — T€HbI, KOTOPbI€ OAWHAKOBO HY>KHBI BO
BCEX KAETKAX, HAXOAATCA B 60Aee AGKOHAECHCHUPOBAH-
HBIX ydacTkax xpomocoMm, rae AHK Goaee aocrymHa
AAd pepmeHTOB TpaHCKpuIuu. G+-0AOKH TaKKe MO-
ryT 6I)ITI) BBIABACHDBI HpI/I OKpaH_II/IBaHI/II/I XpOMOCOM AT—
cuenndpugeckumu  payopoxpomamu  (DAPI,  Xexcr
33258) — oro anddepennnaspaas Q-okpacka manm Q-
oenanar. AT-0orateie G-ITOAOKUTEABHBIE PAHOHBI CBA3BI-
BAarOT OOABIIIEE KOAUMYIECTBO KPACHTEASA, YTO IIPHBOAUT K HX
boace wuHTEHCHBHON (Aayopecueniun. VcroapsoBanme
TOIO  METOAQ  IIO3BOAAET  HACHTHHUIUPOBATH Y-
XPOMOCOMY Aaxe B HHTepdase, ITOCKOABKY 3HAYHTEAbHAS
ee 4acTb COCTOMT 3 HeoOwpryaiino AT-OGoraroro rerepo-
XPOMATHHA, KOTOPBIH IIPU CBA3BIBAHHH C (PAYOPOXPOMAMIU
AA€T OPHAANAHTOBOE CBEYCHHE.

Pucynok, obOparsbii G-O€HAHHIY, IIOAYYAETCA IIPH
momoru R-meroaa AudpdepeHIIHaAbHOrO OKpAIIIIBAHUA
IyTeM TEIAOBOH AceHaTyparmu. ['Tl-mmaper, KOTOpEIX OOAB-
me B G-OTpPHIATEABHBIX paHOHAX XPOMOCOM, OoAee
YCTOMYMBEL K 3TOH Iporieaype. IToaaBasirorriee OOABITIHH-
crBo G+-pationos coorserctByer R- u maobopor. Haspa-
HIE 3TOIO METOAA IPOHCXOAHT OT AHTAHHCKOIO CAOBQ
reversed — oOpaTHBIA. R+-palfoHBl peAHIIIPYIOTCA B IIEpP-
BOH moaAoBuHe a3el S kAaeroyHOoro mnmkaa, a G-
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pafoHsl — BO BTOPOIi. CyIIIECTBYIOT METOAMKH BBIABACHUSA
R-OeHAMHra IIyTeM BBEACHHA B KACTKH MOAHDUIIIPOBAH-
werx npearrectseHHnkos cuutesa AHK B cepeamne dassr
S. Toraa R+-pationsr He OyAyT cOAepKaTh MOAU(DHUIIIPO-
BAHHBIX HYKACOTHAOB, 2 G+-pafioHbI — OYAYT.

IIpu GoAee MHTEHCUBHON TEIIAOBOH OOPabOTKE BBHIAB-
AAFOTCS T-CEerMEHTBI, PACIIOAOKEHHBIC IIPEHMYIIECTBCHHO
B IIPUTEAOMEPHBIX paiioHaX XpomocoM. VIx Aokaamsarius
COBIIAAA€T €  HamboAee  OAMBKMMH K  TEAOMEpe
R-cermentamu. Coaepixanue reHoB B T+-pafioHax OOAb-
IIIe, ¥eM, B CPEAHEM, IO AAMHE XPOMOCOMBI, 1 OOABIIIEC YeM
B OTHOCHTEABHO ODOTraIeHHbx remamu R+-paiionax. He-
KOTOpbIe  (PYHKIIMOHAABHBIE OCOOCHHOCTH  IIO3BOASAFOT
canTath T-cermMeHTBI  HamOOAee  BBIPAKCHHBIMH — R-
cermMeHTaMH. B Takmx palioHaxX HAXOAHTCSH OCOOCHHO MHO-
IO I'€HOB, CBfA3AHHBIX C HANMOOACE BAKHBIMH (DYHKITHAMN
JKU3HEODECHIEUEHHUA KAECTKHI — I'€HOB AOMAIIHEIO XO3MM-
CTBA UM OHKOICHOB, MyTalnsA KOTOPBIX MOKET IIPUBECTH K
3AOKAYECTBCHHBIM OIIYXOAAM. JTO OIIPEACAACT 0CODOE
3HAYCHHUE TEAOMEPHBIX PAOHOB B 0#K02¢He3C.
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Pationsr aapeimkoBeix oprarusatopos (SIOP), coaep-
xkarux reuel pudoocomuort PHK n dopmupyromux B ma-
Tepdase SAPBIIIKH, MOIYT OBITH BBIABACHBI IIPU ITOMOIIH
oxpacku HuTpatoMm cepedbpa (AgNOy;). Tako TaI oxpacku
Ha3pBaeTCs N-OCHAHUHT.

Aasi 0603HAUEHHA XPOMOCOMBI YEAOBEKA HCIIOAB-
3yerca a66peBuarypa HSA (oT AaTMHCKOro BHAOBOTrO
HasBanna Homo sapiens) u mmdpsl, COOTBETCTBYIO-
masa Homepy xpomocombl. Hanpumep, HSA21 — xpo-
MocoMma 21 yeaoBeka. B kamHIYeCKOI IIpakTHKe 00O3Ha-
genne HSA mHOrAa orryckaror, IIOCKOABKY fAICHO, 9TO pedYb
HACT O deAOBeKe. AAfl YAOOCTBA OIIPEACACHHSA OTACABHBIX
PafioHOB XPOMOCOM HX ODO3HAYAOT dncAamu. [locaeAHsas
nudpa IHECAOBOIO OOO3HAYECHHSA YKA3BIBACT HA OIIPEAC-
AGHHBIN OEHA — ITOAOCKY, BBIABAAEMYIO Ipu AuddepeH-
LIMAABHOM OKpPAIlMBAHHM, II€pBasg IMdpa YKA3BBACT Ha
YCAOBHYIO 9aCTh XPOMOCOMEI, COCTOAIIYIO N3 HECKOABKIX
6eHAOB. [To yMOAYAHUIO IPUBOAAT OOO3HAYECHHA CEIMEH-
TOB, BBIABAAEMBIX G-MetopoMm. Teaomeprl 0OO3HAYArOTCA
ter, ANMHHOE 1 KOPOTKOE IIA€IH — ( K P COOTBETCTBEHHO,
HAIIpHUMEp:

HSA14p11 — paiion 11 xoporkoro maeua xpomocomsr 14
YEAOBEKA;

HSAX(qtet — TeaoMep AAMHHOIO mAe4ya X-XpOMOCOMBI
YEeAOBEKA;

5pter-pll — yuacTokK, OrpaHHYCHHBIN TEAOMEPOM U
6enaoM 11 xopoTkoro maeua xpomocomsl 5 (Bkarouaer 5pll,

5p12, 5p13, 5p14, 5p15.1, 5p15.2 u 5p15.3).

AAS HOBBIIIEHUA TOYHOCTHA LUATOTEHETHYIECKOIO AHA-
AM3a 9aCTO HUCIOAB3YIOT /poMemagasiivie T AAKE npogasieie
XPOMOCOMBI, YTO IIO3BOASCT YBEAUYHTH UHCAO PACIIO3HA-
BAEMBIX CEIMEHTOB AU(PEPEHIINAABPHOTO OKPAITHBAHUA
A0 850 1 1700, cooTBETCTBEHHO.
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PasroBop 0 XpoMOCOMax MOMKHO IIPOAOAIKHTB, AOITOA-
HUB PACCKA3 CBCACHHAMH O TaK HAa3BIBACMBIX I'HOPHAH3A-
OuH In situ, XPOMOCOMHOM ITEHHTHHTE H CPABHHTEAB-
HOH regoMuOH rabpusmsannn (CGH).

Hamomunm: AHK mmeer ABYXHHTEBYIO CTPYKTYpY.
DTO AaeT BO3MOKHOCTB IIPOBECTH ITAABACHHE (ACHATypa-
nuro), 1o ecrtp, nepesectu AHK B oanonuresyro dpopmy,
3aTEM BOCCTAHOBUTH ABYHHTEBYIO CTPYKTYPY IO IIPHHIIH-
IIy KOMITAGMEHTAPHOCTH C HCIIOAB30BAHHEM OAHOHITE-
Boii MmoAekyArr AHK-30HA2 — HHBIMEI cAOBaMH, IIpoOBe-
cru ruopuansamuio AByx moAaekya AHK. Ecam moaekyaa
AHK-30HA2 COAEPKUT MEYEHBIE HYKACOTHABL, €€ MOKHO
BBIABUTH IIPH IIOMOIIH OAHOHI M3 CHCTEM ACTCKIIMH TH-
OPHMAH3ALMOHHOIO cHurHaAad. I'MOpHAM3anuA HyKAEH-
HOBBIX KHCAOT In situ (OT AQT. In Situ — HA MeECTe)
MOAPA3yMEBAET IPOBEACHHE IIPOIEAYPHI HEIIOCPEA-
CTBEHHO Ha IUTOAOTHMYECKOM IIPEHapaTre XpoMOCOM,
nHTEP(PAZHBIX AAEP HMAU ITUTONAA3MEIL [I3mavaabpHO
METOA TUOPHUAUSAIIIH 777 §it# IIPUMEHAACA TOABKO AAfA AO-
KAAN3AIIMH  ITOBTOPSIOINNXCA  ITOCACAOBATEABHOCTEH,
CprHHI/IpOBaHHBIX B OAHOM HAHN HCCKOABKHX paﬁOHaX
MHUTOTHYECKHX XPOMOCOM, DAAroAaps 9eMy OHH OOpasy-
FOT OTHOCHTEABHO KpPYIIHBIH YyYaCTOK CBA3BIBAHHUA (MH-
IITIEHb) AAA MOAEKYA 30HAA. B 80-x rr. mpormaoro Bexa
CTAAH ITOABAATBCA COOOIIEHHA O IPHMCHCHHH METOAA
rabpHAE3agHaA IN SItu AAS AOKAAM3AIIUN YHHKAABHBIX
ITOCAGAOBATEABHOCTE HA MHTOTHYECKHX XPOMOCOMAx C
HCIIOAB30BAHHEM CTATUCTHYIECKOIO aHAAU3A.

BrraBaeHne yaHHKAABHBIX TOCAeAOBaTeAbHOCTEH AHK B
MHUTOTHYECKAX XPOMOCOMAX TPEOyeT COOAIOACHUA CACAY-
FOIITUX YCAOBHIM:

— 30HABI AOAJKHBI OBITH HAACKHBIMI — YETKO OXa-
paKTepI/I3OBaHHbIMI/I 1 Y1 CTBIMU,
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— HEOOXOAHMMBI CIICIIMAABHBIC IIPHEMBI, OOAETYAIO-
IIIH€ CBA3BIBAHHUE MOACKYA 30HAA U MHIICHH B XPOMOCO-
Max;

— mHecruenudugeckoe cpaspBanne AHK-30HA2 ¢ mm-
TOAOTHYECKAM MATEPHAAOM AOAKHO OBITH CBEACHO K a0-
COAFOTHOMY MHHHMYMY.

Beimoanenue 1epBoro ycAoBHS B HACTOAINEE BpeMs
IIPAKTHYECKH HE BBI3BIBACT 3ATPYAHCHHI, ITOCKOABKY AAS
rmoAydenns AHK-30HAOB MOXHO HCIOAB30BATH TEXHOAO-
IMIO TE€HHOW HHKeHepHuH. Bropoe ycAoBHe TakiKe BBITOA-
HIMO OAAroAapsi HUCIOAB3OBAHUIO JeKcmpar c)asgana —
areHTa, 3(P@EKTHBHO IOBBIIIAOIIEIO (IIPHMEPHO B ACCATD
pas) CKOPOCTb PEHATYPALMH OAHOIICIIOYCYHBIX MOACKYA
AHK B pactBope (310 crmocobcTByeT OOpPa3OBAHHIO IIPO-
TAKEHHBIX COTOBUAHBIX KOHTAOMEPATOB OAHOIIEIIOYETHBIX
moaexkyAa AHK, cBA3aHHBIX MEKAY COOOM 32 CIET CAYIANHO
PACIIOAOKCHHBIX ABYXIICIIOYCYHBIX YYIACTKOB. VIcmoAwpso-
BaHHUE B KA9ECTBE METKH PAAMOAKTHBHBIX H30TOIIOB IIO3BO-
AfeT 9PEOEKTUBHO AOKAAM30BATh AdKE HEOOAbIHE (par-
meutst  AHK — mopsaka 1-2 1. .m u.  OCHOBHBIMU
HEAOCTATKAMH H3OTOIIHOTO BAPHMAHTA IMOPHAM3AIIHMH SAB-
AMIFOTCA  OTHOCHTEABHO HH3Kasg pPa3perlaroas CIrocoo-
HOCTB, HEOOXOAHMOCTb AAHTEABHOI IIPOIIEAYPHI aBTOPA-
AuorpadHH M TEXHHYECKHE WM CAOKHOCTH, CBA3AHHBIC C
XPAHECHNUEM U HCIIOAB30BAHIEM PAAMOAKTUBHBIX BEILICCTB.
HeratuBHble AaCIEKTBI HCIIOAB30OBAHUA PAAHOAKTUBHOMN
METKH ITOCAYKHAH CTHMYAOM AAf IIOIBITOK HAMTH SKBHUBA-
AeHTHBIE 110 9((EKTUBHOCTH, HO 0OOAee OE30IIacHEIE,
OBICTPBIC 1 ACIIEBBIE METOABL B pesyaprare ObIAm paspa-
OOTaHBI METOABI THOPHAM3AIINN C HCIIOAB30BAHHEM HEpa-
AMOAKTUBHO MEYEHBIX 30HAOB, BBIABAAEMBIX ITOCPEACTBOM
PAa3AMYHBIX MMMYHOXHMHYECKAX METOAOB. YCTAaHOBACHO,
YTO HOBasd TEXHOAOIHS THOPHAM3ALINN OOA2AAET PAAOM
IIPEUMYIIECTB, K KOTOPBIM OTHOCHTCH €€ ITOAHAsA Oe3oIrac-
HOCTB AAfl HICCAEAOBATEAA. APYIUM IIOAOKHTEABHBIM CBOII-
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CTBOM HEPAAHMOAKTHBHO MEYCHBIX 30HAOB ABAACTCA HX XH-
MHUYECKasl YCTOHYUBOCTD B TEUYECHHUE HECKOABKHX MECALIEB.
[Ipumenenne HEPaAHOAKTUBHEIX METOK ODecrednBaeT 0o-
A€€ BBICOKYIO Pa3peIaroIyiO CIIOCOOHOCTD, YeM paboTa ¢
HM30TOIIAMH, 2 B PAAC CAYYAEB ITOBBIIIACT YPOBEHDb NHAPOP-
mMartuBHOCTH. Hemsorornas ruOpuAU3aus o3BOAAET Kap-
THPOBATh (OIIPEACAATH MECTOIIOAOKEHHE HA XPOMOCOME)
VHUKaABHBIE TEHBI pasMepoM okoAo 1 T. 1. H. Kpome Toro,
PE3YABTATHI IMOPHAM3AIIME MOKHO AHAAUSHPOBATH CPasy
IIOCAE IIPOBEACHHA DKCIIEPUMEHTA. Takum 0Opa3oM, Ipe-
HMYINECTBA HEPAAHOAKTUBHOIO MEYEHHA 30HAOB 3aKAFO-
YaIOTCA B BEICOKOH Pa3peIIaroIell CIOCOOHOCTH, TOYHO-
CTH, BOCIIPOH3BOAMMOCTH, ACIIEBH3HE U OE30IIACHOCTH.
UyBCTBHTEABHOCTH AAHHOTO METOAQ 3aBHCHT:

— OT pasMepa IeHa;

— KOAWYECTBA €ro KOITHIT;

— crnenudUIecKol aKTUBHOCTH 30HAQ;

— OT KOAHYECTBA MOAEKYA (DAYOPOXpOMa, IIPHUCYT-
CTBYIOIIUX B I'HOPHAE Ha 3aKAFOYHTEABHON CTAAMH 3KCIIE-
pI/IMCHTa.

Hewusoronneni BapuaHT ruOpUAM3anmy In Situ 1103-
BOASIET MICIIOAB30BaTh HeCKOABKO AHK-30HA0B, MeueH-
HBIX Pa3HBIMH areHTAMH, HAa OAHOM IIUTOAOTHMYECKOM
npemnapare  (MHOIrOLIBETHAA
ruopuAn3aIms). Takoi IOAXOA
HCIOAB3YIOT AAfl TOHKOIO HH-
TepasHOro  KapTHpPOBaHUA C
Pasperarome  ClIoCOOHOCTBEO
A0 100 Taru. IloBeimenuro cire-
nUUIHOCTH  METOAA  CAYKHT
oynpeccuss  (ITOAABACHUE) — HeECIIe-
nupIIeCKOM TUOPUAN3AITIHI

IyTeM AODABACHHA B THOPHAU-
D.ryopecyenmras cubpudu- 3AIIMOHHYIO CMECh HEOOABIIIOTO
sayus in situ KOATYECTBA KOHKyppr}omeﬁ
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AHK. Takas mporeaypa HEOOXOANMA IIPH UCIIOAB3OBAHUH B
KAYECTBE 30HAOB OOABIIIAX TEHOMHBIX IIOCAEAOBATEABHOCTEN
AHK.

B macrosmee Bpems HamOOAEE YaCTO HCIIOAB3YETCA
MeTOA OGmoTHMHOBOrOo MeueHusA. Bro mpuHmmm ocHOBaH
HA CHABHOM B3AaUMOACHCTBHHU 0yomutia ¢ OEAKOM asuouHoM
BCAEACTBHE HX BBICOKOIO CpoAcTBa. Moaekyaa aBmamHa
IIOTEHIINAABHO MOJKET OOpPa30BATh YETHIPE XHMUYCCKHUE
CBA3M, IIOITOMY ITOCAE CBASBIBAHHSA €rO C OHMOTHHOM TpH
CBA3H OCTAIOTCH CBOOOAHBIMH, YTO HCIIOAB3YETCHA IIPU AC-
TEKIHUH curHasa ruopuamsarnuu. Cefidac AAA KapTHPOBA-
HUA TEHOMOB BBICIIIUX 3YKAPHUOT HCIOAB3YIOT IIPOTAKEH-
uere AHK-30uAB Beamauson 10-150 1. 11. H., KOTOpPBIE, KaK
IIPABUAO, KAOHHPYIOT B KocMudax” VAU B HCKYCCTBEHHBIX
XPOMOCOMAX APOKeH man Oakrepuit. [Ipumenenue mepe-
kpoBarornuxcss  npormkeHabrx  AHK-xaoHOB  (kommuzos)
IIO3BOASIET CBA3ATH XPOMOCOMHBIM M MOACKYAAPHBIN YPOB-
HU KaPTUPOBAHHA ITE€HOMOB.

Xpomocom-
Holtl netn-
mme

% Kocmuaa (cosmid) — pasHOBHAHOCTb ITAA3MHAHBIX BCKTOPOB,
CKOHCTPYHUPOBAHHBIX C LEABIO KAOHHPOBAHUS OOABIINX (PPAIMEHTOB
sykapuormaeckoir AHK.
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AAfl BBIABACHHSA TOHKHX XPOMOCOMHBIX IIEPECTPOCK I
AASL OBICTPON HACHTH(HUKAIIME XPOMOCOM IIPHMEHAIOT
METOA XPOMOCOMHOI'O IIEHHTHUHIA — B Ka9€CTBE 30HAA AAS
IIOPHAU3AIIH HUCIOAB3YIOT IIOCACAOBATEABHOCTH U3 XPo-
Mocomocneyuguyeckux  oubauomex. OAHOBPEMEHHO MOKHO
HCIIOAB30BATh ~ HECKOABKO — XPOMOCOMOCITEIN(DHIECKIX
30HAOB U ITOAYIHTb H300PaKEHHUE, TAC KAKAAA XPOMOCOMA
IIpeACcTaBACHA cBomM ItBeToM. llpucyrcrBue parmeHTOB
APYTOIO IIBETa HA XPOMOCOME OYAET IOBOPHTH O XPOMO-
COMHOM IIEPECTPOIHKE.

AAfA BBIABACHHA TOHKHX XPOMOCOMHBIX IIEPECTPOEK,
pasMep KOTOPBIX MOKET OBITh 34 IIPEACAOM Pa3peIIarOIeH
CIOCOOHOCTH MHKPOCKOII4, HCIIOAB3YIOT METOA CpaBHU-
TEeABHOU T€HOMHOU rUOpUAM3 AT (CGH —
comparative genomic hybridization). Cyrs meToAa 3aKAro-
vaercsa B koamvyectBenuon onenke AHK, csaspBarormerics
C MOAEKYAOM KOPOTKOI'O 30HAA Ha Guoyune. Bce xpomMocoMsr
I OTAEABHBIE PAHOHBI ITPEACTABACHBI CIEITH(PIIECKIME
ToABKO AAd HuXx AHK-30HAaMHE, 3aKpeIIACHHBIMI Ha CTEK-
Ae. KoopAMHATEI KaKAOH TAaKOHM ITOCAEAOBATEABHOCTH BBE-
AcHEL B crenuaAbHyro mporpammy. AHK ot amaaumsmpye-
MOTO HMHAMBHAYYMAa M KOHTPOABHBIH OOpaserr MeTAT
pasHbBIMUI (PAYOPOXPOMAMU B IHMOPHAHU3YIOT HA OHMOYHIIE.
ITocae OTMBIBOK CKaHEP CUHTHIBAET YPOBEHDb (PAyOpECIIeH-
LI B OTAGABHBIX TOYKAX Ha OmodvHuIle. DTOT YPOBEHb
IIPAMO IIPOIIOPIINOHAACH KoAmdecTBY casaBrerica AHK ¢
OIIPEAECAEHHBIM 30HAOM, AOKAAU3AITHA KOTOPOIO M3BECTHA.
CHmxeHne BABOE YpOBHA (DAYOPECHEHIINH B MECTaX pac-
IIOAOKEHHA 30HAOB U3 OIIPEACACHHOIO paiioHa IO CpaB-
HEHUIO C HOPMAABHOH KAETKOH CBHAETEABCTBYET O T€TEPO-
3UTOTHOCTH IIO AEAeIuu (yIpare) AaHHOIO paHOHA.
V romosuror mo aeaennu AyOPECIIEHIINA 30HAOB U3 A€-
ACTHPOBAHHBIX PAIfOHOB OTCYTCTBYET BOBCE. Y T€TEPO3UTOT
IO AYIAUKAIINH  (YJABOEHHIO XPOMOCOMHOIO PpalOHA2)
dAyopecrieHIINA 30HAOB H3 AYIAHUIIIPOBAHHOIO pPaiioHA
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B IIOATOpa pas3a BBIIIE, YEM Y KAPHOTHUIIMYECKH HOP-
MAaABHBIX HHAUBHAYYMOB.

Wrak, pesroMupyemM HAIIT HEITPOCTOH MATEPHAA:

— XpOMOCOMA — IIOCTOAHHBIN KOMIIOHEHT SAPA,
OTAMYAIOITUAIICA OCOOOM CTPYKTYpPOM, MHAMBUAYAAB-
HOCTBIO, (PYHKIIMEH M CIHOCOOHOCTBIO K CAMOBOCIIPO-
HU3BEACHHIO, YTO 00eCIeYnBaeT uX IPeeMCTBEHHOCTb,
a TeM CaMbBIM U II€peAady HACAEACTBEHHOM HMH(poOpMa-
U OT OAHOTO ITOKOA€HUA PACTHUTEABHBIX U >KHBOT-
HBIX OPIaHH3MOB K APYTOMYy.

Pasmepsl XpOMOCOM Y pa3HBIX OPTaHU3MOB BAPbUPYIOT
B IIUPOKUX IIPeAeAaX. AAMHA XPOMOCOM MOKET KOACOATh-
ca ot 0,2 Ao 50 mxM. YrcAo XpOMOCOM y PasSAHYHBIX OO'b-
EKTOB TaKAKe 3HAYHTEABHO KOAEOAETCA, HO XapaKTEPHO AAA
KaKAOTO BHAA KHUBOTHBIX HMAM pacreHnid. COBOKYITHOCTB
YHCAQ, BEAHYUHB B MOP(OAOIHH XPOMOCOM Ha3BIBACTCH
KaApUOTHUIIOM AAHHOTO BHAQ.

XPpOMOCOMBI KUBOTHBIX W PACTCHHH ITPEACTABAAIOT
COOOM ITAAOYKOBHAHBIE CTPYKTYPBI PAa3HOH AAHHBEI C AO-
BOABHO ITOCTOSTHHOM TOAIITMHOM, y OOABIIIEH 4YacTH Xpo-
MOCOM YAA€TCA ACTKO HAWTH 30HY IIEPBUYHON IIEPETAKKH,
KOTOpas ACAHT XPOMOCOMY Ha ABa mAeda. B obaactu mep-
BUYHOH IEPETAKKA HAXOAUTCA IIEHTPOMEPA, TAE PACIIOAO-
weH Kuremoxop. Hexoropble XpOMOCOMBI HMEIOT BTOPHY-
HYIO TIEPETHAKKY.

B xonme muTepdasel Kamaad XpOMOCOMa COCTOHT H3
ABYX CECTPHUHCKUX Xpomarmud. Kaxaas U3 HUX, B CBOIO OUe-
PEAB, COCTOUT U3 ABYX IIOAOBHHOK — ITOAYXPOMATHA HAH
XpOMOHEM. XPOMOHEMBI COAEP/KAT YIAOTHECHHBIC YYACT-
K — XPOMOMEPBI, KOTOPBIE B CBETOBOM MHKPOCKOIIE
HMMEIOT BUA TEMHOOKPAIIIEHHBIX IpaHyA. VIx umcao, moao-
’KEHUE U BEAHYNHA B OOCHX XPOMATHAAX OAMHAKOBBI I AAf
KQ/KAOM XPOMOCOMEI, B OCHOBHOM, ITOCTOAHHEL Paccrof-
HHUA MCKAY XPOMOMEPAMH HA3BIBAYOTCH MEHXPOMOMEPHBIMU
yuacmxam.
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Koraa rosopsar o Mmopdoaormu XpoMocoM, TO IIPUHH-
MArOT BO BHUMAHUE CACAYIOIIHC TIPU3HAKI: 07Uy 1164, 1o-
OHCEHUE YEHMPOMEDL, HAAUYUE BIOPUUHOU NEPEINANCKU UAU CILYII-
nuxa. CIYTHHKH Pa3HBIX XPOMOCOM OTAHUYAFOTCA IO
dopme, BeAUIHHE I AAMHE HUTH, COEAMHSIOIICH UX C OC-
HOBHBIM T€AOM.

Crymmur — m0 Xpomocommiil ceeMenn, dane 6cezo eenepo-
XpoMarnmuueckutl, pPacnosoNcen vl OUCIIANBHO 0111 6110PULHOL Tepe-
mancky. 110 KAaCCHYIECKUM OIIPEACACHUAM CIIYTHHK — ((he-
Dpuueckoe meavye ¢ Ouamenpom, pasHuiM OUAMENIPY XPOMOCOMb
UAYU MeHbILE €20, KOMIOPOe (BA3AHO ¢ XPOMOCOMOU 1MOHKOU HUNIbH.
BriaeAsiroT cAeAyrOIIIHE THITBI CITYTHHKOB!

— MUKPOCIIyTHHKHA —  C(PepOHAAABHOIT  (DOPMHL,
MAACHBKHC CITYTHHUKH C AHAMCTPOM BABOC HMAM CIIIC MCHb-
I1e AUAMETPa XPOMOCOMBI,

— MAaKpPOCIIyTHUKH — AOBOABHO KPYIIHBIE (DOPMBI
COYTHUKOB C AMAMETPOM, IIPEBBIIIATOIINM IIOAOBUHY AHA-
METpa XPOMOCOMBI,

— AWHENHBIE CIlyTHUKH — CIYTHUKH, HMEIOIIIHIE
dopMy AAMHHOIO XPOMOCOMHOIO CerMeHTa. Bropuanas re-
PETKKA 3HAYUTEABHO YAAACHA OT TEPMUHAABHOTO KOHITA;

— TCPMHHAABHBIC CIIyTHUKHU — CIIYTHUKH, AOKAAH-
30BaHHBIC HA KOHITE XPOMOCOMBI;

— UHTCPKAAAPHBIC CHOYTHUKU — COYTHUKH, AOKaA-
AM3OBAHHBIC MEKAY ABYMSI BTOPHYIHBIMH ITEPETHKKAMI.

Pasamaaror geTeIpe THITA CTPOEHHA XPOMOCOM:

» TEAOLICHTPUYECKHE (IIAAOYKOBHAHBIC XPOMOCOMBI
C IEHTPOMEPOH, PACHOAOKEHHOM Ha IIPOKCUMAABHOM
KOHIIE);

» AKPOLICHTPHUUYECKHE (ITAAOYKOBHAHBIC XPOMOCOMBI
C OYEHb KOPOTKHUM, ITOYTH HE3AMETHBIM BTOPBIM ITACYOM);

» cybMmeraneHTpUYeCKue (C IIACYAMH HECPABHOMN
AAMHBI, HalIOMUHaroIue 1o gpopme OykBy L);

» meranenTpuueckne (V-00pasHble  XPOMOCOMEL,
00AAAQFOIIIHE ITACYAMH PABHOM AAHHBI).
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Turr XpoMOCOM ABAAETCSH ITOCTOSHHBIM AAf KAKAOH TO-
MOAOTHYHOH XPOMOCOMBI M MOKET OBITH ITOCTOAHHEIM Y
BCEX IIPEACTABUTEAEH OAHOTO BHAQ HAH POAQ.

30HBI AApBINIKA (OPraHU3ATOPBI AAPBIIIKA) —
CIEITUAABHBIEC YYACTKH, C KOTOPBIMH CBfA3aHO IIOABACHHE
HEKOTOPHIX BTOPHUYHBIX ITEPETAKEK.

XpomoHeMa — 3TO CHHUPAAB-
HaA CTPYKTypa, KOTOPYIO YAQ€TCA
YBHAETH B AEKOMITAKTU30BAHHBIX
XpOMOCOMAaxX dYepe3 IAEKTPOH-
HBII MHMKPOCKOIL. Brrepsrre
mabaropanacs  O. B. Bapanerknv™
B 1880 roay B XxpoMOCOMax KAETOK
IIBIABHUKOB ~ TPAAECCKaHIINH. XpPO-
MOHEMAa MOKET COCTOATh M3 ABYX,
YeTBIpEX U OOAEEe HUTEH, B 3aBHCHU-

MOCTH OT HCCAEAYEMOIO OOBEKTA.
DTH HATH OOPA3yIOT CITMPAAU ABYX Ocun Bacunvesuy
THUIIOB! Bapareyxuil

— MAapaHEMHUYECKYIO (ane-

MEHTBI CIINPAAH AETKO Pa3bEAUHUTD);

— IAEKTOHEMHYECKYIO (HHTH IIAOTHO IT€PEITAETA-
FOTCH).

Hapyrrenne cTpyKTypel XpOMOCOM ITPOHCXOAHUT B pe-
3yAbTaT€ CIIOHTAHHBIX HAH CIIPOBOIIMPOBAHHBIX H3MEHE-
HUH (HaIpuMep, mocAe odaydenns). Ormernm:

reHHbIE (TOYKOBBIE) MyTAINH (M3MECHEHHUA HA MOAC-
KYAAPHOM YPOBHE);

4 Ocun (Mocud) BacuabeBuu Bapanenknii (1843-1905) — Gora-
Huk, upodeccop Ooramukn B Kuesckom yHusepcurere. YacH-
koppecrioHaeHT [lerepOyprekoit akaaemnn Hayk (¢ 1897 roaa). Oc-
HOBHBIC TPYABI IIOCBSIICHBI OCMOTHYCCKUM ABACHMAM H IYTTALIHH Y
pacreHuii, mpobaemam orocuHTesa. AOKazaA CHUMOHOTHYECKYIO
IIPUPOAY AUIIANMHUKOB
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aGeppamum (MUKPOCKOIIMYECKHE HM3MECHEHUA, PA3AU-

YHMBIE IIPHA ITOMOIIN CBETOBOTO MHKPOCKOIIA) — deseyut,
@/imumquu, mparcaokayut, uHeepcuu.
W eme — eueanmexue xpomocomer! Takme XpOMOCOMBI,

AAfl KOTOPBIX XapaKTEPHBI OIPOMHBIE Pa3MEPBI, MOMKHO
HAOAIOAATh B HEKOTOPBIX KACTKAX Ha OIPEACACHHBIX CTa-
AHAX KAeTOUHOIO IuKAa. Hanpumep, onn oOHApYyKHUBAFOT-
c B KACTKAX HEKOTOPHIX TKAHEH AWYHUHOK ABYKPBIABIX
HACEKOMBIX (ITOAHTEHHBIE XPOMOCOMBI) M B OOIIUTAX pas3-
AMYHBIX ITO3BOHOYHBIX M OECIO3BOHOYHBIX (XPOMOCOMBI
THITA AAMITOBBIX INETOK). FIMEeHHO Ha Ipemaparax IMraHT-
CKHX XPOMOCOM YAAAOCH BBIIBUTH ITPU3HAKH AKTHBHOCTHU
TEHOB. Y TOYHAECM:

IOAHTEHHEIE€ XPOMOCOMEI — BIICPBBIC OOHAPYKEHEI B
1881 roAy, OAHAKO HX ITMTOI€HETHIECKAA POAb OBIAA BEIAB-
A€HA 3HAYHTEABHO IOo3AHEe. COAepKATCA B KAETKAX CAIOH-
HBIX 7KE€A€3, KHUIIEYHUKA, TPaxel, KUPOBOTO T€Ad H MaAb-
ITUTUEBBIX COCYAOB AHMYHMHOK ABYKPBIABIX;

XPOMOCOMEI THIIA A2MIIOBEIX IOETOK — 0CO0ad
dopma XpOMOCOM, KOTOPYIO OHH IPHOOPETAIOT § MHOITX
’KHBOTHBIX B XOA€ OOreHe3a (Pa3BUTHSA KEHCKHUX ITOAOBBIX
kAeTOK). Briepsere oonapykensr @aemmunrom B 1882 roay;
CaMO HA3BAHHE «XPOMOCOMBI THIIA AAMITOBBIX ITIETOK» OBI-
Ao mpearoxkeHo B 1892 roay. 1o aamHe oHE TpeBHIITIAIOT
IIOAUTCHHBIE XPOMOCOMBI, HaOAIOAAIOTCA B OOILIMTAX HA
CTAAUH AHIIAOTEHBI IIEPBOI Ipodas3bl Melo3a, BO BpemdA
KOTOPOI IIPOIIECCH CHHTE3a, IIPHBOAAIIIE K OOPa3OBAHIIO
KEATKA, HamOOAee HHTEHCHBHbL OOImas AAMHA XPOMO-
COMHOTO HA0OPa B OOIIUTAX HEKOTOPHIX XBOCTATHIX aM(H-
b6uit pooctaraer 5900 MrM;

baKTEpPHAABHEI € XPOMOCOMEI — /poKapuonsl (apXen 1
OaKTepHH, B TOM YHCAC MUTOXOHAPHUHU U ITAACTHABI, IIO-
CTOSIHHO OOHTAIOIIHE B KACTKAX OOABIIIHHCTBA 9YKAPHOT)
HE MMEIOT XPOMOCOM B COOCTBEHHOM CMBICAE 9TOI'O CAOBA.
V OOABIINHCTBA M3 HUX B KACTKE HMMEETCA TOABKO OAHA
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makpomonekyaa AHK, samkayTas B K0AbIO (3Ta CTPyKTypa
IIOAYYHAQ HA3BAHHUE HYKACOHA). Y pfAra Oakrepuii oOHa-
PYAKEHBI AUHEIHBIE (HE 3aMKHYTBIE B KOABIIO) MaKPOMOAE-
kyAasl AHK. IToMuMO HyKA€OMAAZ HMAHM AMHEHHBIX MaKpPO-
moaekys, AHK moxer mpucyrcrBoBath B ITHTOIIAA3ME
IIPOKAPHOTHBIX KAECTOK B BHAE HEOOABIIIUX 3aMKHYTHIX B
koABIIO MOAekyA AHK, Tak HaspIBaeMBIX ITAA3MUA, COAEP-
KAITUX OOBIMHO HE3HAYNTEABHOE, II0 CPABHEHUIO C DaKTe-
PHUAABHON XPOMOCOMOM, YHCAO I€HOB. CocTaB IIAA3MUA
MOJKET OBITh HEIIOCTOSTHEH, OAKTEPUN MOIYT OOMEHHUBATHCA
ITAA3MHAAMHI B XOAE TIAPACEKCYAABHOTO ITPOIIECCa;

XPOMOCOMEI 9€AOBEKAa — B KAKAOM AAPOCOAEPIKA-
el COMATHYIECKOH KACTKE YEAOBEKA COACPKUTCH 23 mape
AMHEHHBIX XPOMOCOM, 2 TaKK€ MHOTOYHCACHHBIE KOIIHH
muroxoHApuasbHoir AHK. B Tabaune 1 mokasano gmcao
I'€HOB M OCHOBAHHH B XPOMOCOMAX Y€AOBEKA.

Tabauma 1

Uncao reHOB 1 OCHOBAHHUI B YEAOBEUYECKOIT XpOMOCOMe

Xpomocoma | KoamuecrBo Bcero CeKkBeHUPOBAHBIX

T€HOB OCHOBAHUI OCHOBAaHUM
1 4234 247199 719 224999 719
2 1491 242751 149 237 712 649
3 1550 199 446 827 194 704 827
4 446 191 263 063 187 297 063
5 609 180 837 866 177 702 766
6 2281 170 896 993 167 273 993
7 2135 158 821 424 154 952 424
8 1106 146 274 826 142 612 826
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9 1920 140 442 298 120 312 298
10 1793 135 374 737 131 624 737
11 379 134 452 384 131 130 853
12 1430 132 289 534 130 303 534
13 924 114 127 980 95 559 980
14 1347 106 360 585 88 290 585
15 921 100 338 915 81 341915
16 909 88 822 254 78 884 754
17 1672 78 654 742 77 800 220
18 519 76117 153 74 656 155
19 1555 63 806 651 55785 651
20 1008 62 435 965 59 505 254
21 578 46 944 323 34171998
22 1092 49 528 953 34 893 953
X-xpomocoma 1846 154 913 754 151 058 754
Y-xpomocoma 86 57 741 652 25121 652
Bcero 32185 3079 843 747 2 857 698 560

Bropuunas mepeTsKKa, COCAMHAIOINAA CIYTHHUK C
TEAOM XPOMOCOMEI, CIIOCOOHA K YYaCTHIO B IIPOIIECCE
dopmupoBaHnsa 1 COOPKH AAPBIIIEK. Takas BTOpUIHASA IIe-
peTiKKA ITO3TOMY HA3bIBACTCA €INE AAPBIIIKOBBIM Opra-

HHU3ATOPOM.

CnyrHUK BMecCTe C BTOPUYHOU IIEPETAKKOM CO-
CTAaBAAIOT CIYTHUYHBIN paiioH. Bropmanrle mepersxkm
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MOTIYT OBITh ¥ OAHHX XPOMOCOM Ha AAMHHOM IIACYE, Y APY-
I'mX — Ha KOpPOTKOM. KOHIIEBBIE YYACTKH XPOMOCOMEI
Ha3BBAIOT TeAoMepaMu. OCOOEHHOCTh UX COCTOHT B TOM,
YTO OHHU HE CIOCOOHBI K COCAMHECHHIO C APYTHMHU yIaCTKA-
MH XPOMOCOM.

HopmaapHas AAHHA Ka:KAOH XPOMOCOMBI I CyMMapHas
AAMHA BCEX XPOMOCOM KapHOTHUIIA ITOocTofHHA. Mopdoao-
I XPOMOCOMBI OIIPEAEASIETCA B IIEPBYIO OUEPEAD ITOAO-
JKEHHEM IIeHTpOoMephl. B coorBerctBHm ¢ mMectoMm pacrio-
AOKEHHA IIEHTPOMEPHI BBIACASIFOT OCHOBHBIE ~(DOPMBI
XPOMOCOM: METAIleHTPUYECKUE, CyOMETalleHTPHYECKIE,
AKPOLEHTPHYECKUE H H30XPOMOCOMBI:

— METAIIEHTPHUYECKHUE XPOMOCOMBI OTAUYAIOTCH
TEM YTO ITACYH y HHUX OAHMHAKOBOM AW ITOYTH OAHMHAKO-
BOM AAWHEI,

— CyOMEeTalleHTPUYECKHE XPOMOCOMBI  HMEIOT
IIACYH PA3HOM AAWHEL

— y AKPOLEHTPHUYECKHX XPOMOCOM IICHTPOMEPA
PACIIOAOKEHA K OAM3KO K OAHOI U3 TEAOMED;

— HM30XPOMOCOMBI — MOHOIEHTPHYECKHE XPOMO-
COMBI C ABYMSA I€HETHYECKH HACHTHYHBIMU ITACYAMH, I1O-
ABAAFOIIIHECA KaK PE3YABTAT HEIIPABUABHOIO ACACHUSA IICH-
TPOMEPHI IIOCAE Pa3phIBa U BOCCOEAMHEHHUs CECTPHHCKHX
XpoMaTHA B oOAacTH meHTpoMepsl. Msoxpomocoma nmeer
OAMHAKOBBIC ITA€YH B PE3YABTATEC ACACHHSA IIECHTPOMEPHI 11O
TOPU3OHTAAU. AHLEHTPHYECKHE H ALECHTPHYECCKHE H30-
XPOMOCOMBI  OOPa3yFOTCSl IIOCAE pPaspbiBa CECTPHUHCKUX
XPOMATHA BHE IIEHTPOMEPHON OOAACTH M BOCCOCANHEHUA
UX B HEHTPHYECKUE U AECHTPUIECKUI (PPArMEHTHL.

XpoMaTHH — OCHOBHOW KOMIIOHEHT KA€TOYHOIO
aapa. B cpeanem B xpomarune 40% npuxoantea ma AHK
u okoAO 60% Ha OGeaku. B crpykrypHOM OTHOIIEHHH XPO-
MATHUH IIPEACTABAACT COOOM HHUTYATHIE KOMIIACKCHBIE MO-
AEKYABI AE30KCHPHOOHYKACOIIPOTEHUAA, KOTOPBIE COCTOAT
n3 AHK, acconnnpoBaHHON ¢ THCTOHAMHU 1 HHOTAA EIIE C
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HerncToHOBEIMU OeAkamu. CriocobHOCTh K Anddepeniu-
AABHOMY OKPAIIIMBAHUIO ACTAA B OCHOBY BBIIBACHHS ABYX
dpaxmmii XpomatuHa — rerepo — U syxpomaruna. O6-
HAPY/KEHO, YTO OIIPEACACHHBIC YYACTKH XPOMOCOM OCTa-
IOTC B KOHACHCHPOBAHHOM COCTOSHHUN B TEYECHUU BCETO
KAETOYHOTO ITMKAQ — HUX HA3BIBAIOT F€TEPOXPOMATHH, 4
VYIACTKH, ACKOHACHCHPYIOIINECA B KOHIIE MHTO3a M CAa0O
OKpAIIICHHBIC — 3JyXPOMATHHOM. |'erepoxpoMarnHOBBIC
y9IaCTKH (PYHKIIMOHAABHO MCHEE AKTHBHEL, YEM 3yXPOMa-
THHOBBIC, B KOTOPBIX 1 AOKAAN30BaHA OOABIIAS YaCTh H3-
BeCTHBIX IeHOB. OAHAKO, I€TEPOXPOMATHH HMEET OIIPEAE-
ACHHOE T€HETUYECKOEC BAUAHHE — OIIPEACASIOIINE ITOA
XPOMOCOMBI HE MOIYT PaCCMATPUBATBCA KAK TCHETHYCCKU
HEAKTHUBHEIE, XOTA OHH 9aCTO IIOAHOCTBIO COCTOAT M3 IeTe-
poxpomartuHa. Kpome TOro, yCraHOBAEHO, YTO CTAOHAB-
HOCTb IC€HETHYECKOIO BBIPAKECHUA 3YXPOMATHHA OOYCAaB-
AMBAETCA OAM30CTBIO K TETEPOXPOMATHHY.

Bonpocs! u 3apanns 1o marepuasam Temsr 8

1. Ilepeuncanrte OCHOBHBEIE (DYHKIIHH XPOMOCOMBI.

2.  Kakwme gactu xpomocomMel Ber 3HaeTe n pacckaxure o
X 3HAYCHUN

3. Yro Taxkoe CIyTHHUK M KaK HA3BIBAFOTCH TAKHE XPOMO-
COMBI?

4. Yro TaKkoe TeAOMEpPA U TA€ OHA HAXOAUTCA?

5. AaiiTe OIIPEACACHHE THCTOHOB, IIEPEYHCAUTE UX
dyHKITHI.

6. Hammmmre, xak Ha3BIBAIOTCA XPOMOCOMBI, MMEFOIIIHE
CACAYIOIIIHE COOTHOILICHUS ITACY:
Coornomenne naeq 1:1
CoorHomenne naedg 1:2
CoorHormenune 1maed 1:3
Coornomenne naeq 1:0

7. 3ammimre, KaKHE XPOMOCOMBI OTHOCATCA K MOHOIICH-
Tpudeckum. Kakue erre XpoMOCOMBI BAM M3BECTHBI?
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8. B dem pazamdme MeKAy reTepo- U 3yXpOMAaTHHOM?
9. TloAnurure Ha3BaHUSA CIIyTHIKOB XPOMOCOM:

l(ﬁ

“g8a

10. TloArnmmmre pUCYHOK, YKa3aB BCE YACTH XPOMOCOMBI:

B S

11. TloAnmimmre THIIBI XPOMOCOM H YKa)KHTE COOTHOIIIE-

HIEC ITACY:
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COOTHOWSEHNE NNeY COOTHOWEHWE NNey

CooTHOWSHKE NNeYy COOTHOWEHKWE NNey
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Tema 9. HykaenHOBBIE KHCAOTBI

Crpyxrypa AHK u PHK.
Penaukamua AHK.
Tpauckpumnrms.

ITponeccuur PHK.
TpaHcaanua u pekoMOUHAIIHA.
Pemmapanms.

HyxaenHOBBIE KHCAOTBI — IOAMMEpHEBIE (COCTOA-
1€ W3 TOBTOPAIOIIMXCA E€AWHUI]) XUMHYECKHE Be-
IIECTBA, COAEpXKaIue HHQOPMALMIO O CIPYKType
GEAKOBBIX MOAEKYA (KOAUPYIOIIHE ITOCAEAOBATEABHO-
cru AHK u marpuunaa PHK), ynpaBaeHun nx cunTe-
3om (peryaaropubie 1mocaepoBareabHocT AHK n
curHaAbHBIE nTocaeaoBaTeabHOCTH PHK) mam BBIIOA-
HAIOIINE CAMOCTOATEAbHBIE (DYHKIINHU, TAK UAU WHAYE
CBA3AHHBIE C IIepeAadeii HACAEACTBEHHON MH(poOpMa-
muu (pubocomuas PHK, tpancnopruaa PHK, masas
saaepuaa PHK, maaaa uarepdepupyromaa PHK).

AHK u PHK cocrosar us wyxueomudos — docdopHbrx
3(UPOB HYKACO3HAOB (CBA3AHHBEIX C CAXapOM — ACIOKCUDU-
003041 IATL pub0301l A30TUCTBIX OCHOBAHUI) aderosuria (A), zya-
nudura (L), mumuduna (1), ypuouna (V) u yumudurna (L1). Aso-
THCTBIC OCHOBAHHS — TCTCPOILIHKANYICCKIEC OPraHMYCCKHUE
COCAMHEHUS, ITIPOU3BOAHBIC ITyPHUHA — AACHUH W TYaHUH,
AU IUPHUMUAMHA — THMUH, yparuA, rmrosua. Kommae-
MEHTAPHOCTh (OOPAa3OBAHHE CBA3CH MEMKAY B3AHMOAOIIOA-
maromnMu pparmerTamu MoAekyA) map AT (AV) m I'LL
00EeCIIeYnBACTCA HAAMYIHEM ABYX HAM TPEX BOAOPOAHBIX
CBA3EH COOTBETCTBEHHO. B OAHOII IIeIn HyKAGOTHABI CBS-
3aHBI IIyTeM oOpasoBaHua 5—3’ caxapodocdarHoil xvsa-
Jenminoli cea3y. T1pu 9TOM KOMITAGMEHTApPHBIC IICIIH OPHCH-
THPOBAHBI B IIPOTHBOIIOAOKHEIX HAIIPABACHUAX OAHA
5—3’, a Apyrag — 3’—5’ (ouu anmunapaisensiei).
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Tepsuunaa cmpyxmypa AHK

V Bcex JKHUBBIX CYIIECTB, KPOME HEKOTOPBIX BHPYCOB,
moaekyaa AHK mMveer cupaAbHYIO BTOPHYHYIO CTPYKTY-
Py, B KOTOPOH a30THCTBIE OCHOBAHUA HAXOAATCA BHYTPH, 4
caxapodocdaTHBIH OCTOB — CHAPYKH.

M3 npuHnOnma KOMIAEMEHTAPHOCTH (BO3MOMKHOCTH
0DpasoBaHUs 1AP aderura C muMuHoM [ YPAHAOM U Zyariia
C yumosurom) caeayer mpaBuao Uapradgdga (oAHO 13 mpa-
BHA):

® KosuMecn6o adenuna pasHo Koauecns) muMuna, a Koaude-
cm6o 2yarura — Koauyecmsy yumosuna: A=T, I'=L1;

® Koauuecmeo  MPUHOE  pasHo  KOAUUECHIEY  NUPUMUOUHOB:
A+T=T+LI;
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® KOAUYECINIB0 OCHOBANIIL ¢ UECHIBIO AMUHOZDYNNAMU PaABHO KO-
Juecrngy ocriosarutl ¢ wecnvio Kemozpynnamu: A+I[=I"=+T.

Coommomerug AT- u ITI- mozym Gvime pasauunst 6 pasmerx
pationax xpomocom. Hanpumep, y maexonumarnmux G+-pationax
npesanupyrom AT-napet, a 6 R+-padionax — I11.

INpasuaa Yapradda — cucrema
3MHI/IpI/I‘ICCKI/I BBIABACHHDBIX HpaBI/IA,
OIIMCHIBAIOIIUX KOANYECTBEHHEIC COOT-
HOIICHUSA MEKAY PASAUYHBIMU THIIAMH
asotucteix ocHoBauii B AHK. Bwiam
chOpMyAHPOBAHEL B pe3yAbTaTE PAOOTHI
rpymer 6rmoxumunka Dpsuna Japradda
B 1949-1951 rr.

Ao pador rpymmer Yapracddpa roc-
ITOACTBOBAAA TaK Ha3bIBaeMas «wempa-
HyKACOMUOHAR "TEOPUS, COTAACHO KOTO-
poit AHK cocrour us moBropsromuxcs
GAOKOB IIO HYETBIPE Pa3HBIX A30TUCTHIX
OCHOBaHHA (AACHUH, THMHH, IYaHUH 1
nnrosuH). Yapradpdy m corpyAHHKAM
yAaroch pasaeAnth HykaeotmAr AHK

OPH IOMOIIH OYMAKHOM XPOMATOIDPa-
P M P P Dpeur Yapeagpgp
dUH U ONIPEACAHTh TOYHBIE KOAHYE-

CTBCHHBIC COOTHOIICHUS HYKACOTHAOB

Pa3HBIX THIIOB. OHHI 3HAYUTEABHO OTAMYAAHCH OT SKBUMOAAPHBIX,
KOTOPBIX MOXKHO OBIAO OBI OXKHAATH, €ECAU ObI BCe YCThIPE OCHOBAHUA
ObIAT IIPEACTABACHBI B PABHBIX ITPOITOPITHAX.

HurepecHo, 9TO0 OCHOBHASl «MOAEKYAQ I KHISHID) —
AHK — cama mmo cebe MeprBa H OKHUBAACTCA TOABKO B
IIPOIIECCAX PEHAMKAIIMH U TPAHCKPUIIIHUK IIPH IIOMOIIH
OCOOBIX (DEPMEHTOB — ITOANMEPA3, KOTOPBIE OOECIICYH-
BAIOT €€ KOIIMPOBAHHE U IIPOYTECHUE.

A teneps o PHK.

CymectByer Heckoapko Tunos PHK, mmeromux pas-
AMYHYIO BTOPUYHYIO M TPETHYHYIO CTPyKTypel. HanbGoab-
Iee OMOAOTHYECKOE 3HAYEHHE HMEIOT MAaTpH4HAasA (UH-

dopmarmonnaa) PHK (MPHK), rpancnopraaa PHK
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(rPHK), pu6ocomnaa PHK (pPHK), maaaa saepHaa
PHK (MaPHK) u maraa narepdepupyromas PHK.

ﬁiﬂiﬁ{,‘;‘;‘;ﬂﬁ@ﬁ

T

¢ TPaHCKpUNuma

s TTTTIIT e NETPPPITI GO T

¢ CAMQACHHT
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’ nonu=-A-xeocT
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AnepHos obonovka

Anpo

=

TRAHCNOPT

LnTonnasma gé

E§ /
iy TRAHCARLMA

Ocrosuwie smanse scusnenrozo yuxaa MPHK syxapuom

Marpuunaa PHK (MPHK) xomiiaemenTapHa KOAHPY-
rorrmM rtocaeaoBareapHocTaM AHK u coaeprxut mrdopma-
A0 0O AMAHOKHCAOTHOM ITOCAEAOBATEABHOCTH CBOETO OEA-
koBoro mpoaykra. Cuwmreanme MPHK  npomcxoaur B

135



IIpOIIecce TPAHCAAINN — CHHTe3a Oeaka Ha ocHoBe MPHK.
Kaxpaoit m3 20 kaHOHIYIECKHX (YHHBEPCAABHBIX AAfl KABBIX
OPraHU3MOB) AMHHOKHCAOT COOTBEICTBYyET HADOp M3 Tpex
mpunen-1ykaeonudos — rodor. OAHON AMHHOKHCAOTE MOZKET
COOTBETCTBOBATH ABA MAM HECKOABKO KOAOHOB — B DTOM 3a-
KAFOYAETCA BBIPOKACHHOCTD T€HETHYECKOTO KOAQ. TPH KOAO-
Ha HE KOAHUPYIOT aMHHOKHCAOT, IIO3TOMY CHHTE3 OeAKa Ha
HUX OCTAHABAMBACICA. BDTO CTOH-KOAOHBI HMAM HOHCEHC-
kopousl: YAI' (ambGep), VI'A (oman) m VAA (oxpa). Kpome
COAEpIKAIIICH KOAOHBI (TPAHCAHPYEMOI) OOAACTH, 3peAasdt
MPHK' coaepiut HeTpancaupyembie 00AACTH, KOTOPBIE pe-
IYAHPYIOT CTAOMABHOCTD MOACKYABI M HMHTEHCHBHOCTH CYU-
TeBaHnA. Moaekyasr MPHK mHOTrA2 mmveror ABynenodevunse
VYIACTKH — IIIIHABKA K IICEBAOY3ABL, — KOTOPBIE MOTIYT
YYIACTBOBATD B PEIYAAITIH TPAHCAAITUH.

Tpancnopraaa PHK (rPHK) wnmeer Bropumunyro
CTPYKTYpPY, HAIIOMHHAIOIIYIO AHUCT KAeBepa. Ha menTpasn-
HOH IIE€TA€ HAXOAUTCHA AHTHKOAOH — TPHUIIAET, KOMIIAC-
MEHTAPHBII KOAOHY COOTBETCTBYIOIIEH AAHHOM MOAEKYAE
TPHK amunoxucaoTer. K IpOTHBOIIOAOKHOMY KOHITy MO-

Aexyarr TPHK mpukpenagerca aMuHOKICAOTA.

Cmpyrmypa mparcnopm-
ot PHK
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Pu6ocomunaa PHK
(pPPHK) BxoauT B CO-
CTaB prOOCOM H BBIITOA-
HACT  KATAAHTHYECKYIO
dyukmmio npu obpaso-
BAHUH  71eN/MUOHbIX (67361
MEKAY ~— AMHHOKHCAOT-
HBIMH OCTATKAMH B IIPO-
mecce TpaHcAArum. Ma-
Aafl 9ACTHIIA PUOOCOMBI
3YKAPUOT IIPEACTABAACT
Boavman pubocomman cyGuacmuya 50S. coboii pUOOHYKAEOITPO-

TEMHOBBII KOMITACKC Ha

OCHOBE  CYObEAMHHIIBI
PHK' ¢ koncranTo# cedumermayunu (CKOPOCTH OCAKACHHA
upu nentpudyruposannn) 40S (S — eamunma Ceeabop-
ra), koropad cocrour u3z moaekya 185 PHK. Ocnosoit
OOABIIIOI YaCTHIEI PUOOCOMSBI fABAfIeTCA CyObeanHuIa 60S,
KoTOpad cocronut m3 Tpex morekya pPHK — 288, 5,85 n
5S. Pubocomuas PHK cocraBasger okoao 70% ot oOrrero
koamdectBa PHK B kAerke. MHTOXOHAPHH MMEIOT CBOHI
oco0Orre pudocomsl, cocrodmue u3 50S u 308 cyobpeauHni
(TTIOAOOHO OaKTEPHAABHBIM PHOOCOMAM).

Maaasn apepraa PHK (maPHK) npeacraBaena moae-
KYAAMH C OOABIIIUM COACp:KaHUEeM )puduta Arvuon 100—
300 HYKAEOTHAOB, KOTOPBIE BXOAAT B COCTAaB MEAKHUX PH-
OOHYKAEOIPOTENHOBBIX TPaHyA AApa. PYHKIIHA 5TOrO THIIA
PHK 3akArouaerca B y9aCTHH B CO3PEBAHHH MOAEKYA
mMPHK.

Maaas narepdepupyromas PHK npeacrasaena ko-
porknmu (20—25 HYKAEOTHAOB) ABYIIEIIOYEYHBIMH MOACKY-

AaMH, KOTOpHBIE, cBfA3BBadAch ¢ oTtaeapHBIME MPHK 1o
IIPUHITAIY KOMIIAEMEHTAPHOCTH, MOIYT IIOAABAATH CHHTE3
OIIPEACACHHEIX OCAKOB U IIPHUBOAHTH COOTBETCTBYIOIIYIO
moAekyAy MPHK x aAerpasanmm. B atom 3akarouaercs
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asaenne PHK-mnrepdepenmun. Ocoboe 3nadenne stoT
turr PHK mmveer B onTOTeHE3€ — HHAMBHUAYAABHOM pa3-

BUTHI OpraHI/ISMOB.

A Terepp O perau-
karmmu AHK. Pemnan-
karmmga  AHK — 310
IIpOIIeCC YABOEHUSA
MOAEKYABI AC30KCHPU-
OOHYKAECHHOBOM  KHC-
AOTBI C OOpPa3OBAHHEM
HACHTHYHBIX  AOYEp-
HHUX MOAEKYA. Y YeAO-
Mavan ndepnan PHK (vaPHK) pexa PCITAKATLEA
HIPOUCXOAUT B (pase S
KAETOYHOTO ITUKAA.
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Penanxamuro AHK ocymecrBaser pepment AHK-
noaumepasa. AAA IIPOTEKAHMA IIPOIIECCA PEITANKAITII
HEOOXOANMO pacuaectu Aornyro cuupasb AHK, Bpa-
IIATh MAKPOMOACKYAY H VACP/KHBATH €€ B PACIACTCHHOM
cocToAHUH. DTH (PYHKINUU BBITOAHSAIOT 2#pasa (PAaCIAETe-
HHE CIHPaAW), xesukasa (pasaeaeHue Hurted), u AHK-
ceasvrgaronyue Geaku (yaepxanue). TOYHOCTD pPEIAMKAIIIN
obecrevnBaeTCs IPHUHIIUMIIOM KOMIIAGMEHTAPHOCTH I1ap
ocuoBannii n csorictBamu AHK-mmoanmepassl, 6aaropaps
KOTOPBIM 9TOT (PEPMEHT CIIOCOOEH PACIIO3HATH U HCIIPa-
BUTH OINUOKY. Y 3YKAPUOTHYECKUX OPraHH3MOB B IIPOIlEC-
Ce PEHAMKAIIMH IIPUHHMAIOT YYaCTHE HECKOABKO THIIOB
AHK-mmoanmvepas. Ilocae yABOEHHS IIPOMCXOAUT CyIIEp-
CIIHPAAHU3AIINA CHHTE3UPOBAHHBIX MOAEGKYA U AdAbHEHIITAsA
xommaxrusarusa AHK. Ilpomecc penamxarum tpedyer 3a-
TpaT 3HCPFI/II/I.

B cBoe Bpems MBI 3HAAH TPH MOAEAH MEXaHH3Ma pe-
maukarun  AHK. CoraacHo kKoHCepBaTHBHOMY Mexa-
HHU3MY B pE3yAbTaTe penAdnkamuu OoAHa Moaekyaa AHK

COCTOUT TOABKO H3

5 ki

POAUTEABCKHX — IIe-
, 4 Apyrag —
TOABKO H3 AOYEp-
HuUX nerneid. Awuc-
NEePCUOHHAA MO-
A€AB  IIPEAIIOAAra-
AQ, YTO BCE IIOAY-

1emn
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ja15071 MOACKYABI
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poamureabckoir Morekyanl AHK. IToaykoHcepBaTHUBHBIN
MEXAHM3M PEIIAMKAIINH 3AKAFOYACTCA B TOM, UTO KAKAASA
moaexyaa AHK cocronT 13 0OAHOM IleIu HCXOAHOH POAH-
TEABCKOM MOAEKYABI M OAHOM BHOBb CHHTE3NPOBAHHOM
meru. [loAyKOHCepBATHBHBI MEXaHH3M OBIA AOKa3aH B
1958 r. ITockoabky AHK-mmoammepasa He ymeer Ha4YMHATH
CHHTE3 HOBOH HHTH HA OAHOHHTEBOW MATPHIIE, A MOKET
TOABKO IIPHUKPEIIASITh HOBBIE HYKACOTHABI K YiKE HMEIO-
IIEHCS IeITH, HHUIINAIINAA PEIAUKAIINN IIPOUCXOAHUT ITyTEM
obpasoBarusa HeOoAbImoro ydactka AHK-PHK mpu mo-
momu depmenta AHK-mpatimaser. K 3’-xomny PHK-
sarpaBkn AHK-mmoaumepasa A00aBAfeT HOBBIE HYKACOTH-
, a PHKasa H morom paspymaer PHK B ruGpmansx
yJacTkax. AHraza CImmBaeT CHHTE3UPOBAHHBIC (DPATMEHTEI
AHK.

AHK-mmoanmepasa MOXeT BECTH CHHTE3 TOABKO B
HarpaBAeHHH 5 — 3°) TO eCTh IIPUCOCAMHATH HOBBII HYK-
ACOTHA K 3’-KOHIIy YK€ CHHTE3HPOBAHHOI 4acTh. ABYHH-
teBas crpykrypa AHK mpearoaaraer HeoOXOANMOCTD CHH-
TE3a B ABYX HalpaBAeHHAX 5— 3’ m 3’— 5. Dra 3apaua
perraercs myreM oOpasoBaHuA Y-OOPasHOH CTPYKTYPBI —
penauxayuonnod suaxy. ITpm satom nents 3’— 5 AaBAdeTca AH-

ABL

AUPYIOIIEH — CHHTE3 Ha HEH HMAET HEIPEPHIBHO, 4 IICIIb
5— 3’ — oTcraromei, ITOCKOABKY Ha HEH CHHTE3 HACT B
OTACABHBIX YYaCTKAX — @paemermax OKasaxi, KaKABIA H3

KOTOpBIX HauuHaeTcs ¢ Hopor PHK-3aTpaskm.

Teneps o Tpauckpunnuy. TpaHCKpumeii Ha3pIBa-
erca cuaTe3 MPHK na marpune AHK. IIpornecc cunre-
3a PHK nporekaer B mHanpasacHuu ot 5'- k 3'- koHIy —
o wmarpuunon nenn AHK — AHK-zaBucumas PHK-
ITOANMEpa3a — (PEPMEHT, OCYIIECTBAAIOINMNN TPAHCKPHII-
LUFO, — ABIDKETCA B HampasacHuu 3'—5', IpuKperiass
HOBBII pubonykaeosudmpugpocnmanm ¥ 3'-KOHILY yiKe CHHTE3UPO-
BaHHON MoAekyArr PHK. WHunmanma TtpaHCKpHII-
UMY — CAOMKHBIH IIPOIIECC, 3aBUCAIIUI OT ITOCAEAOBA-
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teapHOCTH AHK, Haxoasrmelics BOAH3H TpaHCKpHOHpYye-
MOH ITOCAEAOBATEABHOCTH — /poMomgpa X OT DOAee yAa-
AGHHBIX OT TOYKH HAYaAad CHHTE3a YIACTKOB I€HOMA — /-
Xatcepos (AKTUBUPYIOIIUX TPAHCKPUIILIUIO) U  callieHcepos
(A€3aKTHBHPYIOIIUX TpaHCKpUIIIuio). Bo Bcex atux yuact-
KaX €CTh CAWTBl CBA3BIBAHMA TPAHCKPHIIIMOHHBIX (PakTo-
POB — OEAKOB, PEIYAUPYOIIUX IIPOIIECC TPAHCKPUIIIIIH K
BXOAMINHX B COCTAaB TPAHKPHIIITHOHHOIO KOMIIAEKCA. [Ipu
IIEPEXOAC TPAHCKPHUIIIUH OT HMHHUIUMAIINN K CACAYIOIICH
CTAAUU — 3/0Heayiti — TIPOMCXOAUT AUCCOITHAITHA CBA3CH
mexay PHK-mmoamvepasoii, mpomoropom u dpakropamu
MHANWAIN TpaHCcKpurmud. B mepuoa sronrannn 8 AHK
paciaereno npumepro 18 map mykaeotmaos. Ilpumepno
12 mykaeotmao marpmunoii muta AHK obpasyer ru-
Opuanyro crmpasb ¢ pacrymieid rensio PHK. ITo mepe
asmkxerns PHK-moammepaser 1mo marpuiie Brepean Hee
ITIPOMCXOANT PACIIACTAHHE ABYXIIEITOYEIHOH MOAEKYABI
AHK, a mosaau depmenra aBoiinaa crupass AHK Boc-
craHaBAHBaeTCA. B 9TOT MOMEHT M3 KOMITAEKCa OCBOOOK-
AaeTcs ouepeaHoe 3BeHo pactymedt nernu PHK ¢ marpu-
e u PHK-
moanmMepasoi. Bce otm
IIEPEMEITICHUSA  ITOAPA3Y-
MEBAIOT ~ OTHOCHTEABHOE
BpaIlleHue PHK-
moaumepaser u - AHK.
[Tosromy, 9roOBI yOpaTH
TAKOE BpAIllCHHE, ABHIA-
romyroca mo AHK PHK-
ITOAMMEPA3y  COITPOBOK-
AAFOT  m0nousomepassr. Ha
CTAAUH  DAOHIAIUK B
IIPOIIECCE TPAHCKPHIIITHI
HEMAAOBAKHYIO pPOAB
Tpanckpunyus UIPAIOT TaKAKe OCHOBHBIE

141



HHHLAALEHA INCHTALIA TEPMITHALINA

Tparcanyun

SAOHTHPYIOIIHE (DAKTOPEL, KOTOPBIE HEOOXOAUMBI AAA
IIPEAOTBPAIICHHUA IIPEKAECBPEMEHHON TEPMUHAIIUNA MAT-
puunoro mnponecca. Caeayrommas ¢asa Iporecca TpaH-
CKPUIIINN Ha3BIBACTCH mepMunayued. B sTror MOMeHT pac-
TYIIHH TPAHCKPHIIT OCBOOOKAACTCA U IIPOUCXOAUT AUCCO-
auccormannsi PHK-moamvepassr 1 AHK-matpumsr. [Tocae
3aBEPIICHNA CTAAUN TEPMHUHAIIUN TPAHCKPHUIIIIUN IIPOHC-
xoamt paspesanne PHK, a sarem k ee 3'-KOHIy ¢ ITOMO-
mpeio  epMeHTa  IMOAHA-IIOANMEPA3Bl  AODABAACTCH
100-200 ocHOBaHMIT aA€HHHA, KOTOPBIE OKAa3bIBAIOT BAMIA-
HHE HA CTAOMABHOCTD IIOAYYEHHOIO TPAHCKPHUIITA.
Cospepanne MPHK maseBaerca mporeccuarom. bro-
AOIMYECKOE 3HAYCHHE IIPOLIECCHHIA B 9YKAPHOTHICCKOM
KACTKE 3aKAIOYAECTCHA B BO3MOKHOCTH ITOAYYCHHUSA PA3AHY-
HBIX KOMOWHAITUI J9K30#06 TE€HA, A 3HAYUT, IIOAYICHHSA
OOABIIIErO Pa3HOOOPa3sus OEAKOB, KOAHUPYEMBIX OAHOM
HYKACOTHAHOIT mocaepoBateabrocTpio AHK. Kpowme Toro,
Moaudukarua 3’- u 5’-konnoB MPHK cayxut aas peryas-
LMK €€ 9KCIIOPTA U3 AAPA, HOAACPKAHHA CTAOMABHOCTU B
LIATOIAA3ME M AAfl YAYUIIICHUA B3aUMOACHCTBUA C PHOO-
comamu. Eime A0 3aBepIIIeHUA TPAHCKPHIIIHH IIPOUCXOAUT
woauadenuauposanue 3’-xouua (pasa. 6.3). K 5'-xonny MPHK
IIOCPEACTBOM  TPHUGPOCEATHOIO MOCTA IPHUCOCAHUHACTCH
7-METHATYAHO3UH, COCAHHSIOIINICA B HEOOBIMHOI ITO3H-
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unu 5'—5') U IPOUCXOAUT Memusuposare pubos AByX Iiep-
BBEIX HYKACOTHAOB. DTOT IIPOIIECC HA3BIBACTCS KINUPOBAHUEM.

[Iporiecc BBIpe3aHHA OIPEAECACHHBIX HYKACOTHAHBIX
rmocaeaoBateabHOCTER 13 MoAekyA PHK m coeanmnenma
ITOCACAOBATEABHOCTEH, COXPAHAIOIINXCA B «3PEAOID» MOAE-
KyAe, B xoae mporteccmara PHK, maseBaerca cnaaiicus-
rom. B xoae cmaaiicnara ms MPHK ywactkm, me koamnpy-
forue OCAOK (unmponsl), YAAASIIOTCA, & IK30Hb! — YIACTKH,
KOAUPYVIOIIHE AMHHOKHCAOTHYIO —ITOCACAOBATEABHOCTD,
COEAMHAIOTCA APYT C Apyrom, u Hespeaasd npe-MPHK mpe-
Bparmmaercsa B 3peAyro MPHK, ¢ koropoit cunTesupyrorcs
(rparCcAEpyrOTCH) OeAKH KACTKH. AAA CIIAafiCHHTa HEOOXO-
AUMO HAAMYHE CICIHAABHBIX 3'- 1 5'- ITOCACAOBATEABHO-
creii. Craaficuur karasusupyercsa cocrosmum n3 PHK n
OEAKOB OOABIIIIM KOMIIAEKCOM, KOTOPBIH HAa3bIBACTCA
cnaaticocomor. CrIAalicocoMa BKAFOYACT IIATb MAaABIX fAAEP-
HeIx pudonykaeonporensos (MaPHIT) — U1, U2, U4, U5
n U6. PHK, Bxoasmas B cocras MmaPHII, B3anmoaericTByer
C HHTPOHOM H, BO3MOKHO, y9acTByeT B Karasmse. Omna
IIPUHUMAET YYACTHE B CIIAAHCHHIE HHTPOHOB, COAEpKa-
mmx B 5' catite I'V, m AT B 3' criaaticunr-caire. Vinoraa
MPHK B mpormecce cospeBaHms MOIYT ITOABEPIaThCA @lb-
PIEPHAMIUEHOMY CHAGUHCUNHZ), KOTOPBIH 3aKAIOYAECTCA B TOM, UTO
nmeroraecs B cocrase npe-MPHK unTpOHSI BRIpesarorcs B
paSHbIX aAbTCpHaTI/IBHbIX KOM6I/IH2,L[I/IHX, HpI/I KOTOprX BBI-
pes3aroTcs M HEKOTOpHhIe 9k30HBL. Hekoroprre n3 mpoAykTos
aapTepHAaTHBHOrO crAaficuara npe-MPHK  medynknno-
HAABHEI, KAK HAIIPHMEP, IIPU OIIPEACACHHH IIOAQ § ITAOAO-
BOI MyIIKH APO30(DHABL, OAHAKO YaCTO B PE3YABTATE aAb-
TepHaTHBHOIO crAaricuuara npe-MmPHK  oasoro rema
obpasyrorca muorouncaenasie MPHK n wmx OeaxoBbie
pOAyKTBL. CEeroAHs HaM H3BECTHO, YTO y deAoBeKka 94%
T€HOB IIOABEP>KEHO aABTEPHATUBHOMY CIAAMCUHIY
(ocTaspHBIE 6% T€HOB HE COAEPIKAT MHTPOHOB). ~A16-
PHEPHAMUEHBITL CHAGUCUNE ) MHOZOKAEIIOUNBIX IVKAPUOIN A6AACHICA
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KAI0UEEbIM MEXAHUIMOM Y6enuUerus pasioobpasus besxos, He co-
30asan usbw1mouNBIX KONUL 2eHd, a maKmce no36045eN 0C)ulecrs-
AN TIKAHECHEYUPUUECKYIO U CIHAOUECHEYUPUUECKYIO  PeyAAY 10
IKenpeccuu (nposs.erus) zeros.

CuHTe3 OCAKOBBIX MOACKYA M3 aMHHOKHCAOT Ha Mart-
pune MPHK npu yuactun pubocom u TPHK nHaseaercs
TpaHCcAammen. [Iporecc mponcxoAuT B ITHTOIIAA3ME Ha
MOAWMCOMAX — KOoMIAeKcax, cocrosrmux n3 MPHK u muo-
rux pubocoM ¢ npukpenAeHHbIME MOAekyAamu TPHK.
ITpomecc cocrour m3 mHUNUanuu (y3HaBaHUA PUbO-
COMOM CTApTOBOIO KOAOHA U HAYaAa CHHTE3a), AOH-
raimu (cuHTEe3a OeAka) m TepMuHANUU (y3HABAHUA
CTOII-KOAOHA ¥ OTA€A€HUA OEAKOBOTO IIPOAYKTA).

IToCKOABKY KasKABI KOAOH COCTOHUT U3 TPEX HYKACOTH-
AOB, KaKAQfl ITOCAEAOBATEABHOCTD MOKET OBITH IIPOYHTAHA
TPOAKO — HAYUHAA C IIEPBOIO, BTOPOIO AHOO TPETHErO
HYKACOTHAQ, MHBIMU CAOBAMH, HMEETCH TPH BO3MOKHBIX
pamkn cumreiBaHuA. CTapTOBBIM KOAOHOM ITOYTH BCEIAd
sBasercs AYI. PaMky cunThIBAHMSA, HAYUHAIOIIIHECS C 3TO-
Tro KOAOHa, Ha3bIBAXOTCA OTKpI)ITbIMI/I. AAH NHUITAIT1 pI/I—
6ocoma ckamupyer MPHK, moka me maiiaer xopor AVI.
OOBIYHO OHA BOCIIPHHHMAET TOABKO T€ CTAPTOBBIE KOAO-
HBI, KOTOpPBIE HaxXOAATCA BOAm3n 5-xoma. CrrermasbHbIE
OeAxrn — (i)aKTOpr MHHUITUALIMY TPAHCAALIMN — yIACTBY-
IOT B Y3HABAHUU CTAPTOBOIO KOAOHA M IIPUCOCAMHEHUU
nuauruaropuaoit TPHK, coaepaxarmeit antukoaon VALL
COOTBETCTBYIOIIUN aMHUHOKHCAOTE MernoHuH. K 21OIf
TPHK mernmonnH npucoeamHeH mpu 1momMornu epMeHTa
amuuoauA-TPHK-cumrerassr. Bravase maaas wacrmia
pudocomsr (cama man B komraekce ¢ TPHK) capures mHa
MPHK, a 3arem k Heil mprucoeAnHAETCA OOABIIIAS YACTHIIA,
I IIPOHCXOAUT OTCOCAMHEHHE (DAKTOPOB HHHUIIHMAIIIN
Tpancaanua. CobpanHas pruOOCOMA HAYHUHACT SAOHTHUPO-
BaThb I€Ib. B XOA€ 2AOHramum OAMH OEAKOBBIM (HakTOp
repenocutr TPHK B amuHOamuApHBIA IIeHTP pHOOCOMSI
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(A-meHTp), 2 MOcAe (POPMUPOBAHHSA IICIITHAHOHN CBS3H B
rnetuauapHOM nentpe (Il-merrpe) Bropoit dakrop sAoH-
raIuy KaTaAM3UPYET CMEIEHHE PHOOCOMBI HA OAMH TPH-
maer. Koraa pubocoma AOXOAHT AO OAHOTO H3 HOHCEHC-
kOAOHOB — YAI' (ambep), YI'A (omaa) mam VAA (ox-
pa) — moaxoasert TPHK me obperaercsa, u HoBas memn-
THAHAA CBA3b He oOpasyercd. Iloa AefictBueM crrermasb-
HBIX OCAKOBBIX  (DaKTOPOB  IIPOHCXOAHUT  OTACACHHE
pudocomer ot MPHK 1 ocBoOOkA€HIE TOTOBON OEAKOBOH
MOAEKYABL
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otmosckol, seaeasiM — AHK, aocrpoerHas B xoAe perrapariuu
Pa3pHIBOB
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I'enermyeckas peKOMOMHALINA — IIPOIECC, IIPH KOTO-
POM IIPOMCXOAUT Pa3PhIB MOAEKYABI HYKACHHOBOH KHCAO-
1o1 (00bran0 AHK, 5O Bo3moxkuo u PHK) 1 coeannenue ¢
Apyroit moaexkyaoir AHK. PexomOnmarua mosker mponc-
XOAHTH KaK MEKAY CXOAHBIMH MoAekyramn AHK — zonvo-
A02UYHAAR peKOMOUtayUA, TaK U MEKAY PA3ZAMIAOIIIMUCT —
HezoMon0euutas pexombunayus. Y SyKapuOT PEKOMOMHAITHA
IIPOHCXOAUT B IIPOIIECCE MEHO03a B XOAEC KPOCCHHIOBEpPA U
MHOTAA B COMATHYECKUX KAeTKax. [ Ipoyece kpoccunzosepa npu-
600U K NOABACHUI NONIOMKOE ¢ KOMOUHAYUAMY 26108, OIMAUYHDI-
MU 071 POOUIENBCKUX, U NOABNEHUID HOBBIX XUMEPHBIX a//1eAeH.
V OpraHI/ISMOB’ HNMCIOIIIUX aAaHTHBHyIO HNMMYHHVIO CH-
CTEMy, IMEETCA 0CODAs CHCTEMA PEKOMOMHAIINH, OAATOAA-
pA KOTOPOI OBICTPO OOpasyercss DOABIIOE Pa3HOOOpa3He
AUMPoYyu108, CIIOCOOHBIX Y3HABATH HOBBIC anmuzersl. B ren-
HOII nmxeHepun oA pekomouuanTaon AHK monmmaror
MOACKYABI, IIOAYICHHBIC B PE3YABTATE HCKYCCTBCHHO OCY-
ImecTBACHHON pekomOnHanmu MoAekya AHK, wacro mpu-
HAAACKAIIUX PA3HBIM BHAAM. AYHUIIIM IIPEMEPOM TAaKOTO
ITOAXOAQ ABAACTCA IIOAYYCHUE  PeKoOMOUHanmnuix  0e1x0e,
HAITICAIIINX CBOC IIPUMCHEHUE B (PAPMAKOAOTHMH M MCAU-
nUHE. DTOT METOA OYEHBb BAKEH AASl OHOMEANIIMHCKHIX HC-
CAEAOBAHUI, ITOCKOABKY ITO3BOAfICT H3y9aTh 3PEKTHI
OIIPEACACHHBIX T€HOB. B mporecce pekoMOHHAINN 3aA€H-
CTBOBAHO MHOKECTBO PA3AHYHBIX (DEPMCHTOB, HA3BIBAC-
MBIX pexomburasamu. B metiose, B IIporiecce KpOCCHHIOBEPA,
IIPOMCXOAUT PEKOMOHMHAIINA MEKAY CHAPEHHBIMUI TOMOAO-
THYHbIMH XpOMOCOMaMI/I, yHaCACAOBaHHI)IMI/I OT KaKAOTIO
u3 poanteAeii. B xoae mpodpaser I Bce gererpe XpomMaTHABL
PACIIOAOKEHBI AOCTATOYHO OAHM3KO APYI OT APYyra, U ABE
XPOMATHABI MOIYT IIEPEKPEIUBATHCA OAHA C APYIOM, U B
3TOT MOMEHT MOKET IIPOHCXOAHUTH OOMEH ICHETHYECKON
nHMOpMaLEil B TOMOAOIMYHBIX CaHTaX.
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Penapamusa — ucnpaBaeHuE IIOBPEXKACHHII B MO-
aexyaax AHK, BosHmkmmx wn3-3a ommbox AHK-
IIOAMIMEPAa3bl B IPOLECCE PEIAMKAIIMH HAH BCACA-
CTBHE BO3ACUCTBUA (PUINYECKHX HMAU XUMHUYECKUX
areHToB. [Iporeccs pemaparum OCyIecTBAAIOTCH CIICIIH-
AABHBIMA (DEPMEHTHBIMH cHCTeMaMu  KAETKH. AedekTsr
depmenTOB CrcTEM
’ pemapannu  IpH-
BOAAT K Pa3BUTHIO
pfAa HACACACTBCH-
HBIX 3200ACBAHMI,
TAKUX  KaK  IIHI-
MEHTHAS KCepo-
Aepma. Mimeercs o
KpaifHEM Mepe ABE
depmenTHBIE  CH-

Ilospencoenneie xpomocomse CTCMBI petrapa-
LIUH —  /pAMas 1
IKCYUSUOHHAR:

— Tpu npamoll penapayuy 3aAHCTBOBAHBI CIICITHIIYC-
ckre (pepMeHTEL, OBICTPO (OOBIMHO B OAHY CTAAMIO) yCTpa-
HAIOIIHE COOTBETCTBYIOIIEE ITOBPEKACHHE, BOCCTAHABAM-
Basd HCXOAHYIO CIPYKTYPy HYKACOTHAOB. DTO HamboAee
mpoctoi myth ycrpanenus rnospexacuuit AHK. Tak Aefi-
CTBYET, HAIIPpHUMED, O6-metnaryarma-AHK-
MeTHATpaHCEpa3a, KOTOpad IIEPEHOCHT METHABHYIO
IPYIIIY C a30TUCTOTO OCHOBAHHSA HA OAUH N3 COOCTBEHHBIX
OCTATKOB IIUCTCHHA;

— IKCYusUOHHAA penapayus 3AKAIOYACTCA B YAAACHHH
(9xcyusuu) TTOBPEKAECHHBEIX a30THCTHIX ocHOBaHmi n3 AHK
C ITOCACAYIOIIUM BOCCTAHOBACHHUEM HOPMAaABHOI CTPYKTY-
PBI MOACKYABL.

CamMu CHCTEMBI pPEIAparny BKAIOYAIOT CACAVIOIIIHE
KOMITOHECHTHI:
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— depwmenr, CIIOCOOHBII
y3HABATh M3MECHECHHBIC YIACTKH B
nerm AHK u aeaats Haapes mernn
BOAH3H ITOBPEKACHHS;

— dpepMeHT,  YAAAAFOIIUIX
IIOBPEKACHHBIM YIaCTOK;

— depmenr (AHK-
ITOAUIMEpPA3a), CHHTE3UPYIOIIHUI g
COOTBETCTBYIOIIUI yIaCTOK IICITH
AHK B3amen yaaaeHHOTO;

— depment  (AHK-amnraza),
BOCCTAHABAUBAIOIIUI HEIIPEPHIB-
HOCTb HOAUMEPHOM IIEIIN.

AobaBum: cymiecTByer U pe-
KOMOHMHAITMOHHAA PElapaIius.

I'ennas xoHBepcHuA — Hpo-
1ecc, Ipu KOTOpoMm HHQpOpMa-
A IIOCA€AOBATEABHOCTH
AHK niepeaaerca (mepeHocurcsa) ¢ oanoi auru AHK,
KOTOpaA OCTAETCA HEU3MEHHOW, HAa APYIYIO HHTH
AHK, rmocaeA0BaTeABHOCTE KOTOPOI H3MEHAETCA. DTO
OAMH M3 MEXAaHHU3MOB I'€HHBIX MyTanuil. I'ennas konBepcus

Tennan xonsepeus

MOKET OBITh IPUYUHOH HEMEHAEAEBCKOIO HACACAOBAHMAL
Takas KOHBepCHA OAHON AAAEAH B APYIYIO IIPOHCXOAUT IO
IIPUYMHE Pelapaluy HEIIPaBHABHO CIAPEHHBIX OCHOBa-
HUH B XOA€ pekoMOmHanmu. [Ipu KoHBIOrannm oAHOHM u3
YETBHIPEX HUTEH C APYTOM M3 I'OMOAOTHMYHOI XPOMOCOMBI
penaparusa HENPaBUABHO CHAPEHHBIX OCHOBAHUHA MOKET
IPOUTHU II0 MATPHUIIE APYTOI XPOMOCOMEI, YTO IIPUBOAUT K
3aMeHe aAAeAd. B HopmMe ANTIAOMAHBIN OpraHU3M HECET 110
OAHOMY 2AAEAFO OT KaKAOTO M3 POAUTEAEH (COOTHOIIIEHHE
ramer B Meriose 1A:la y rereposuroter). Ilpu komBepcuu
aT0 coorHomrenne wusmenserca (3A:la, 1A:3a, 5A:3a
uan 3A:52).
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I'ernple KkoOHBepcHMH MOIyT OBITP HPUYHHON
HACAEACTBEHHBIX 3200A€BaHUIA.

[Toaaraem, 9TO CAGAYET €IIE CKA3aTh M O ITOABHKHBIX
9ACMCHTAX I'CHOMA, 1 O I'€CHHbIX MyTalluAX.

MobOuapnee remermdeckue saemertsr (MID) mpea-
craBAAroT coboit yuactku AHK, crmocoOHee mIepemertats-
ca 1o reromy. K HuMm otHOCATC:

® TPaHCIIO30HBI;

® IIAA3MHABI;

e OGakrepuodarm;

L HWHTPOHBHI.

Pasnoobpasue oxpacku ceman 6 smom KyKypysHom novarnike 6u:36aro
CHPBIANCKAMIUY MOGUABIHOZO 2CHENUUECKOZ0 IACMENINA — IPAHCNO30HA

Aaf maekornmraronux u3 Bcex MI'D maumboaee xapax-
TEPHBEI TPAHCIIO30HHL. TPAaHCIIO30H — 3TO IIOCACAOBA-
teapHOCTh AHK, KoTtopas cmoco6Ha mepemernarbcA
BHYTPH TI€HOMa B pe3yAbTarTe IIPoLecca, KOTOPBIN
HAa3BIBAETCA TpaHCHo3umuei. BcerpauBadce B reHow,
TpaHCHOBOHI)I MOI'yT BBI3bIBATH paSAI/I"IHI)IC MyTaLH/II/I, B TOM
YHCAC M XPOMOCOMHBIE IIEPECTPOHKH. TPaHCIIO30HBI
OOBIYHO COCTOAT M3 ABYX IIPAMBIX HAU MHBEPTHPOBAHHBIX
ropropsAroruxca mocAeaoBareabaocreii  AHK,  memxay
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KOTOPBIMH HAaXOAATCA I'€HBI, HEOOXOAUMBIE AAfl TPAHCIIO-
sunmn. MHOrAa B COCTaBE IEHTPAABHOM YaCTH TPAHCIIO-
30HOB HAXOAATCS TEHBI, KOTOPBIE OOECIEYUBAIOT 3BOAFO-
IIHOHHOE IIPEHUMYIIECTBO AAfl OPraHH3Ma, COAEPKAITIErO
MOOHMABHBIA 9ACMEHT. PasAMYaroT ABa KAACCa TPAHCIIO30-
HOB: K IICPBOMY OTHOCHAT perponparcno’donst, IICPEMCIICHIE
KOTOPBIX II0 T€HOMY IIPOUCXOAHUT IIyTEM OOPATHOM TpaH-
ckpunnnn, Bropon kaacc — AHK-tpanmcrosonsr, mepe-
MEIIAOIIUECA IIYTEM IIPAMOIO BBIPE3AHUA M BCTABKU C HC-
ITOAB30BaHUEM  (DEPMEHTA  7parcnosaser. ' 1TpaHCIIO30HBI
MOTYT UIPATh BAKHYIO POAb B TEHOME OPraHH3Ma — HEKO-
TOPBIE TI'€HBI-PEIYAATOPBI, OOECIIEYUBAIOIINE AACKBATHYIO
PEAKIINIO PACTEHUH Ha M3MEHEHHUA OCBEIIEHHOCTH, ITOABH-
AWCh B PE3YABTATEC BCTPAMBAHHA B HX IT€HOM TPAHCIIO30-
HOB. 1 parcnosons: mozym Geime npununoti decmabususayun 2ero-
Mma. He wmenee 80% Myranmii ABAAIOTCA CAEACTBHEM
AKTUBHOCTH 3THX MOOHABHBIX 3ACMEHTOB. Bpimre ObIAO
CKA32HO O BO3MOKHOM BAHAHHH IIPONCXOAMAIIEH € BO3pac-
TOM AEPENPECCHH TPAHCIIO30HOB Ha TEMIT YKOPOYEHHSA Te-
AOMEP, HUTO OIIPEACAAET CTAPEHHE KaK OHMOAOTMYECKUN
denomen. M, makonen, o myrannn. Myranma — 3To u3-
MEHEHHE T'€HETHUYECKOIO ammapara, KOTOPOE€ MOXKET
OBITH YHACAEAOBAHO AOYEPHUMH KAETKAMH HAM IIO-
TOMKAaMH OpraHm3Ma. Myranun OpHHATO ITOAPA3AEAATDH
HA CHOHTAHHBIE (CAMOIIPOU3BOABHO BO3HUKAIOIIIHE B Te-
YeHHE BCEH KU3HH OPIraHU3Ma B YCAOBHAX OKPY/KAFOITICH
CPEABI, ABAAIOIIUXCH HOPMAABHBIMU AAf AAHHOIO Opra-
HH3M2) 1 HHAYIIUPOBAHHBIE (BO3HHUKAIOIITUE ITOA BO3ACH-
CTBUEM HC6AaI‘OHpI/IHTHbIX YCAOBUM OKPY/KAFOIIIEH CPEABI
HAM B XOAE 9KCIIEPHMEHTOB B AAOOPATOPHEIX YCAOBHAX).
YacroTa BO3HUKHOBEHUA CIIOHTAHHBIX MyTAaITHH KOAEOAET-
ca B mpeaesax 10 ’ 10 Y ma HYKAEGOTHA 32 KACTOYHYIO
reHepanuio. B KMBOI KAETKE ITOCTOAHHO IIPOMCXOAAT Ta-
ke rponeccel, kak peraukarus AHK, pemmapanmas AHK u
reHEeTHIeCKasd PEKOMOMHAIINA, B XOAC KOTOPBIX ITOCTOSHHO
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Point mutations

No mutation |
Silent Nonsense Missense
conservative non-conservative
DNA level TTC TTT ATC TCC TGC
mRNAlevel AAG AAA UAG AGG ACG
protein level Lys Lys STOP Arg Thr

Tpu muna moueurvix mymayui

BO3HHUKAIOT MyTanun. K BOSHHKHOBEHUIO MyTAITHI IIPHBO-
AAT CIIOHTAHHBIC N3MEHEHUA XUMIYECKOH CTPYKTYPBI HYK-
ACOTHAOB, KOTOPBIE IIPOUCXOAAT IIPU PEIIAUKAIUHU. TaK,
HAIIPHUMEDP, TP de3aMunuposariuy ITATO3MHA B OAHON H3 Iie-
et AHK obpasyerca yparma. B arom caygae Bmecto xa-
HoHM4YecKoH naper ocHoBauuil 'Ll mossaserca mapa I'V. B
AAABHEHIIIEM B IIPOLIECCE PEIAHKALINH B HOBYIO IICITb KOM-
ITAEMEHTAPHO YPAIlUAY BKAIOUACTCA YK€ aACHUH, U 0Opa-
syercd mapa AV, a B CAGAVIOIIEM IIUKAE PEITAHKAIINN OHA
samensferca Ha kaHoHuYeckyro mapy AT. Takum obpasom,
IIPOUCXOAUT 7pansulyis — moHeunas samend 001020 nupumuol-
Ha ta 0pyeoli nupumMudur. AHAAOITIHO IIPOUCXOAUT U 3aMEHA
OAHOTO ITyPHHA Ha APYTO€ IIypPHHOBOE OCHOBaHMe. kI3 Bcex
PEKOMOMHAIIMOHHBIX IIPOILIECCOB MYTAI[MH YAILlE BCETO
IIPOUCXOAAT B XOAE HEpaBHOIO KpoccuHrosepa. Kak mpa-
BHAO, HEPABHBI KPOCCHHIOBEP IPOHUCXOAUT B TEX y4YaCT-
KaX XPOMOCOM, I'A€ AOKAAH3YETCA HECKOABKO KOIIHH OAHO-
IO H TOTO K€ I€H4, BO3HUKIIIUX B PE3YABTATE AYIIAUKAIIHM
HMAM MYABTHIIAUKAIIME M COXPAHHUBIINX BEICOKYIO CTCIICHD
romoaornn. B pesyabTaTe HEpaBHOrO KpOCCHHIOBEPa B
OAHOM H3 XPOMOCOM ITOSIBAAETCA ACACIHA HEKOTOPOIO
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YYACTKA, 4 B APYTOH — €r0 AYIAHKaIus. B TedeHnne xu3Hn
ATODOH KACTKH AOBOABHO YACTO ITPOMCXOAAT CIIOHTAHHEBIC
nospexaeHus AHK. Aaf Toro 9ro0Obl ycrpaHaTs 9TH IIO-
BPEKACHUA, CYIIECTBYIOT OCOOBIE (DEPMEHTHBIC CHCTE-
MBI — CHCTEMBI perraparun. EcAn 110 kKakuM-An00 mpryu-
HAM B pabOTe CHCTEM pEIaparuu IIPOUCXOAUT COOIi,
BO3HHUKAIOT MyTaruu. MyTannun MOTyT HOABAATBCA U B Ie-
HaX, KOAUPYIOIIUX CaMHd (DEPMEHTEI CHCTEM pEIIapallui,
YTO IIPUBOANT K PE3KOMY IIOBBIILICHUIO (Mymanmoptsiti 3g-
ekml) AV CHUKCHUIO (aHmuMymamopsitl 3¢hgoexs) 9acTOThI
MyTaIHH APYTHX I'€HOB. Y YEAOBEKAa M3BECTHO TAaKOE 3a00-
ACBAHUE, KaK #ucMeHmtas Kogpodepma, TIPU KOTOPOM IIOA
ACHCTBHEM yABTPA(HOACTOBOIO OOAYYIECHNSA BO3HUKAIOT
ACPMATHTHI, 4 ITO3AHEE U 3AOKAYECTBEHHBIE HOBOOOPA30-
BaHHUA KOXKH. [IpUYIHHON AAHHOIO 3a0OAEBAHUA ABAACTCH
MyTanus, B PE3yAbTATE KOTOPOH HapyImaercs pabora cH-
cremer peraparui. CyIeCTBEHHO YBEAHYHTH YaCTOTY MY-
TAIUI MOIYT HE TOABKO M3MCHEHHA B CHCTEMaX (pepMeH-
TOB PEIIAPAIHH KACTKH, HO H MHOTHE Apyrue (hakTopsl,
KOTOPBIE HA3BIBAIOTCA MYTAr€HHBIMH. Pa3AHYaOT XHMIYE-
CKME BEIIECTBA (BBI3BIBAIOIINEC MYTALINN, HALIPHMED, Hu-
posomenmuamonesuna,  musenumMur M Ap.), (HU3HUECKHE
(MOHH3HUPYIOITIEE U YABTPA(PUOAETOBOE H3AYIEHUSA, BBICO-

I] My Tauun I'—

FenomHusie XpoMocoMHble Tenmbic
(nonunnonama ) aGeppalnu
I l 3amena BeraBrka unu
Ll‘lrlnokn.uu' [Trreponnounuu' IyKAcOTHOD BbINagcite
B [IHK HYKJICOTHAOB
8 JHK
Jynnoupus Henetna
Hitpepens
Hynnuauus
®parMeHTauns
ABTonon#nnouaHs Tpasicnokauus
AdtriotirtoHanA Heduiencu

Ewe 00na xaaccudburxayus mymayuii
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Kasfg TEMIIEPATypa U T. A.) U OHOAOTHYUECKUE (perposupycet,
pempomparicnosonst) MyTareHbl. |'eHHBIE MyTanmum BCTpeda-
FOTCA YaIre, 9eM APYTHE THIIBI MyTarnui. I'eHHeie Myrarmm
IIPEACTABAAIOT COOOM 3aMEHBI, ACACIIUU U BCTABKH OAHOIO
HAU HECKOABKHX HYKACOTHAOB, TPAHCAOKAITHH, AYIIAUKA-
MM U UHBEPCHH PA3AHYHBIX vacTed rema. Myranms, 3a-
TPATUBAFOIIAA TOABKO OAMH HYKACOTHA, HA3BIBACTCH /Z04K0-
601l. 3aMEHBI OAHOIO HYKAEOTHAA APYTHM HA3BIBAFOTCA
mpansuyusmy (3aMEHA TIYPUHA HA IYPUH UAU IIHPUMHUAMHA
HAa TUPUMUAUH) UAW 7paricsepcusamy (3aMeHa ITypUHA Ha
IIIPUMHAUH HAH Ha000pOT). IToCAEACTBHSA TOYKOBBIX My-
TaL[HI:I MOI'yT 6I)ITI) pa3AI/I‘IHI)IMI/I: CCAHU B pesyAbTaTe 3aMce-
HBI HYKACOTHAQ CMBICA KOAOHA COXPAHAETCA H3-3a BBIPOK-
AGHHOCTH TGHETHYECKOIO KOAQ, TO Takasg 3aMeHa
HaspBaeTCs cuHOHMMEYeckoi. Hykaeoruanas 3amena mo-
KE€T M3MEHHTb CMBICA KOAOHA U IIPUBECTH K 3aMEHE COOT-
BETCTBYIOIIIETO AAHHOMY KOAOHY aMHHOKHCAOTHOIO OCTAT-
Ka B TOAHIENTHAHOH  HemH  (Muccerc-Mymayus).
B pesyabrare 3aMeHBI OAHOTO HYKACOTHAA BO3MOKHA TaK-
K€ IIPEIKACBPEMECHHAS /2¢pMUtays mpanciayuy m3-3a oopa-
30BaHMA OECCMBICACHHOTO KOAOHa: ambep — YAI, ox-
pa— VAA wumam oman — VI'A. IlopoOHble MmyTarun
HA3BIBAXOTCSA HotceHeMymayuamy. BoZMOMKHBI TakxKe MyTaIlUH,
IIPUBOASAIIIIE K 3aMEHE CTOII-KOAOHOB Ha CMBICAOBBHIE. M13-
32 TPHUIIAETHOCTH TI'CHETHYECKOIO KOAA, B CAydYae, €CAU
ITPOMICXOANT ACACITUSA MAH BCTABKA YHCAQ HYKACOTHAOB, HE
KPATHOIO TPEM, IPOUCXOAHUT CABHI PAMKU CYHTBIBAHUA,
00ECCMBICAUBAFOIIIIH TPAHCAALIIO.

CaeayeT pasAudgaTh IEPBUYHYIO (IIPAMYIO) MyTAITAFO 1
PEBEPCHIO UAU OOPATHYFO MYTAITHEIO, KOTOpas BOCCTAHAB-
AMBAET HCXOAHYIO CTPYKTypy reHa. OAHAKO He Bceraa dpeHo-
THITITYECKAsA peBepcHs ObBaCT OOYCAOBAECHA OOPATHON MyTa-
nmert. [ToaoOHOe sBACHHE MOKET OBITB  OOYCAOBACHO
CyIIPECCOPHOM MyTALMEM, KOTOPasAd MOKET IIPOM30UTH KaK
B APYIOH OOAAaCTH TOIO K€ CAMOIO IcHa (MHTPareHHas
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CylIpeccopHas MyTalHA), TaK U B APYIOM HEAAACABHOM
reHe (9KCTpareHHas CylpeCcCOpHaA My TAIIHA).

HexkoTopsie MyTanuu KapAHHAABHO H3MCHAIOT IIPOIIECCHL, IIPOTE-
KaloIue B KAeTKe. Takas KAeTKa, KaK IIPABHAO, PACITIO3HACTCH CHCTE-
MaMH KOHTPOASl rOMeoCTa3a (IOCTOAHCTBA BHYTPEHHEH CpeAbI
OpPraHm3Ma), IIPOMCXOAHUT 3aIlyCK IIPOTPaMM amorrTo3a (IIporpam-
MHUPYEMOM KA€TOYHOM CMEPTH), 11 KAeTKa morudaet. Ecan o kakum-
TO IPUYMHAM M3MEHEHHAA KACTKA HE OBIAd SANMHHIPOBAHA, OHA AAET
HAYAAO HOBOW ITOIYAAIIMH KAETOK C M3MECHEHHBIM I€HOTHIIOM H, KAK
CAEACTBHE, C HOBBIMH (PYHKIHAMU. ECAM ITOAOOHAA MyTAIIUA IIPOU30-
IITA2 B COMATHYECKOW KAETKE, TO 3TO MOKET IIPHUBECTH K PA3BHTHUIO
3AOKAYECTBEHHBIX HAM AOOPOKAYECTBEHHBIX HOBOOOPA3OBAHUIL, ECAH B
ICHEPATUBHON KAETKE — K IOSABACHHIO HOBBIX OPIaHH3MOB C COBEpP-
IIEHHO MHBIMU CBOMCTBAMH.

Todasasaromee bonvuuricmmeo mymayuil npusodsm K crusceruro
HCUSHECHOCOOHOCIIN OP2AHUIMOB U KAENIOK 61A0MYL 00 UX 2ubes.
OAH2KO OYEHb PEAKO IIPOHCXOAAT MYTAIlUH, KOTOPBIE
IIPUBOAAT K IOABACHHIO Y MYTAHTHBIX OCOOEH ITOAE3HBIX
IIPU3HAKOB U OKA3BIBAIOT IIOAOKHTEABHOE BAHAHHE Ha
IIPUCIIOCOOACHHOCTD K YCAOBHAM CPEABL Takue MyTarum
ABAAIOTCA CPEACTBOM AAAITAITUU KACTOK M OPIaHHU3MOB K
YCAOBHAM OKPY/KAFOITIEH CPEABI M HA3BIBAFOTCHA AAAIITAIIH-
OHHBIMU. MyTaIum, 3aTparuBaroIue MOAYAIIIE» YIACTKI
I€HOMa U CHHOHUMHYECKIE HYKACOTHAHBIEC 3AMECHBI OOBIY-
HO HE UMEIOT (PEHOTHIIMYECKOTO ITPOSABACHUA — HX MOK-
HO OOHAPYAHTH TOABKO C IIPHUMEHEHHEM COBPEMEHHBIX
MOAEKYAAPHO-OHOAOIHYECKUX MeTOAOB. [lpunnmas Bo
BHUMAaHUE TOT (DAKT, YTO ITOAABAAIOINEE OOABIIHHCTBO
MYTAIIUN ABAAIOTCA CIIOHTAHHBIMH, YaCTOTY UX BO3HHKHO-
BEHHUA MOKHO CYHTATh BEAMYHMHON ITOCTOAHHOI. Ha atom
OCHOBAHO H3YYCHHE MYTAIIUI B «MOAYAIIUX» I€HAX C IIe-
ABIO HCCAEAOBaHUA (puAoreHun (IyTeH 5BOAIOIUH) pas-
AMYHBIX BHAOB, B TOM YHCAE€ H YEAOBEKA. Pe3yAbTarel
HCCACAOBAHUN MYTAaIldM, 3aTPArUBAFOIIUX MUTOXOHAPH-
AABHBIN TEHOM 1 HACACAYFIOIIUXCA HCKAFOYHUTEABHO I1O Ma-
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TEPHUHCKOII AMHUH, 2 TAKKE MYTAIlUM, AOKAAH3YIOIIUXCA B
Y-xpomMocome, KOTOPEIE HACACAYIOTCA TOABKO ITO MYAKCKOHU
AWHHH, HAXOAAT IITUPOKOE IIPUMEHEHHUE B 9BOAIOITMOHHOM
OHMOAOIUH U 5THOICHETHKE.

Bonpocs! u 3apanns 1o marepuasam Temsr 9

Yro TaKOE HYKACHHOBBIE KHCAOTHI?

M3 gero onu cocrostr?

Pacckaxmure o nmpasuae Yapradpda.

Aaiite nmpeacrasaerue o tumax PHK.

Yro Takoe mpanckpunyus?

Yro Takoe npoyeccurie?

Pacckasmre o cnaadcunze.

Yro Takoe mpancasyus?

Aaiite IPEACTABACHUE O 2eHemu1eckol pexoMouHayui.
Yro Takoe penapayus?

Kax Ber TOHEIMAETE 2eriyro Konsepcur?

[ToAroToBeTE COOOIIECHUA O TUITAX U BUAAX MYZayiil.
VcraHoBUTE COOTBETCTBHE MEKAY ITOHATHUAMH, COAEP-
AKAITUMUCH B CAGAYVIOINNX CTOADIIAX. AAf 3TOTO PAAOM
¢ mudpoi IIepBOro CToAdIA IIOCTaBbTE OYKBY COOT-
BETCTBYIOIIIETO ITOHATHA U3 BTOPOTO CTOAOLIA.

1. xpomocoma  a) TpaH3HUITHA

2. peramkanua —©O) TeAoMepa

3. myrarusa B) PHK-3aTpaska

14. OmpeaeanTe IPaBHABHOCTD CACAYIOIIEH (ppassr:

15. HMaTtponsr — 10 Herpancaupyemere yaactkun MPHK,

KOTOPBIE BBIPE3AFOTCA IIPU €€ CO3PEBAHMUIL.

16. VcranoBuTe COOTBETCTBHE MEXKAY ITOHATHAMHU, COAEP-
HKAIITIMICH B CACAYIOIINX CTOADIIAX. AAf 3TOTO PAAOM
¢ 1udpoii IMepBOro CTOADIIA IIOCTaBBTE OYKBY COOT-
BETCTBYIOIIIETO ITOHATUA U3 BTOPOIO CTOAOIIA.

1. Tpamcaanua  a) AOMHUHHPOBAHHE

2. TpaHCAyKumsa ©O) pubocoma

3. aaaeAb B) BUPYCEI

PN AN

SN (s
Sl el
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17. MckarounTte AWIITHEE HOHATHE B IIPUBEACHHOM PAAY.
Vkaxure 0000IIIaronee CAOBO AAHHOIO PAAA:
PHK-nmoanmepaza, penaumkarnmsa, AHK-moanmepasa,

dparmenTer Oxazaku, TOIIOH30MEPa3a, pEOOCOMA.

ITpumepHas TeMaTHKA CEMUHAPOB 110

Moayaro I11

Hocurean HacA€ACTBEHHON HH@OPMAIIHH — fAAPO U
MHUTOXOHAPHH.

MuTo3 u MEHO3 KaK YHUKAABHBIE ITPOIIECCEHL.

OcobeHHOCTH CO3pEBAHNUSA IIOAOBEIX KACTOK YE€AOBEKA.

OBorenes u criepMaTOreHes.

Crpykrypa, DYHKIIIH, COCTaB XPOMOCOMBI.

MeTOABI HCCAEAOBAHUA XPOMOCOM.

I'enomuas rubpuausanys.

AHK — crpyxrypa, cocras.

PHK — crpyxrypa, cocras.

[IpaBuaa Yapracpda.

IIporeccsr, mpoucxoasmue 8 AHK n PHK.

VzmeHeHnA reHeTUYIEeCKOTO aImapara.

Awnreparypa:

1. Aroa B. W., boraanos A. A, I'sozaes B. A. 1 Ap.; oA pea.
A. C. Compuna. Moaekyaspras Omoaorms: Crpykrypa u
OHOCHHTE3 HYKACHHOBBIX KHCAOT. — M.: Bricmmas mikoaa,
2010.

2. Arttana ©@., Katirep Ax. CoBpemenHas reHeruka. — M.: Mup,
2007.

3. Aepya A. M. MyrauTts. — M.: Acrpeas, Corpus, 2000.

HuTepHeT-pecypcor:

www.genes.net
http:/ /www.labogen.ru/20_student/manual.html
http:/ /www.mif-ua.com/articles/category/genetika
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Moayas IV.

MoaekyasapHasA TeHEeTUKA U TEHOM

Tema 10. I'enoMuKa, TPaHCKPUIITOMUKA,
MPOTEOMUKA

Hcropua ¢popMupoBaHUA TEHOMHUKH.
CrpykrypHas n PyHKIIMOHAABHAA T€HOMUKA.
CpaBHHUTEABHAA TEHOMHKA.

Hayka o TpaHCKpHuniTome.

H3zyuenue 6eAKoB.

I'eHOMHMKa — HampaBA€HHE MOAEKYAAPHOM IeHe-
THKU, U3y9AIOIIEE CTPYKTYPHO-(PYHKIIMOHAABHYIO Op-
TAaHU3AIUIO0 T€HOB U I'€HOMOB J>KHBBIX OPIraHHU3MOB.
I'eroMuKa co3AaBaAaCh KaK OCODOE HAIIPABACHHE B IIEPHOA
CO3AAHUSA TIEPBHIX TIPOEKTOB IO CEKBEHHPOBAHUIO' TeHO-
MOB HEKOTOPBIX BHAOB AKHBBIX OPraHU3MOB
B 80—90-x rr. mporraoro Beka. IlepBbIM OBIA ITOAHOCTBIO
CeKBEeHHPOBaH reHoM Oakrepuodara P-X174 (5 368 1. 1.).
Oro mpowusomao B 1977 1., satem B 1995 r. Opa cexBeHn-
poBan renom Oakrepuu Haemophilus influenzae (1,8 man
1. H.). [locae 9TOro OBIAM TIOAYYEHBI ITOAHBIC CHKBEHCHI
I'€HOMOB €Ill¢ HECKOABKHX BHUAOB, BKAIOUYAA TEHOM YEAOBE-
ka (2001 r. — mepseiii yepnoson apuant, 2003 r. — mep-
BRI 3aBEpIIECHHBIN pean3). llocaeAHmit 1o BpemeHH

4 CexBenmupopanue OronmoAnMepoB (OEAKOB M HYKACHHOBBIX KFHIC-
sor — AHK n PHK) — onpeaeaerne ux aMIHOKHCAOTHOH MAN HYK-
AGOTHAHOH ITOCACAOBATEABHOCTH (OT AaT. Sequentum — ITOCAEAOBA-
TEABHOCTB). B pesyAbrare CEKBEHHPOBAHHA ITOAYIAIOT (POPMAABHOE
OIHUCAHUE IEPBUYHOM CTPYKTYPH AHMHEMHON MAKPOMOAEKYABI B BHAE
ITOCAEAOBATEABHOCTH MOHOMEPOB B TEKCTOBOM BHAE. B pesyabrare
cekBeHUpoBaHHA HepekpaBaromuxcs yaactkos AHK, moaywaror mmo-
CAEAOBATEABHOCTH YIACTKOB I'€HOB, IIEABIX I'eHOB, ToTarbHOM MPHK 1
AK€ TIOAHBIX TEHOMOB OPTaHI3MOB
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peans — 37.1 — onybaukoBan B asrycre 2009 r. B mem
agHOTHpOBaHO 34533 rema. Passurme TEHOMHKH CTaAO
BO3MOKHEIM HE TOABKO OAAroAaps COBEPIIEHCTBOBAHHIO
OmoAOrHIecKnx U (QU3UKO-XUMHYECKHX METOAOB, HO U B
CBA3M C HOSBAECHHEM OOAEE MOIIMHOM BBIYHUCAUTEABHOMN
TEXHUKH, KOTOpas IIO3BOAMAQ PabOTATh C OIPOMHBIMU
MACCHBAMU AAHHBIX, M, KOHYEHO, DOAEE COBEPIIIEHHOIO
IIPOIPAMMHOTO OOECITEYEHHH.

AAfA  CEKBEHHPOBAHNA IIPHUMEHAIOT METOABI DAMAHA,
Conrepa u Apyrue. B Hacrodiee Bpemsa AASl CEKBEHHPOBaA-
HUA T€HOB dYarre IpuMeHsaroT MeToA CaHrepa ¢ AHAE30K-
cunaykacosuarpudocdaramu (ddNTP). O6bran0 A0 Hada-
Aa CEKBEHHPOBAHUSA IIPOU3BOAAT AMIAM(DUKAIINIO YIACTKA
AHK, mocaea0BaTeABHOCTE KOTOPOTO TPEOyeTcsi OIpeAe-
Anth, npu nomormu TP, Ceksermposanme moAHOTO re-
HOMAa OOBIYHO OCYIIECTBASFOT IIPU IIOMOIIMH TEXHOAOTHIH
Next-generation sequencing.

Meroa Damana (Edman degradation) — oauH u3 paHHHX Me-
TOAOB OIIPEACACHUS IEPBUIHOM ITOCAEAOBATEABHOCTH (CEKBEHHPOBA-
Hns) rentuAoB. Paszpaboran B 19501956 roaax rmBeAckum Oroxumu-
koM IIspom Buxropom BDamamom. Cyre MeTOAa 3aKAFOUaeTCA B
00pabOTKE MCCACAYEMOIO ITEIITHAA OIPEACACHHBIM HAOOPOM peareH-
TOB, YTO IPHBOAHT K OTIIEITACHHIO OAHOM aMHHOKHCAOTBI ¢ N-KOHIIa
ITIOCACAOBATEABHOCTH. LIMKAHYECKOe ITOBTOpEHME PEAKIHM U AHAAU3

AAMACAACTTCGTAAGTATA

I paguuecxoe npedcmasenue pesyavmanos cexsernuposarus AHK
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ITPOAYKTOB PEAKIIUI AAFOT HH(OPMAIIMIO O ITOCACAOBATCABHOCTH
AMHHOKHCAOT B mentuae. Meroa DAmaHa OBIA IIHPOKO pacIpocTpa-
HEH BO BTOpOIl mososuHe XX Beka. B Hacrosiee Bpems IPaKTHIECKN
HE IPUMEHACTCA M3-3d MHOTHX IIPHCYIIUX €My HEAOCTATKOB (HEKOAU-
YECTBEHHOE IIPOTEKAHME PEAKIINH, MHOKCCTBECHHBIC ITODOYHBIE IIPO-
IIECCHI).

Ae30KCHUHYKACOTUAHBIA METOA, MAU METOA «OOpBIBA LEIN»,
6b1A paszpadoran @. Canrepom B 1977 TOoAy 1 B HacTOAIIIEE BPEMS IITH-
POKO HCIOAB3YETCA AAfl OIIPEACACHUA HYKACOTHAHOH ITOCACAOBATEAD-
woctu AHK (B 1980 r. Canrep 6n1a yaocroen HobeaeBckoii mpemrm
o xumun). Ipu cexsennposannn 1o CaHrepy IPOMCXOAUT ITHOPUAHU-
3AIHA CUHTETHYECKOIO OAUTOHYKACOTHAA AAMHON 17-20 3BeHbEB CO
crenu@UYecKUM YIaCTKOM OAHOMN M3 ILIEell CEKBCHUPYEMOTO YYaCTKa.
DTOT OAUTOHYKACOTUA SBASCTCS  /pa#mepoM, TOCTABASIOIINM  3'-
THAPOKCHABHYIO IPYIIIY AASl MHUI[MALINK CHHTE32 IICIIH, KOMIIACMCH-
TapHOW Matpuiie. PacTBOp ¢ #palivepor PACIIPEACAAIOT IIO HUETBIPEM
IIPOOHPKaM, B KA&XKAOH U3 KOTOPHIX HAXOAATCH YETHIPE AC30KCHHYKACO-
tuaa, dATP, dCTP, dGTP u dTTP (oAun u3 HUX — MEYCHHBIN pa-
AMOAKTUBHBIM H30TOIIOM) u OAUH us YETBIPEX 2'3-
anpezokcnHykAeotuA0B (ddATP, ddTTP, ddGTP man ddCTP). Au-
AC30KCHHYKACOTHA BKAFOYACTCA IO BCEM IIO3UIIUAM B CMECH PACTYIIIHX
LIETel, ¥ IIOCAE €TI0 IIPUCOEAMHCHHUSA POCT IEIN CPA3y OCTAHABAUBACT-
ci. B pesyabrare 9TOro B KKAOW M3 YETHIPEX IPOOUPOK IIPH YIACTUN
AHK-mmoammvepassr oOpasyercsi YHHKAABHBIH HAOOP OAHTOHYKACOTH-
AOB PasHOI AAHMHBI, BKAIOYAIOIINX IIPAHMEPHYIO IIOCACAOBATEAD-
HOCTB. AaAee B IpOOHPKH AOOABAAIOT (POPMAMHA AAA PACKOKACHUA
Ienei ¥ IPOBOAAT 9AEKTPOdOpPE3 B IMOANAKPHAAMUAHOM TEAC Ha de-
TBIPEX AOPOKKaX. [IpOBOAAT paAnoaBTOrpadHIo, KOTOpas MO3BOAACT
«IIPOYECTB» HYKACOTHAHYIO IIOCACAOBATEABHOCTh CEKBEHHPYEMOIO
cermenta AHK. B Goaee coBpeMeHHOM BapHaHTEe AHMAC30OKCHHYKACO-
THABI METAT YCTBIPBMS PA3HBIMH (PAYOPECLIEHTHBIMUA KPACHTCAAMUI H
mposoadar TP B oAHO# pobupxe. 3arem BO Bpems aaekTpodopesa B
ITOAMAKPHAAMHAHOM I€AE AYY Aa3epa B OIPEACACHHOM MECTE IEAS
BO30YKAAET (PAYOPECIICHIINIO KPACHTEACH, M ACTEKTOP OIIPEACAACT,
KAKOW HYKACOTHA B HACTOAINNI MOMEHT MHTrpHpyeT depes reab. Co-
BPEMEHHBIE IIPUOOPHI UCITOAB3YIOT AAA cekBeHmpobanud AHK karmma-
AAPHBIN 3A€KTpOdOpE3.

HpOT}DKCHHOCTb TCHOMOB Y KHBBIX OpFaHI/ISMOB I/ISMCp}I—

ercd MUAAMAPAAMHI IIAP OCHOBAHUI (F€HOM YE€AOBEKa CO-
CTOUT M3 3 MAPA II. H.), 9TO IIPEAITOAAraeT HEOOXOAUMOCTb
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IIPHIMCHCHNSA OOABIIIX KOMITBIOTEPHBIX MOIIIHOCTCH AAf
AACKBATHOIT OOPaOOTKI COACPKAITICHCA B HIX HH(DOPMALIHL.

CrpykTypHAasA reHOMHUKA — Pa3A€A T€HOMUKH, U3Y-
YAFOIIMI CTPYKTYPY F€HOB M '€HOMOB — OCO0OE BHHMa-
HIE 3AECh YACAACTCA BHYTPEHHEMY CTPOCHHIO T€HA, COCTABY U
PACITOAOKECHHIO PEIYAATOPHBIX ITOCACAOBATEABHOCTEH, OCO-
OEHHOCTAM MOAEKYAPHON OPraHU3aIlMH XPOMOCOM H XpPO-
MOCOMHBIX PaiiOHOB, OOINUM IIPUHIMUIIAM CTPYKTYPHPOBa-
HUA TIOCACAOBATEABHOCTEH I€HOMOB. YHYCHBIC HCIOAB3YIOT
KOMOWMHAITIH 9KCIICPHIMEHTAABHBIX H MOACAHPYIOIINX ITOA-
x0AOB. [lpHHIUIIIAABHOE pa3sAMYHE MEKAY CTPYKTYPHOH
TCHOMUKON U TPQ.AI/IHI/IOHHIDIM CprKTyprIM HpeACKaSa.HI/I—
€M — 9TO TO, YTO CTPYKTYPHAS TEHOMUKA ITBITACTCA OITPEAC-
AUTB CTPYKTYPY KOXKAOTO DEAKA, 3aKOAMPOBAHHOIO I€HOMOM,
BMECTO TOIO, YTOOBI COCPEAOTOYUTHCA HAa OAHOM OIIPEAC-
AGHHOM O€AKe.

CIpyKIypHAs TCHOMUKA 3aHHMACTCA CO3AAHHEM H CPABHCHHCEM
PA3AMYHBIX THIIOB TCHOMHBIX KAPT 1 KPYITHOMACIITAOHBIM CCKBEHHPO-
Baanem AHK. IIpoexr 110 HM3y4eHHIO UYEAOBEYECKOIO0 I€HOMA
(Human Genome Project) i menee ussecrnad IIporpamma 1o musy-
dqeHnro pacrureAbHbIX reHomoB (Plant Genome Research
Program) ABAArOTCA CAMBIMI MACIITAOHBIMH HCCACAOBAHHAMU CTPYK-
TypHOH reHoMuky. KpoMe kapTHpOBaHUA U CCKBEHUPOBAHHSA TCHOMOB,
B 33AdYH CTPYKTYPHOH I€HOMUKH BXOAAT HMACHTH(DHKAIINSA, AOKAAN32-
LU M COCTABACHIE XAPAKTEPUCTHK TCHOB.

B pesyApraTe OCyIIeCTBACHHA YACTHBIX M TOCYAAPCTBEHHBIX IIPO-
EKTOB ITO CTPYKTYPHOH I€HOMHKE OBIAI CO3AAHBI KAPTHI T€HOMOB I
pacrmdpoansr mocaeaoBateasHoctn AHK Goabmmoro koamdecrsa
OPraHM3MOB, B TOM YHCAC CEABCKOXO3ANCTBEHHBIX PACTCHHUH, DOAE3HE-
TBOPHBIX OAKTEPHH M BHPYCOB, APOAIKEH, HEOOXOAUMBIX AAA IIPHIO-
TOBACHHSI HEKOTOPBIX IIPOAYKTOB IIMTAHUS M IIPOU3BOACTBA IIHBA,
a30T(OUKCUPYIOIINX OAKTEPHI, MAAAPUITHOIO IAA3MOAUSA U IIEPEHO-
CAIINX €r0 KOMAPOB, 4 TAKAKE MHKPOOPIAHH3MOB, HCIIOAB3YEMBIX YEAO-
BEKOM B CAMBIX Pa3HOOOPA3HBIX IPOMBIIIACHHEIX Iporeccax. Kpome
toro, BecHoi 2003 roaa 6viA 3aBeprreH [TpoekT Mo usydeHNnIO reHOMa
YEAOBECKA, UCPHOBBIC BAPHAHTBI KOTOPOIO OBIAM TOTOBBI ViKE K
2000 roay. baaroaaps Tomy, 9TO reHETHIECKHH KOA YHHBEPCAACH U BCE
JKUBBIE OPTaHH3MBI CIIOCOOHBI PACIIH(DPOBHIBATD TCHETUIECKYEO HH-
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dopmMarnmro APyrEX OpPraHH3MOB K OCYIIIECTBAATH 3aAOMKCHHDBIC B HEI
GroAormaeckue PYHKITHH, AFOOON TeH, HACHTH(PUIINPOBAHHEIN B XOAC
TOIO HAM HHOIO I'€HOMHOIO IIPOCKT4, MOMKET OBITh HCIIOAB30BAH B
IIIPOKOM CIIEKTPE IPAKTHYECKUX IIPUAOKECHUH. 3HAHIE IIOAHOH HAH
YACTUYHON IIOCACAOBATEABHOCTH HYKACOTHAOB OIIPEACACHHBIX I€HOB
CAYIKHAT AASl ICCACAOBATEACH HMCTOYHHKOM OYCHB ITOAC3HOH HHEOP-
MAaIliN, AQXKE ECAM TOHKOCTH (DYHKIIMOHHPOBAHNA TI€HOB OCTAFOTCH
wensyueHHbiMu. Hamprnmep, wmrdoOpmarma 06 OTAGABHBIX TI€HAX I
KOAMPYEMBIX MMH OCAKAX MOKET CACAYIOIIICE:

— IIOMOYb CEAEKIIMOHEPAM HE HAYTaA, a IEACHAIIPABACHHO H3-
MEHATH CBOMCTBA PACTCHUI U YOEKAATHCA B HAAWYHH KEAAEMBIX IIPHU-
3HAKOB, HE AOJKHAAICH ITOSBACHUS ITAOAOB (IIOCACAHEE OCODEHHO BAXK-
HO AASl CEACKITHH ACPEBHEB);

— HCIIOAB30BATBCA AASl BBIACACHHUSA CICHN(PHYCCKHX PEKOMOH-
HAHTHBIX MOACKYA HAM MHKPOOPIaHH3MOB, VHUKAABHBIX C OHOXHMH-
YECKOM TOYKH 3PEHUS;

— IOPUMEHATBCA AAA HACHTHU(UKAIINK I€HOB, YIACTBYOINUX B
OCYIIIECTBACHIN CAOKHBIX IIPOIIECCOB, KOHTPOANPYEMBIX MHOKECTBOM
IE€HOB, 4 TAK/KE 3ABUCAIIIX OT BAUAHUA OKPYKAFOIIIEH CPEABI;

—  IPUMEHATHCH AASL OOHAPYKEHNA MUKPOOHBIX 3aPAKCHUI KAC-
TOYHBIX KYABTYP.

DYHKIMOHAABHAA TE€HOMHMKA H3y4aeT MEeXaHH3MBbI
paboTBI TE€HOB M APYIruxX (PYHKIIMOHAABHO AKTHBHBIX
3Ae€MEeHTOB reHoma. [Iporieccsr skcIIpeccuu IeHOB U ee pe-
IYASIIIE IIPH IIOMOIIM OAMBKHX H JAAACHHBIX 9ACMCHTOB
I€HOMA HaXOAATCS B IIEHTPE BHUMAHUA 9TOH AUCIIUITAIHEL

CexBeHHPOBAHIE T€HOMOB, HACHTH(UKAIINA U KapTHU-
pOBaHHE TICHOB, HECOMHEHHO, ABAAIOTCH BBIAAFOILIHMICH
AOCTIKEHUAMHI, HO IIPEACTABAAIOT CODOH BCErO AHIIb
LIEPBBIH 9TAll T€HOMHOH peoaronmu. Mudopmarus o
HYKACOTHAHON ITOCACAOBATEABHOCTH I€HA U €rO ITOAOXKE-
HOM B TEHOME HE OYACT HMETH IIPAKTHYCCKOIO 3HAYCHUI,
€CAM MBI HE 3HACM, KaKHMC (DYHKIIMH BBIIOAHSCT I'€H, KaK
OCYIIIECTBAAETCA €r0 PEIYAAIIUA U KAK €r0 aKTUBHOCTD CKa-
3BIBACTCA HA APYIUX I€HAX. 3AHHMAIOIIEECA STHMU BOIIPO-
CAMH HCCACAOBATEABCKOEC HAIIPABACHHE, H3BECTHOC HAM
TEeIeph Kak (DYHKIIMOHAABHAS ICHOMHKA, AACT BO3MOIK-
HOCTb OPHEHTHPOBATHCA B CAOKHBIX CTPYKTypax I€HOMa
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H3y4aEMOIO OPTaHHU3Ma, IIOCTUIATh €r0 3aKOHOMEPHOCTH U
COAEPIKAIIYIOCA B HEM HH(OPMALTHIO.

HMccaeaoBanms mmokasaAn, 9TO TeHOMBI MAECKOITHTAFOIIIX
COACPIKAT IIPHOAUZUTEABHO OAMHAKOBOE KOAHYECTBO ICHOB,
KOTOPOE B HEKOTOPBIX CAYYaAX AQKE MEHBIIIE KOAMIECTBA
ITEHOB B TE€HOMAX MEHEE CAOKHBIX, YeM MAEKOITHTAFOIIIIC,
opraan3MoB. OAHAKO AAfl ITOHUMAHHSA PA3AMYUIT MEKAY BH-
AAMI OCHOBHYIO POAb UIPAET HE 3HAHHE KOAHMYECTBA I'€HOB, 4
IIOHUMAHHE TOIO, KaK OHH PAa3AHYAIOTCA IIO COCTAaBy W
pyHKITHAM, 3HAHIE XUMITYECKUX U CTPYKTYPHBIX Pa3AMYHIHA B
Ie€HaX, KOTOPBIE U AEKAT B OCHOBE PA3AIIHI OPIraHU3MOB.

DBOAIOIIMOHHBINA AHAAU3 OCTEIIEHHO CTAHOBUTHCA OC-
HOBHBIM IIPHEMOM BBISCHEHHS cpyHKLU/H‘/'I U B3aUMOACH-
CTBHI T€HOB B IpeAcAax TeHoMma. MoAeKyAsipHBIE 3BOAFO-
IIMOHHCTBl  ITOAB3YFOTCA ~ METOAAMH  CPaBHHTEABHON
TEHOMUKH U OHMOMH(OPMATHKH AAfl aHAAN32 KOAHMYECTBA
MYTAIUI, KOTOPBIE ITOCACAOBATEABHOCTH HYKACOTHAOB B
AHK mpereprieBaror B miporiecce apoaroruu. [loayuenmsre
AAQHHBIE ITO3BOASIFOT MCCAEAOBATEAAM HACHTH(UIIIPOBATDH
(PYHKIIMOHAABHO BaKHBIE OOAACTH I€HOB U CO3AABATH MO-
ACKYAAPHYIO BPEMEHHYIO IITIKAAY BUAOBOI 3BOAIOITHH.

Kak prmep:

— 1mAaoAoBas mytka Aposoduaa (Drosophila melanogaster) AaBHO
ABASCTCS IIPU3HAHHOH MOAEABIO AASl H3YYCHHS 3aKOHOMEPHOCTEH
HAacAeAOBaHHsA reHoB. K AocToHHCTBAM APO30(HABI OTHOCATCA €e He-
IIPUXOTAUBOCTh, AOCTYIIHOCTh U KOPOTKUH LIMKA PasBUTHS. B pe3yab-
TATE OIPOMHOIO KOAHYECTBA HMCCACAOBAHHUE, B KOTOPBIX OOBEKTOM
H3y9IEHUA OBIAM APO30O(HABIL, IOAYIEHA MACCA ITOAE3HON HMHMOpMa-
LMK, KOTOPas B HACTOSIIEE BPEMSA AOCTYIIHA HAYYHON OOIIECTBEHHO-
cru. Tak, Hapumep, nccaeposareAn LleHTpa 9BOAIOIIMOHHOHN (PyHK-
nnonaasHOM  reHomukn  (Center for Evolutionary  Functional
Genomics) Apusonckoro mHCTHTYTa OMOAM3aiiHa (Arizona Biodesign
Institute) cosaaanm mudoOpmanmonnyro 6a3y «FlyExpress», ocHoBaH-
HYIO HA MHTEPHET-TEXHOAOTHAX M HCIOAB3YIOIIYIO COBPEMECHHBIC
ITpHEMBI 0OPaOOTKH H300PAKEHUH U HH(MOPMALIIN, KOTOPAA ITO3BOAA-
€T YYCHBIM OBICTPO AHAAHBHPOBATH SKCIIPECCHIO IC€HOB APO30(DHABI
110 U300PAKEHIIO SMOPHOHOB.
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TaHU3MOB.

Kaknmu Ol yHHKAABHBIME MBI HH Ka3aAHCh CAMU ceOe,
B Hameld AHK ectb AOBOABHO MHOTIO CXOACTBA HE TOABKO
¢ OOe3psIHAMH H MBIIIIAMI, HO AQKE C MAACHBKHM YCPBEM
C. elegans u myxo# Apo3oduAONH. MOMKHO CHABHO YAH-
BUTBCA, HO § HaC OKOAO 50% reHOB CXOAHBI C TAKOBBIMHU Y
4gepBsA. Y YEAOBEKA U MBIIIH €Ile OOABIIIE OANMHAKOBBIX Ie-
HOB, XOTA B O9BOAIOIIMH OHH PAa3OIIAHUCH VKE OKOAO
100 MIAAMOHOB A€T HA3aA. B reHoMe 4YeAOBeka Ha Cero-
AHAIITHUI A€Hb OOHapykeHO AHuIIb OKOAO 300 reHoB, KO-
TOPBIX HET Y MBIIIH, 4 ODIEE UX YUCAO IIPUMEPHO OAMHA-
koBoe. TakuMm o006pazoMm, okoao 99% reHOB wUeAOBeka
COOTBETCTBYFOT I'€HaM MBIIIH, IIpudeM, mpumMepao 80% u3
HHX ITOYTH ITOAHOCTBIO HAeHTHYHBL Kpome Toro, ro 90%
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I'€HOB, OTBETCTBEHHBIX 32 BO3HHKHOBEHUE PA3AMYHBIX 3a-
OOAEBAHMH, y YEAOBEKA U MBIIIH CXOAHBL EcTb, pasymeer-
¢, ¥ HEOOABIITHE pasAmyus. Tak, y MbIIImm ropasao OOAb-
IIIE€ TCHOB, OTBEYAIOIIUX 32 OOOHIHUE.

Yro ke Kacaercs HAINMNX OAMKAMIIINX POACTBEHHUKOB,
TO 3A€Ch pasamgus erne MeHbire. COrAacHO ITOCACAHHM
AAQHHBIM, B I[EAOM, TCHOM YCAOBEKA OTAHYACTCHA OT I€HOMA
IIIAMITAaH3€ BCETO AMIIL MakCHMyM Ha 5%! VAuBHTEABHO,
HO HEKOTOPBIE TIPYIIIBI I€HOB (HAIIPHUMEpP, I'CHBI, OTBET-
CTBEHHBIE 32 (DOPMHUPOBAHHE TE€AA OPraHMU3MA) § YCAOBEKA
CPOAHU aHAAOTHMYHBIM IPYIIIAM Yy OHMOAOIMYECKHX BHAOB,
BO3HUKIINX €I HATbCOT-IIIECTECOT MUAAUOHOB AET TOMY
Ha3aA, BO BpeMeHa Tak HaseiBaemoro KemOpwmiickoro Omo-
Aormyeckoro B3peBa. Cefidac ¢ HETEPIEHHEM OKHUAACTCA
TOT MOMEHT, KOIAA VYCHBIMH OYAET ITOAHOCTBIO CCKBCHU-
poBaH reHOM mmmmaH3e. [locae aTOro B cpaBHHTEABLHON
TEHOMHKE AOAKEH HAYATHCA HOBBIII OYCHDb BAKHBIM STAIl.
B pesyaprare TaKOTO CpaBHEHHA MOTYT OBITH OOHAPYKEHBI
(PYHKIIMOHAABHO BayKHBIC MYTAITHH, CHEITU(PUYUECKUE AALA
YEAOBEKA KAaK BHAQ, YTO B CBOIO OYEPEAb OTKPOET HOBBIE
IyTH AAf MEAHUITMHEL De3ycAOBHO, 5TH AaHHBIE OYAYT TakK-
’Ke CITOCOOCTBOBATH DOAEE ITOAHOMY IIOHHMAHHUIO IIPOLIEC-
Ca BOAIOIINN YCAOBECKA.

TpaHCKpUIITOMHKA — HAyKa O TPAHCKPHUIITOME.
TpaHCKPUIITOMOM HA3BIBAIOT COBOKYIIHOCTH BCEX TpaH-
CKPHIITOB, KOTOPBIE CHHTE3HUPYIOTCA B OAHOI KACTKE HAU
rpynme kaetok (B Tom umcae MPHK m mHekoampyrormme
PHK). INousTHE «TPaHCKPUIITOM» MOMKET OOO3HAYATD IIOA-
HBIH HAOOP TPAHCKPHUIITOB, CHHTE3UPYEMBIX B AAHHOM Op-
raHU3ME, AU CIIEHNH(UYECKUI HAOOP TPAHCKPHUIITOB (MO-
AekyA PHK), mpeAcTaBA€HHEIN B KAETKAX OIIPEACAEHHOTO
Tima. EcAu reHOM y Bcex KACTOK OAHOM AMHUM, KaK ITpa-
BHAO, OAMHAKOB, TO TPAHCKPUIITOM MOJKET OBITH BECbMa
U3MEHYHB W 3aBUCHT OT YCAOBHH OKPYKAFOIICHT CPEABL.
[NonsTre «TPaHCKPHIITOM» OTPaKaeT IPOMHUAb 3KCIIpec-
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CHHU I€HOB B AAHHBIII MOMEHT BPEMEHH, ITOCKOABKY BKAIO-
4gaeT B ceOsA BCe TPAHCKPUIITHI AAHHOH KAeTku. Hamboaee
YaCTO B OKCIEPHMEHTAX II0 H3YYEHUIO TPAHCKPUIITOMA
nCcIoAB3yIOT Omouniter (MetoA AHK-mvukpoappedi, 1o3Bos-
IOIMUN AaHAAU3HPOBATH YPOBHH TPAHCKPUIIITUU AECATKOB
TBICAY TEHOB OAHOBPEMEHHO) M ITOAHMEPA3HYIO IICITHYIO
PEAKIINIO B PEAABHOM BPEMEHU, KOTOPAs ITO3BOAAECT AABATDH
TOYHYIO KOAMYECTBEHHYIO OIIEHKY 3KCIIPECCHN OTACABHBIX
I'€HOB.

[ToapobHee 0 3aAa9ax TPAHCKPUITTOMUKH:

— HCCAEAOBAHUE CTPYKTYPHl M AUHAMUKHU TPAHCKPHUII-
TOMa, ACKAIIHX B OCHOBE (DOPMHPOBAHUA BTOPOIO YPOBHA
deHOTHITA — ITPOTEOMA KAETOK, TKaHe# u rp. Ho mekoro-
pBIE 33AQYH TPAHCKPUIITTOMUKH, B TO 7K€ BPEM, ABAAFOTCA U
3apadaMu (PYHKIIMOHAABHOW I'€HOMHUKH — B TOH Mepe, B
Kakoil mudOpMaIua, HeoOXOAnMad AAS (POPMUPOBAHUA
CTPYKTYPBI TPAHCKPHUIITOMA, 3aKOAHPOBaHA B TICHOME U
MOJKET OBITh BBIABACHA IIPU €rO M3yYeHHH. 3aAadu (PYHK-
IIMOHAABHON T'€HOMHKH, IIEPECEKAIOIUECT C 3aAaYaMH
TPAHCKPUIITOMUKH, 3aKAFOYAFOTCA B BBIABACHHUU U HCCAE-
AOBAHUH YCAOBHUI AAf cbopMI/IPOBaHI/m XaPAKTEPHOM AAA
KAETOK OIIPEACACHHBEIX THIIOB CTPYKTYPHI TPAHCKPHITTOMA,
IIPEAOIIPEACACHHON I'€HETUIECKUMHU IIPOTPAMMAMH Pa3BH-
THA, T.€. 3aIIH(POBAHHBIME B T€HOME CHIHAAAMH. DTH
YCAOBHSAl PEAAU3YIOTCA YEPe3 B3AMMOACHCTBHE KACTOYHOMN
OMOXHMIYIECKOH MAIITMHEI C HACACAYEMBIMH BMECTE C Ie-
HOMOM PEryASTOPHBIMU CUTHAAAM:

— TPAHCKPUIIIIMU (1poMOmopei, calaencepsl, txaricepel,
epanuumie IMEMEHIIL] UHEYAAMOPBL, CUHANGL 3ABEPULEHNA CUMMEA
PHK-nosumepasoii u m. 0.),

— CHAAVICHHTA (catmel cnaaticuriea, pezyasmopst aivmep-
HamugHozo cnaatlcutiea, mparc-cnaaicurea);

— IIOCT-TPAHCKPHIIIIUOHHBIX IIPONECCOB (cailnvt
szaumodeticmeus ¢ miRINA uau siRINA, pedaxmuposarnus, yuno-
NAGIMAMUdecKoll A0Katusayun u 7. 0.).
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CoOcTBeHHBIE 32Aa9M TPAHCKPHIITOMHUKHA COCTOAT B
BBIABACHUH W M3YYCHHUU HE 3aBUCAIIUX OT TEHOMHBIX CHI-
HaAOB (PAKTOPOB, BAHAOIINX Ha (DOPMHPOBAHUE CTPYKTY-
PBl M AHMHAMHKH TPaHCKPHIITOMAa, U, B KOHECYHOM CHUCTE,
nporeoma. [lpumenenne MeToAOB OmOMHAMOPMATUKHA HA
YyPOBHE aHAAHM3a TPAHCKPHUIITOMA — IIPH HCCACAOBAHHH
CIPYKTYPBl TPAHCKPUIITOB U HX AH(PEpeHIInaAbHOIO
BPEMEHHOIO M IIPOCTPAHCTBEHHOIO PACIPEACACHHUSA B
KACTKAX M OPraHM3Max, IO3BOAACT: PEKOHCTPYHPOBATH KO-
ABI, 3aKAFOYEHHBIE B T€HOME (KOOIEPAIHA C I'€HOMHUKOI);
BBIABAATH HH(OPMAIIMIO B BUAE CHIHAAOB M KOAOB, HEOO-
XOAUMYIO AASl (DOPMHPOBAHHA IIPOTEOMA (KOOIIEPAIUA C
rporeoMukoi). CEroAHs CyIIECTBYET HECKOABKO PaCIIPO-
CTPAHEHHBEIX METOAOB AAfA IITHPOKOMACIITAOHOIO HCCAEAO-
BAHHA TPAHCKPHIITOMA — «OepUiinsiil andaus Kcnpeccuu  ce-
noey — Serial analysis of gene expression (SAGE), «npouumansie
Dpacvenmer  IKCnpeccuposansix  N0CA0BANENBHOCHIEN) —
Expressed Sequence Tags (ESTs), «Maccosoe odrospemertioe cexse-
Huposarue — xapaxmepnvix  gpacmermosy  Massively  Parallel
Signature Sequencing (MPSS). IlpaBaa, 3aMeTHM, TOABKO Me-
top AHK-6mounmos wmam  AHK-mumkpomarpur;  (DNA
microarray, DNA biochip, oligonucleotide microarray,
cDNA microarray) siBAg€TCA CPEACTBOM OOINIEI€HOMHOIO U
BBICOKOIIPOAYKTHBHOIO HCCACAOBAHUSA TPAHCKPUIITOMA.

AHK-6nountier — 310 MHHHATIOPH3HPOBAHHBIE MATPHUIIBI HAW
ITOAAOKKH, HA KOTOPBIX B OIPCACACHHOM IIOPAAKE PACIPECACACHEL
dparmentor AHK, cooTBercTByFOIIIE OTACABHBIM T€HAM HAM HX 9a-
craM. Takue OpraHI30BAHHBIE MUKPOMATPHIIEI IIO3BOASIOT IIPOBOAUTE
9KCIIEPUMEHTHI 110 OAHOBPEMEHHOMY aHAAH3Y CTPYKTYPBI M 3KCIIPEC-
CHI THICAY I'€HOB C IIOMOIIBIO ITAPAAACABHON rubpuansanuu. Beico-
KOPa3BUTHIE METOABI IIPEOOPA3OBAHMA PE3YABTATOB ITHX IKCIEPUMEH-
TOB B IM(QPOBBE AAHHBIE H METOABl KOMIIBFOTEPHOH 0OpabOTKH
ITOCACAHIX OOECIEYHBAIOT BOSMOKHOCTh AHAAUZHPOBATH M COITOCTAB-
ASITH 3KCIPECCHIO TAKUX MACCHBOB I'€HOB BO MHOKECTBE SKCIIEPHMEH-
TAABHEIX YCAOBHIA.
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ITporeommka — 310 Hayka, M3ydaromas OeAKH u
UX B3aMMOAEWCTBHA B JKUBBIX OPraHM3Max. 3AeCh HC-
CAGAyeTCA OHMOCHHTE3, IOCTTPAHCAAIIMOHHBIE MOAUHKA-
LU, B3ANMOACHCTBIE OEAKOB APYT C APYIOM U C APYTUMU
BerecTBaMu. MblI 3HAEM, ITO OEAKH CAYHKAT AAf BBIIIOAHE-
HIf OIPOMHOTO YHCAQ (DYHKITHHA B OpraHH3MeE:

— 9H3HMHAA (PEpMEHTHAA) — MHOTUE OEAKH CAY-
KAT KATAAH3ATOPAMH OHOXHMUYECKHX PEAKIUM, IIPOTEeKa-
FOIITHX B JKHMBBIX OpI‘aHI/ISMaX;

— TPAaHCHOPTHAS — HEKOTOPbIE OCAKH, TAKHE KaK
IeMOTrAOOHH, TpaHCEPPUH H IIP. IEPEHOCAT PASAUIHBIC
BEIIECTBA OT OAHUX KAETOK, TKAHEH U OPraHOB K APYTHM;

— CIPyKTypHAA — OCAKH BXOAAT B COCTAB ITOAABAfA-
FOITIETO OOABIITHHCTBA CTPYKTYPHBIX KOMIIOHEHTOB KAETOK
1 TKaHEH KUBBIX OopraHnsmoB. Hampumep, koaaaren u saa-
cruH obecrednBaroT (BHOPO3HYIO OCHOBY COCAUHHUTEAB-
HBIX TKAHCH Y KUBOTHBIX;

— pe3epBHAA (3a2IACHAA) — HEKOTOPBIE OCAKH
(HanpuMep, Ka3enH) ABAAFOTCA I'AABHBIM MCTOYHHUKOM aMH-
HOKHCAOT AAfl OPTAHH3MOB ACTEHBIITIEH MAEKOIINTAFOIIIHX;

— PEryAqdTOpH24 — TOPMOHDI, HIPUHUMAIOIINE y4a-
CTHE B PETYAAIIMM MHOTHX ITPOIIECCOB, ITPOTEKAFOIINX B
’KHBOM OPIaHH3ME, IT0 CBOEH XHMMHYECKOH IIPHPOAE ABASA-
FOTCA OEAKAMU;

— penemropHag — eCTb OCAKH, BCTDOCHHEIE B MEM-
OpaHBI KAECTOK, KOTOPBIE PACITO3HAIOT XHMHUYECKHE CHTHA-
ABI, ITEPEAABAEMBIE ADYTUMH KAETKAMH,

— MOTOpHAA — COKpaTuMBIE O€AKH (Hampumep,
MHO3UH) UIPAIOT OOABIIYIO POAb B ABHKCHIH MBIIIIIT;

— 3amATHAA — OEAKAMU ABASFOTCA aHTHUTEAQ, KOTO-
PpBIE 3AIUIIAIOT OPIraHU3M OT OOAE3HEI.

Beakn cumTesmpyroTcs depes MOCPEAHHKA — PHOOHY-
kaenHOBYIO Kucaoty (PHK), crpykrypa xoropoi ompeae-
asercs mocaepoBareabrocTpio AHK. Ilpomecc peaansa-
LMY TEHETUYECKOH MH(OPMAIIIU O CTPYKType OEAKa HAH
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PHK masweBaercs, HarroMHuM, sxkenpeccuerd. MoaekyAsr Oea-
KOB IIPEACTABAACT COOON BBICOKOMOAEKYAfIPHBIE OpPIaHU-
YECKME BEINECTBA, COCTOAIINE M3 OAHOW WAW HECKOABKIX
AMHUHOKHCAOTHBIX IIerIo4eK. [TopAAOK, B KOTOpOM BbICTpa-
MBAIOTCA AMHHOKHCAOTBIL, AHUKTYETCH ITOCACAOBATEABHO-
crero HykAeoTHAOB B AHK.

[IpenmyIiecTBOM IPOTEOMHUKH IIEPEA T€HOMHKON fB-
AfeTcsl TOT (DAKT, YTO HAAUYIHE KAKOIO-AHOO I'€Ha B TEHOME
HE O3HAYACT, YTO C HETO IPOU3BOAUTCHA TPAHCKPHIILUA, 4
HAAMYHE TPAHCKPHUIITA HE O3HAYACT, YTO C HErO IIPOUCXO-
AUT TPAHCAAIHA (A2KE €CAH IIPOUCXOAHT, TO TPAHCKPHUIIT
HE II03BOAAET OAHO3HAYHO IOBOPHUTH O CIPYKIype OeAka,
€rO CO3PEBAHHH U AOKAAM3AIINN) — AASl OTBETA HA 3TH BO-
IIPOCHI 1 HEOOXOAUM aPCEHAA COBPEMEHHON IIPOTEOMHKH.
EcAn roBOpHTE O HPAKTUYECKOM 3HAYCHHH IIPOTEOMHKH,
TO CTOHT OTMETHTD CACAYIOIIIEE:

— OOHapyKeHnE OMOMAPKEPOB OHOAOTHYECKHAX IIPO-
1eccoB (OMOMapKep — MOAEKYAQ, HAAWYHAE HAH OTCYT-
CTBHE KOTOPOMW ITO3BOASIET CAECAATH BBIBOA OO IIPOTEKAHUU
OIIPEACAEHHOTO KACTOYHOIO IIPOIIECCA, HAU OIPEACAUTD
THII KACTKH. HepeAko B poAm OHMOMapKEpOB BBICTYIIAIOT
6eakn, Hapumep, 6eaok Oct-4 mosBoAsieT HACHTUHUIIN-
POBaTh SMOPHOHAABHBIE CTBOAOBBIE KACTKI;

— CpaBHEHHE IIPOTEOMOB 3A0POBOIO H OOABHOIO dUe-
AOBEKa ITO3BOASET BBIABHTH KOHKPETHBIC OCAKH, ITOTCHIIHU-
AABHO BOBACYCHHBIC B PasBUTHE OOAE3HH, KOTOPBHIEC B
AAABHEHIIIEM MOIYT CTAaThb MUIIEHAMH AAf HOBBIX A€Kap-
CTBEHHBIX ITperaparoB. Kpome Toro, ecan Takue OeAKH yike
M3BECTHEI, AHAAN3 IIPOTEOMA MOIKET HCIIOAB30BATHCA KaK
Menm00 paried duazHocmuKy. AHAAU3 IIPOTEOMA AAET OOABIIIE
nadOpPMALINN, YEM CPaBHEHHE YPOBHA OSKCIIPECHH IIO
MPHK, 100 yuamreIBaer eIre u IOCTTPAHCAAIIMOHHBIE MO-
AHcpHKaLU/H/I 1 AABTEPHATUBHBEIN CIIAQMCHHT.

MccaeaoBanne mpoTeoMa IIO3BOASICT IIOATBEPIKAATD
HAAIYHE ITPEACKA3AHBIX IIPU ITOMOIIH IIOUCKA OTKPBITHIX
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PaMOK CYNTBIBAHUA OEAKOB B KACTKE, OOHAPY/KUBATH BAPH-
AHTH AABTCPHATHBHOIO CITAAWCHHTA.

AobGasum — cyre-
CTByET IIOHATHE CpPaBHH-
TEAbHAA npomeoMuxa —
CpaBHEHME IIPOTEOMOB
ABYX OPIaHHM3MOB (HEODs-
32TEABHO OAMZKOPOA-
CTBEHHBIX) ITO3BOASACT BBI-
ABUTD KAK ODITIE AAfl 9THUX
ABYX OPIaHH3MOB OCAKH,
TAK 1 OEAKH, KOTOpPHIC
O0OYCAABAUBAIOT PA3ANYIUA
nx enorunos. Takoii

Cospemerrpiil cubpudrstii Mace- AHAAM3 MOMKCT AABATh HMH-
CHEKIPOMENID ¢ AUNHEUHOU UOHHOU dopmarmro, TIOAE3HYIO
08YULKOU HOB020 HOKOIEHNUA AAfl IIOHHUMAHHA 3SBOAXO-

LIMOHHOIO IIpoIlecca, U
HMHOTAQ 9TO ITO3BOASIET OIIPEACAHTH PAHHEE HEU3BECTHBIE
dyukmn 6eaxos. Hampumep, mmpu moMOIIy CpaBHUTEAB-
HOH IIPOTECOMHKH OBIAM BbIABACHBI OcAkm Nilaparvata
lugens, BOBAGUEHHBIE B IIPOIIECCHI, CBA3AHHBIC C PAa3MHO-
’KEHHEM, Ibf 9KCIIPECCUSA U3MEHACTCA B OTBET Ha 00paboT-
Ky HHCCKTHIIIAAMI.

Aa, cAeAyeT IIOMHITH U 3HATH, YTO OAHHM U3 BAKHCH-
IIUX ~ HHCTPYMEHTOB  IIPOTEOMHKH  SABASACTCH  Macc-
CneKmpoMenipus be1k08 — METOA, TIO3BOASIFOIIIH YCTAHOBUTD
KOAMYECTBEHHBIN M KAYCCTBCHHBIN COCTAB B MCCACAYEMOM
oOpasrie, OYAb TO OYHIIICHHBIN U BHIACACHHBIN OEAOK HAN
KACTOYHBIN 143a7.

Hauboaee kpynHOE AOCTHKEHHE ITOCACAHUX AET —
KapTUPOBaHHE ITeHOMa YeAOBeKa. Hamomumm: 1mo Aav-
HBIM 1TOCAeAHero peamnsa (37.1 or asrycra 2009 r.) B ayro-
comax HaxoAnTcs 32593 reHoB, B HOAOBEIX XPOMOCOMAX —
2003 rema m B muroxoHApHAX — 37 renos. Koamdgecrso
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OCAKOB B YEAOBEYCCKOM OPraHM3ME IIPHMEPHO B ACCATDH
pa3 OoAabmre KoAamdectBa reHoB. 1o oreHkam OOABIIIHH-
cTBa aBTOPOB, nx HacunuthBaeTcs 0oaee 300 000, a gmcao
OEAOK-OEAKOBBIX B3aUMOACHCTBUI W BOBCE HE ITOAAAETCS
ITOACHYETY.

Msorue GOAE3HI CETOAHS MOIYT OBITh IIPOCAEKEHBI AO
HM3MEHEHUH, IIPOUCXOAAIINX Ha ypoBHE OeakoB. K mmprme-
Py, M3BECTHO, YTO IIPH (ePHOSUOHOKAEHIOUHON ateMuy aHO-
MAABHBIH OCAOK I'€MOTAOOHH BBI3BIBACT H3MEHEHHE (HOp-
MBI KPACHBIX KPOBAHBIX TEACIH. AHOMAABHBIC SPUTPOLIHTEI
IMEIOT CeplOBHAHYIO popmy. CeprioBHAHOKAETOUHAS
aHeMusA OOYCAOBAEGHA MYTAITMEH, IPHUBOAAINEH K 3aMeHe
2AYMAMUNHOB0U KUCA0MIb! HA 8aAuH B Oema-yent TeMOIAOOMHA
(remora0OuH S). D10 3200AEBAHUE ABAACTCH KAACCHICCKIM
IIPEMEPOM IIPHUCIIOCOOUTEABHOIO 3HAYEHUA MYTaIlHH —
IE€TEPO3HUIOTHl IO 3aMEHE I'AYTAMUHOBOM KHCAOTHI Ha Ba-
AMH B O€Ta-I[eIH IeMOrAOOMHA OOAEE YCTOHYHBEL K MAAf-
pHH, IIO9TOMY YaCcTOTA €€ BCTPEYAEMOCTH BBIIIIEC B IeOrpa-
duuecknx  paliOHaxX — PacCIPOCTPAHEHHA MAAAPUITHOIO
TTAA3MOAUSL.

Yacro mocae cuHTE3a (TPAHCAALMH), AAA TOTO HYTOOBI
BBIITOAHATH OIIPEACACHHBIC (DYHKIIMH B OPraHHU3ME, OCAKH
TpedyroT Moandukaruu. Hanpumep, 6eAkn, KOTOpEIE BEI-
3BIBAIOT OOPA30BAHHE KPOBAHBIX TPOMOOB, OCTAIOTCH HEAK-
TUBHBEIMH AO TEX IIOpP, IIOKA HE IIPETEPIIEBAIOT COOTBET-
crByromux wnsMeHeHHN. (CAEGAOBATEABHO, HEIIPABUABHAA
ITOCTTPAHCAAIIMOHHASA MOAU(HUKAIIUA TAKKE ABAAETCA PaK-
TOPOM  HEIPABHABHOIO  (DYHKIMOHUPOBAHHUA OEAKOB.
[Tpranaa MHOTHX 3200AEBAHHI YeAOBEKA — MOAHMDUKA-
U OCAKOB M M3MEHEHHSA XapaKTepa UX B3aMMOACHCTBHI.
Pe3yAbTaTBI NCCACAOBAHHI B OOAACTH IIPOTEOMHKH B IIO-
CAEAHHE TOABL BCE 9aIlle IIPUMEHAIOTCA B OHOMapPMaKOAO-
I'UH, KOTOpas IIOAYYHAQ OAATOAAPA TOMY HAAEKHBIH TEO-
permaeckuii - pymaament. Ceroama 6Ooaee 95% Bcex
HMEFOITUXCA Ha PBIHKE ACKAPCTBEHHBIX CPEACTB OKa3bIBa-
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IOT CBOE AEHCTBHE MMEHHO Ha OeAkn. CHCTeMHBIE ITOAXO-
ABI IIPOTEOMHKH ITOMOTAIOT ropasA0 adpeKTuBHEE HACH-
TUUIIIPOBATh U OIICHUBATH HOBBIE IIEACBBIE OCAKH, H,
CAEAOBATEABHO, YCKOPHTH Pa3pabOTKy HOBBIX AHATHOCTH-
YECKUX CHCTEM M TEPAIIEBTHYECKUX CPEACTB M CACAATH HX
6oAee 9 PEKTUBHBIMI.

W erme: wionuposare Hyxaeunossix Kuciom — nosyuene
bonvutoz0  wucaa  Konuil - urnmepecyromel  nocae008ameNsHoCHI 6
Dopre 80cHPOUIBO0UMBIX 6 HCUBLIX OPLAHUIMAX CIEPYKI)P — 6Ui-
Pyeos, naasmud, uckycemsennvix xpomocom. BeeaeHne B opra-
HU3M 9yKEPOAHBIX I€HOB OOBIYHO HCIIOAB3YIOT AAfl ITOAY-
ueHusA HpoAykTa s1oro rema — PHK mam, wame Bcero,
Oeaka. [lpHHIUIIHAABHO BO3MOKHO IIPHMEHEHHE 3TOIO
METOAA AAfl TEHHOH Tepanmu. KaoHmpoBaTh MOKHO M OT-
AeabHbIe (parmentsl reroma, 1 MPHK — B mocaeanem
CAydYae IPHUMEHAIOT CIICIUAABHBIE (PEPMEHT — 00paniymn
mparckpunmasy, kotopas mossoaser moayants AHK kommro
¢ PHK-marpuner. IloAygennsie myrem OOpaTHOH TpaH-
ckpurnn MoAekyAbl AHK HaspBaroT KoMIaeMeHTapHOMI
AHK (xkAHK). Vx u aurupyror® 8 Bextopsr. Kaomsr, mo-
AYYCHHBIEC U3 OTACABHBIX TKAHCH, XPOMOCOM HAH T€HOMOB,
IPYIIIHPYIOT B /ZKarecneyugpuueckue, xpomocomocneyuguuecue
U 2eHOMIHBLE GUOAUOMIEKH.

Bonpoce! u 3apanmsa nmo marepuasam Temsr 10

1.  Yro Takoe eceromuxar

2. IloaroroBbre coobrmienua o meroaax CoHrepa
1 DAMAHA.

3. Uem 3aHUMACTCA (ZPYKMYpHAA 2eHOMUKA?

4. Yro mpeacraBasieT COOOU  QynKyuonansvias eeHo-
MuKar

42 AurupoBaHMe — IIPOIIECC COCAMHEHUS ABYX AMHEHHBIX MOAEKYA
HYKACHHOBBIX KHCAOT IIOCPEACTBOM (POCHOAMI(PUPHEIX CBA3CH, OCY-
mectBaferca ¢ yaactuem ¢epmenta AHK Anrassr.
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a

UYem 3aHUMACTCA (pasHumensnas 2enoMuxa?

Aaifte IIPEACTABACHIUE O /PaHCKPUNmoMIUKe.
IToAroToBpTE COOOIEHHA O METOAAX HCCAEAO-
BaHUS TPAHCKPUIITOMA.

Yro usywaer npomeomuxa?
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Tema 11. T'emomHBIe OMOAMOTEKT

I'puanpoBanHbIe reHOMHEBIE OMOAMOTEKMH.
KaonuposaHnue reHos.
T'enomurnie Gauku.

Bo3MOKXHOCTE OBICTPOIO MOAYYECHHA IIPEIAPATHBHBIX
koamdects AHK, mporsxennerx (0oaee 30 T.arH.) dpar-
MEHTOB I'€HOMA fABAAETCH HEOOXOAUMBIM YCAOBHEM OOAB-
IITIHCTBA 9KCIIEPUMEHTOB 110 MOAEKYAAPHO-TEHETHIECKOMY
1 HHTOFCHCTH‘{CCKOMY aHaAI/I3y IT€HOMOB. FPI/IAI/IPOBQHHI)IC
ICHOMHEIC OHOAHMOTEKH, HMEIOINHNE AAPECHOC YKa3aHHE
HHAUBUAYAABHBIX KAOHOB, IIO3BOAfIFOT IIOAYYATH IIPOTHA-
xennpie pparmenter AHK, coaeprkariiue muTepecyroryro
HCCAEAOBATEACH ITOCAEAOBATEABHOCTD, U IIUPOKO HCIIOAD-
3YIOTCH AASl aHAAM32 T€HOMA C HCIIOAB30BAHNEM Pa3ANd-
HBIX IIOAXOAOB.

[lepBaa remermueckasd CHCTEMa AAA  MACIITAOHOIO
KAOHHPOBAHHSA IPOTHKEHHBIX (DPAIMEHTOB I'€HOMA OBIAQ
co3pana B 1987 r. Ona OplAa OCHOBAaHA HA MCKYCCTBEHHBIX
xpomocomax Aporxckerl (YACs), BKAIOYAIOMHX IEHTPO-
MEpY, TEAOMEPHI, aBTOHOMHO-PEITAUIIHPYIOIIIHECA ITOCAE-
AOBATEABHOCTH, CAHT KAOHHPOBAHHA U IE€HBI CEACKTHB-
HEIX  MapkepoB. Cmcrema ITO3BOASAA  KAOHHPOBATDH
HYKACOTHAHBIE ITocAepoBateabHOCTH A0 1000 T.11.H. IloO-
cKOABKY B Hadare 90-x IT. IIPOBOAMAOCH cexseruposarine
2eHOMa Ye/n06¢Kd, TAKIE CHCTEMBI OBIAM OBICTPO BOCTPEDO-
BAHBI M UCITOAB30BAHBI AAS CO3AAHUS TEHOMHBIX OMOAHO-
Tek. OAHAKO CVIIIECTBEHHBIE HEAOCTATKA TAKOIO POAA
OHMOANOTEK — BBICOKUI YPOBEHD XuMepusMa (KOTAA B OA-
HOM KAOHE OOBEAUMHEHBI PA3HBIC YIACTKU I€HOMA), Hec/ld-
OUNBHOCIIE 2eHOMHOU 6CHIABKY Y1 HIPYOHOCHIL NPULOMNIOEACHUA Hpe-
napanusuIx KoAuvecns KAOHUPOSAHHEIX 10CAEI08aIICAbHOCHICN
/HK — He ITI03BOAHAN X HCIIOAB30BATH B KAYECTBE OC-
HOBHOIO  HHCTPYMEHT4 TICHOMHOIO  KAOHHUPOBAHUA.
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Boasioe koamdectBo mandemmsix (OpHEHTHPOBAHHBIX B
OAHOM HAIIPABACHHUH) ITOBTOPOB I'€HOMAa MAEKOITHTAFO-
IMUX IIPUBOAHAO B  APONGKEBOW CHCTEME K  caim-
cneyugpuueckon pexomburayuy 1 morepe PparMeHTOB BCTAB-
KH, ANOO K OOpPa3sOBAHUIO XHUMEPHBIX KAOHOB, KAOHOB,
coaepikarux pparmertst AHK n3 pasubix obaacreii re-
HOMa-AOHOPa. LluToAOrmyeckn XuMepHBIE KAOHBI BBHIAB-
ASIFOTCA IIPU THOPHAUBALINY /77 5t BCAEGACTBHE AOKAAH3a-
LIMH B ABYX 1 OOAee CaiiTax.

ITockOABKY  mpoxapuomueckue — cucmemer — pexombunayun
OCTAaBAAFOT MEHBIIIE BEPOATHOCTH HEKEAATEABHBIX OOMe-
HOB (4 SIIMCOMBI IIPOKAPUOT OTAUYAIOTCA OTHOCHTEABHON
CTaOMABHOCTBIO M MOIYT CYIIECTBOBATH B CYIIEPCKPYUCH-
HOIl popme), OAKTEpUH OKA3aAHCh OOAEE IIPUBACKATEAB-
HBIMH KaK OpPIaHHU3MBI-XO3f€BAa AAfl TE€HOMHBIX KAOHOB.
[TAa3MUIAHBIE BEKTOPBI HE TOABKO IIPOIIE XPOMOCOMHBIX
SYKAPHOTHYECKAX BEKTOPOB (HE COACP/KAT LIEHTPOMEPSHI,
TEAOMEPOB — KOHCTPYHPOBAHHE OMOAHMOTEK C HHMH Me-
HEe TPYAOEMKO), HO H IIO3BOASFOT CYIIIECTBEHHO VIIPO-
CTUTh IPOLEAYPY BbiAcAeHHA KAaoHmpoanHon AHK m3
OCHOBAHHBIX HA HUX KAOHOB ITyTEM IIOAHOIO Pa3pyIlCHUS
xpomocomuon AHK.

[lepBbie reHOMHBIE OAHKH C HCIIOAB30BAHHEM KAETOK
KHIIEYHOH IaAo9Ku [scherichia coli ObIAM OCHOBAaHBI Ha
IpyIIIE BEKTOPOB — IIPOM3BOAHBIX (Paea samboa. Cyrie-
CTBYFOT (PAaroBble BEKTOPHI TPAAUIIMOHHONW CTPYKTYPHI,
npeacraBadroniue coboit moaekyasr AHK, criocobmbie
TOABKO K AUTHYECKOMY PACIIEIIACHHIO /77 vifro. KocMuAHbBIE
BEKTOPBI (POPMAABHO ABAAIOTCHA AeDEKTHBIMU haramMu —
ITAA3MHUAAMH  PA3HBIX THIIOB, COACPKAIIUAME  (OS-Y4acHIKY
Gaca sambda 1 He CHOCOOHBIMU K .2434¢) (PACTBOPEHHIO,
PAa3pYILIEHUIO KACTOK H X CHCTEM, B TOM YHCAE MUKPOOP-
TAaHHU3MOB, ITIOA BAWMAHHUCM paSAI/I‘IHI)IX ATCHTOB, HaHpI/IMCP,
depMeHTOB, OAKTEPHOAUZHHOB, OaKTepHOdAroB, aAHTH-
OHOTHKOB H APYIHX areHTOB, OOA3AQFOININX ANTHYIECCKHM
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acticruem). Hakomer, darmmaneni (dpar + maazmmaa)
BEKTOP, CYIIECTBEHHONH OCOOEHHOCTBIO KOTOPOTO ABAACTCH
CIIOCOOHOCTD K AHTUYECKOMY PA3BUTHIO 777 ViV0, IIOAACPHKH-
BaCTCA B BHAC ITAA3MUABL Bce HOAOOHBIE KOHCTPYKIIMH
IIIIPOKO HCIOAB3YIOTCA AAfl IIOAYYCHUSA KAOHOTEK M OaH-
KOB TeHOB. VX oOIIMM HEAOCTATKOM SBASIETCS AOBOABHO
OOABIIIOE YHCAO KAOHOB (AO 10(’), HEOOXOAUMOE AAf yBe-
PEHHOIO IIPEACTABACHHA AFOOOro (hparMeHTa reHOMA MAE-
KOIIMTAIOIINX HAM IITHI[ IIPH CPABHUTEABHO HEOOABIIIOM
pasmepe Bcrapkua — 20—40 1. 1. H.

Ocob0 CTOHUT YIOMAHYTD K0MUs! — NAAIMUObL, CO0ED-
scanyue ceemenm AHK gaza A ¢ coedunennsivu aunxumu xonyamu
(coscatimer). BaHOM depTOH OOABIINHCTBA KOCMHAHBIX
BEKTOPOB AAf KAOHHPOBAHHUSA ABAAETCA HX CIIOCOOHOCTD
BKAIOYaTh BCTaBKH AO 45 1. 1. H. Ecam koabIeByro Koc-
muAHyI0o AHK paspesars 110 kakomy-TO YHHKaABHOMY Caii-
Ty, cMerats ¢ pparmerravu AHK, coaeprxarumu Anmkue
KOHIIBI, ¥ IIPOM3BECTH OTKHUI, TO OOPA3yIOTCA AAHUHHBIC
KotKamemeps: (MOAEKYABI, COCTOAIIUE M3 KPYIHBIX IIOBTO-
psroruxca 6AOKOB). [Tpu cMerieHuN 9THX KOHKATEMEPOB C
OeAKaMH,  OCYIIECTBASAFO-
IIAMH  VIIAKOBKY dara A,
OHH Pa3pPe3aroTCA II0 COS-
cafitam, 1 AHK ymakossr-
BAC€TCA B TOAOBKy (para.
DTOT IPOIECC ITO3BOAACT
OTOOpPATh BCTABKH OOAB-
IITOM ITPOTAKEHHOCTH, TaK
Kkak Aad toro yroosr AHK
VIIAKOBBIBAAACH B TOAOBKY
dpara, paccrofHme MEKAY
COS-CAMTAMH AOAKHO OBITDH

I Lracmuxoseie Krosenvt ¢ anroMurin- 38-52 . 1. 1. Takas cmech
e6uIMU Memzpo&cwu, ucnoav3yeMsie  MOKET COAECPKATD (i)par—
04 dAeKmponopay MEHTHI BOBCE O€3 BCTAaBKH

175



HAH C HECKOABKAMH IIOBTOPSIIOIINIMECA BCTABKAMH, 9TO
OTPAKACTCA HA KAYECTBE ITOAYICHHOH OHOAMOTEKH M 3a-
TPYAHACT €€ IIPUMEHEHHE AAA TEHOMHOTO aHaAu3a. Peyunu-
eHmimbie KAemKi IPUOOPETAIOT YIIAKOBAHHEBIE KOCMHABI B pe-
3yAbTaTe HMHMUIUPOBAHHUA «(PAABIIUBBEIMIY (DArOBBIMU
YaCTULIAMH, IIPUYEM 9TOT Ipolrecc Ooaee addeKTuseH,
geM mparncgpexyus (IIPOIECC BBEACHUA HYKACHHOBOH KHCAO-
TBI B KACTKH YE€AOBEKA U KHBOTHBIX HEBUPYCHBIM METOAOM)
maasmuAHOit AHK. TlomaB B KA€TKy-XO3AnMHA, PEKOMOH-
mantHad AHK ammandunmpyercs u coxpanserca B BuAe
11Aa3MUABL [loAydenHEle peKOMOMHAHTHBIE KAOHBI MOTYT
OBITH I'PUAMPOBAHEI — BBEIPAILICHBI HA ITAATAX C YKA3aHUEM
KOOPAHHAT KaKAOrO KAOHA. [loaydenme ormedatkos (pe-
IIAMIK) Ha HHTPOIIEAAIOAO3HBIX HAU APYTHX (PHABTPAX AAS
IIEPEHOCA KAOHOB C ITOCAGAVIOIIUM Pa3pyIICHUEM KAE-
TOYHBIX CTEHOK OaKTepU U OTMBIBAHIEM OEAKOB ITO3BOAf-
€T IIPOBOAUTH CKPUHHUPOBAHUE TAKUX OMOAHMOTEK IIPH ITO-
Mot ooeraHOIl  AoT-0A0T AHK-AHK  ruGpuansarimm.
HeaocTatkoM KOCMHAHBIX TEHOMHBIX OHOAMOTEK ABAACTCH
OTHOCHTEABHO (11O CPAaBHEHHIO C UCKYCCTBEHHBIMU XPOMO-
COMAMH APOXGKEH) HEOOABINAs BEAMYHMHA BCTABKH (AO
45 1. 11. H.) 1, CACAOBATEABHO, DOABIIION 0OBEM OHOAMOTE-
KI (AASl TEHOMOB MAEKOIIHTAOIIUX OKOAO 2x10° KAOHOB).
AAf TOro 9TOOBI COBMECTHUTH IIPEUMYIIECTBA KOCMHAHBIX
oubAamorek (BoicOKas crabmabHOCTE AHK-KAOHOB, OTHO-
CHTEABHO HH3KHH YpPOBEHb XHMEPH3Ma, IIPOCTOTA KOH-
crpyupoanus, yaoocTBo BeiAeaeHusa AHK) m aAposxckeBex
OuOAnOTEK (DOABIIIAss AAMHA BCTABKM H KOMIIAKTHOCTB
BCEH OMOAMOTEKH), OBIAN Pa3pabOTAHBI ABE CHCTEMBI KAO-
HUPOBAHHUA — HAa OCHOBE HMCKYCCTBEHHBIX XPOMOCOM OakK-
tepuit (BAC) u nckyccrsennnix xpomocom dara P1 (PAC).
Brepsere PAC Bextop (pCYPAC-1) ObiA HCIIOAB30BAH AAS
repenoca pexomdbuuanTHOH AHK B kaetku E. /i mpu
IIOMOIIIH 2.2eK/ponopayuy (CO3AAHUA IIOP B OMCAOHHON AH-
IIIAHOI MeMOpaHe IIOA ACHCTBHEM 3AEKTPHYECKOIO IIO-
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Afl) — Pa3AEACHHBIE IIPU IIOMOIIU IIYABC-9ACKTpOdOpesa
dparmentsr reromuonr AHK geroBexa ObIAM yIIakoBaHbI B
rOAOBKH dacturr Oakrepuodara Pl. 3apamenne Takumu
daroeiMu wacturiamu 1rramma E. o/, sxpeccupyrorero
pexomOuHazy Cre, IPUBEAO K BOSHUKHOBCHHIO INUCOMHBLX
KOIIMI TeHOMa PEKOMOMHAHTHBIX (parobix gactuil. [Toay-
YeHHAA TeHOMHasd OmOAmoreka coaepixasa 15000 kaoHOB
co cpearuMm pasmepom BeraBku 130—150 1. . 5. Tpmanars
YEeTEIPE KAOHA OBIAH IMOPHAM3OBAHBI HA MHTOTHYCCKHX
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XPOMOCOMAX METOAOM
FISH, mpu s1omM He OBIAO
BBIIBACHO HH OAHOIO CAY-
gasg xuMepmsma. [Ipoaoa-
’KUTEABHOE  KYABTHBHPO-
BaHHE OaKkTepuil HE BHI-
HeCTaOMABHOCTH
mpuMepe

ABHAO
BCTaBKI
20 KAOHOB.
McxyccrBennsle  Xpo-
MOCOMBI Oaxrepuit
(BACs) ocuoBamer Ha F-
dakrope (daxrope ¢pep-

THABHOCTH — CHoco0H0CHIU

Ha

10.10603pe1020 Opeanusma
npou3so0UNIL  JHcUHECH0C00HOE
1OMOMEINB0) —  HHA3KOKO-

MUITHOM IIAA3MHAE, KOTO-
paf cyImiecTtByer B Oakre-
PHAABHBIX KACTKAX B CY-
HEPKPYIEHHOM  KOABIIE-
BOIl dopme H MOKET
BKAIOYATb  BCTAaBKy  AO
500 T.1m. B. Penaumxarms
daxropa depruapHOCTH

KECTKO KOHTPOAHPYETCA



KACTOYHBIMH MEXAHHU3MAMH, YTO CYIIECTBCHHO CHIKACT
YPOBEHb PEKOMOMHAIIMH B 3IIICOMAax 3TOro poaa. Kpome
toro, renomuas AHK BuAa-AoHOpa HaXOAUTCA IIPaKTH-
YECKH BCE BPEMS B CYIIEPCKPYYCHHOM COCTOAHHH, CAE-
AOBATEABHO, BEPOATHOCTb HEKEAATCABHBIX OOMEHOB
MEKAY PparMeHTaAMH BCTABKA TEOPETHUICCKH IIPUOAMIKA-
erca k HyAro. IlepBad Takas OnOAnOTEKa OBIAA ITOAYYEHA
Ha ocuose Bektopa pBACI108L, BkArowaromero dgakrop
depruapaOCTH B cosN-caiT. Pasmep BCTaBKH BapbUpO-
Baa or 10 ao 300 7.1 H., cocCTaBAfifi B CpPEAHEM
100 1. 1. 5. CraOHABHOCTH BCTaBKH (IIO IIPH3HAKY CO-
XpaHeHNA HPOQHUAA PECTPUKIHOHHEIX (HPArMeHTOB)
moaTBepikAeHa B TedeHne 100 mokoaeHu# OaxTepHasb-
HBIX KAETOK. IIpoBepka KAOHOB Ha XHMEPH3M METOAOM
ITUOPUAUBALIIH 7/ S§if# TIO3BOAMAA OOHAPYKHUTb TOABKO
OAHH CAy49ali oOmeHa u3 28 CAYYaiiHO BBIOPAHHBIX
TparncdopmaHTOB. AarpHeimme pabOTH C HCIIOAB30Ba-
HHEM 3TOH OHOAHMOTEKH TAKiKE ITOKA3AAM HHU3KYIO 9aCTO-
Ty TpancAokamuii. CAGAyeT OTMETHUTh MEHBIIYIO AAHHY
KAOHHPOBAHHBIX (PPAIMEHTOB B CHCTEMAX HCKYCCTBEH-
HBIX XPOMOCOM OaKTEpHI IO CPABHEHHIO C APOK/KCBBI-
MU B OCHOBaHHBIMH Ha Oakrepmodare P1. Oanaxo yxa-
3aHHBIC BBIIIIE HEAOCTATKH APOIKEBBIX CHCTEM HE
IIO3BOASIFOT HM KOHKYPHPOBATh C OaKTEPHAADBHBIMH.
[IpenmymrectBom  BAC-6mbamorexk  mepea  PAC-
OMOAMOTEKAMH ABAACTCA OTHOCHTEABHAA IIPOCTOTA HX
KOHCTPYHPOBAHUA — HCKAFOYAETCA HCIIOAB30BAHHE OaK-
TepHocparOB, IIEPEHOC AOHOPHOM AHK IIPOBOAMTCA IIPHU
ITOMOIIH OOBIIHON TPaHCHOPMALIHH.
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COL7AT &5
BssHIl >
(153000
Pacl R Partial Bss Hll digestion. rekgation,
(148665) Asc | digestion. rekgation 10 remove
bp BssH 84&b upstream sequence of PAC.
sshi (85000} Linearise with partial Nol | digaston.
HIl*
{131000) c Not1(1) P1 vector
Pac (6188)
Bss HIl (110000) Bss HIl (74000)
b Nol 1* (45) Hind 18(85) coLza
Col E1 PGK 3'

EﬁFPLiga‘Ie Not | kagment

1o knear PAC.
Cm Pacl
Ki4 (69533)
4 promoter

f1 (4 EE Ascl

origin BssHIl (53885)
Not1*

(6920)

Hnd 1l (4142)

Kownempyxyus PAC-6ubnuomexn

Takum 0Opa3oM, OIITUMAABHBIMU CHCTEMAMU AASl KAO-
HUPOBAHUA IPOTMHKCHHBIX IC€HOMHBIX ITOCAGAOBATEABHO-
creii 0oaee 50 T.ILH. IPU3HAHBI HCKYCCTBEHHBIE XPOMOCO-
MBI Oaktepumii, a AAd dparmentoB Mmenee 50 T. 1L H.
(KOTOpBIE HMEIOT IIPEHMYINECTBA AAA HCIOAB30BAHUA B
HEKOTOPBIX NCCACAOBAHIAX TEHOMOB) KOCMHUABL.

Bomnpocs! u 3apanus 1o marepuasam Temsr 11

—_

Yr0 Takoe rpUAMPOBAHHBIEC TEHOMHBIE OHOANOTEKI?

2. Ha gem Oplaa OCHOBaHA II€pBaf TCHETHYECKAS CHCTEMA
AASl MACIITAOHOTO KAOHHPOBAHISA IIPOTHKCHHBIX (hpar-
MEHTOB IT'€HOMA?

3. Pacckaxure O HEAOCTATKAX IIEPBBIX I€HOMHBIX OHOAMO-
TEK.

4. Y10 TaKOE KOCMHUABI?

Yro Takoe saekTporoparus?

6. B uwem 3akarowaerca  pasmmia  Mexay  BAC-

oubanorekamu u PAC-6ubanorexamm?

w
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Tema 12. IToanmepa3Has HeHAaA pPeaKIUAA

ITpuanumne: ITIP.
Cexsennposarnne AHK. MeToABI ceKBeHIPOBAHUA.
Cbopka CHKBEHCOB.

IMToammepasnan nemHaa peaxrma (IILIP) mprvenserca
IIPA HEOOXOAUMOCTH MHOTOKPATHOTO YBEAMYCHHUSA MAaABIX
KOHIICHTPAIIMI OTACABHBIX (DPArMEHTOB HYKAEHHOBOI
kucAoTer (AHK) B Gmoaormueckom matepumase (0Opasire).
[Tpumenenne TP macToAbKO MHOrOOOpPa3HO, YTO OAHO
IIEPEUNCACHHE CIIOCOOOB IIPHUAOMKEHHA 3TOTO METOAA MO-
AKET 3aHATh OTPOMHOE MecTO B Tekcre. CeroaHsa AroOyro
rmocaeaoBateAbHOCTE AHK MOMKHO moAyunts B mperapa-
THUBHBIX KOAMYECTBAX, 3HaA TOABKO 110 20—30 HYKAECOTHAOB
HA €€ IPAHHIIAX.

[TpuHIMIT TOAMMEPA3HON IIEITHOM PEAKIIUN 3aKAFOYA-
ercs B MHOI'OKPATHOM H30HPATEABHOM KOIIMPOBAHHH (aM-
naugpuxayuy) onpepseaernoro yaacrka AHK, mpoBoanmvom
in vitro ¢ nomorpio ocobort AHK-mmoaumepaser (Hampu-
Mep, IOAUMEpPA3bl taq), BBIACACHHOH H3 IKCTPEMAABHO
TepMOHUABHEIX Oaktepuii. Ocobad TepMOCTAOUABHOCTD
aToro epMeHTa IIO3BOAfAET IIPOBOAUTH ACHATYPAIIUIO
asyauresor AHK mpm 95°C Ges morepu akTuBHOCTH.
VcaoBus peakiiuu OADHPAOTCA TaK, YTOOBI aMIIAMUIIN-
poBaacst ToAbKO 3apauHBI dparmenT AHK u Toapko B
TOM CAYYa€, ECAU OH IIPHUCYTCTBYET B HCCACAYEMOM OOpas3-
ue. locae deramypayun AHK xoporkue (18-30 m. 11.) cun-
TETUYIECKUE OAHTOHYKACOTUABI, HA3BIBACMBIC ITPAHMEpPAMU,
ruopuausytorca  AHK-marpurei  corracHO  mpHHIUITY
KOMITA€MEHTAPHOCTH IIap OCHOBAHUIA, 4TO OOYCAOBAHUBAET
cuermudpuanocts [ILP. Temmeparypa Ha 9TOH crasun
50—-65°C (rounas TemIIEpaTypa 3aBHCHT OT IIOCACAOBA-
TEABHOCTEI MPANMEPOB M HCXOA U3 UX HYKACOTHAHOTO
cocraBa). DTa CTAAUA HA3BIBACTCH OT/KUI MAM IMOPHAHM3A-
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A, KaxKABIT U3 TIpariMepoB KoMnjeMerimiaper, YIaCTKY OA-
HOH M3 IIEHEH ABYIIEIIOYEYHOM MATPHIIBI M OIPAHHYIUBAET
HAYaAO M KOHeIl aMIaudunupyemMoro dparmenta. 3arem
TEMIIEPATYPY AOBOAAT A0 72°C, TO €CTb, OIITHMyMa AASL Pa-
OOTHI taq-IIOAUMEPA3BL. DTO YK€ CTAAUA ITOAUMEPU3AIIHIH.
AeHaTypanuro, OTKHI U ITOAUMEPHU3AITHIO (KaKAAd IIPOBO-
AHUTCA OT HECKOABKHX CEKYHA AO IIOAYTOPa MHHYT) ITOBTO-
paror 20-35 pas. Takum oOpasom, YHCAO KOIIHH aAMIIAU-
durmpyemoro gparmenTa yBeamumBaercsas B 2" pas, IAC
Nl — YHCAO IIUKAOB. 3aTE€M PEAKIIHOHHYIO CMECh UHKYOUpY-
wm HeCKOABKO MuHYT 1pu 72°C, 49To0BI IOAHMEpa3sa
CMOTA2 AOCTPOHUTH HEAOIIOAUMEPHU3OBAHHBIC VIACTKA —
CTaAuA  2q0Heayuy. 3AKATOYUTEABHAS CTAAMA — XpaHe-
Hre — upoxoant upu 4°C. Busyaamsannro pes3yAbratos
OOBIYHO IPOBOAAT IyTEM 3AEKTPOOPE3a B aeaposiom zee C
oxpackoii AHK dayopoxpomom atuanym OpoMHA.

AAf  aHaAm3a 9KCIpeccmy TeHOB npumensaror PT-
[IIIP — mmoAmMepasHyrO IEITHYIO PEaKIIMIO HA MaTPHIIE
kAHK, moaAygeHHOI 1myreM OOpaTHOH TPaHCKPUIIIINN
MPHK. C ucroap3oBanuem crenmaApHerx npudopos [P
MOJKHO HADAIOAATD B PEKHUME PEAABHOIO BPEMEHM.

Cy1mecTByeT HECKOABKO BAPHAHTOB IIPOBEACHHUSA TAKOM
peakium.

Oannu u3 uux — [ILIP, 6 xomopoi 6 peaxyuoriyro cvecs,
NOMUMO 1PAOUYUOHIBLX KOMROMHENIIO8, 000464107 UHINEPKAAUDY-
wuuti kpacumeas SYBR GREEN. Cxkanupyromuii Ayd us-
MEPHUT YPOBEHDb (PAYOPECHIEHIINN KPACHTEA, CBA3BIBAIOIIIC-
roca TOABKO ¢ AByHmrTeBor AHK, kotopsni mpsamo
HPOHOPHI/IOHaACH t-II/ICAy KOITIH aMHAI/ICpI/ILII/IpOBaHHOI‘O
dparmenTa. OnpeaeseHue HOMEpa ITHKAQ, HA KOTOPOM
YPOBEHb (PAYOPECHEHIIUN AOCTOBEPHO IIPEBBICUT (POHO-
Beiid (Touku Ct), MO3BOASIET IIPOBOAUTH KOAHMYECTBEHHBIE
cpasaenna AHK B pasamunssix oOpasiax. [Tockoabky Aad
KaKAOTO (DpPAarMeHTa CYIIIECTBYFOT CBOSI TEMIIEPATYPa ACHA-
Typarmu# (IIAABACHUSA), HAAUYHE TOABKO OAHOIO ITHKA Ha
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KPHUBOH ITAABACHHA CBHACTEABCTBYET O CIEHU(PHIHOCTH
peaxrun. Oramane [P ot mporecca penankamum, mpo-
XOAMITIEIO B KAETKAX KUBBIX OPIaHH3MOB, COCTOHUT B TOM,
YTO IOAMMEPA3HAS ICITHAS PEAKITHA IO3BOAACT aMIIAN(H-
nupoBaTh cpaBHUTEABHO KopoTkme yaactku AHK (e Go-
aee 3000 map ocmosanmii). [Ipm mcroarzoBannm cvecu
HECKOABKUX IIOAUMEpPa3, Haupumep, lag u Pyu, mpu onpe-
AEGACHHBIX YCAOBHAX BO3MOKHA aMITAHPUKAua doparmMeH-
toB AHK aammoit 20—40 1. 11. H., 0OAHaKO 3TH (PPArMEHTH
BCE PaBHO 3HAYUTEABHO Kopode xpomocomuon AHK ay-
KAPHUOTUYIECKOH KACTKH.

O cexBenupopanuu AHK mbr yixe rosopuan. Tereps
ITOAPOOHEE: CEKBEHHUPOBAHNE HYKACHHOBBIX KHCAOT —
OIPEAECACHUE HX IIEPBUYHON HYKACOTHUAHOU ITOCAEAO-
BATEABHOCTH. B Hacrosimiee Bpems AAfl CEKBEHHPOBAHUSA
IITUPOKO UCIIOAB3YCTCH 0UOCI0KCUHYKACOMUONBLI MenI00, TIATL Me-
700 «obpwzea yenuy, paspadoranusii Comrepom B 1977 r. Ao
HadaAa cekBeHHpOoBaHusA pousBoAdT [ ILIP-ammanduxaruro
yaactka AHK, mocaeaoBareapHOCTE KOTOpOro Tpedyercs
OIIPEACANTD, C HUCIIOAB30BAHHEM B KAYECCTBE IIPEAIIICCTBEH-
HHUKOB ~ MOAEKYABI  AHMAC3OKCHHYKACO3HATpHdOCchaToB
(AHT®). Tlpu AHAE30KCHCEKBEHUPOBAHHH IIPOHCXOAUT
IHOPUAU3AIINA CHHTETHYECKOTO OAHTOHYKACOTHAA-
mpaiiMepa  AAMHOH  17-25  ILH,  IIOCTaBAAIOIIIETO
3'-I‘I/IAPOKCI/IABHY}O prHHy AN THUITAAITNN CHUHTEC3a IICIIN,
KOMITAEMEHTAPHOH MATPHIIE, CO CHENU(PIIECKIM YIACTKOM
OAHOI M3 IIenel cekBeHHpyemoro (parmenra. PactBop c
IIPAfiMEPOM PACIIPEACAAIOT IO YETHIPEM IIPOOHPKAM, B KaK-
AOH H3 KOTOPBIX HAXOAATCA YETHIPE AC3OKCHHYKACOTHAA —
AATO, ALITO, AI'T® u ATTO (oAnH B3 HEX — MEYCHBII
PAAHOAKTUBHBIM H30TOIIOM) — H OAHMH H3 9YeTBIpex 2
3'-AnAe30kcuHYKACOTHAOB  (AAAT®, AATTD, AAI'TO wnan
ALIT®). 3atem IpOBOAAT OAMH LKA amrtandukarmm. An-
AE30KCHHYKACOTHA BKAFOYAETCA 10 BCEM ITO3UITHAM B CMECH
PACTYINUX IIEIEH, U IIOCAE €r0 IPUCOECAMHEHHUA POCT IIEIH
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Cpasy OCTaHABAHMBACTCA. B pesyAbraTe 3TOrO B KAKAOH M3
YeTBIPEX IIPOOHPOK OOPA3yeTcs YHUKAABHBIN HAOOp ITOAU-
HYKACOTHAOB PAa3HOM AAHHBL B werspex mpoOupkax MOKHO
maita  mocaepoBateabnocta  AHK,  pasamaarormecs Ha
1 HykacoTHA. Aaee B IpOOHPKH AODABAAIOT (POPMAMUA AAS
aeHaryparuu dpparmerros AHK u mipoBoadr aaekrpodopes
B ITOAMAKPHAAMHAHOM I'€AC Ha 4eTBIpeX AOpokkax. ITocae
pasaesernsa dparmertos AHK mipoBoadT paduoasmozpagur,
KOTOpas MO3BOAACT (IIPOYECTH» HYKACOTHAHYIO ITOCACAOBA-
TeapHOCTH cekBeHnpyemoro cermenta AHK. Celiuac anaes-
OKCHHYKACOTHABI METAT YETBIPbMA PA3HBIMU (PAYOPECIIEHT-
HBIMU KpacuTeaamu u poBoadr TP B oanoIl mpobupke.
3areM BO BpeMs a3AeKTpOdope3a B IIOANAKPHAAMUAHOM TEAE
AYY Aa3epa B OIIPEACACHHOM MECTe IreAsl BO30yKAaeT PAyO-
PECIICHIINIO KPACHTEACH, U ACTEKTOP OIIPEACAACT, KaKOH
HYKACOTHA B HACTOAIIMN MOMEHT MHIPHPYET YEPE3 ICAb.
CoBpeMeHHBIE TIPUOOPBI UCITIOAB3YIOT AAS CCKBEHHPOBAHIS
AHK karmmaaapasIii saexrpodopes.

Mrak, CeKBEeHUpPOBAHME HYKACHHOBBIX KHCAOT —
9TO OIIPEACACHUE UX HEPBAYHOM HYKACOTHAHOM IIO-
caepoBareabHOCTH. [Iporecc moarotoBkm mpo0: dpar-
merTel AHK, koTopsie HEOOXOAUMO «IIPOYUTATE» MHOIO-
KPATHO KOIIHPYIOTCSA, 3aTE€M HApPE3aroTCA Ha KOPOTKHE
OTPE3KH, KOTOPBIE OYAYT CAYMKHTH MATPHIICH AASl KOMITAH-
merTapHbX rerrodek AHK i ounrarores.

3aAavud TEHETHYECKOTO aHAAN3A!

— pacmudpoBKa a0COAIOTHO HEM3BECTHBIX ITOCAEAO-
BareapHocTerr AHK, Hampmmep, reHoMa Kakoro-HHOYAB
HOBOTO BHAA (CCKBEHHPOBAHIE d€ NOvo);

— OOHApYKEHHE WHAHBHAYAABHBIX OTAMYHH KOH-
KPETHOrO 00pasna OT 0OOOIIEHHON ITOCACAOBATEABHOCTH,
KOTOpas B OOINMX 4YEpTax YK€ H3BECTHA (PECEKBEHHPO-
BaHHE);

— AHAAW3 I'€HETUYECKUX ITOANMOP(HU3MOB, BKAFOYASA
OAHOHYKACOTHAHBIE (SNP-THIHpOBAHHE);
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— amaAm3 onmreHermdeckux MoAudumrarmin  AHK,
Harrpumep, IpOUAT METHAUPOBAHNIT,

— aHaAu3 HPO@UAA SKCIPECCHH OTACABHBIX KAETOK
cexksernpoBannem KAHK, moayuenmoi mu3 TOTaABHOI
MPHK' kaeTkn, mampumep, AASl AHATHOCTHKH BHPYCHBIX I
PAKOBBIX 3a00ACBAHUH U AP.

Kaaccudpukarua reHeTHIeCKIX aHAAU3ATOPOB.

ITo romoreHHOCTH IIPOOBL:

— coMmozentan  npoba (OUUILNEHHBIH PacTBOP MOAEKYA
HK, moAyYeHHBIX M3 OAHOIO HCTOYHHKA, OAHMHAKOBOU
CTPYKTYPBI U IIPAKTUYECKH OAMHAKOBON AAMHBL) — K/1dCCl-
yeckue cexeenamoput;

— Heeomozennas npoba (bmdoanorexa morekya HK, xoro-
pBIE MOTYT OTAHMYATBCA IO AAHHE, IIO CTPYKTYPE M MOIYT
OBITH IIOAYYEHBI U3 Pa3AHYHBIX HCTOYHUKOB) — NGS —
cexeeHanopal.

ITo AAmHE TpOUTEHMII:

— KOPOTKHE YTCHHUS,

— CpCAHHE ITCHUS;

— AAWHHBIC YTCHUAA.

ITo mcmoAB3yeMOIT TEXHOAOTHM:

— MetoA Mackama 1 I'maGepra (XUMHYECKHIL);

— rtexHoAorud 110 MeToAy Canrepa;

— METOA ITHPOCEKBEHHPOBAHN;

— rtexHoaorus 454;

— TexHoaorus zon1orrent,

— Ttexnoaorusa SOL:D;

— TexHOAOTHA Solexa;

— texuoaorus WildFire.

[To KOAHYECTBY OTACABPHBIX YTCHHH 34 3aITyCK.

[lo KoAWdYecTBy OAHOBPEMEHHO aHAAU3HUPYEMBIX OO-
PasIoB (MyABTUIIACKCHPOBAHIE).

ITo Bpemenn, HEOOXOAUMOMY Ha 3aIIyCK.

[To AOITOAHUTEABHBIM TPEOOBAHUAM.

ITo crommocTu cekBeHATOPA.
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[To crommocTH OAHOTO 3aITyCKA.

[To crommocTn aHAAM32 OTACABHOMN IIPOOHL.

ITo MeTOAAM T€EHETHYECKOIO aHAAH3A.

MeTOoABI CEKBEHHUPOBAHMUA.

Meroa Mackama u I'maGepra (XUMHYECKUIT) — OAUH
13 METOAOB, OCHOBAHHBIX HA XHMHYCCKOH ACTPAAALIIH
AHK. On 6p1a peasoxen B 1976 roay Maxcamom u I'ma-
OepTOM U HA3BAH UX IMCHEM.

Cyrp METOAAa CBOAHTCA K CACAYIOIIIEMY: OAMH H3 KOHIIOB (opar-
merta AHK merar ¢ momormero msoroma dpocdopa 32P. B mocaeanee
BpeMA BMECTO PAAHOAKTHBHOM BBOAAT (PAFOOPECIIMPYFOINYIO METKY. Fe
MOKHO «IIECHAATE» H K HYKACOTHAAM, IIPHYEM AAf KAIKAOTO THIIA HYK-
AEOTHAOB ITOADHPATh PA3AMYHYIO OKpacky. Ilpemapar meuenoit AHK
ACAAIT HA YETHIPE HMOPIIMU U KAKAYIO M3 HHX OOPaOaTBIBAIOT pearcH-
TOM, CrIennUIECKH PaspPyIIAIONIUM OAHO HAH ABA U3 YETBIPEX OCHO-
BAHWI, IIPUYEM YCAOBHA PEAKIINN ITOADHPAIOT TAKAM OOPa3oM, 4TOOBI
HA Ka)KAyIO MO/\CKY/\Y AHK HPI/IXOAI/I/\OCB AMIITb HECKOABKO HOBpC—
aKAeHHH. Paspymenne maer B 2 stama. Ha mepBom sTame mpoOHCXOAHT
MOAM(HKAIIA a30THCTOIO OCHOBAHHUSA 1 ITOCACAYIOITEE BBIIICITACHIE
ero. Ha Bropom arane npoussoast ruapoans AHK B mecrax Bbimen-
AeHHs OCHOBaHMU. IlypHHOBEIE OCHOBAaHHA MOAI/I(pI/IL[prIOTc;I AAME-
THACYAB(DATOM. AACHHHOBBIE OCTATKH METHAHPYIOTCH IIO TPETBEMY
aTOMy 230Ta, IyaHHHOBBIC — 110 moAokeHuio N7. Ecan Takyro Mmoan-
duxanmro oopadorars 0,1 M HCI mipu 0oC, To BBIIIEIASETCH METHAA-
acuuH. [Ipu mocaeayrormeit uakyOarumu B 1mesounont cpeae (0,1 M
NaOH) npu temmeparype +900C mponcxoAnT paspyimeHne caxapo-
docdarHOlt CBASHM B MECTax BBIMIEIACHHA OcHOBaHMNA. OOpaborka
HOBPEKAEHHDBIX MOAEKYA IIMIIEPUAMHOM IIPUBOAUT K THAPOAHU3Y AHK
IT0 OCTATKAM METHATyaHHHA. [IHpUMIAMHOBEIE OCHOBAaHHA MOAUpU-
LUPYIOTCH THAPA3HHOM. B GeccoaeBoil cpeae MOAU(UIIHPYETCA U ITH-
To3uH, u TumuH, B npucyrcrsun 2 M NaCl Mmoaudurmpyercs TOABKO
nurosuH. Ilpu AaspHedIesi 06paboTKE MUIEPHANHOM IIPOHMCXOAHT
pacmenracare AHK 1o Toukam Mmoandukarim. MOMKHO HCIIOAB30BAT
n ApyTI/Ie peaKHI/II/I XUMHYECKOT MOAI/I(i)I/IKaL[I/II/I OCHOBAHHUU © paC—
meraenns mo Hum MoAekyA AHK. B pesyaprate moaywaerca maGop
MEUYEHBIX (DPATMEHTOB, AAMHBI KOTOPBIX OIIPEACAAIOTCA PACCTOAHIEM
OT Pa3pyIICHHOIO OCHOBAHHUA AO KOHIIA MOAECKYABL. PparMeHTsI, 0Opa-
30BABIIIHMECH BO BCEX YETBIPEX PEAKIHAX, IIOABEPIAIOT ACKTPO(OpE3y
B YETBIPEX COCCAHHUX AOPOKKAX; 3aTEM IIPOBOAAT PAAHOABTOIPaUIO, 1
Te (PParMEHTBI, KOTOPEIE COACPIKAT PAAMOAKTHBHYIO METKY, OCTABASIOT
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omnedamKy HA PEHTICHOBCKON ITACHKE. [10 IOAOMKECHHIO OTIEYATKOB
MOJKHO OIIPEACAHTD, HA KAKOM PACCTOSHHUU OT MEYCHOIO KOHI[A HAXO-
AMAOCH Pa3pyLLUEHHOE OCHOBAHME, 4 3HAA 5TO OCHOBAHHE — €IO IIO-
Aokenue. Tak HaOOp HOAOC Ha PEHTIEHOBCKOH IIACHKE OIIPEACASET
HYKACOTHAHYIO 1TocAeAoBaTeAbHOCTE AHK. AHasormuno zHabaroAaror
dAroopecLieHTHOE OKparuBanue. ECAI AAfl KAXKAOTO U3 YETBIPEX HYK-
ACOTHAOB OBIA TIOAODPAH CBOH IBET PAIOOPECIIEHTHON METKH, TO IIPH
arekTpodopese nx HaHOCAT HA 1 AOposKKy. Toraa pacrroroxenme Hyk-
ACOTHAOB OTMEYCHO IITPUXAMH PA3HOIO IIBETA, 4 IPOLIEAYPY CUHTHI-
BAHHA ACTKO aBTOMATH3UPOBATD.

Kaaccuueckmin MCTOA C3HFC[23 !glze[zMeHTaTI/IBHbeI).

Merpiaa 3 TCOGACTCA s
Npaitmen 5 i}

(]

oGP 0P
AGTR 4GTP
arTe

!

I AHK-aanemepazs |

5 (A
5 (C_AGGHESD : CCTGAGH
s aggeveasT —=0) & (__mocoreaer e () »(C_AGComa gD 5 (__AGCAIT —=0)
s AGECTGAGT —=0)

Ak daC gaG odT

wP OO - QB B

Depmenmanusnsiii memod cexsenuposanus AHK

Meroa cexsenuposarus HK myrem ofpersa yenu ocuno-
Ban Ha cuHTede HoBor AHK-memm ma amasmsmpyemoi
AHK-matpume ¢ yaacruem AHK-moammepassr B mpucyT-
CTBUH IIpaliMepa M CMECH AE30KCHHYKAeOTHATpudOCcda-
toB (dATP, dGTP, dCTP, dTTP) 1 Ha cayuaiinom oOpsiBe
CHHTE3UPYEMON IIEIH IIPH BCTPAUBAHHH OAHOIO H3 Me-
YCHHbIX pa3HI)IMI/I CpAYOpCCL[CHTHbIMI/I KpaCI/ITCAHMI/I AMI-
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AezokcuHykAeOTHAOB (ddATP, ddGTP, ddCTP, ddTTP).
ITocKkOABKY 06ps26 yenu IIPONCXOAUT CTATUCTHYECKH, TO I1O-
Aygaerca Becb HaObop AHK-dparmenTos, oramgarormumxcsa
MEKAY COOOH IO AAMHE BCETO Ha OAMH HYKACOTHA. 3aTeM
moaydenHas cmech AHK-dparmenToB obpabatsBaercs
dopMaMHUAOM AAfl PACXOKACHHA LIEIEH U IIOABEPraerTcs
KAITUAAAPHOMY 9AEKTPOOpPE3y B IIOANAKPUAAMHUAHOM Ie-
A€, B PE3yABTATE YEro (PPArMEHTHI PACIPEACASIOTCA IIO
asnse. CKaHHPOBaHHE Aa3epOM, BO3OYKAAOIIHM (DAYO-
PECIICHITHIO KPACHTEACH, KOTOPBIMU OBIAM ITOMEYEHBI AH-
AE30KCHHYKACOTHADOCHATHI, ITO3BOAAET OIPEACAHTH ITO-
CAEAOBATEABHOCTh HYKACOTHAOB UCXOAHOI MoAekyAbr HK.

Peakrmonnas cmece, mo Conrepy, cocrout us menu AHK, mykaco-
THAHYIO IIOCACAOBATEABHOCTH KOTOPOH HAAO OIPEACAUTH, KOPOTKOIO
dparmenta medenoit AHK, koMIAeMeHTapHOH KOHIIEBOMY OTPE3KY
5TOM e (3aTpaBka), oAHoro u3 4ersipex ddNTP n coorsercrsyro-
mrero dNTP B crporo ormmpeAeACHHOM COOTHOIIEHHH (4TOOBI OHU KOH-
KypupoBaAn), a Takke ocrarbHBIX Tpex dNTP. I'otosaT uersipe cmecH,
KaKAQf U3 KOTOPBIX COACPKHT oAnH 13 detbipex ddNTP. B xamaoit u3
IIpOOUPOK 0Opasyerca HAOOP MEUYEHBIX (DPATMEHTOB PA3HOW AAHHEL
AAHHA HX 3aBHCHT OT TOTO, B KAKOM MECTE B IICIb BKAIOUCH AC(DEKT-
HBII HykAeoTHA. [loaydennsie meuensie dpparmentst AHK pasaeasror
B IOAHAKPHAAMHUAHOM IeAe (C TOYHOCTBIO AO OAHOIO HYKACOTHAQ),
IIPOBOAAT PAAHOABTOTPAdHIO M II0 KAPTHHE PaCIpeACAcHHA par-
MCHTOB B YeTBHIPEX IPODOAX yCTAHABAHBAIOT HYKACOTHAHYIO ITOCACAOBA-
teapHOCTs AHK. B HacrofAIee Bpems orpeAeACHHE TOYHONW HYKACO-
THAHON IocAeAoBaTeAbHOCTH AfoOoro cermerra AHK ymepenmoi
AAMHBI — BIIOAHE Pa3perumMasn 3aAava. YiKe OIPEACACHA ITOCAEAOBA-
TEABHOCTh HECKOABKHX COTEH I€HOB IIPO- U 3YKAPHUOT. 3Hasf ITOCAEAO-
BATEABHOCTD T€HA M TCHETHYCCKUI KOA, ACTKO OIPEACAUTH AMHHOKHC-
AOTHYIO ITOCAEAOBATEABHOCTH KOAHUPYEMOIO MM OeAka. PambIe Aas
OIIPEACACHUS CTPYKTYPBI OCAKA IIPHXOAMAOCH ACAATH TIIATCABHBIH U
BECbMA TPYAOCMKHE aHAAN3 BHIACACHHOIO M OYHIIEHHOIO Oeaka. Ceil-
9¥ac 9aCTO OBIBACT IIPOIIE OIIPEACAUTH CTPYKTYPY OEAKa depe3 HyKACO-
THAHYIO IIOCACAOBATCABHOCTD, €M C ITOMOIIBIO IIPAMOIO CEKBEHHPO-
BanndA. EcAn cekBeHHMpOBaHHE OEAKA 3aHIMACT MECAIIBI M AAXKE TOABI,
to AHK yaAaerca cexBeHHpoOBaTh 32 HECKOABKO HeAeAb. OmpeacacHue
nocaeaosareaprocta AHK npuseao Tawke k TOMy, 910 OBIAH OOHA-
PYKEHBI OOAACTH, KOTOPBIE HE KOAHPYIOT OCAKH, HO IPHHHMAIOT
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ydacThe B PEryAAlMM SKcmpeccuu reHOB u  perankarmn  AHK.
B 1996 roay 6mia cexBermpoBan reHom Apoxikei, B 1998 r. — remom
apabuporicuca, B 2000 roAy — reHOM YeAOBEKa, OAHAKO B AAHHOM
CAyYae pedb HAET TOABKO OO YCTAHOBACHHH ITOCACAOBATEABHOCTH
HYKACOTHAOB, TAK KAK T€HCTHYECKAA CTPYKTYPa U (DYHKIINH OTACABHBIX
YYIACTKOB T€HOMA CIIle HE MACHTHU(HUIIMPOBAHB — 9TO OOACE CAOKHASA
3aA2Y4.

Cpasy BcAeA 3a pa3pabOTKOH OBICTPBIX METOAOB CEKBEHHPOBAHIA
ITOSBUANCH OBICTPBIE H IIPOCTEIC METOABI CHHTE3d CPABHHTEABHO
AAUHHBIX OAHTOHYKAEOTHAOB C OIIPEACACHHOM, 3apaHee 3aAaHHOK
ITOCACAOBATEABHOCTBIO. Terepnb 3a TpHU-YeTBIPEe AHA MOKHO CHHTE3U-
pOBaTh IOCAEAOBATEABHOCTh U3 12—20 HYKACOTHAOB. ABTOMATH3ALIUSA
9TOH IHpoLEeAypHl eile OGoaee obaerdaer u yckopser cuures. [losBu-
ancp nprubopst — AHK-cuHTE3aTOPEL, KOTOPHIE BBIIOAHAIOT 9Ty Pa-
60Ty 32 HECKOABKO 9aCOB. B KAACCHYECKHX CEKBEHATOPAX AAA AHAAM3A
HCIOAB3yeTCA rOMOreHHas 1mpoda. OOBYHO A0 HAYaAa CCKBEHHPOBA-
HuA TIpom3BOAAT amrAaudukaruio yaactkoB AHK, mocaeaoBarenn-
HOCTb KOTOPBIX TpeOyercs orpeAeAnTs, mpu nomorru [P, B pesyas-
TATE MOAYYACTCS TOMOreHHasA 11poda oanHakoBbix AHK-dparmenTos.
HeroMoreHHOCTP HCXOAHOIT Hpo6b1, uAn omubOku B xoae IILIP-
PEAKIIHE MOIYT IIPHBECTH K TOMY, YTO HE YAACTCA OAHO3HAYHO OIIpe-
ACAHTB T€HETHYCCKYIO CTPYKTYPY MOACKYABI HYKACHHOBOM KHCAOTHI.

Metoa nrpocekBeHupOBAHHA.

COA T G C T A A A A G T

il Prirmer

Light + oxyluciferin

Cucmema pearxyuii nupocexsenuposanus
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Metoa cexperuposarus HK ocmosan Ha cmHTe3e HO-
Boit AHK-ttertm wa  ummobuausuposarmoi amarmsupyemomnt
AHK-marpure ¢ yaacruem AHK-mmoammepassr B mpucyr-
CTBUM IIpaliMepa IIPU IIOCACAOBATEABHOM AOOABACHNI
KaKAOTO Ae3okcuHykAacoTuATpudOCchara (dATP, dGTP,
dCTP, dTTP). Ilpu BcTpamBaHUH HYKACOTHAQ (/7eXUOMEN-
puecku BICBOOOKA2eTCA ttmpodocdar (PPi). ITupodoc-
dar (PPi) cdepmerrom ATP-cyabdypmaaszoii B mpucyrt-
CTBHU aaeHO3uH-5'"-pocdocyabdara (dATPaS)
npespamaerca B ATP, xoropas ABAferca monausom AN
depmenTa Arorudepaspl, MPEBPAIIAOIIei AFOI(EPHH B
okcuaronndepuH ¢ uciyckanuem csera. CBeT perucrpu-
pyercs KaMepoH M AaAee AHAAUSHPYETCA KOMIIBIOTCPHOM
rporpamMmMoil. HeBcTpoeHHEIE HYKACOTHABI ITOABEPTAFOTCH
Aerpajaruu PepMEHTOM AITUPA3OM, U PEAKIUA HAYHHACTCS
C HOBBIM HYKACOTHAOM. A0OaBHM: MeTOA pa3paboTaH

mBeAckuM yuaensm [1. Huperom u ap. (1985-1990).
bBucyapdburHbIi METOA.

Bisulfite-specific primers

=== TAAR -
===TANR -

= S
~ .
7 =
e T
Lo =TAA . m ” == TS e
3" —=aUTUUADGG-—~TUUATOGUT--5" 3' --AUTUUACGGE-~—TUUATUGUT~-5*
- -—

I PCR

5' ——TARAA

3 ==RTTTTA

5! ——TAARATECC-—-ARAT

CAR--3f
3T ==ATTTTATC T'ITA ’ a

ATTGTT==5"

Sequencing -

CpG 5i1e-595ci|’!g__.--""- S —__Inwvitra franscription

nnme:ri/f"' ﬂlimnrs___’,,-" Heal ewiw,;‘,.,'“‘--m._N_gr_r:dcnamring:"'--a_ﬂ__‘fNﬂ‘-;@A
o F digest R ge e
Direct sequencing  MS-SnuPE HRM  COBRA MS-SSCca Base-specific cleavage
Pyrosequencing MALDI-TOF
Bugyavgpummeiii menoo

MetoA AAfL ompeAeAeHus IarTepHa (IIPOMHAL) METHAH-
posaurusa AHK, ocnoBanzeiil Ha OucyAbPUTHON 0OpabOTKE
AHK, mpeBparmmarormefi OCTaTKM IIHMTO3MHA B OCTATKA
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ypaImaa, HO HE 3aTPATHBAOIICH METHANPOBAHHBIC OCTATKH
5-meruAnmrosnHa. AAABHEHIIIHMI aHAAU3 CBOAUTCH K Pa3AH-
YECHUIO OAHOHYKACOTHAHBIX ITOAUMOP(H3MOB, U K PasAeAe-
HUIO IIUTO3MHOB H THMHHOB B IIPOYHTAHHBIX ITOCACAOBA-
TEABHOCTSIX.

UYro Kacaercs c6opKu cuK6eHcos, TO OTMETHUM 3ACCh METOA
ApOOOBUKA  (IIOTTAH-CEKBEHUPOBAHIE,/ KAOHUPOBAHHIE), KO-
TOPBIH MOMKET IPUMEHATHCA AAA COOPKH CHKBEHCOB IIPOTA-
xeraprx (pparmenToB AHK, B ToM dmcae, xpoMocoM 1 re-
nomoB — AHK  cayuaiineiv  obpasom  parMeHTHPYIOT.
[ToAyueHHBIE MEAKHE CEIMEHTBI CEKBEHHPYIOT OOBIMHBIME
MeToAAMH, HartpuMep, MmetoaoMm Canrepa. Hoseie mocaeaosa-
TEABHOCTH IICPEKPBIBAIOIIIXCA CAYYaMHBIX (DPArMEHTOB
AHK cobuparoT ¢ IOMOIIBIO CIIEIMAABHBIX IIPOIPAMM B OA-
Hy OOABINYIO ITOCAEAOBATEABHOCTD. (CyINECTBEHHYIO TPYA-
HOCTb IIPU COOPKE IIPEACTABAAIOT ITOBTOPAFOIIUECH IIOCAE-
asoBareaprocta  AHK, Tak kak OHM HMEIOT yd9aCTKH
IIEPEKPBIBAHUA C OOABIIIMM YUCAOM (PparMeHTOB. AAA T€HO-
MOB IIPOKAPHOT M HH3IINX SYKAPHOT METOA APODOBHKA OKa-
3aACA ITOAXOAAIIIMM. ['€HOM dYeAOBeKka COAEP/KHT OIPOMHOE
KOAMYECTBO (DOABIIIE ITOAOBHHEL) PAa3HOIO THIIA IOBTOPSIO-

Scaffold

Contig 1 '.'._I..Ir‘ng 2
L S I S ]
e
-»> <

=—= Fragment
== Read (known sequence)
—  Roughly known length but not known sequence

Iepexporsarmuecn gpacimenmer obpasyiom xonmuzu
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IIUXCA TTOCAeAOBaTeAbHOCTEH. [ToaTOMy AASl TTOAYUEHNSA CO-
BEPILICHHOI COOPKH HEOOXOAHMO IIPHMEHEHHE IIPOTHKEH-
HBIX TEHOMHBIX KAOHOB.

COopxka IIpH IIOMOIIH IIPOTAKEHHBIX I€HOMHBIX KAOHOB ITPOBO-
AWTCA B HECKOABKO 9TaItoB. BHawaAe HEOOXOAHMMO CO3AATH HECKOABKO
TEHOMHBIX OMOAmOTEK ¢ moKphrTueM 5—10 sKBHBaAeHTOB reHoma. 3a-
TEM KAOHBI OpPraHW3YIOT B Kowmtcy. KOHTHT — 3TO COBOKYIIHOCTB
B3aMMHO II€PEKPBIBAIOIIMXCA I€HOMHBIX KAOHOB. AAf cOOpku
KOHTUTOB OOBIMHO HCIIOAB3YIOT I€HOMHEIN @umeepupurmutie. DTOT Me-
TOA moapasymesaer paspeszanne AHKxaoHOB crienmaspaeivu dep-
MEHTAMU — pecrpurmasamu X aomenbpuousayuro o CaysepHy € UCIOAD-
30BAHHCM B KAYECTBE 30HAOB MUHUCAmENNUNIHEIX TIOCACAOBATEABHOCTEH
(HEOOABIIINX TIOBTOPOB C ITOBTOPAIOIIECHCA CAMHUIICH 7 1 BoAee HYK-
AeoTHAOB, mMeromux coimre 1000 caliToB AOKaAM3AIINH B TEHOME He-
AOBeka). B pesyapTaTe moAydaercad HHAUBHAYAABHBIA HAOOP THOPHAH-
3YIOIIIUXCA C 30HAOM (PPArMEHTOB AAfl KaKAOTO KAOHA. Ilpm stom
COBIIAACHHE AAMH HECKOABKUX (DPArMEHTOB ABYX KAOHOB CBHACTEAD-
CTByeT O HAAMYMHU y9acTKa IepekpbiBanud. [lomaproe ompeacacHme
YYACTKOB IEPEKPBIBAHMSA IIO3BOAACT ITOAYYHTH KOHTHUI, COOTBETCTBY-
FOIHIA AOCTATOYHO IIPOTHKEHHOMY YYaCTKy XPOMOCOMBL 3aTeM METO-
aoM FISH ompeaeAfFoT AOKaAM3aIHIO KOHTHIOB Ha XpoMocome. I1po-
TAXKEHHBIC TCHOMHBIC KAOHBI (DPArMEHTHPYIOT C HCIIOAB30BAHHEM
pectpuxtas. [Toayuennsie mocaeaosaTeabHOCTH AATHOM 500—700 . H.
BCTPAUBAIOT B IIAA3MHAHBIC BEKTOPBL DTa IPOIICAYPA HA3BIBACTCH ¢)f-
KaoHuposarem. 3aTeM CYOKAOHHPOBAHHBIE ITOCACAOBATEABHOCTH Ce-
KBEHHPYIOT H IIPH IIOMOIIH KOMIIBIOTEPHEIX IIPOIPaMM COOHPAIOT
CHKBECHC BCETO I€HOMHOIO KAOHA. OOBECAMHHB CHKBEHCHI TCHOMHBIX
KAOHOB, ITOAYYAIOT CHKBEHCHI KOHTHIOB, 2 OOBCAUHHB IIOCACAHHE —
CHKBEHCEI XpOMOCOM. CAEAyeT OTMETHTB, YTO HEKOTOPBIE PAiOHEI
XPOMOCOM, COCTOAIIHE IIOYTH UCKAIOYUTEABHO H3 IIOBTOPOB (HAIIpH-
Mep, IEHTPOMEPHBIC PAfOHBI), TEXHIYCCKH HE ITOAAAIOTCA KAOHHPO-
BAHMIO W CEKBEHHPOBAHHIO M OOPAsyrOT IPOOEABI (ISITBI) HA KapTax
T€HOMOB.

Bonpocs! u 3apanns 1o marepuasam Temsr 12

1. Yro rTakoe moAmMmepaszHasA IICITHAA PEAKITHA U KOTAQ
OHa IIPUMEHACTCH?

2. Pacckaxnre 00 OCHOBHBIX IIPUHIIUIIAX IIOAUMEPAZHON
IICITHOM PEAKITHH.
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»

Yo TaKoe cexsenuposarie HyKACUHOBbIX KUCAON?

Uro IPEeACTaBAAIOT COOOH 3aAQYH  I'€HETHYECKOTO
AHAAU3A?

Aaiite IIPpEACTABACHHE O KAACCH(PHUKAIIME TI'CHETHYC-
CKHX aHAAU3ATOPOB.

[ToaroroBpTe COOOIIEHNA O METOAAX CEKBEHUPOBAHMUSA
(110 BEIOOPY).

Yro Takoe chopra cuxsercos?

Yro Takoe xoumuz?
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Tema 13. Cucremuasa 6mosorusa
u 6nomH(OPMATHKA: IPUHIUIIEBI, IIOAXOABI,
NEePCIEKTUBBI

Hcropus HOBBIX HAIIPaBACHUI HAYKH.
HoBrle moAXo0ABI B OoAoruu.
CucreMHOCTD KaK CBOVICTBO U IIPHHIINIL.
Buoaorusa u npukaasHas MaTeMaTHKA.

CucremHaa  OHOAOTHA —  MEKAHCIHIIAMHAPHOE
Hay4HOE HAIIPaBAEHHE, OOPA30OBaBIIIEeC Ha CTBHIKE OMOAO-
[N U TEOPHH CAOMKHBIX CHCTEM, M OPHEHTHPOBAHHOE Ha
M3yYCHHE B3aMMOACHCTBUI B KHUBEIX CHCTEeMax. A0OOaBmM,
OYEHb AKTUBHO PAa3BUBAIOIIEECA HAYIHOE HAIIPABACHHE.
CucremHas OMOAOTHA — HayKa, HU3YYaFOINAs CAMOPEIYAS-
LU0 U LEAOCTHOCTH JKHBBIX CYIIECTB M 3aHHMAFOIIIAACH
BBIABACHMEM (PYHKIIMOHAABHON OPTaHMU3AIINN BCETO KHUBO-
IO, HAYUHAA C MOACKYAAPHOTO YPOBHSA, IIOAHHUMAACH Yepe3
OHOAOTHYECKIE KACKAABI (IIETAH OOpPATHOM CBA3H, TPHUITE-
PBI) AO MacITaba TKaHeH U Beime. PaKTHIeCKH, CHCTEMHASA
OHOAOTHA —  PA3ACAOM  (PHSHOAOTHH, HCIOAB3YIOIININ
HHCTPYMEHTAPUN HH(MOPMATHKH U TCOPHH CAOKHBEIX CH-
CTEM, MATEMATUKN, (DU3UKU U XUMUH.

Brrepsrie Tepmun nossuaca B 1993 roay, Ho mmpoxoe
pacrpocrpanenue moAyaua nocae 2000-ro roaa. Ceroans
BE3AC TOBOPAT, YTO B CUCTEMHON OHMOAOIMH HCIIOAB3YETCH
HOBBIH ITOAXOA: X0.143M BMECTO pedyKyuonusma.

Xoausm (oT Ap.-Tped. Oloc — 1IeABIii, HEABHBIH) — B IIHPO-
KOM CMEBICAE, 0CO0aA ITO3HUITHA B (PUAOCOPHUH 1 BOOOIIE HAYKE, HC-
XOAMITIAS U3 KaYecmeeHozo c60e00pasus u npuopumena yen020 no omHoue-
HUW K €20 YacIIAM.

OHTOAOIMYECKUH ITPUHIIAII XOAN3MA: IIEAOE BCETAA €CTh HEYTO
GoabIriee, dem 1poctas cymma ero dacreil. C XOAHMCTHYECKON ITO3H-
I, BECh MUAP — EAHHOE IICAOE, 4 BBIACAACMBIC OTACABHBIE ABACHUSA I
OOBEKTH UMEFOT CMBICA TOABKO KaK 9aCTh OOIHOCTH. B cBsA3H ¢ sTHM,
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ITPEACTABUTEAAMI XOAM3MA ACAAACH BBIBOA, ITO PAZBHTHE MUPA AOAK-
H4 HAIIPABAAT HEKAA BHEIITHAA II0 OTHOIICHHIO K HEMY CHAA.

B rHOCCOAOrHH XOAH3M OIUPACTCH HA IIPHHIIUIL ITO3HAHNE IIEAO-
IO AOAKHO IIPEAIIECTBOBATH IIO3HAHHIO €IO YaCTCH.

Peayxknmonusm (ot Aar. reductio — BoO3BpalleHMe, IIPUBEAC-
HHE 0OpPaTHO) — METOAOAOTHYECKUH IIPUHITUII, COTAACHO KOTOPO-
MYy CAOKHBIE ABACHHSA MOTYT OBITH IIOAHOCTBIO OOBACHEHBI C ITOMO-
IBPFO  3aKOHOB, CBONCTBEHHBIX ABAGHHAM 0OOA€e  IIPOCTBIM
(HampuMep, COIMOAOTMYECKHE ABACHUA OOBACHAIOTCA OMOAOTHYE-
CKUMH HAH 3KOHOMHYECKHMH 3aKOHAMH). PEAYKIIHOHN3M aOCOAIO-
TH3UPYET HPUHIIAI PEAYKINH (CBEACHHSA CAOKHOTO K IIPOCTOMY H
BBICIIICTO K HU3IIEMY), HUTHOPUPYA IOABACHUC IMEPAK CHTHEIX
CBOHCTB B CHCTeMaX OOA€e BHICOKHX YPOBHEH OPTaHH3aIuu. XOTH
O0DOCHOBAHHAA PEAYKIINA MOKET OBITH IIAOAOTBOPHOH (IpuMEp —
ITAQHETAPHAA MOAEAD ATOMA).

CoBpemeHHas cuCTeMHas OHOAOTHA OOpAIaeT BHUMA-
HHE HAa 3MEPAKECHTHBIE CBOMCTBA, TO €CTb CBOMCTBA
OMOAOTMYECKUX CHCTEM, KOTOPBbIE€ HEBO3MOXKHO 00B-
ACHUTB TOABKO C TOYKHU 3PE€HHUA CBOWMCTB €€ KOMIIO-
HeHTOB. OTCIOAA: 33A29aMHU CHCTEMHOM OHMOAOTHH SABAf-
FOTCA MCCAEAOBAHHE M MOACAHMPOBAHNE CBOMCTB CAOKHBIX
OHOAOIHYECKAX CHUCTEM, KOTOPBIC HEAB3SI OOBACHHTD CyM-
MOI CBOMCTB €€ COCTaBASIOIINX. AAS OMOAOTOB, MEAUKOB,
TEHETUKOB BAXKHO, YTO 3TO €Ille U Ta 0DAACTb MCCAEAOBa-
HHMI, KOTOpafA IIOCBAINEHA HU3YYEHHUIO B3aUMOACHCTBUI
MEIKAY COCTABASAFOIIUMH OHOAOTHYCCKHUX CHCTEM, HCCAC-
AOBAHHIO TOI'O, KAK 9TH B3aUMOAECHCTBHUA IIPUBOAAT K ITO-
ABACHUIO (DYHKIIMN M XaPaKTEPUCTUK CHCTEM (HAIIPHMED,
B3AUMOACHICTBHUE Mezab0aumoB U epMer706 B METAOOAHTIE-
CKUX CHCTEMAX).

Cucremuas OHOAOTHA AASL COOpAa YHMCACHHBIX AAHHBIX
HCIIOAB3YeT TAKHE VK€ HM3BECTHBIE HAM METOAHKH Kak
TPAHCKPUITTOMUKA, Meab0.10MUKd, IIPOTEOMUKA U AP.
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OAHUM U3 OCHOBATEAEU
CHCTEMHOM omoaornH
MOXKHO cuuTarh AroABura
don Bepranandu®, cosaa-
TeAsl OOINEH Teopuer CH-
crem, aBropa kuura «OO0-
mas TeopHs CHUCTEM B pu-
3UKe U OHMOAOIHM», OIIyO-
amkoaHHOH B 1950 roay.

OAHO U3 IIEPBBIX YHC-

Kapar Awosue gpon Bepmanangu ~ NCHHBIX MOAEAEU B OHOAO-

IHH ABAACTCA MOACAB OpH-

TAHCKUX HEHPO(MHU3NOAOIOB H AAYPEATOB HOOEAEBCKOM
npemun (B oOAacTH  (PU3MOAOIMH K MEAHIIHMHBI 32
1963 roa) Xoaxknaa n Xakcan. B 1952 roay onn cozpanu
MATEMATUIECKYIO MOAEAB, OOBACHAFOIIYIO PACIPOCTPAHE-
HUE IIOTEHIIMAAA ACHCTBUA BAOAb  akioHa HEHpPOHA
[B ruranTcKOM akcoHe kaAbMmapa]. MIX mMoaeAb ommchBasa

MEXAHT3M pacupo-
Extracellular Medium CTpaHCHHIA IIOTCHIIAA-
7 Ad  KaK B3aUMOAEU-

O
3
I]

TAMH: KAHAAAMHM AAS
KAAHA U HATPHA, YTO
KaK pa3 ¥ MOKHO pac-
Intracellular Medium HEHUTb KAK HAYAAO
BBIYMCAUTEABHON CH-
CTEMHOU OMOAOI'MH.

n

CTBHE MEKAY ABYMA

paSAI/I‘IHbIMI/I MOACKy—

_gn(t,V) aL lpC‘D AAPHBIMH ~ KOMITOHEH-
E E -|-

Ocrosrve komnorennzvr Mooesy
Xoowexuna-Xarcau

4 Kapa Aropur ¢don Beprasandu (1901-1972) — ascrpuiickmit
Huoaor. IlepBoocHoBaTeab OOOBIICHHON CHCTEMHON KOHIICIIIIAH IIOA
nassanueM «O0rmas Teopus cucrem». [ToCTAHOBIIIK CUCTEMHBIX 3aAaY
B cepe paspabOTKH MATEMATHYIECKOIO AIIAPaTa OIMCAHHUA THUIIOAO-
IHYEeCKH HECXOAHBIX cucTeM. MccaeAoBaTeAb H30MOP(H3MA 3aKOHOB B
pﬂ3/\I/I"IHI>IX CEIrMEHTAX HAy9IHOTI'O 3HAHMA.
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[lepBas pabora MO CHCTEMHOH OHOAOTHH, KaK CaMO-
CTOATEABHOM AHCILIUIIAMHE, OBIAQ IIPEACTABACHA CHCTEM-
HBIM TeOpeTHKOM Mmnxaiiro Mecapmaﬂqu44 B 1966 roay
Ha MEKAYHAPOAHOM cHMITO3uyMe B MHCTHTyTE TEXHOAO-
run B KamBaenae (CLLA, mrrar Orafio) moA HasBaHHEM
«CucremMHas TEOPHUA 1 OHOAOTHAN.

B 60-70-x roaax ABaAIIaTOTrO
BeKa OBIA Pa3pabOTaH PSAA ITOA-
XOAOB AAfl H3YYICHHUSA CAOKHBIX
MOAEKYAAPHBIX CHCTEM: TECOPHUsA
KOHTPOASl MeTaDOAU3MA, TEOPUA
OMOXMMHUYECKAX CHUCTEM. YCIIe-
XH MOAEKYAAPHOM OHOAOIMH B
CBOE BpEMS IIPUBEAH K HEKOTO-
pOMY ITAACHHIO HMHTEPECA K MO-
ACAUPOBAHUIO OHMOAOTHYIECKHIX
cuctem. Tem He MeHee, POKAE-
Hue (PYHKIIMOHAABHOI I'€HOMH-
ku B 1990-x roaax mpmseao K
AOCTYITHOCTH OOABIIIOIO KOAH-
YEeCTBA AAHHBEIX BBICOKOTO KAYECTBA, UTO COBMECTHO C
OYMOM B pPasBUTUH BBIYUCAUTEABHON TEXHHKH, IIO3BO-
AMAO  CO3AaBaThb OOAEE  PEAAMCTHYHBIE  MOAECAH.
B 1997 roay rtpymma Macapy Tomura® omybGamkosasa
IIEPBYIO YHCACHHYIO MOACAD METAOOAH3MA IIEAOH (THIIO-
TeTH4IecKon) kaeTku. B tedwenme 1990-x roaos mossas-
FOTCA KOHIICIIITHH, MOAEGAH W HOBBIE€ TEPMHUHBL: CUC/EMHAA
meduyuna (anipeav 1992), cucmemnas Guounmcenepus (MFOHD
1994) u cucmemmnasn zenemura (HosOps 1994).

B rtewenme 2000-x roAoB, KOrAa CO3AaBAAWCEH IIEPBEIC
HHCTUTYTEL CUCTeMHOH Omoaorun B Cuatae u Toxuo, cu-

Muxcatino Mecaposuy

4 Muxarino MecapoBud (poa. 1928 r.) — cepbckuil yaeHbIH, OAMH
13 OCHOBATEACH TEOPHUU CHUCTEM.

4 Macapy Tomura (poa. 1957) — AMOHCKUH yYEHBIH, CIELUAAUCT B
00AACTH MOACKYASPHON OHOAOTHE U KAMIIBFOTEPHEIX CHCTEM.
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cremMHass OHOAOIHA BCTYIIMAA B CBOH IIPaBa, OYAyIH BOBAC-
YEHHOIl B Pa3AMYHBIE TEHOMHBIC IIPOEKTHI, OOpadaThIBas 1
HHTEPIPETUPYA AAHHBIEC U3 IIPOTEOMHUKH, METAOOAOMUKH,
IIoMorasa B I/IHTCpHpCTaL[I/II/I HOBBIX 6I/IOI/IH®OPM3TI/IBHI)IX
9KCIICPIMEHTOB.

AAfl BepudHUKAIIME CO3AABAEMBIX MOACACH CHCTEMHASA
OHOAOTHA CErOAHA PabOTAET C CAMBIMH PA3AMIHBIMU TH-
ITaMm1 BKCHCPI/IMCHTB,ABHI)IX AAQHHDBIX, OIIMCBIBAIOIITHNX KaK
OTACABHBIE COCTABAAIOIINE, TAK M CHCTEMBI B IIEAOM. 3ada-
CTYIO B Ka4eCTBE HCXOAHOH mMHMOpMAIUN AAL (DOPMYAH-
POBKH THIIOTE3 U BBHIBOAOB HCIIOAB3YIOTCH AAHHBIE, ITOAY-
YCHHBIE B APYIHX 00AACTAX OwWoAOornm: OHOXHMUH,
Omopu3MKH, MOAEKyAApHOW Omosornu. Tem He MeHee,
CYIIECTBYET M PAA CHENU(UIECKHIX METOAOB, IIPOYHO ac-
COIIMHUPYEMBIX MMEHHO C CHCTEMHON Omoaormeii. Dtu me-
TOABI XaPAKTEPHU3YET OOABIIIOE KOAMYECTBO IKCIIEPHMEH-
TAABHBIX HM3MEPCHHI U OAHOBPEMECHHOC ACTCKTHPOBAHUC
MHOTHX XaPaKTEPUCTHK, YTO CTAAO BO3MOKHBEIM C ITOABAE-
HIEM COBPEMEHHBIX aBTOMATH3UPOBAHHBIX ITOTOKOBBIX Me-
TOAHK 9KcIrrepumeHTOB. Harmomumm:

— IE€HOMHKA — BBICOKOIIPOU3BOAUTCABHEIC MCTOABI
cexsennposanua AHK, BkArouas usydenne BapmabeAbHO-
CTU B PA3AHYHBIX KAETKAX OAHOI'O OPIraHH3Ma;

— JIUreHOMHKA/3NHUIeHEeTHKA — wu3ydcHHE (ak-
TOPOB TpaHCKpurny, He Koaupyemerx B AHK (metman-
posanne AHK, u 1. A.);

— TPAaHCKPHUIITOMHKA — HU3MEPEHHE IKCIIPECCHHU
reHoB, HcItoAb3ya AHK-MuKpoUnIIsr 1 Apyrue MeTOABI;

— uHTEeP(pEPOMUKA — N3MEPCHUC B3ANMOACHCTBIA
Tpanckpudupyemsx PHK;

— IpoTeoMuKa/TPaHCAATOMUKA — H3MepeHue
YPOBHA OEAKOB HAH IIEITHAOB C HCIIOAB30BAHUIEM AByMEp-
HOIO TI€AB-9ACKTPOdOpE3a, MACC-CHEKTPOMETPUH — HAH
MHOTOMEPHBIX METOAHK U3MEPEHUA OEAKOB;
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— MeTaboAOMHKA — M3MEPEHHE KOHIICHTPAIUH TaKk
HA3BIBAEMBIX MAABIX MOAEKYA, METAOOAUTOB;

— TAUKOMHKA — U3MEPEHHUE YPOBH:A YTACBOAOB.

— AWNIIAOMHKA — U3MEPEHUE YPOBHA AUIIUAOB.

Haao ckasartp, 9TO CYIIECTBYIOT M METOABL, ITO3BOAAIO-
e U3MEPATb AMHAMHUKY XapPaKTEPUCTHK BO BPEMEHH U
B3aHMOACHCTBHIE MEKAY KOMITOHEHTAMH:

— HMHTEPAKTOMHMKA — HU3MEPEHUE B3aUMOACHCTBHIT
MEKAY MOAEKYAAMH  (HAIIpUMEpP, H3MEpPEHHE

OeAOK-
OeAKOBBIX B3anMoAericTuin: PPI);

TIpGCTpaHCTeD B KneTo:
M, kpoes, g

s y'-,? LA ""L—-,
=) 1@1_@!-'_/-/‘»’/4\1!!//% )
THAHE, ak.l&&" ‘é‘ . L .‘.- / 8
NG -iéé!@' VI =
N_,i_ _,r/ =

e .
=28H ameassa a0

Cucrmemman Guoaozua cmaperus veso6exa
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— (pAAKCOMHMKA — HM3MEPEHNE ANHAMUKI IIOTOKOB U
KOHIICHTPAIINN BO BpeMEHH (KaK IIPABHAO, METAODOAUTOB);

— OHMOMMKA — CHCTEMHBIH aHAAN3 OHOMA.

Boobre nccaeaoBaHms B 0OAACTH CHCTEMHOM OHOAO-
[N CETOAHSA 3aKAIOYAIOTCH, B OCHOBHOM, B pa3pabOTKe Me-
XAHUCTHYECKON MOAEAU CAOKHOI OHMOAOTHYECKOII CHUCTE-
MBI, TO €CThb MOAEAH, CKOHCTPYHPOBAHHOH HA OCHOBE
KOAMYECTBEHHBIX AAHHBIX OO 9AEMEHTAPHBIX IIPOIIECCAX,
cocraBAfiformnux cucremy. Vs-3a caokHOCTH OOBEKTA H3Y-
YeHHUsA, OOABIIIOTO KOAMYECTBA ITAPAMETPOB, IIEPEMEHHEBIX 1
YPABHEHHH, OIHCHIBAOIIUX OHMOAOTHYECKYIO CHUCTEMY, CO-
BPEMECHHAS CUCTEMHASI OHOAOTHA HEMBICAUMA OE3 HCIIOAB-
30BAHNA KOMIIBFOTEPHBIX TEXHOAOIHUH — AAfl PCEILICHHSA
CHCTEM HEAMHCHHBIX YPABHEHUM, H3YIEHNUA YCTOMIUBOCTI
U 9yBCTBHTEABHOCTU CHUCTEMBI, OIIPEACACHUA HEHU3BECTHBIX
ITaPAMETPOB YPABHEHHUH 10 9KCIEPUMEHTAABHBIM AAHHBIM.
VHHOBAIIMOHHBIE KOMITBIOTEPHBIEC TEXHOAOTUH OKa3BIBAIOT
CYIIECTBEHHOE BAHUAHNE HAa PA3BUTHE CHCTEMHOW OHMOAO-
run. B gactHOCTH, MCIOAB30BAHHE HCYUCACHHSA IIPOIIEC-
COB, ABTOMATHYECKHX CPEACTB ITOMCKa nuHpOpMAINN B
Hy6AHKauHHX, BBIYHMCAUTEABHASA AWHIBUCTUKA, paspaGOTKa
U HAITOAHEHHE OOIIEAOCTYIIHBIX 043 AAHHBIX.

B pamkax cucremnOll OmoAormm BeaeTca pabOTa HaA
CO3AAHMEM COOCTBEHHBIX IIPOIPAMMHEIX CPEACTB AAA MO-
ACAHPOBAHNA M YHHUBEPCAABHBIX A3BIKOB AASl XPAHCHNA H
AHHOTAIINN MOAEAEH. B kadectBe mprumepa MOMKHO IIpHBe-
cru SBML, CellML (pacrupennsa XML Aaf 3armcn Moae-
Aeth), a Takke SBGN (A3b1K rpadpr<eckoro mpeAcTaBAeHUA
CTPYKTYPBI B3aHMOAEHCTBUI 9AEMEHTOB OHOAOTHYECKHX
cucrem). Harr pasroBop, kak BUAUM, IIPUOAUSHACA K OHO-
uH(OpPMATUKE, WA BBIYMCAHUTEABHOII Omosorumm —
OAHOMY H3 Pa3sA€AOB OMOAOTHH, IIPEAMETOM KOTOPOIO fB-
AAFOTCS MOACKYAAPHBIE IIPOIIECCHI (TOABKO HMCCACAOBAHHSA
IIPOBOAATCH HE 771 Vitro, A in §ilico — He B IPOOHUpKe, 4 IIpH
ITOMOIIU KOMIIBIOTEPOB).
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Wrax, 700 6uoungpopmamuroi nonumarom s1060e ucno v306a-
Hue KOMNsIOmeEpos U npozpammmozo obecneyerus 044 anasusa 6uo-
soeudeckux dannpx. Ho Ha Ipakrhke d9acTo 2TO HOHATHE
Cy/KaeTCA M BKAIOYAET B CEOf TOABKO HCIIOAB3OBAHHE KOM-
IIBIOTEPOB AAfl OOPaOOTKH 3KCIIEPUMEHTAABHBIX AAHHBIX
II0 CTPYKType OHOAOIMYECKUX MAKPOMOACKYA (DEAKOB H
HYKAEHHOBBIX KHCAOT) C IIEABIO ITOAYIEHHA OMOAOTHYECKH
3HAYUMON HH(OPMAIIHH.

B Smonndopmarrke, KOHEUIHO K€, HCIIOAB3YEOTCH METO-
ABI TIPHKAQAHOH MaTEMATHKH, CTATUCTHKNA M MHAOPMATHKI.
WccaeproBanusa B 00AacTH OHMOHMHMOPMATHKA M CHCTEMHOMN
OMOAOIMI 329aCTYIO IIEPECEKAFOTCA: OCHOBHBIE YCHAHA HC-
CACAOBaTEACH, pabOTAIOMNX B 00AACTH OHOMH(MOPMATHKIY,
HAITPABACHBI HA N3YYEHHE I€HOMOB, AHAAU3 U IIPEACKA3AHIIC
CTPYKTYPBI OEAKOB, IIPEACKA3AHUE B3ANMOACHCTBHN Pa3ANY-
HBEIX OCAKOB APYT C APYTOM U APYIHIMI MOACKYAAMH, 2 TAKKE
PEKOHCTPYKIIHSA IIPOIIECCOB SBOAFOIIHHL

bronndopmarika moMoraeT y4eHBIM [MCIOAB3YA I10-
caepoBareapnoctu AHK], mpormosupoBars cTpyKIypsl 1
BO3MOJKHBIC (DYHKITHH KOAHPYEMBIX UMH OEAKOBBIX MOAE-
KYA I CBSI3BIBACT ITC€HOMHBIC U IIPOTEOMHBIC ITPOEKTHL. Kpo-
ME TOTO, CACAYET OTMETUTh M POAb OHOMHMOPMATHKH B
IIpOIIECCE MAPKUPOBKH I'€HOB M APYIUX OOBEKTOB B ITOCAE-
aosareabHOCTH AHK.

Mertoapr OHOHMH(OPMATUKNA aKTUBHO HCIIOAB3YIOTCA
OHOAOTaMI-3BOAIOIIMOHUCTAMI AASl PEIIIEHUSA IIEAOTO PAAA
3aAad:

— H3yYEHHE 3BOAIOIHH OOABIIIOIO YHCAA OPIaHN3-
MOB, BKArOYas spoarorumro moackya AHK, a me TOABKO
crpoeHus AU (PU3HOAOTHH;

— CpaBHCHHE IIEABIX I'€HOMOB, YTO ITO3BOASICT H3Y-
9aTh TAKUC ABACHUSA, KAK AYIIAMKAITUSA TC€HOB, TOPH30HTAAD-
HBI IIEPEHOC TEHOB M IIPEACKA3BIBATH OaKTepHAABHBIC
CHEITUAAUZHPYIOIIIE (PaKTOPHI;

— IIOCTPOCHHE KOMITBFOTEPHBIX MOAEACH ITOIYAAITHIT
C LIEABIO IIPEACKA3AHISA IIOBEACHHS CHCTEM BO BPEMEHIL.
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AN

Bonpocs! u 3apanusa mo marepuasam Temsr 13

Yro Takoe cucreMHas OMOAOIHA?

Yro rakoe OnmomHdOpMaTHKA?

Aaiite MPeACTABACHIE O X0.1U3Me.

Pacckaxwure o pedyxyuorusme.

B dem nmprYuHBI HOABACHHS BBIIIICHA3BAHHBIX HAYK

(oTpacaeit HayKm)?

B gem 3akArogaeTcs HX HHTETPATUBHOCTD M MEKAHC-

LUIIATHAPHOCTE?

3aIOAHUTE IIPOITYCKU B CACAYFOIIUX YTBEP/KACHIAX:
— C IICABIO Pa3MHOKEHNA (AMIAU(DUIIPOBAHUSA) H
IIOAYYCHUS B YHCTOM BHAEC TEX HAM HHBIX ICHOB,
dparmenTer  aykapumormueckorn AHK  moryr Oprrs
BCTPOCHBI B CIICIIHAABHO IIOATOTOBACHHBIC OaKkTepH-
AABHBIC ~ BHPYCBI ~ HAHM  IIAA3MHABI,  HA3BIBACMBIC

— OrAeApHAA KOAOHNA OAKTEPUI, KOTOPAs COACPKUAT
IIAA3MHAY C BKAoueHHBIM B Hee dparmernrom AHK
YEAOBEKA UAU APYIOIO KHBOI'O OPIaHM3Ma, HA3BIBACTCA

; HADOP TAKUX OAKTEPHUId, IPEACTABAAIOIINI
BECh T€HOM YEAOBECKA AU APYIOTO JKHBOIO OPraHM3Ma,
COCTABHT

— Cuanraercd, 9TO MyTAIlUH, HE HACAEAYEMBIE COTAAC-
HO IIpaBUAAM MeHAEAA, IIPOABAAIOT
U AOKAAHM30BAaHBI, IIO-BUAIMOMY, B TEHAX OPIaHCAA.

— B renax BBICIIHX 3yKapHOT KOPOTKHE CETMEHTHI KO-
anpyromeit AHK, koropsre HasbBarorcs ,
OOBIYHO PA3ACACHBI AAMHHBIMU ITOCAGAOBATEABHOCTS-
mu  Hekoaupyromeii  AHK, koropeie HaseBaroTcs
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Tema 14. T'eHoM yeAsOBeKa: MOAEKyAAPHAA
CTPYKTypa M OpPraHHA3aITHUA

TITocaepaoBareapnoctu AHK.
T'ereporenHocrs.
ITaparorua u oprosorus.

ITocAeAOBaTEABHOCTH, OAHOKPATHO IIPEACTABACHHBIEC B
I€HOME, ABAAIOTCH YHHKAABHBIMH. DOABIIIE ITOAOBHHBI re-
HOMa YEAOBEKA IIPEACTABACHO ITOBTOPAIOIIUMICA B Pas-
HOI CTEIEHH ITOCAEAOBATEABHOCTAMU HAH IIOBTOPAMHU.
Omu MoryT ObITh OOACE HAH MEHEE PaBHOMEPHO pacIIpe-
ACAEHBI IIO TEHOMY (ducnepciivie no6720psi) MAU OBITH IIPHU-
VPOUEHHBIMU K OTACABHBIM pPAfiOHAM XPOMOCOM (KoHco.11-
ouposarinste nosmoper). K HHCAY ITOCAEAHHX OTHOCAT TaK
HA3BIBAEMBIC CarieA/Unbl — IIOCAEAOBATEABHOCTH, KOTOPBIE
IIpU HEeHTPUYITUPOBAHUH B gpadueriyze TIAOTHOCTH COCTAB-
AAFOT OTACABHBIN mHK. VX HasBaAm careaamTaMu (CITyTHH-
KAMH) MMEHHO IIOTOMY, 9TO COOTBETCTBYIOIIHMH KM IIHK
COLYTCTBYET OCHOBHOMY. Y YEAOBEKA, KAK U Y BCEX MAEKO-
nnrarorux, careaautas AHK oboramena AT-mapavn u
HMEET MEHBIIYIO IIAABYYVIO ITAOTHOCTH IIO CPAaBHEHHUIO C
toraapnori AHK. B mnpunentpomepHsx paiioHax Bcex
XPOMOCOM 9YEAOBEKA IIPUCYTCTBYET aAb(ACATEAAUTHAS
AHK wman aasdponpnmas AHK, nmerormas AAuHy moBTOpS-
- e e e TOIIIEVACH EATHULIBI

1,481 171 m. 1. Ona sABAseTcs

e

OCHOBHBIM CIPYKTYp-
1,509
|

HBIM KOMIIOHEHTOM
neHTpoMepsl 1 popmu-
pyer  npuyenmpomeprivil
cemepoxpomamur.  Hexo-
TOpbIE  PA3AHYHA 11O
HYKACOTHAHOM  IIOCAE-
AOBATEABHOCTH B Pa3-

Camennummas AHK uenosexa.
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HBIX XPOMOCOMAX ITO3BOASAIOT UCIIOAB30BATh aAB(DOHAHYIO
AHK B kadectBe XpOMOCOMOCHEIH(PUYIECKOTO 30HAA AAA
FISH (manpmmep, mpu IpeHATAABHOH AHATHOCTHKE HA MH-
TepasHBIX KAETKAX). Bcerpeuaercs M HMHAMBHAYaAbHBINA
moanMopdusm uncaa moBTopos asbdompanon AHK, me
UMErOIIUH  (DEHOTUIIMYECKOrO  HIposBAcHHA.  bera-
cateaantas AHK, wnmerormas AAMHY IOBTOpAROIIEHCH
EAMHHIIBI 08 ILH., IPUCYTCTBYET B IIEHTPOMEPHBIX PAHOHAX
HSA 1,9, 13,14, 15,21,22u Y.

CaTeAAUTEl TIPEACTABASIIOT COOOM  arndeMHubie  106710-
pb? — TIOBTOPAIOIIHECH CAMHHIIBI CACAYEOT APYT 33 APYTOM
I OAMHAKOBO OPHEHTHPOBAHBL B HMHBEpTHPOBAHHBIX ITO-
BTOPAaX CAMHHUIIBI OPHUCHTHPOBAHBI B IIPOTHBOIIOAOKHBIX
HAIIPABACHHSAX.

Kpome KAaCCHYECKHX CATEAAHTOB B I€HOME UYEAOBEKA
IIPUCYTCTBYIOT MHHH- 1 MEKPOCATEAAUTEHI.

Munucamennumv: — mandemmnvre nosmopauuecs 1n0c1ed06a-
mensrocmu ¢ edunuyer 10—60 n. H., umermei yernmparsusiii Mo-
mue ITTTIAIT A*I. Ouu AokaausoBaHHE OoAee yeM B 1500
CafiTax U OTAHYAIOTCA 3HAYHTEABHOI BapHAOCABHOCTHIO
MU3-32 9ACTO IIPOHCXOAMAIIEIO HEPABHOTO KPOCCHHIOBEPA,
9TO, COOCTBEHHO, XaPAKTEPHO AAfA BCEX TAHACMHBIX IIOBTO-
pos. Ilpu 6aor-rubpuausarnmu o Caysepry dparmenTu-
posauuo#t AHK ¢ MuHHICaTeAAHUTHBIME 30HAAMH BBIABAA-
ercs HHAUBUAYAADBHBIN PHUCYHOK — T€HOMHBII
PHUHIEPIPUHT, KOTOPBIH MOKET OBITH HCIIOAB30BAH AAfA
HACHTH(UKAITIH AUIHOCTH U YCTAHOBAEHUSA OTIIOBCTBA

Murpocamennumer — xopomKue mardemmsie n06/m0per ¢ 014-
ot nosmoparnmeica edunuys: 1—6 n. 1. OTAUYAIOTCA 3HAYM-
TEABHBIM HOAUMOP(MU3MOM U OOABIIHM YHCAOM PABHO-
MEPHO PACIIPEACAEHHBIX II0 I€HOMY AOKYCOB (OKOAO
100000). Dt O0OCTOATEABCTBA CACAAAH MHUKPOCATEAAHTEL
VHUBEPCAABHBIMA MapKEPaMHU AAf T€HETHYECKOIO KAPTH-
pOBaHMA, HACHTH(PUKAIINI AMIHOCTH, YCTAHOBACHUSA POA-
crBa. ITOCKOABKY MHKPOCATEAANTBI HMEIOT IIPUEMAEMYIO
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Opearusayus mardermrozo nosmopa u3 wemsipex: asontucnvix
ocHosanutl Ha ydacmrax Komnaemenmapnsix yenei AHK

st TTHP-amuandukanum AAMHY B C ABYX CTOPOH (pAaH-
kuposaabl yHEKAABHOI AHK (rae MOXHO pacmoAoKuTsh
HHAUBUAYAABHBIE IIPAMEPBI), IIPOIIEAYPA OIIPEACACHHSA
aAACACH TAKHX ITOAMMOP(HBIX MapKEPOB AOCTATOYHO
IIPOCTA M IIOAAAETCA aBTOMaTH3anuu. FlcmoAwsys pasHble
P AYOPOXPOMBI, MOKHO OAHOBPEMEHHO B OAHOM IIPOOHpPKE
AHAAU3HPOBATH ITOAUMOP(HU3M CPa3y HECKOABKHX MHKPO-
CATEAAUTHBIX AOKYCOB. AHAAH3 AAUH aMIIAN(HUIINPOBAH-
HBIX (DPArMEHTOB OOBIYHO IIPOBOAAT IIPH ITOMOIIH KAITHA-
ASIPHOT'O 3AEKTPOdOpe3a C AA3EPHBIM CKAHUPOBAHUEM, UTO
ITO3BOASIET BBIABUTDH PA3AUIHA AO OAHOI'O HYKACOTHAA.

K KOHCOAMAMPOBAHHBEIM IIOBTOPAM OTHOCHAT TaKKE Te-
uel pPHK, oOpasyrorue xizacmeps: (Ipymmsl ITIOBTOPSAFO-
IIIXCA EAHMHHIT) B PAHOHAX BTOPUYHON HEPETAKKI KOPOT-
Koro maeda xpomocom rpymsr D (HSA 13-15) u rpymmer
G (HSA 21 u 22).

B oramdme OT KOHCOAHMAMPOBAHHBIX ITOBTOPOB AFC-
IIEPCHBIE ITOBTOPHI PACIOAOKEHBI IIOOAHMHOYKE, B Pa3HBIX
ygacTkax reHoMa. OAHA U T4 e IOBTOPAIOIIAACA EANHHUIIA
MOKET HAXOAHUTBCA B TBICAYAX PA3AHYHBEIX caiToB. K Amc-
IIEPCHBIM ITOBTOPAM OTHOCAT reHbl TpaHcnoprtHoii PHK,
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AEN {cTpeneu) ofecneqMBaINT HA4END W EOHEL, TREHCEDHMILMK, Petpatpascnoans Gea JKIN

8 TAKKE ParrKELMD (yaHasaHme macTa BoTpaneakun M obparian
I — TRAHCKPUINLMA CONPRREHb)
- [TEmm— N
e~ I P HE PHEK e PHE

Tpanscnawm TpaHenaums ¢ ofpasosaHnem
Gankoe, BK0Yas pEEEpTagy
BrpycHan wacTvug,
chnocobHan
K 3E[EREHHED,
WK BHpYCOnoootHER,|

TpaHcARuNE,
O pEI DBAHNE S

Cenwod BMpyCHOR "
HACTHLE, 8 TAKKE Ben?

Hedperthan PeBEpTazs, HTENPEIE
AHK, ———a OfpatHas [T —
PHE oo e TRAHGKDHNLMA IO
Py
HE
Fit TS — T i
YoaneHuws PHE,
nocTpofica geyeinTesol JHK
BCTRaVBaHNE
Dy Bopaseatiie, I

UHTErpass

Tepemenperius mparicnosoros

mparcnosons: M neesdozerst, He COACPIKAIIUE UH/POHO6 KOTIUN
I'€HOB, BO3HHKIIIHE, B OCHOBHOM, ITyT€M OOPATHOH TpaH-
ckpumiun. V3 4gmcAa TpaHCIIO30HOB B I'€HOME YEAOBEKA
HauOOAEE IITUPOKO IIPEACTABACHBI O/1UHIbIE UNINEPCNEPCHbIE
noémoper (LINE) — 850000 kommit u 21% renoma, xopom-
kue unmepenepenwze nosmoper (SINE) — 1500000 xommit u
13% renoma, pempomparicnosons: ¢ OaunnsIMU KotyesstMu 10-
émopamu (LTR) — 443000 xommit u 8% renmoma, 1 AHK-
tpancrrozonsl — 300000 kormit n 3% remoma. K rpymme
LINE orHOCAT ITOCACAOBATEABHOCTH AAHHOW OKOAO
5T.1I. H., KOTOpBIE COAEP:KAT IIPOMOTOp, Y3HABAEMBII
PHKmoanmepasoit II, ren oOpaTHOI TpaHCKpHIITassl U
nnoraa reasl PHKaser H. Ha 3’-koHiie maxoanTcs curaaa
noamapcHuAnpoBannsa (AATAAA) n moanA-xsocr. V de-
AOBEKA HMEETCH TOABKO OAHO CEMEHCTBO IIOBTOPOB
LINE — L1.

Koporkne mnTepcriepcusie mosroper SINE npeacraBas-
10T coboit mocacpoBareabHOCTH A0 500 IL H. M coaepikar
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obparnabie TpaHckpuirtel  parmentos TPHK, pPHK n
MaAPHK. V nprmartos, B TOM dmcAe 1 y 4eAOBEKa, 3HATHTEAD-
nad gactb SINE mpeacraBaena Alu-rioBropamu, MMEFOIIIMEI
aauHy 280 11, H. B HE COACPKAIITIMUI TEHOB.
HeoaropoarOocTs pacipeaeseHns mo resomy [TI- m
AT-oborarmeHHbIX PafiOHOB, TO €CTh KOMIIO3HIIMOHHASA
rereporenHocte AHK — oana n3 HanbGoaee Ba>KHBIX
XAPaKTEPUCTHK MOAEKYAAPHOIN OpPraHH3anuy I'€HO-
MoB. boaee copoka aer Hasan bepmapam m coTpyaHBKH
(cM. BBIIIIE) IIPH UCCACAOBAHMUH TeHOMA Mbitit Mus miusculus
obmapyxuan, uro komaeke AHK u cepebpa moxker ObITH
PAa3ACACH C IIOMOIIBIO PaBHOBECHOTO LEHTPUQyrHpoBa-
HuA B rpaauenTe mrotaocta Cs,SO, 1mo gacrore caiiToB Ha
moAaekyae AHK, cpazaBimx cepeOpo. D1o OTKpBITHE ITO3-
BOAHAO C BBICOKOI TOYHOCTBIO pasaeadrs AHK ma dpak-
nnn. AaspHeriee usydenue stux ppaxuni AHK npuse-
AO K OTKPBITHIO YEeTKOHI KOMITO3UITHOHHOM
rereporeanoctn  AHK. Kommosunmonno romorennsie
cermentel AHK, nprmassexarniume kK HEOOABIIIOMY HYHCAY
CEMENCTB, PA3AHYAIOIINXCA IO IIAABYYEH ITAOTHOCTH, OBI-
Au HasBaHBL #3oxopamy. Ppaknmonuposarne AHK o mia-
syuen naommocmy 1pu ueHTpudyrupoBanun (GHpParMeHTOB
AHK B rpaauenre Cs,SO, (mAu caxapo3sel) OBIAO BBIABACHO
y OOABIIIOTO YMCAA BHAOB KHBOTHBIX. DTO OTPaKaeT TeTe-
porernocts AHK 1o mykaecormamomy cocrasy: AT-
OoraThie ITOCACAOBATEABHOCTH OOAAAAIOT OOABIIIEH IIAABY-
4gell HAOTHOCTBIO, 4eM I'TI-6Gorarsie. OTHOCHTEABHBIE KO-
amgectBa AHK B cemerictBax #30x0p HOPMHPYIOT Tak
HA3LIBAEMBIM KOMIIO3UIIMOHHBIM H30XOPHBIM HATTEPH Te-
HOMa (TaKKe OH HA3bIBACTCA I€HOMHBIM (DEHOTHIIOM), T. €.
XaPAKTEPHBIH «PUCYHOK» U3 U30XOP, ABAAFOIIHICA CIICIHU-
(PHYHBIM AAA KQZKAOTO OTPAAA MAH CEMEHCTBA. Y YEAOBEKA
OBIAM BBIABACHBI ABA «ACTKHX» cemedcrsa msoxop: Ll
(1,698 r/cm) w 1.2 (1,700 r/cn’), m tpu «rsxeanrx»: H1
(1,704 v/ent’), H2 (1,708 v/ev’) w H3 (1,712 v/en). V we-
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Aoseka cemerictBa L1 m L2 cocraBasroT cBoimme 62% Bcero
reaoma; H1 — 22%, H2 — 9%, cemetictBo H3 cocraBaser
0K0AO 3% remoMA.

Thowtopnaaect octezonten oo THK |

| o g | Ancoepomsenosepu i
s N
Canexnemus JHK Puocosssan JHX | | Tpescossomu ‘ | ot vpamcmogrmod PHK Ternporon
| \\
[
LINE- SINE- | LT : JHK-

Carevomu Mumamcreynmy Mapeatetd | | posoxmy | | usoomoes | peoporpscooncen | | rpascnnce

HO&/%OPﬂMZl/Zlé’[}l 110¢/1008ameNbHOCHIU 26HOMA 4eA08eKA

HaubGoapitiee 3HadeHne ¢ TOYKH 3PEHUA CIPYKIYP-
HO(YHKIIMOHAABHON OPraHM3AIUN I€HOMa HMEET BOIIPOC
O CBfI3M PA3AMYHBIX CEMEHCTB H30XOP C KOAHUPYIOIIHMU
rocaepoBareabrocTavMu AHK 1 ocobennocTAME HX 2KC-
Ipeccuu. B mepBbIX HMCCAGAOBAHMAX 3TOTO BOIIPOCA OBIAO
MOKA32HO, YTO OOABINHHCTBO 13 40 B3ATHIX B AHAAW3 F€HOB
geAoBeka pacroroxkeHsl B I'TI-Oorateix cemerictax. Bro-
CAGACTBHH AOKAAUBAIUA 777 §ilico (IIYTEM KOMIIBIOTEPHOIO
amaamnsa) 6oaee 14000 reHOB YeAOBeKa IPUBEAA HCCAEAO-
BaTEACH K TOMY 7€ CaMOMY BBIBOAY, IIO3AHEE ITOATBEp-
’KACHHOMY Ha €IIe OOABIINX BBIOOPKAX KOAHPYIOIINX ITO-
CAECAOBATEABHOCTEH.

IIpuBAedeHmE AOIOAHHTEABHOIO KPHUTEPHA — IIPO-
IIEHTHOTO COAEP/KAHNA I'yaHMHA HAU ITHTO3HHA B TPETHEM
roAokeHnn koaoHa (I'113-ypoBens) — mOMHMO MOAAPHOTO
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orromrenns I'T] u AT (I'Ll-ypoBens), 1 CTATHCTHYECKII aHA-
am3 1mocaepoBareabHocrel AHK m3 reHoMHBIX 023 AAHHBIX
YCAOBEKA U IIIIOPIIEBON AAIYINKH (Xerngpus laevis) IO3BOAHA
YCTAHOBUTD, UTO TCHBI 00MAilHec0 XoAU6a:

— IPEUMYIIECTBEHHO AOKaAm30BaHBI B IT1l-Oorartsix
CEMEHNCTBAX U30XO0P;

— HE COCTaBASIFOT DOABIIHHCTBA TeHOB B I'LI-OoraTsix
CEMENCTBAX U30X0P;

— SBAAIOTCSl HE MEHEe
I'll;-oboramenupivu,  gem
TKaHecrennuIecKkne —re-
HBbI.

[TosermiernOEe  coaep-
KAHHIE KOAHPYIOIINX IIO-
CAEAOBATEABHOCTEH, OoAce
BBICOKUH YPOBEHb PEKOM-

Oumarum, OOABIIIOE YHUCAO
I'LI-oborammeHHbIX KOPOT-
KUX  UHINEPCNEPCHBIX 11067710~
pos (SINE) B TamkeAnx
H30XO0paxX, B TO BPeMsA KaK B AETKHX AOKAAH30BAHO 3HAYH-

TEABHO MEHBIIIE I'€HOB, HIUKE YPOBEHb PEKOMOMHAIINU K
HAXOAATCA  IOYTH  HCKAIOYHTeABHO [Tl-0OeaHeHHBIC
asnuHble nHTEpcrrepcHbie moTopel (LINE), Aaetr ocHOBa-
HHE TOBOPUTh OO M30XOpax KaK CTPYKTypHO-
(PYHKIIMOHAABHBIX E€AMHHIIAX OPraHU3AIUM TI'E€HOMA.
I'paBuIEl MEKAY TAKEABIMH W ACTKHMH H30XOPaMHU Ha
IIpUMEPE HCCACAOBAHHOIO B OTHOIIEHHH KOMITO3HITHOH-

HInopyesan anzyunixa

(Xenopus laevis)

HOTO COCTaBa Ha MOACKYAPHOM YPOBHE KAACTEpa I€HOB
eucmocosmecmumocny (MHC) gaeaoBeka sBAfIOTCA DOACE YeM
KOMITO3UITMOHHBIMU ~ CTPYKTYPAME —  6peMeriiivie  pariuiys
penauxayuu 6 @ase S Kaemouoz0 yuxaa npaxmuecK mouno co-
01I6EIICINEY 107 PUSUUECKUM Zhauyam SOKANUSAYUU US0XOP.
KommosummoHHOe KapTUPOBAHUE — 3TO H3YYEHUE
PACIIPEAEACHHSA ITO AAMHE XPOMOCOM Pa3AMYHBIX CEMEICTB
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nsoxop. OcoOOBIT HHTEPEC IIPEACTABASET COOTHECEHHE
KOMITO3UIIMOHHBIX H I[UTOTCHETHYCCKUX KAPT XPOMOCOM,
BBIABACHIE IIPUYPOUECHHOCTH (DPAKITUI H30X0p K MOpdo-
AOTHYECKUM (IIEHTPOMEPA, TEAOMEPA) U ITUTOXHMHIECKIM
(G/R-6a0km) mapkepam. He mobonmcest moBToputhes: pas-
AMYAIOT «XPOMOCOMHOE» KOMIIO3UIIMOHHOE KapTHpPO-
BaHHE (METOAOM TMOPHAHU3AIIH /7 5ify PASAMIHBIX (Dpak-
oui  M30X0p  HAa  XPOMOCOMAax B IIPHCYTCTBUH
koukypupyromeii AHK, kotopas mo3Boaser modrn moa-
HOCTBIO HCKAIOYHTH HECHEIN(UIECKYIO THOPHAUSALIIIO
IIOBTOPOB) U «MOAEKYAAPHOE» — IIYITEM AOKAAH3AIINH
reHoB BO dpakmuax n3oxop meroAoMm [P wmam OGaot-
ruopuansarun 1mo Caysephy.

VYV MAEKOIHTAIOIINX HEOAHOPOAHOE PACIIPEACACHHE Pa3HBIX Ce-
MerictB m3oxop. Camble «rmxessie» u3oxopel H3  pacrmoaorxensr
B T-Amckax (IpeuMyInecTBeHHO mpuTeAoMepHbie Rauckn, ¢ Hanboaee
APKO BBIPAKECHHBIMH CTPYKTYPHO-(PYHKIIMOHAABHBIMUA XaPAKTEPUCTHU-
KAMH 9TOH TPYIIIIBL), KOTOPBIE XaPAKTEPU3YIOTCA HANOOABIIICH KOHIICH-
TpAIHEil T€HOB, OCOOEHHO I€HOB AOMAIITHETO XO3ANCTBA M OHKOICHOB.
HabAropaercs 00Ias TEHACHIINA IPUYPOYCHHOCTH ACTKUX (PPAKITHIT K
G-AuckaM (OTHOCHTEABHO HHEPTHBIC, /1030HOPenInyupyonyuecs, BEIABATC-
MBIC IIPA OKPAITUBAHUHU KPACHTEAEM I'HM3EI), TAC 3HAYHTEABHO HIKE
KOHIIEHTpAIUA IeHOB, yeM B R-auckax (oOparueie G-AucKaM, pargpen-
AUYUpyonyecs, OTHOCHTEABHO (DYHKIIMOHAABHO AKTUBHBIC) U PACIIOAO-
KEHBI IIPEHMYIIECTBEHHO TKAHCCIICIN(DUYCCKHE TCHBL, 4 TAKCABIX
nzoxop — K R-amckam. Tak, y geaoBeka T-AMCKH IIpeACTaBACHBI Ca-
MBIM THAAKEABIM cemeiicTBoM m3oxop H3 u wactuano cemericteavm H2
u H1, R’-Auckn (R-AMCKE 32 HCKATOYEHIEM 13 HX YHCAA T-ANCKOB) —
cemericrBom H1 ¢ murOpHBIM yaactuem cemericts H2 i H3 u cemeri-
crBamu Aerkux nsoxop L1 m L2, a G-Auckun — cemericrsamu L1 L2 ¢
MHEHOPHBIM KoMmItoHeHTOM H1. V' AOMOBOII MBIIIIH Ma:KOPHBIM KOMIIO-
HEHTOM T-AHCKOB ABAAIOTCA H30XOpPHL cemerictBa H2, R’-Aucku mpea-
CTAaBAEHBI IPEUMYIIECTBEHHO H3oxopamu cemeiictea H1 ¢ mesmaun-
TeAbHBIM yaacTHeM L1 m L2, a G-AHCKH — IIOYTH HCKAIOYHUTEABHO
cemerictBamu Aerknx nzoxop L1 m L2. B mrTepdasHbx aapax — oT-
HOCHTEABHO APYT APYTa ITOASPHOE PACIIOAOKEHIE HAMOOACE ACTKUAX H
HamOOAEE TAKEABIX (PPAKIUI M30XOp, YTO, IO BCEH BHAUMOCTH, OT-
paxaer 6amsocts I'TI-60raTpix TEAOMEPHBIX PaHOHOB HHTEP(PAHBIX
XPOMOCOM.
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Cunraercs, 9TO B XOAE PAHHEI 3BOAIOIHH YACTO IIPO-
HICXOAUMAH AYIAHKAITHH T€HOB, YTO IIPUBEAO K OBICTPOM
AWBEPIeHIINN U CHEIHAAU3AINH (PEPMEHTATUBHBEIX PEaK-
LI, OIIPEACAHBIINX PA3HOOOPA3HE KU3HEHHBIX (DOPM Ha
3emAe. VYBEAHYEHHE Pa3MEPOB I€HOMOB, BO3HHKHOBEHHE
HOBBIX (DEPMEHTATUBHBIX PEAKIHI, (POPMUPOBAHUE 4uUr10¢-
Kesema, TIOABACHUE KOMITACKCHBIX IIyTE€H MeTaDOAH3MA I10-
HHUMAETCH KaK IPAMBIE CAGACTBUA TEHHOM AYIIAUKAITUH.

[TouATne «roMOAOTHA» IPUMEHAIOT 110 OTHOIIEHHUIO K
ABYM CTPYKTYPaM HAH ITOCAEAOBATEABHOCTAM (HYKACOTHA-
HBIM AW aMHHOKHCAOTHBEIM), KOTOPBIE Pa3BHUAHCH U3 OA-
HOM IIPEAKOBOH CTPYKTYPHI HAHM ITOCACAOBATEABHOCTH.
YT0o0BI KAACCH(PUIINPOBATD PASANYHBIC TUITBI TOMOAOIUH,
IIPUHATO HMCIOAB30BATh TEPMUHEI «OPTOAOTHA) U «IIapa-
AOTHI.

OpToAOrm4ecKMMH HA3BIBAKOTCA CTPYKTYPBI HAHU
TIOCAEAOBATEABHOCTH ABYX Pa3AUYHBIX OPraHHU3MOB,
KOTOpPBIE€ IIPOU3OMIAU M3 OAHOM HPEAKOBOM CTPYKTY-
PBI HAM IIOCAEAOBATEABHOCTH, COBCEM HE 00A3aTEABHO
COxXpaHAA (PyHKIIUH UX IPeAlTecTBeHHUKA. | lockoAbky
IIPOCAEAUTD 3BOAFOIIUIO CTPYKTYP HAU IIOCAEAOBATEABHO-
CTEH HA IIPAKTUKE HE BCETAA IIPEACTABAACTCA BO3MOKHBIM,
OOBIYHO 3BOAFOIIMOHHBIH KOHCEPBATU3M CTPYKTYP HAH IIO-
CAEAOBATEABHOCTEH CAYKHUT OCHOBAHHEM AAf TOIO, YTOOBI
CYHTATh UX opToAormdeckumu. [Ipumep oprosormm — B-
LICIIN 2/100UHa IEAOBEKA T AOMOBOM MBIIIIH.

ITonarne «rapasorua» OTHOCHUTCA K CTPYKTypaM
HMAM IIOCAEAOBATEABHOCTAM, BO3HUKIIINM B PE3yAbTa-
Te Aynaukaruu. OGBIYHO 3TO MOHATHE IPUMEHAIOT K
TOMOAOTHYHBIM CTPYKTypPaM HAU IIOCAEAOBATEABHO-
CTAM B IIPEA€AaX OAHOro reHoma. Hampmwmep, B-memn
rAOOHMHA YEAOBEKA ABAACTCHA IIAPAAOTOM XIICITH IAOOMHA
1 MHOTAOOHHA YEAOBEKA, IIOCKOABKY OHH BCE IIPOH30-
ITAM B PE3YABTATE IIOCACAOBATEABHBIX AYIIAMKAIUH. AAd
CepHil MAPAAOTUYHBIX PAafOHOB, KOTOPBIE MOTYT CYHTATh-
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Cf IPOHCIICAIINMH OT OAHOTIO IIPEAKOBOIO patoOHa,
IIPEAAOKEH TEPMHH «IIAPAAOTOH.

Komnapasoramm Ha3BIBarOTCA I'€HBI, IPHUHAAACIKA-
e K OAHOMY IIapaAOTrOHY, HE3aBHCHMO OT TOI'O, fB-
ASFOTCA AW OHH MEXKAY COO0OIi mapaAoraMu WAHM HET.
OO0mmii npeAOK palioOHOB, BXOAAINMX B OAMH IAPAAO-
IOH, HA3bIBACTCA «IIPOTOIIAPAAOTOH».

KaKAbIif reH AOAMKEH OBITH ITPEACTABACH YETBHIPHMA TOMOAOTIHY-
HBIMH TIOCAEAOBATEABHOCTAME B AX0OOM rerome. Ilporieccer aubep-
TEHIIMH ¥ CIIEIMAAM3AIIN CYIIIECTBEHHO H3MEHAIOT CTPYKTYPHBIE H
(PYHKIIHOHAABHBIE XAPAKTEPUCTHKA TOMOAOIOB, 4 AYIAHKALIMN H AC-
AeruH — X 9ucA0. Haanmdme GOABIIIOro 4mcAa napasOrHYHBIX HyK-
ACOTHAHBIX ITOCACAOBATEABHOCTEH, IIPEACTABACHHEIX ABYMA HAH TPEMA
TeHAMI, CBUACTEABCTBYET O BO3MOXKHOM MaCCOBOI IIOTEpE IeHOB ITOCAC
ABYX PayHAOB AYIIAHKAITMH B COOTBETCTBHH C BBIIIIEN3AOKEHHOI THITO-
Te30i. AoOKaAmsanmA B ITAPAAOTOHAX M CXOACTBO ITOCAEGAOBATEABHO-
creit ABYX MAHM HecKOAbBKHX MoAckyA AHK momer cAyxuts ocHOBaHH-
eM AAfl TIOHNCKA HX OOINEro IPEAIIECTBEHHHKA, KAK 3TO IOKA3aHO Ha
npumepe reHos ceMericta WNT (romoaoros wingless-type reHoB Apo-
30(PHABI) YEAOBEKA.

Bormpoc o Tom, HackoABKO dusHUecKas KAACTEPU3ALIHA
(AOKaAm3aIHA B OAHOM XPOMOCOMHOM paHOHE) OTpakaeT
(PYHKIIMOHAABHYIO KAACTEPH3AIIMIO HYKACOTHAHBIX ITOCAE-
AOBATEABHOCTEH M, CACGAOBATEABHO, BO3MOYKHA AU K0360.170-
Yua PYHKYUOHANHOCHEYUANUSUPOBAHHBIX PaATlOHO8 XPOMOCOM, OO-
CYKAACTCA B TEYCHHE HECKOABKHX ITOCACAHHX  ACT.
AKTHUBAITUA OTACABHBIX PAOHOB XPOMOCOM B OIIPEACACH-
HBbIX KACTOYHBIX AMHHAX MOKCET 6I)ITB O6T)HCHCHH€M HpI/I-
POABI ITapaAOTHYHBIX paifionos. Hanpumep, reusr ayemui-
XOAUHICHIEPa3sl T UPOLA0OYAUHA ~ AMEIOT — TOMOAOTHIO
HYKACOTHAHBIX ITOCAEAOBATEABHOCTEH M  PACIIOAOKEHEI
BOAm3H ot reHoB Hefiporrerrtuaa Y (HSA 7) u mamxpearn-
ugeckoro noammenrtuaa Y (HSA 17) coorsercrsenno. Ta-
KHM OOpPa3oM, ABa T€HA U3 ITAPAAOIIMYHOIO PalOHA XPOMO-
COMBI 7 9KCIIPECCUPYIOTCHA B KACTKAX HEPBHOW CHCTEMEI, 2
AB2 I'€Ha COOTBETCTBYIOIIETO palfOHA XPOMOCOMBI 17 — B
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KACTKAX MMMYHHOH CHCTEMBI. AHAAHU3 PAaCIIPEACACHUSA Ic-
HOB, KOAHPYIOIINX OCAKH, BOBACUCHHBIC B Pa3AHYHBIC
(PYHKIIMOHAABHBIE KOMITAEKCHI, IT0 AAUMHE XPOMOCOM HY€AO-
BEKA ITO3BOAfIET YCTAHOBUTH COOTBETCTBHE HEKOTOPHBIX ITa-
PAAOrOHOB OAOKAM I'€HOB, BOBACYCHHBIX B OAHH KACKaA
peaknmii. Takum 0OpasoM, IIapaAOrus MOMKET OBITH CBA3AHA
c (pyHKL[HOHaAbHofI CIEIUAAU3AINH OTACABHBIX PAaHOHOB
XPOMOCOM.

B macrosamee Bpemsa mssectHO 15 maparoroHos geao-
BeKa (CepHMi MAPAAOTHYECKHX PAHOHOB, HMEFOIIHUX IIPOHC-
XOKAGHHE OT OAHOIO IIPEAKOBOIO paiOHa), KOTOPHIE
BkArOuaroT 0oaee 1700 reHoB, 94TO cocCTaBAsIeT OKOAO 5%
OT OOILEr0 YMCAA T€HOB YEAOBEKA. DOABIIIMHCTBO I'€HOB,
BXOAMAIIUX B ITAPAAOTOHBI, IIPEACTABAAIOT OOIIHMPHBIEC Ce-
MEHCTBA, TAKUC KAK UMMYHOLN00)AUHL, 0N16PaKmopHste peyen-
M0Pbl, amueerst eUcHI0C0MeCIIUMOCIIY (aHmumend) i T. A.

Ha ocHoBaHum mapaAoruy KapTHPOBaHHE I'€HOMA MO-
KET IIPOBOAUTBHCH OBICTpEE — 3HAA AOKAAU3ZAIHIO OAHOTO
IIPEACTABUTEASl CEMENCTBA TEHOB M ITAPAAOTHIO 3TOTO XPO-
MOCOMHOTO PailoHa APYIUM PAaOHAM, MOKHO IIPEACKA3ATDH
TPH HAHOOAEE BEPOATHBEIX CAWTa AOKAAM3AIUUI APYIOrO
IIPEACTABUTEAS TOTO 7K€ T€HHOI'O CEMEHCTBA. 3HAA AOKAAH-
3AIIMIO ABYX HAW TPEX T€HOB CEMENCTBA, MOKHO ITPEACKA-
32Thb COOTBETCTBEHHO ABAa HAH OAMH BO3MOKHBEIN PamOH
AOKAAM3AIIIH.

Hapsay ¢ TpaAUIIHOHHBIME MOPEHOAOTIMYECKUMHU ITOA-
XOAAMH K H3YYEHHUIO 3BOAIOIHMOHHBIX OTHOIIEHHII U Me-
XaHU3MOB AAHHBIE CPAaBHUTEABHOIO KAPTUPOBAHUA XPOMO-
COM IIO3BOASIFOT AEAATHh BBIBOABI O IYTAX 9BOAIOLINHI — B
3TOM CAyYa€ YYaCTKH XPOMOCOM Pa3HBIX OPTaHHU3MOB
MOKHO PAaCCMATPHUBATH KaK MOP(OAOTHYECKHIE CTPYKTYPHI,
KOTOPBIE MOIYT IIPOABAATH OTHOIIEHUSA TOMOAOIUN W aHa-
AOTHH MEXKAY COOOI. BBICTpBIH IIporpecc reHOMHOIO Kap-
TUPOBAHUsA, IIPEUMYIIIECTBEHHO HA Pa3AHMYHBIX BHAAX MAE-
KOIIUTAFOIIUX, TTO3BOAUA TIPUMEHHTD YKA3aHHBIH ITOAXOA U
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BBIABUTH HEOKUAAHHO BBICOKHN YPOBEHB 3BOAIOIIHOHHOTO
KOHCEPBATU3MA XPOMOCOMHBIX paiilOHOB. CpeAr *KHUBOTHBIX
HamboAee HOAPOOHO (PEHOMEHBI OPTOAOTHMU H3YYEHBI B
IeHOMAaX YeAOBEKa U AOMOBOM MbIIH. Brrasaeno 202 paii-
OHAa OPTOAOTHH, KOTOpEIE BKAIOUArOT Ooaee 1800 koampy-
IOIHUX ITOCAeAOBaTeAbHOCTEH. Hamboaee Aeraspmas wmu-
dopmarusa 00 SBOAIOIIIOHHOM KOHCEPBATH3ME
XPOMOCOMHBIX PaHOHOB MOKET OBITH IIOAYYEHA IIPH CPaB-
HEHUH ITOAHOCTBIO CEKBEHHPOBAHHBIX I'€HOMOB HAH XPO-
MOCOM Pa3AHYHBIX BUAOB. B 2TOM cAydae craHOBHTCA BO3-
MOKHBIM ~ BBIBAGHHE  TOYEK  paspblBa  OPTOAOTHH
XPOMOCOMHBIX PaHOHOB C TOYHOCTBIO AO HYKACOTHAA.
CpaBHEHME ITOAHOH HYKACOTHAHOI ITOCACAOBATEABHOCTH
XpOMOCOMBI 16 AOMOBOI MBIIIIH (XPOMOCOMBI MbIIta Mois
musculus o6osuavaror MMU, nanpumep, MMU 16) u reno-
Ma YEAOBEKA ITO3BOAMAO OXAPAKTEPH30BATH HA MOACKY-
AAPHOM YPOBHE 3BOAOIIMOHHBIN KoHcepBatusM MMU 16
n HSA 3, HSA 8, HSA 12, HSA 16, HSA 21, HSA 22.
Xpomocoma 16 Obira BeIOpaHA AAA CPABHEHUSA, IIOCKOABKY
OBIAO M3BECTHO, YTO €CTh IIPOTMHKEHHBIN YIACTOK €€ TOMO-
Aoru# (OKOAO 25 MAH IIap OCHOBAHHIT) C XOPOIIIO OXapak-
TEpU30BAaHHOU Xpomocomon 21 ueaoseka. B orHOIMEHNN
KoAupyrorux rmocaesoBareabnocreit AHK ¢ memnssecrroit
dyuknumert (ESTS) npusAT KpUTepuii OPTOAOTHIHOCTH —
6oaee 80 % roMOAOrHH HYKAGOTHAHOI IIOCAEAOBATEABHO-
cru Ha nporsmkeraun ooaee 100 map ocHoBanuii. B aannoi
paboTe IT0Ka3aH 3BOAFOIIHMOHHBIN KOHCEPBATH3M AOKAAU-
sammu 11 822 KOAMPYIOIIHX ITOCAEAOBATEABHOCTEH CO
CPEAHHM 3HAYCHHEM HACHTHYHOCTH HYKACOTHAHOH IIO-
caepoBateabHOCTH 88,1 % M CpeAHEH AAMHOM OPTOAOIHMY-
HBIX reHoB 198 map ocHoBaHmil. B cpeanem Ha kaxable
8 TBIC. ITap HYKAEOTHAOB ITPUXOAMACA OAUH KOHCEPBATHB-
HBII MapKep.

[Tomumo, Oe3yCAOBHO, OOABIIIOrO 3HAYCHHUSA AAA TEOPE-
THYIECKOI OMOAOTHH (PEHOMEH OPTOAOIUU OKAa3aACH OYCHD
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ITOAE3EH AASl KAPTHPOBAHUA T€HOMOB, IIOCKOABKY, OCHOBBI-
BafACh HA KOHCEPBATU3ME H3Y9IAEMbIX PAOHOB, MOKHO 9KC-
TPAIIOAHPOBATH AAHHBIE 110 KAPTHPOBAHUIO I'€HOMa, DoAce
HU3YYCHHOIO B 9TOM OTHOIIECHHHU BHAA HA MEHEE HU3YUCH-
werid. [TockoAbky B HacTosIiee Bpemsa HanOOAEE H3ydeH-
HBIM BHAOM SfIBAICTCA YEAOBEK, BBIABACHHE OPTOAOIUN
HYKACOTHAHBIX ITOCACAOBATEABHOCTEM M XPOMOCOMHBIX
PaflOHOB AFOOOTO BHAA ITO3BOHOYHBIX KHBOTHBIX M YEAO-
BEKA MMEET OCODOE 3HAYECHUE.

Bomnpocs! u 3apanus o marepuasam Temsr 14

UYro Takoe ducneperivie nosmopsr?

Yro Taxoe xorcosuduposarivre nosmopsr?
Yro Taxoe camesnuner?

Pacckammre o munu u muxpocamensumax.
UTO IpeACTaBAAIOT COOOM #30X0pBI?
[ToAroTOBBTE COOOILICHHSA O Kapruposarii.
IToAroToBETE COOOIIEHUSA O 20MO/102U4M.

Ntk L=

ITpumepHas TeMaTHKA CEMUHAPOB 110

Moayaro IV

Wcropust popMupOBaHIA TCHOMHKH KaK HAYIHOH OT-
pacAM COBPEMEHHOIO 3HAHHUA 34 PyOEKOM M B HaIIeH
cTpaHe.

CrpyKTypHAfA reHOMUKA: UCTOPUSA, IPOOAEMATHKA.

CpaBHITEABHAS TCHOMHKA: CYIIIHOCTB, 3aAAYH, CTPYK-
Typa.

[TonsTre O TPAaHCKPUIITOME.

Msydaenue OeAKOB Kak 0cobasg 0OAACTb TEHETHKH.

Co3AaHIE TEHOMHBIX OMOAMOTEK.

KAoHnpoBaHme TIEHOB: 9THYECKHE M MEAHUIIMHCKHE
IIPOOAEMBI.

T'emomusre Gankm.

IMpuammmer [TLP.
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Cexsennposanue AHK.

AHAAU3 METOAOB CEKBCHHPOBAHUS.

CukBeHCB 1 cOOpPKa CHKBEHCOB.

HoBble TOAXOABL B OMOAOTHM — CHCTEMHAA OMOAOTHSA
n 6HoNH(MOPMATHKA.

CHCTEMHOCTD KaK CBOHCTBO M ITPHHIIHIL.

buoaorns n mpUKAaAHAA MATEMATHKA.

ITocaeaoBareapnoctu AHK — obrriee mmpeacraBaeHue.

I'ereporeHHOCTS.

[Tapasorus u OpTOAOIHS B ICHETHKE.

Aureparypa:

1. Attara ®., Kaiirep Ax. CoBpemenHas reaernka. B 3-x Tomax.
Ilep. c arra. Tom 1. Tom 2. Tom 3. — M.: Mup, 1988.

2. Aabeprc b., bpeit A., Avrouc Ax. u Ap. MoAekyasipHas Oro-
Aorus KaeTkH. B 5-tir Tomax. Iep. ¢ arra. — M.: Mup, 1986.

3. Aamxansa C. WM., Akndses A. 1., Yepanu A. C. OOras re-
HeTHKA. Y4eOHHUK AAS BY30B. — M.: Bercrras mkoaa, 1985.

4. Teprrenson C. M. OcHOBBI COBPEMEHHOI IeHETHKH. YdUeO-
HHUK AAf By30B. — Kues: Haykosa aymxka, 1979.

5. Nure-Beuromos, C. T. T'emermka ¢ OCHOBAMU CEAEKIIHH:
yaebuuk Aas cryaentos Bysos / C. I. Mure-Bearomos. —
2-e mzpanue, nepepad. u cor. — CI16.: Mza-so H-A, 2010.

6. Kaar V., Kamunrc M. Ocnossr renernxn. — M.: Texnocde-
pa, 2007.

HuTepHeT-pECcypChI:

http://gslc.genetics.utah.edu/
http://www.mblab.gla.ac.uk/dictionary/

http:/ /helios.bto.ed.ac.uk/bto/glossary/ab.htm#a
http:/ /www.e-cell.org/
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215



Moayas V.
OCHOBBI MEAMIIMHCKOM I'€HETUKH:
HACAEACTBEHHBIE 0OA€3HU U AMATHOCTUKA
HACAEACTBEHHBIX 3200A€BAHUN UEAOBEKA

Tema 15. HacAeACTBEHHBIE IATOAOTIAA

OOG1iee mouATHE, KAACCU(PUKAITUM.
XpomocoMHEIE 60AE3HU.

T'enurnie 60oae3um.

ITeuaabHOE MHOrOOOpa3Me BUAOB HAPYILICHHUIA.
Hcnoan30BaHIE MOAGKYAAPHBIX MAPKEPOB.

ITarosorua BooOIIE — 31O AFO0OE OTKAOHEHHE OT
HOPMAABHOI'O TE€YEHHA OHOAOTHMYECKHUX IPOILIECCOB —
oO6MeHa BEIIeCTB, POCTa, PA3BUTHA, PA3MHOY>KEHUA.

MokHO yTOYHNTE MHAYE: HATOAOIHA — OOAC3HECHHOE
OTKAOHEHHE OT HOPMAABHOTO COCTOSHHA HAHM IIPOIIECcca
passurud. K mmaToAornaM OTHOCAT IIPOITECCH OTKAOHECHHSA
OT HOPMBI, IIPOIIECCHI, HAPYIIAIOIINE TOMEOCTa3, DOAC3HH,
AucdyHKnn (arorenes). B 6uosoeuu matororus orHOCHT-
CAd K HMCCACAOBAHHUIO CprKTyprIX nu (i)yHKL[I/IOHaABHbIX
HU3MEHEHUN B KACTKAX, TKAHAX U OPraHax IIPU 3a00AEBAHH-
Aax. B meduyune matoAorus — 9acro CHHOHMM 3200 A€BaAHU.

HacaeAcTBEeHHAA IIAaTOAOTHMA — OTKAOHEHHE OT
HOPMBI C YCTAHOBACHHBIM (PAKTOM HACACAOBAHUA, TO
€CTb IIEPEAAYHU OT IIOKOAECHUA K ITIOKOACHHIO.

CaeayeT pasAudYaTh BPOSKAEHHYIO ITATOAOTHIO —
IIPUCYTCTBYIOIIYIO OT POKAECHUA HMHAUBHAYYMAa —  OT
HACAEACTBEHHOM ITATOAOIUMH.

Bpokaennas matoArorus MoxKeT OBITH OOYCAOBAEHA U
IEHETUYECKOM IIPUPOAOM, M BO3AECHCTBHEM (paKTopOB
BHEIITHEH CPEABI — HEAOCTATKOM ITHTATEABHBIX BEIIIECTB
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1 KHCAOPOAA BO BPEMS BHYTPHYTPOOHOTO Pa3BUTHA, POAO-
BBIMH TPaBMaMH, HHQEKITHAMHE.

Yyme sabecan eneped, ckaswcem: npu cemelinsix 3a00.1e6anuax
N061I0PAEMOCIIL 10U UAU UHOI NANIOA0ZUL_ ) YAEHOE CeMbll 00bI41H0
A6NANICA  Pe3sYALINaANIOM  6AUAHUeM  6Henirel cpedvt. o, omme-
PIUM — ceMelltivle CAydat, max e, KaxK u 6poxcoentivie, Moy
Obime  00)6106.0€HbI  HACACOCHIBEHHBIMU U HEHACACOIIBCHHBIMY
paxmopamu. "Teprurom «cemediriviiiy Mot 10163)eMEA etfe U 6 17X
CAyHanx, Kozda npocmo, K CONCAACHUIO, HEUSBECHINO, ABAACNICA AU
3aboesarne eHemutecKu 0emepMUnUpoSansiM ual 01Ho 06)ca06.1e-
HO OpyeUMU NPULUHAMY.

VcranoBaenue B COOTBETCTBUM C TPEOOBAHHUAMU I'€HE-
THYECKOIO aHAAM3a (DaKTa HACACAOBAHHUA AHOMAABHOTO
IIPU3HAKA ABAACTCA CAMHCTBEHHBIM OCHOBAHHEM ITPH3HA-
HHA HACAEACTBEHHOI'O XapaKTepa ITaTOAOTHH.

Wrak, TepMUH «wHacedcmeersiiy O3HAYAET CBA3L C
HACACACTBEHHBIMH  CTPYKTypamm  opraHusma. Hacaea-
CTBEHHBIM 3a0OAEBAHHEM HA3BIBACTCA TAKOE ITATOAOTHYC-
CKOE€ COCTOfIHHE, KOTOPOE BBI3BIBAETCHA MYTAIIUEH, — CTOM-
KOe U3MEHEHHE HACAEACTBEHHON CTPYKTYPBI,
repeaaroreecs motomkam. HacaeactBerHOE 3200A€BaHUE
MOZKET OBITh M CEMEHHBIM, M BPOMKACHHBEIM, TO €CTh IIPO-
ABUTHCA Yy HECKOABKHX YACHOB CEMBH U OBITH BBIPAMKEH-
HBIM/3aMEUEHHBIM YK€ IIpU pOoKAcHUH. HO, BAKHO 3HATH:
MHOTHE HACACACTBEHHBIC 3a0O0AEBAHHUA MOIYT IIPOABUTHCA
TOABKO B IIPOIIECCE PA3BUTHA OPraHH3Ma, a HHOIAA U B
ITOKIAOM BO3pacTe.

B macrosinee BpeMst Meduyunckas W KAuHUYecKas eHemuka pacoAa-
rafoT LEABIM PAAOM METOAOB ITOAYYIECHUA HH(MDOPMALIHH AASl BBIABACHHA
3aKOHOMEPHOCTEH, CBOMCTBEHHBIX HACACACTBEHHEIM 3a00ACBAHUAM.

KasKABIi THII HACAGACTBEHHON ITEPEAAYH IIPU3HAKOB HMECT CBOH
XAPaKTEPHBIE 3aKOHOMEPHOCTH, KOTOpPBIE HEODXOANMO HETKO IIOHH-
Math. Ha OCHOBe MOAyYIEHHBIX AOCTOBEPHBIX AAHHBIX [mpu cOope
POAOCAOBHOIi]| co3paerca 0a3a AA IIPOBEACHHA TEHETHIECKOTO aHa-
Am3a. LleAb TOAODHOTO aHAAM3a 3AKAFOYIAETCA B CACAYFOIIIEM:
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— AATb OIEHKY, ABAACTCA AW 3aDOACBAHUE y #pobarda EAMH-
CTBEHHBIM AW BCTPEYACTCA Y HECKOABKUX YACHOB CEMBU M HOCHT AU
OAHOTHITHBIH XapaKTep IO CBOMM IIPOABACHHAM;

— BBIACAUTH AHII, UMCIOIIUX CXOAHBIE IPHU3HAKU, HO HYMKAAIO-
INUXCS B AOLIOAHUTEABHBIX HCCAEAOBAHUAX;

— YCTAaHOBHTH THII HACACAOBAHHA 3a00ACBAHNIS;

—  OICHUTH KAMHHYIECKUHA HPOFH()B n xapaKTep TCUCHU S 3360/\6—
BaHNA y IPODAHAZ;

—  OIIPECACAHTD AHII, HYKAAFOIIUXCA B MEAHKO-TCHETHIECKOM
KOHCYABTUPOBAHUH AAA  YCTAHOBAGHHA CTEIICHH PHCKA MEAHKO-
THETUIECKOTO IIPOTHO3;

— paspaborare IAAH A€YEeOHBIX, AHATHOCTHYECKHX U IIPOdH-
AQKTHYECKHX MEPOIPHATUI AAf BCEX AHII, YCTAHOBACHHEBIX B IIPOIIECCE
TEHETHYIECKOTO AHAAM3A.

B pesyabTaTe IPOBEACHHOIO ICHETHYECKOIO AHAAHM3A MOMKHO
BCTPETUTBCA C PA3HOH TPYIIIONH HACACACTBEHHBIX OOAE3HEH — TIeH-
HBIMH, XPOMOCOMHBIMHU, MYABTH(PAKTOPUAABHBIMU HAH CBA3AH-
HBIMU C OAHOTHITHBIMH HEOAArOIPUATHBIMU (PAKTOPAMH BHEIII-
Hell cpeApl. He HCcKkArOUEHO, UTO HPOBEACHHBIN AHAAH3 OTKPOET
HOBBIE THIIBI 3a00A€BAHUI, KOTOPBIE OTKPHITHL BIIEPBHIC!

Cy1mectByeT ABa THIIA KAACCH(PHKALIMH HACACACTBEH-
HOU matoAorun. [lepsuiil (IPUHATHIN IPEUMYIIIECTBEHHO B
Poccun) — wunueckusi . CoraacHO 9TOMy THITYy KAAC-
CHUUKALINH CYIIIECTBYET YETHIPE IPYIIIBI 3400AEBAHMIA:

— rpymma I — coOGcTBeHHO HACAEACTBEHHEBIE 00-
A€3HU: XPOMOCOMHBIE U T€HHBIC 3a00AeBaHUSA (cuHopomsr
Dosapoca u I lamay, penuaremonypus, myxosucyudos);

— rpymma 1l — GoAe3HE ¢ BBIPA’KEHHOM HACAEA-
CTBEHHOI INPEAPACIIOAOKEHHOCTBIO, B ITATOICHE3E KO-
TOPBIX IPOSABACHHE HACAEACTBEHHBIX (PAKTOPOB OIIPEACAA-
eTCA ACHCTBHEM CIEIH(PUYECKUX BHEIITHUX OOCTOATEABCTB
(apmepuansran eunepmersus, caxapnsiii duabens, nodazpay;

— rpymma 111 — 3a6oaeBaHmsA, KOTOpPHIE OIIpeAe-
ASFOTCA TPEUMYIIECTBEHHO (PAKTOPAMH BHEIIHEH
CPEABI, HO B ITATOI€HE3€ KOTOPHIX HEKOTOPYIO POAb HIPa-
FOT HACACACTBEHHBIC (DAKTOPBL (21ayKoMa, amepockaepos, pax
MOSOUHOT. HoeAe301);
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— rpymma IV — 06oae3HHM, K KOTOPBIM HACAEA-
CTBEHHOCTB, HA IIEPBBINA B3TAfIA, HE HMEET OTHOIIEHUA
(nunpesvie ompasaerus, nepesomei, 0coz).

OrMernTb, yIOTPEOACHHE CIIOPAAMYECKHE» 3200ACBAHNA — OHH
HE UMEIOT IIPAMOIO OTHOIIEHHSA K HacA€ACTBeHHOCTH. CIIOpasrdecKre
CAygan HaOAIOAQIOTCH Y OTACABHBIX HHAHMBHAYYMOB, HO MOTYT OBITH
O6yC/\OB/\CHI>I U PEAKHM COYETAHHEM AAAEAEH MAM BO3HHKIIIEH de novo
MYyTaITHEH.

Bropas cucrema xaaccudpmraniuum —  eenemueckan —
ABAAETCA OOIIEIPUHATON B 3apyOEKHON HayKe (B IIOCACA-
Hee BpeMA HAXOAUT Bce OOAee YacToe IIPUMEHEHHE y HAC).
CoraacHO 9TOM CHCTEME BHIACAAFOT IIATH IPYIIIL:

— rpynna | — reHHple GOA€3HH, OIpeAEAAEMBIE
MyTAaIAMHA B OIIPEACAECHHBIX I€HAX. DTO IIPEUMYyIIe-
CTBEHHO  MOHOTGHHBIE  IIPH3HAKH C  ayTOCOMHO-
AOMHHAHTHBIM, ayTOCOMHO-PEIIECCUBHBIM, CIICITACHHBIM C
ITOAOM AOMHHAHTHBIM, CIICIIACHHBIM C ITOAOM DeYyeccusiiviM,
eonandpudeckum (nepedaua Hacaecmeenod unbopmayun om onm-
Y08) U MUMOX0HOPUANBHEIM THIIOM HACACAOBAHIA;

— rpyuna Il — xpomocomublie GoAe3HH, T. €. re-
HOMHBIE€ 1 XPOMOCOMHBIE My TAIIHH;

— rpymma 11l — Goae3HH ¢ HACAEACTBEHHOU IIPeA-
PACIIOAOXKEHHOCTBIO, B IIATOTCHE3€ KOTOPHEIX HIPAFOT
POAB CPEAOBBIE H HACACACTBEHHBIE (DAKTOPBI, MMEFOIIUE
MOHOI'CHHBIII AU IIOAUTCHHBIN THII HACACAOBAaHUA (MHO-
ITHA, TATOAOTMYECKOE OKHPEHHE, A3BA JKEAYAKA);

— rpymma IV — reHerndeckme 60A€3HUM COMATH-
YECKHX KAETOK, 3a9YaCTyIO CBA3AHHBIE CO 3AOKAYECTBEH-
HBIMH ~ HOBOOOPA3OBAHHUAMU  (pernunobaacmoma, — onyxons
Bunwiica, nexomopuie gpopyur seiixermu),

— rpynna V — 00A€3HHM Te€HETHYeCKOM HecoBMe-
CTMMOCTH MATE€PH H IIAOAQ, KOTOPbHIE Pa3BUBAIOTCA B pe-
3yAI)TaTC HMMyHHOI:I pCaKL[I/II/I MaTCpI/I Ha aHTHUICHBI ITAOAQ
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(IECOBMECTHMOCTD 110 pe3yc-pakToOpy U HEKOTOPBIM APY-
I'IM SPUTPOIUTAPHBIM CHCTEMAM aHTHICH-aHTHTEAO).

HacaeactBennsie  3a00A€BaHHA MOIYT HadaTh CBOE
IIPOABACHUE B Pa3HOM BO3pacTe. Xapakrep MaHH(EeCTanm
(BpeMEHH IIPOABACHHSA IIEPBBIX CHMIITOMOB OOAE3HH) fAB-
AdeTcst creriuUYIecKUM AAfA Pa3HBIX (POPM HACAEACTBEH-
HOIT matoaorun. Kak mpaBuAo, AA HACAEACTBEHHBIX 3200-
AEBAHNN XapPaKTEPHO XPOHHUYECKOE (IIPOAOAKHTEABHOE)
IIPOIPEAUEHTHOE (C HAPACTAHHEM CTEIICHU BBIPAKEHHOCTH
CHMIITOMOB) TE€UCHUE.

A Tenepp OApOOHEE.

Xpomocomrasre boresan

K aroit rpyme orHOCAT 3ab0-
Ne6ats,  6bI36aNIbIe  AHOMASUAMY
uueaa  UAU - CPYKIMYPsL - XPOMOCOM.
Oxonro 1%  HOBOPOKACHHBIX
HMMEIOT AHOMAABHBIM KaPHUOTHUIIL, 4
CPEAH MEPTBOPOKACHHBEIX BCTpeE-
YaEMOCTb a0EpPAIUi YHCAA HAU
cTpyKTypsl Xpomocom — 20%.

OO6rmmmu XapPaKTEePHBIMU
YepPTAMH XPOMOCOMHBIX OOAE3-
HEM ABAAIOTCA: HU3KHH BEC IIPHU
POKACHIHN, 33AEP/KKA PA3BHUTHA,

Murpoyecanun — zon06xa HU3KHIT pocT, Mukporedans,
ﬂpﬂpﬂﬁfdﬁﬂlﬂ 28 cvm MI/IKPOFHHTI/I)I, HapyHICHI/Iﬂ OCTEO-
(nopma — 32) reHe32, AaHOMAABHOE PACIOAONKE-

HHE I'Aa3 (CM. BBIIIIE).
I'eaxrre 6osesam
TaKOBBIME HA3BIBATOT 7a/0102UMECKIUE COCIIOAHUSA, NPULUHOL
Komopvix A6A810mEA 2eHre Mymayuy. Yare Bcero 31O IOHSA-
THE IPUMEHAIOT K MOHOICHHBIM 3200AeBaHUAM. AAA 3TOH
IPYIIBl XaPAKTEpPHA TIE€TEPOTCHHOCTD — OAHMHAKOBBIC 32-
OOAEBAHHA MOTYT OBITh BBI3BAHBI MYTAIIUAME B PA3HBIX Ie-
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Hax. O6LT_[I/IMI/I HpI/IHL[I/IHaMI/I paSBI/ITI/IH ITaTOAOITMM Ha
YPOBHE I'€HOB MOIYT OBITH CACAYIOIIIHE:

— BBIPaDOTKA AaHOMAABHOTO DEAKOBOTO IIPOAYKTA;

— OTCYTCTBHE HOPMAABHOIO OEAKa,

— HEAOCTATOYHOE KOAHYECTBO HOPMAABHOTO DEAKA;

— HU30BITOK HOPMAABHOTO OEAKOBOTO IIPOAYKTA.

ITo xapaxrepy HapyIIeHHII romMeocrtasa (IIOCTOSAHCTBA
BHYTPCHHEH CPEABI OPIaHH3Ma) BBIACAAIOT CACAYIOIIHC
IPYIIIBI TCHHBIX OOAC3HEI:

Boae3Hn aMHHOKHCAOTHOTO OOMEHA

D10 camasd MHOTOYHCACHHASl IPYIIIA HACACACTBEHHBIX
OoaesHel oOMeHa BerecT. [louTn Bce OHE HACAEAYIOTCA
1o aymocommopeyeccusromy tuiy. IIpranma 3aboeBaHmit —
HEAOCTATOYHOCTh TOI'O HAU HMHOTO (PEepMEHTa, OTBET-
CTBEHHOIO 32 CHHTE3 AMIHOKHCAOT.

D eHEAKETOHYpHA (BBIIIIE MBI TOBOPHUAH) — HApYyIIIe-
Hpe npeBparieHus (PEHUAAAAHIHA B THPO3NH U3-32 PE3KOTO
CHIDKCHUA ~ aKTUBHOCTH  (DEHHAAAAHHHIHMAPOKCHAA3BI —
ayTOCOMHO-perieccuBHOe 3a00AeBanue. [IposBaderca B BO3-
pacre 2—4 MecAIEB, IIEPBBIE CHMITTOMBI — BAAOCTb, CYAOPO-
', 9K3€Ma, «MBIIIIMHBII 3arax (3amrax ketoHos). [locreren-
HO PAa3BHBAIOTCA TMKEABIC IIOPAKEHUA TI'OAOBHOIO MOS3IA,
IIPHBOAAIIUE K PE3KOMY CHIDKEHUFO HMHTEAAEKTA BITAOTH AO
nAuOTHN. HCAM ¢ TIEpBBIX AHEH KU3HH ITOAHOCTBIO HMCKAFO-
YUTh (MAW CYIIECTBEHHO OIPAHUYHTH KOAHYECTBO) (peHma-
AQHHH W3 PAaIFOHa OOABHOTO peOEHKa AO IIOAOBOTO CO3pe-
BAHUfA, CHUMIITOMBI HE Pa3BHBArOTCA. boaesub oOycaoBaena
myTaruamu B reae PAH, kotopsiil koaupyer dheHnAaAaHIH-
4-rmpapokcunazy. I'ew PAH aokaamsosan B HSA12q24.1.
OmmcaHo HECKOABKO AECATKOB MYTAIIHI 9TOrO I€HA B Pas-
HBIX HOIYAAUAX. CyIIEeCTBYIOT AMATHOCTUYECKHE CHCTEMEI
Ha ocHobe [ILIP, koTophle ITO3BOAAIOT BBIABAATH I€TEPO3U-
TOTHOE HOCHTEABCTBO. B mmocaeAHee Bpems pa3pabaTeiBaroOT-
CAl HOBBIE ITOAXOABI K ACUCHHIO (PEHUAKETOHYPUHU: 3AMECTH-
TeAbHaA Tepanufd (PEHHAAAAHHHAMA30H — PACTHTEABHBIM
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depMeHTOM, KOTOPBIH KaTAAU3UPYET paCIIerAcHue OeHnA-
aAaHMHA HAa OE3BPEAHbIEC METAOOAHTBHI, U IC€HHASA TEPAITHA
IIyTEM BCTPAUBAHHA B IEHOM HOPMAABHOIO TeHa (PEHHAAAA-
HUHTHAPOKCHAA3bL

Auaramroaypmg —
ayTOCOMHO-PEIIECCUBHOE
HapyIlleHHe OOMEHA TH-
pO3HHA U HAKOIIACHHA B
TKaHAX OpraHuaMa (Cy-
CTABHBIC XPAIIN, CYXOMKH-
AHSf) TOMOTCHTH3HHOBOM
KucAOTeL. Marudecrarms
IIPOMCXOAUT B  ACTCKOM
Bospacre. [lepsbrit crmir-
TOM — ITOTEMHCHUE MO-
g, Yacto pasBuBaeTCA MOYCKAMEHHAA OOAEC3HDb U IIHEAO-
medpur. HakomaeHne mpoOAyKTOB paciiapa FOMOTECHTH3H-
HOBOI KHCAOTBI IIPUBOAUT K IIOPAKEHHUIO CYyCTaBOB (B
IIEPBYIO OYEPEAb KOAECHHBIX M Ta300€APeHHEBIX). OrTm™meda-
ercs IIOTEMHEHUE U IIOBBIIICHHAA XPYIKOCTb COCAHHU-
TEABHOI TKAaHH. XaPaKTEPHO ITOTEMHEHHUE CKACP M YIITHBEIX
paxoBuH. Myrarun B rene HGD — OKCHA23BI TOMOICHTH-
3MHOBOM KHCAOTBI — ABAAFOTCA IIPUIHHON 9TOrO 3a00Ae-
BaHUA. DTOT I'€H COAEPKHUT 14 5K30HOB M AOKAAW30BaH B
HSA3q21-23. Omncaso oxkoao 100 pasam<gHBIX MECCEHC-
MyTaIldi, MyTallHil THIIA CABATA PAMKHA CYHTBIBAHHA M H3-
MEHEHUSA CaiTa CIIAAFCHHIA, KOTOPbIE CBA3AHBI C 9THM 3a-
OOACBAHUEM.

I'A230-KOxK HEIH 2AbOHHA3M IIEPBOro THIIA — OT-
CYTCTBHUE MAU CYIIECTBEHHBIH HEAOCTATOK ITNTMEHTA KOXKH,
BOAOC, PAAY/KHOM U IIMIMEHTHON 000AOUEK rAa3a. 3aboAe-
BAHHE C AyTOCOMHO-PELIECCUBHBIM THIIOM HACACAOBAHIA.
ITposBAsieTcs B pa3AMYHON CTENIEHH ACHHUTMEHTAITUH KO-
’KH, BOAOC, PAAY/KHOI M IIMIMEHTHOH OOOAOYEK TI'Aa3a,
CHIDKEHHEM OCTPOTBI 3PEHHS, CBETOOOA3HM, HUCTarme,

Asaxanmonypus
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JaCTbIX COAHCYHBIX
oxorax. Pasamanbre

MHCCEHC-MYTALIHH,
MyTAllMH THIIA CABH-
ra pPaMKH CYNATHIBA-
HUA U HOHCEHC MY-
TallMH B I€HE THPO-
3MHA3BI (TYR,
HSA11q24) orBer-

CTBCHHBI 34 3TO 3a-

Bnoane samevamensriii pedero-
ansbunoc. ..

boAeBaHHE.

Hapymiennsa o6MeHa yTA€BOAOB

I'anaxmosemus — oTCyTCTBHE AN CyIIIECTBEHHOE CHH-
’KEHHE aKTHBHOCTH  pepMeHTa rasakroso-1-cgocdar-
YPHAHATPAaHC(EPA3Hl M HAKOIIACHHE B KPOBH IaAAKTO3BI U
ee IIPOM3BOAHBIX, KOTOPBIE OKa3BIBAIOT TOKCHYECKOE ACH-
CTBHE Ha IICHTPAABHYIO HEPBHYIO CHUCTEMY, IICICHb U XPY-
CTAAUK rAas3a. B 1epBele AHU M HEACAH KU3HH HAOAFOAQ-
IOTCA KEATYXA, YBEAUYCHUE IICUCHH, HU/HAIM, THUIIOTOHUS
mbir, ppora. Co BpeMEHEM pasBHBACTCHA KATAPaKTa, OT-
craBaHue B (PHU3NYECKOM H YMCTBEHHOM paszButhd. AAf
TAKUX OOABHBIX XaPAKTEPHA Heneperocumocrs Moioka. Bo-
AC3HDb HIMECT a)m0c0MHo-peyeccustivitl mun Hacaedosarnug. He-
CKOABKO (POPM 3TOrO 3aDOAEBAHIA OOYCAOBACHBI Pa3ANY-
HBIMA MyTaHTHBIMH aAaAeAamMu reHa GALT (raaaxkroso-
1docdarypuauarpancdepassr), AOKAAU3OBAHHOIO B paii-
ore HSA9p13. MucceHnc-MyTariuu B pa3HOH CTEIICHH CHH-
KAIOT AKTHBHOCTB (PEPMEHTA, YTO OIIPEACASCT PA3HYIO
CTEIICHb  BBIPAKEHHOCTH  CHMIITTOMOB  3a00AEBAHUAL
Hanpumep, earaxmosemus Aypme mporekaer moduru Oec-
CHMITTOMHO, OTMEYAETCA TOABKO CKAOHHOCTH K PacCTPOI-
crBam niedeHu. bosesis 1upre (eaukozeros 1 muna, eauxoeernosan
bosrestiy 1 muna) — HECIIOCOOHOCTD IIPEBPAILIEHUA TAIOKO30-
0-docdara B TAFOKO3Y, KOTOPas IIPUBOAUT K HAPYIIICHHIO
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KAK CHHTE32, TAK M PAa3AOKCHNA TAMKOICHA. /\CIOHMPOBa-
HHE TAHKOI€HA IIPOHUCXOAHT, 2 OOPATHBIH IIPOLIECC HET.
Passusaercs zunociuxemus. Hakonmaenue u3OBITOYHOIO KO-
AMYECTBA TAUKOTCHA B IICYCHH U ITOYKAX IIPHUBOAHT K ITE-
YEHOYHON M IIOYEYHOU HEAOCTATOYHOCTH. THII HACAEAO-
BaHUS — 4yTOCOMHO-PEIIECCUBHBI. [Mprranma
3aboaeBanna — myranusd B rene G6PC, KOTOPBII KOAHPYeET
depmenT TAIOK030-0-pocdarazy. Ommcano 14 MyraHTHBIX
aAA€ACH 9TOrO TeHa, KOTOPHIE CBA3AHBI C OOAE3HBIO I'HpKe.
CyIIecTBYIOT MOAEKYASPHOICHETHIECKUE TECTHI AAf BBIAB-
AGHHA I€TEPO3UTOTHOIO HOCHTEABCTBA U IIPEHATAABHOMN
AMATHOCTUKA 3TOTrO 3a00AEBAHUA.

Hapymenna aAunmmanoro oomMesna

bosesrws Humanra-Iluxa munos A u b — camxenne ak-
TUBHOCTH (DEPMEHTA KUCAOW 2U30C0MaNsHoll ChUHzoMuenHa-
381, Kotopeii koAmpyerca remom SMPD7 (HSA11p15.4-
pl15.1). Tun HacAeAOBaHUA — aYTOCOMHO-PELIECCUBHBIH.
Hapyrmerne AHIIEAHOTO MeTaOOAM3MA IIPUBOAUT K HAKOII-
AEHUIO AUIIUAOB B IIEYEHU, AET-
KHX, CEAE3CHKE, HEPBHBIX TKAHAX.
XapaxkTepHa ACTeHepaIid HepB-
HBIX KACTOK, HapYIICHHE Aef-
TEAPHOCTH HEPBHOW CHCTEMBI,
ITOBBLIITICHHEI YPOBEHDb XOAECTE-
pHHA 1 AHIIHAOB B KpoBH. Tum A
Jlemasner B paHHEM AETCKOM BO3-
pacre. Tunn b mporekaer Goaee
MATKO, OOABHBIE, KaK IIPABHAO,
AOMKHBAIOT AO B3POCAOTO COCTO-
AupdA. PasHele THIIBL OOyCAOBAE-
HBl PA3HBIMH MYTAITUAMHU B ICHE
SMPD1.

Boaesns  Iome  (enuxosuayepa-
MUOHBIl AUNU03) — HAKOIIACHUE
IAIOKOILIEPEOPO3HAOB B KAETKAX

Tlayuenmia c Gonesrvro
L ome
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HEPBHOH M PETHKYAOIHAOTCAHAABHOH CHCTEMEI, OOYCAOB-
AerHOE AeHINTOM (DEPMEHTA TIAIOKOIEPEOPO3HAASHI,
koropas koaupyerca reaom GBA (HSA1q21). Ornocures
K IPYIIIIE AH30COMHBIX OOAe3HeH HaxkomaeHusa. Hekotopsre
dopmer 3a00AEBAHNSA IPOABAAIOTCA B TH/KEABIX ITOPAKCHH-
AX IIEYEHU, CEAC3CHKH, HEPBHOI 1 KOCTHOH TKaHEH.

HacaeacTBenHBIE GOA€3HH IIyPUHOBOIO M IHPH-
MHAHUHOBOIO OOM€EHa

Cundpom Aema-Huxerna — crieriaeHHOE € IIOAOM periec-
CHBHOE 3200A€BAHHE, IIPH KOTOPOM PE3KO BO3PACTAET CO-
AEP/KAHIE MOYEBON KHCAOTBI BO BCEX KHAKOCTAX TEAA.

Cundpom Aema-Huxera

[TocaeAcTBIEM 3TOTO ABAACTCA 3AACPIKKA PA3BUTHA, yMe-
PEHHAS YMCTBEHHAA OTCTAAOCTb, IIPUCTYIIBI AIPECCHBHOIO
ITOBEACHIA C caMOIIOBpexAcHIeM. B ocHoBe sToro 3aboae-
BAHUA AEKHT HEAOCTATOYHOCTH (DEPMEHTATUBHON aKTHB-
HOCTH 2UNOKCanmunyanungocgopubosuimparcgepassr 1o 1mpu-
gypae wmyranmii B reie HPRT1 (HSAXq26-q27.2). Ha
CEIOAHA OIIMCAHO HECKOABKO MYyTAIlMH B TOM JKE I€HE,
CAEACTBHEM KOTOPBIX fABASETCA IIOAArpa (HapyIIeHHE ITy-
PHHOBOTO OOMEHA U OTAOKEHIE MOYEKHCABIX COCAMHEHUIT
B TKAHAX).
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Hapymenua o6mena COCAI/IHI/ITCABHOI/I TKAHUA

Cundpom Mapgana («tiayapu
ITAABITBY, APAXHOAAKTHAUSA) —
ITOPAKEHUE  COCAMHHUTEABHOM
TKAHH BCAEACTBHE MYTALIUH B
reae FBN1 (HSA15q21.1), o1-
BETCTBEHHOM 3a cuHTE3 (PHO-
puaanaa.  Hacaeayerca 1o
a4yTOCOMHO-AOMUHAHTHOMY
trny.  Kanmawmgeckas — 1mmoam-
MOP@HOCTD 3200AEBaHHUA 0Ob-
SCHACTCA  OOABIITUM  YHCAOM
MYTaHTHBIX AAACACH, KAKADBIH
13 KOTOPBEIX MOKET IIPOABAATE-
CA B I€TEPO3UTOTHOM COCTOSHHH.

Cundpom Mappara

AAf OOABHBIX XapaKTEPEH BBICO-
KHI POCT, ACTEHHYECKOE TEAO-
CAOKEHHE (HEIIPOIIOPIIHOHAABHO AAMHHBIE KOHEYHOCTH),
APaXHOAAKTHAUA (AAMHHBIC TOHKHE ITAABIIBI), CAADOCTD
CBA30YHOIO aIllIapara, OTCAOHKA CETYATKH IAa3a, ITOABBI-
BUX XPYCTAAHKA, IIPOAAIIC MUTPAABHOIO KAAITAHA.
Myxonoaucaxapudossz — rpymiia 3a00AEBAHUI COCAHHU-
TEABPHOHM TKAHH, CBA3AHHBIX C HAPYIIICHHIEM OOMEHa KFHC-
ABIX TAUKO3AMHHOTAMKAHOB (MyK0no.1ucaxapuoos), BHI3BaH-
HBIX ~ HEAOCTATOYHOCTBIO  HEKOTOPBIX  AH30COMHBIX
depmerTOB. DTH 3a00AEBAHHA OTHOCAT K AHM30COMHBIM
6oaesuAM HakomAeHHA. OHU IPOABAAIOTCA B Pa3AMYHBIX
AedEKTax KOCTHOH M COCAMHHTEABHOH TKaHEH.
Myxonoaucasapudos muna I (curndpom Xypaepa) — ayrocom-
HO-PEIIECCHBHOE 3200AEBAHNE, BOZHUKAIOIIEE B PE3YAbTA-
te Aecpuninra pepmenta asvda-L-udyponudaser n3-3a myra-
mnii B reme IDUA (HSA4ql6.3). Ot1o mpuBoanT K
HAKOITACHHUIO OEAKOBO-JTACBOAHBIX KOMITACKCOB U JKHPOB B
KAETKaX opraHmsma. B pesyapraTe y OOABHBIX HAOAFOAQCT-
cd MAaABIH POCT, CYIIECTBEHHAA 33AEPHKKA YMCTBEHHOTO
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pasBUTHA, YBEAMYCHHE IICYCHN M CCAC3CHKH, IIOPOKH
CEepAlla, IIOMYTHEHHE POTOBHIIE, AepOpMAIUA KOCTEH M
OrpyOEHIE YEPT AHIIA.

Myxonoaucaxapudos tana 11 (curndpom Xarnmepa) — cuen-
AEHHOE C IIOAOM PEIIeCCHBHOE 3200AEBaHIE, KOTOPOE 00Y-
cAOBACHO AedpektoM bepMenTa Udyporanicy)avgomass: 13-3a
myranuu B rege IDS (HSAXq28). Bermecrsamu makomae-

Cundpom
Xanmepa

HUA ABASIOTCA depMamar- N cenaparc)as@anvr. XapaKkTepHbI
rpyOpre deptel Amia, ckadoredarusd (AAHHBI TEPMHH B
IIEPEBOAE C TPEUECKOIO O3HAYACT 20.106d 6 PopMe ¢)oHa Aadbil.
TepmuH BHIOpaH IIOTOMY, YTO IIPA KAACCHYECKOM BapHAH-
Te AAHHOI ITATOAOTHH I'OAOBA IIOXOKA HA AQABIO), IIIyMHOE
ABIXaHUE, HU3KUH IPYOBIH TOAOC, 9aCTBIE OCTPBIC PECIIHpa-
TopHbIe BUpycHBIe nH(ekun. B Bospacre 3—4 Aer moss-
AAFOTCA HAPYILIECHUA KOOPAUHALINH ABHKEHHI — ITOXOAKA
CTAaHOBUTCA HEYKAFOKEH, ACTH IIPH XOABOE YACTO ITAAAFOT.
AAf DOABHBIX XapPaKTEPHBI SMOILIHOHAABHAA AAOHMABHOCTD
1 arpecCHBHOCTb. HabAroparoTcss Taxkxke IPOrpeccHpyro-
Iasi TYTOYXOCTb, Y3E€AKOBBIE IIOPAKEHHUA KOKM CITHHEI,
OCTEOAPTPHTEL, ITOPAKEHHUA POTOBHUIIBL.
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Myxonoaucaxapuoos muna 111
(curdpom  Cangpuaunno, — 6ose31s
Cangpusunno) —  3adoAeBaHue,
BBI3BAHHOC HAKOIIACHUEM 26/d-
| parcyavpama. AAS HETO Xapak-
| TepHA TEHETHYECKaA TeTepPO-
I€HHOCTh —  CYIIIECTBYFOT de-
TBIPE THIIA 9TOH OOAE3HH, BBI-
3BAHHBIC MYTALIHAMH B 9€TBIPEX
Pa3HBIX TCHAX, KOAHPYIOIINX
depMeHTDI, yJacTByIOININE B
MeTaDOAN3ME HAKAIIAUBAEMOIO
BerecTBa. [lepBrre crMITTOMBI
OOAE3HH B BHAC HApYIICHUN

Yenoseuecmso sepusm, umo

MyKonoaucaxapudoser Gydyns  CHa  HOABAAIOTCA y  ACTEH
nobescoerivr. . . crapmre Tpex Aet. Ilocrememno

Pa3BHBACTCS AIATHSA, OTMCYACT-
CAl 3aAEPIKKA IICHXOMOTOPHOTO PasBUTHA, HAPYIICHHUA pe-
9H, YEPTHI AUIA CTAHOBATCA rpyobiMu. Co BpeMeHEM AETH
IIEPECTAIOT Y3HABATH OKPYKAroIux. AAsS OOABHBIX Xapak-
TEpHA 3aACP/KKA POCTA, KOHTPAKTYPBL CYCTABOB, 2unepmpu-
X03, YMEPEHHAS cenamocnaeHomearys. B oramdne ot CHH-
ApomoB Xypaepa u Xantepa rnpu 0osesnn CanduAnIo
IIPEOOAAAAET YMCTBEHHAS OTCTAAOCTD, 4 IIOPAKEHUA POro-
BHIIBL M CEPACIHO-COCYAUCTOH CHCTEMBI OTCYTCTBYIOT.
Dubpoducnaasus  (occudpuyupyromuti Muosum, napaoccassHas
cemepomonueckan occugpuxayus, oosesis Miornxedmepa) — 3a060-
ACBAHHE COCAMHHTEABHOH TKAaHH, CBA3AHHOE C €€ IpOorpec-
CHPYIOIINM OKOCTCHCHHEM B PE3YABTATEC MYTALMN B ICHE

ACVR1 (HSA2q23-q24), KOTOpBIIF KOAHPYET PELEIITOP

akrmBruHa A, Tum  HacAeAOBaHHA —  AYTOCOMHO-
AOMHHAHTHBIH. 3200A€BaHNE IPOABAACTCA BPOKACHHBIMHU
AeEKTAMH Pa3BUTHA — IIPEKAC BCETO MCKPHUBACHHBIME

OOABIIIIMH ITAABIIAMU CTOII M HAPYIICHHUAMH B IIECHHOM
OTAEAE ITO3BOHOYHHUKA Ha YPOBHE ITO3BOHKOB €2 — c7. 3a-
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OoAeBaHHE  HMECT
IIPOTPEANEHTHBIHN
XapaKTep, IIPUBOAUT
K  3HAYUTEABHBIM
HAPYIICHHIAM
dYHKITHOHAABHOTO
COCTOSIHHA OIIOPHO-
ABHIATEABHOIO  all-
Imapara,  TIAYOOKOH
MHBAAUAN3AITAN
OOABHBIX U CMEPTH
IIPEHMYIILIECTBEHHO
B ACTCKOM U MOAO-
AOM Bo3pacTe. boAesHb ere Ha3BIBAIOT «OOAE3HB BTOPOTO
CKEACTa», TAK KaK TaM, TAC B OPTaHH3ME AOAKHBI IIPOHCXO-
AUTH  IITATHBIE IIPOTHBOBOCIIAAUTEABHBIE — IIPOLIECCHI,
HAYMHACTCA POCT KOCTH.
Hapymiennsa nupKyAupyrommx 6€AKOB
I'eroenobunonamuy —  HacAEACTBEHHBIE — HApYIICHUA
CHHTE32 TeMOrAOOnHA. PasAmdgaroT ABE IPYIIIBI TE€MOTAO-
OmHOmATHH. AAf IIEPBON XaPaKTEPHO M3MEHCHHE IICPBIY-
HOW CTPYKTYPBI O€AKAa IAOOHMHA, YTO MOIKET COIIPOBOK-
AATBbCA HAPYIIEHUAMU €Iro CTAOMABHOCTH M (DYHKITHH
(Harpumep, cepnosudnoxaenounan aremusd). Ilpu remoraobu-
HOIIATHAX BTOPOH TPYIIIBI CTPYKTYPa FeMOTAOOMHA OCTACT-
cA HOPMAABHOII, CHIKEHA AHIIb CKOPOCTh CHHTE32 TAOOH-
HOBBIX IIeNIeH (Haupumep, [-majaccemus).
Hapymiennsa o6MeHa BeIeCTB B 3PUTPOIIUTAX
HacaeacTBeHHDIN chepoyunios — BPOKACHHAA HEAOCTA-
TOYHOCTh AHUIIHAOB OOOAOYKH 3pUTPOIHUTOB. AAfd 3a00A€-
BaHHUA XaAPAKTEPEH ayTOCOMHO-AOMUHAHTHBIA HAH ayTO-
COMHO-PEIIECCUBHEBII THUIT HACACAOBAHHA B 3aBUCHMOCTH OT
myrammu rega SPTA1 (HSA1qg2l), xortoperii koampyer
SPUTPOLUTAPHBIN o-1 crHekTpuH. AHOMAaAUA 3TOrO OeAKa
IIPUBOAHT K ITOBBIIIIEHUIO KOHIIEHTPAIIMU HMOHOB HATPHUA

Dubpoducniasus
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BHYTPH 9PHUTPOLIUTA U IIPOHUKHOBCHHUIO B HEIO H30BITKA
BOABI 113-32 ITOBBIIIIEHUA OCMOTHYECKOIO AaBAeHHA. Beaea-
CTBHE 3TOI0 OOpasyroTcAd CPEPHUIECKHE SPUTPOIIUTH —
cepomnuThl, KOTOPEIE B OTAHYHE OT ABOSKOBOTHYTBIX
HOPMAABHBIX 3PUTPOIIMTOB HE OOAAAAIOT CIIOCOOHOCTBIO
M3MEHATh (POPMY B Y3KHX YUACTKAX KPOBOTOKA, HAIIPHUMED,
IIPH IIEPEXOAE B CHHYCBI CEAE3EHKH. DTO IPHUBOAUT K 3a-
MEAACHHIO IIPOABIDKCHHA PHTPOLIMTOB B CHHYCAX CEAE-
3CHKH H OTIICIIACHHUIO YACTH MEMOPAHBI 9PHTPOLHTA C
0Opa3OBAHHUEM MuKpocgepoyunos. PaspylieHHbIE 9PUTPOLIH-
TBI ITOTAOIIAFOTCA MaKpoaraMu ceAe3eHku. | eMo.ius sput-
POLIITOB IIPUBOAUT K 2UnepnAasuy KACTOK IIYABIIBI U YBEAH-
geHHIO ceAedeHKH. OAHMM M3 OCHOBHBIX KAHMHHYCCKHX
CHMITTOMOB fIBAAETCA KeATyXa. OCHOBHBIMH CHMITTOMAMU
HACAEACTBEHHOIO C(PEPOIHTO3a ABAAIOTCA YBEAHYCHHE
ceAe3eHKH (OOBIMHO BBICTYIIACT H3-IIOA ITOApPEOepbsA Ha
2-3 cm) m xeATyxa. MHOTAQZ HAOAFOAAFOTCA HPHU3HAKH 3a-
MEAAEHHOTO Pa3BUTHA, HAPYIIEHUSA AHIEBOIO CKEAETA,
OAIlICHHBIH Yeper, CEAAOBHAHBIN HOC, BBICOKOE CTOSHHE
Heba, HAPYIIICHHA PACIOAOKECHIA 3YOOB, Y3KHE TAA3HULIBL
HacaeacTBeHHBIE 60A€3HN O0OMEHA METAAAOB
Boaesns Kornosanosa-Bunscona (zenamoyepetpansrian ducnipo-
@us) — ayTOCOMHO-PEIIECCUBHOE HAPYIIIEHHE METAOOAU3-
Ma MEAH, IPUBOASAIIEE K TAKEACHIINM ITOPAKECHUAM LICH-
TPAABHOM HEPBHOH CHCTEMBI U BHYIPEHHHX OPTaHOB.
3aboAeBaHnEe OOYCAOBACHO HH3KHM HAH aHOMAABHBIM
CHHTE30M IIEPYAOIIAA3MHUHA (DEAKa, TPAHCIIOPTUPYIOIIETO
MEAB) M3-32 HEAOCTATOYHOCTH (PEPMEHTATUBHOII AKTHBHO-
cru meppriepenocamert AT®aser. Myrannu (MX OIHCaHO
okoro 200) B reme ATP7B (HSA13ql14-q21) mpusoasT k
M3MEHEHUAM [-IIOAUIIEITHAA 9TOr0 (DepMEHTA, UTO ABAA-
€TcA TEHETHYECKON OCHOBOU 9TOH marorornu. OCHOBHYIO
POAB B IIATOICHE3EC HUIPACT HAPYIICHHE OOMEHA MCAH, €
HAKOIIACHHE B HEPBHOM, IOYEYHOM, IEYCHOYHON TKAHAX U
POTOBHIIE, BCAEACTBUE YErO IPOUCXOAUT TOKCHYECKOE I10-
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BPEKAECHUE MEABIO AAHHBIX OpraHoB. B meuenu dopmupy-
eTcAd KPYITHOY3AOBOM MAM CMEITIAaHHBIA ITPpo3. B mmoukax
CTPAAAFOT /poKcUMansisle Kanasys:. B TOAOBHOM MO3re I10-
pamKaroTca B OOABIIECH CTEIEHH OAa3aAbHBIE TAHTAHH, 3yO-
9aTOE AAPO MO3KEUKA U YCPHAS CYOCTAHIINA.

Hapymennsa BcacelBaHHA B NHUIIEBAPUTEALHOM
TpaKTe

Mykosucyudos, unau xucmosiwrii @ubpos (em. 6viute) — ayTO-
COMHOPEIIECCUBHOE  3200AEBAHHE, XaPAKTEPU3YIOIIEECH
ITOPAKEHUEM  KEAE3 BHEITHEH CEKPEITHH, TAKEABIMI
HapyIIEeHHAMH (DYHKIIUH OPraHOB ABIXAHHA H KEAYAOUHO-
KHIIIEYHOTO TpakTa. [IpmuamHON ABAAIOTCA MyTaHHu reHa
CFTR (HSA7q31.2), koTOpBIii KOAHPYET TpaHCMEeMOpaH-
HBIH PEryAATOp KHCTO3HOrO (pubposza. 3aboAreBaHme Xa-
PAKTEpU3YETCs TOPAKEHUEM >KEAE3 BHEIHEH CEKpPEInH,
TAKEABIMHU HapyLHCHI/IHMI/I q)yHKHI/Iﬁ OpraHOB ABIXAaHUA M
KEAYAOIHOKHUIIICIHOTO TPAKTA.

Heneperocumocnv aaxmoser (cunosaxmasus) — ayrocoOMHO-
PEIeCCHBHOE ITATOAOTHYECKOE COCTOSHUE ITAOXOIO yCBOE-
HHA AAKTO3BI (MOAOYHOTO Caxapa), FTeHETHYECKON OCHOBOM
KOTOPOTO ABASIFOTCA MYTALIMH B PEIYAATOPHOH M KOAHPY-
roreit ooaactax reaa LCT (HSA2q21), koToperit koaupyer
sakmasy. DTOT (PEPMEHT IKCIIPECCUPYETCA IIPEUMYyIIIE-
CTBEHHO B PECHHYHBIX KACTKAX KHIICYHHKA M OTBEYACT 32
PACIIICIIACHHE AAKTO3BI HA TAAAKTO3y M TAFOKO3y. OCHOB-
HBEIMH CHMIITOMAMH AAKTa3HOH HEAOCTATOYHOCTH ABAAIOT-
cd METeopusM, OOAM B KHBOTE, AHMaped, pBOTa. Y AeTei
AAKTa3HAS HEAOCTATOYHOCTb MOKET IIPOABAATBCA XPOHU-
YECKHUMH 3aI0PAMH, OECIIOKOHCTBOM U IIAQ9EM IIOCAC CABL
B pasHBIX momyAAnnAx 9eAOBeKa YaCTOTHI MyTAHTHBIX aA-
Aeaeit Bappupyror ot 1 Ao 100%.

T'opmoHaAbHBIE HApyIIIEHUA

Tecmurynapras pemunusayus (cundpom Moppuca) — cren-
AEHHOE C IIOAOM PEIECCHBHOE 3a0OAEBAHHE, KOTAQ IIPH
My:KCkOM Kapuorturre (46, XY) mposABAfeTcA KEHCKHN
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denorum. DxcrpeccuBHOCTH Bappupyet. lpu Hemoanoit
PEMITHH3AIIIHI TOHAABI Pa3BHBAIOTCA IIO MYKCKOMY THIIY,
HO HEKOTOPBIE ITOAOBBIE IIPH3HAKA COOTBETCTBYIOT 7KEH-
CKOMY ITOAY C Pa3HOM CTEIIEHBIO BBIPAKEHHOCTH — THIIEP-
TPOMUPOBAHHBIN KAHUTOP, HEIIOAHOE 3aKPBITHE IIIBA MO-
IIIOHKH, MOIIIOHKOOOpAa3HbIE OOABIIIHE IIOAOBBIC IYOBI,
yKopodeHHoe Baarasuie. Ilpum moanoil demuHH3amm
OCHOBHBIM CHMIITOMOM fIBASIETCS OTCYTCTBUE MEHCTPYAIIUI
U IIOAOBOTO OBOAOCEHHSA IIPH XOPOIIO PasBUTBIX MOAOY-
HBIX jKeAe3ax U jkeHCKoM denorurre. [Ipuannoi 3aboae-
BaHHA ABAAIOTCA pasamdHble Myranun B reme AR
(HSAXq11-q12), KOTOpPBII KOAUPYET PELIEIITOP AaHAPOICHA.

Andpocenumanvrvaii - curopom  (wenckusi - ncesdoceprmagpoou-
musM) —  SHAOKPHHHOE HAPYIIEHHE C  ayTOCOMHO-
PEIIECCUBHBIM THIIOM HACACAOBAHHSA, IIPH KOTOPOM OOAB-
Hasf MMEET HAPYIKHBIC ITOAOBBIE OPTaHBI MYMKCKOTO THIIA K
JKEHCKYIO TOPMOHAABHYIO CTPYKTYPY. Y OOABHBEIX YBEAHYCH
KAHUTOpP, KOTOPBII CTAHOBUTCA IIOXOK HA MYKCKOM IIOAO-
BOHM YAEH C OAHHM YPOI€HHTAABHBIM OTBEPCTHEM, OTCYT-
CTBYET HAPY/KHBI BXOA BO BAATraAHIIE, MAaABIE ITOAOBBIC
ryOBI OTCYTCTBYIOT, OOABIIIHE I'yOBI IIOXOXKH HA «Paspyo-
A€HHYIO» MOIIOHKY. IIpn 3TOM BHYyTpEHHIE IIOAOBBIE Op-
raHbI MOTYT UMETh HOPMAaAbHBII BHUA. I'eneTmyeckoir ocHO-
BOH 3a0oAeBaHuA ABAAfOTCA Myranmmu rema CYP21
(HSA6q21.3), koropsri  koampyer  ¢depmernt — 21-
THAPOKCHAA3Y rpyrmsl rinroxpoma 11450, ygactsyromumii B
CHHTE3€ TOPMOHOB AABAOCTEPOHA U KOPTU30AA.

Wrak, 3maumreAbHAs 9aCTh HACACACTBEHHBIX OOAE3HEH
1 OOAE3HEH C HACACACTBCHHOH IIPEAPACIIOAOKEHHOCTBIO
IMEIOT HEMOHOTE€HHYIO IPHUPOAy. VX mMoxHO OTHECTH K
KOAHMYECTBEHHBIM IIPU3HAKAM — TEM, KOTOPBIE UMEIOT He-
HpeprBHbIﬁ PAA M3MEHYMBOCTA K MOILYT OBITD H3Mepe-
HBI — HAIIPHMEP, POCT, BEC, AAMHA KOHECYHOCTEH. AAACAH
OOABIIIOrO YHCAA I'€HOB BHOCAT BKAAA B IIPOSABACHHE TAKUX
IIPU3HAKOB, ITO3TOMY HX Ha3BIBAIOT ITOAHreHHbIMH. [Ipo-
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CACAUTD UX HACACAOBAHIE U BBIABUTH ICHBI, AAACAN KOTO-
PBIX YYACTBYFOT B ITATOAOTMYECKHX ITPOIIECCAX, CETOAHSA
MOKHO IIPH IIOMOIIH F€HETUYECKUX MapKkepoB. Brrasaenue
CIIEITACHHOIO HACAEAOBaHUA (acconmaruu) (HEHOTHIIHYE-
CKHX IIPU3HAKOB C I'C€HETHYECKHIMU MapKEPAMU IIO3BOAAET
HAMTH pPaliOHBl XPOMOCOM, OKA3BIBAIOIIHE PEIIaroIIee
BAHAHUE Ha H3y4YaeMbIC IIPOIIECCH (IIO3UIIMOHHOE KAOHU-
pOBaHUE), U IIOAYYUTH HAACHKHBIC CHCTEMBI AAf MOAEKY-
AAPHOH AHATHOCTUKH (MOAEKYAAPHOE MapKUPOBAHHE).
B macrosmiee Bpema HanboAee pacIpOCTPAHEHHBIMU Map-
KEpaMU B TCHETHKE YEAOBEKA ABAAIOTCH MUKPOCATEAAUT-
HBbIE€ AOKYChl U MOHOHYKAEGOTHAHBIE IIOAMMOP(HBIE
cariter — SNP.

AHAAH3 9KCIIPECCHH I'€HOB (BCEX MAHW IPYIIIBI) HA OHO-
YHIIAX B TKAHAX, HMEIOIIUX OTHOIIEHHE K OIPEACACHHOMY
HACACACTBEHHOMY 32a0OACBAHHIO, B HOPME H HATOAOTHH
94CTO ITO3BOASICT BBIABUTDH TCHBI-KAHAMAATBL AASl H3YIaCMOM
6oae3HH. XPOMOCOMHYIO AOKAAU3AITHIO IIOCACAOBATEAD-
oocreii AHK, BAHAIOIINX Ha KOAMYECTBEHHBIH IIPU3HAK
(QTL), MOXKHO OIPEAEAHTH Ha OCHOBE COBMECTHOIO
HACACAOBAHHA C HECKOABKAMH OAM3KOPACIIOAOKECHHBIMI
Mapkepamu. Ecam yaaercs HaWTH MapKephl, OIpaHHYIHBA-
rorue QTL ¢ AByX CTOpOH, TO Ha OCHOBE AAHHBIX I€HOM-
HOIO CHKBEHCA (CM. BBIIIIE) MOKHO COCTaBUTH CIIHCOK I€-
HOB, SABASIFOITTUXCS TTO3UITMOHHBIMU KaHATAATAMEU AAS QTL
nsygaemMoro 3aboaesanus. [Ipnm OAHOBpEeMEHHOM HCITOAB-
30BAHNM AHAAU32 3KCIPECCUM H HCCACAOBAHMA aCCOIIHA-
o 3a00AEBAHUA C MOAEKYAAPHBIMHI MApPKEPAMH MOKHO
OIIPEACAUTH HANOOACE BEPOATHBIC ICHBI-KAHAHMAATEL, KOTO-
PBIE OKAKYTCA B OOOUX CITHCKAX.

CrerreHp BOCHPHHMYHBOCTA K OIIPEACACHHBIM AEKAp-
CTBEHHBIM ITperapataM U 3(PPEKTUBHOCTD UX IIPUMEHCHUA
BapbHUPYETCA B IIUPOKHUX HpeAeAax. [Ipu oAHOM 1 TOM Ke
3a00ACBAHIH TTOAXOAAIIUI AASl KOHKPETHOTO MHAHMBHAYY-
Ma IIpenapar 9acTo MOMKHO IIOAOOPATh TOABKO METOAOM
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1po6 m ommbok. Kpome morepu BpeMeHH TakOH ITOAXOA
MHOTAA HAHOCHT HEITOIIPaBHMBIH BpeA 3A0poBbio. Celivac
AASL OOABIIIOTO KOAMYECTBA ACKAPCTBEHHBIX CPEACTB pas-
paboTtabl cucTemMbl Mapkepos Ha ocHOoBe SNP, 1mos3Boas-
JOIIUE A Priofi IPEACKa3aThb PEAKIIHIO MHAUBHAYAABHOTO
OpraHM3Ma Ha TO MAM HHOE XHMHUYECKOE BEIIECTBO. ACCO-
LIAIIIH  OTAGABHBIX  aAAeAbHBIX — BapmanTtoB AHK-
MapKEPOB € OCOOCHHOCTAMH OHMOXHMHUYECKUX PEaKIIHH
ABAAFOTCA OCHOBOM MHAUBHUAYAABHOMI TE€PAIIIH

Bomnpocs! u 3apanus 1o marepuasam Temsr 15

1. Yro Takoe maroAorus?

N

Y0 TakOe HACAEACTBEHHAS IIATOAOTHAA?

3. Kaxum 0OpasoM CAEAyeT aHAAUM3BHPOBATH AAHHEIC AAA
AMATHOCTHUKUA HACAEACTBEHHBIX 3200AEBAHUNI?

4. Aaiite oOlmee IPEACTaBAGHHE O KAACCH(DUKAIIHAX
HACAEACTBEHHBIX ITATOAOIMH.

5. TloAroroBpre cOOOIIEHUA O XPOMOCOMHBIX OOAE3HAX
(110 BBIOODY).

6. ITloAroroBbre COOOINECHHA O TEHHBIX OOAE3HAX (IIO

BEIOODY).

Kak BbI HOHUMAETE TEPMUH HeMoHozelHas npupodar

Pacckaxnre 0 reHeTHIECKHX MapKepax.

Yro Takoe murpocamennumiivie 10Ky cor?

0. IloAroroBbre COOOINIEHNA O COBPEMEHHBIX METOAAX

AEYEHUA HACAEACTBEHHEBIX U F€HETHYECKAX OOAE3HEM.

= 2o * A
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Tema 16. AmarHOCTHKA XPOMOCOMHBIX
Y HACAGACTBEHHBIX 00oAe3Hell

®opMBI XPOMOCOMHBIX IIATOAOTHI.

Cr1oco6bI 1 IpHUEMBI.

IIpenarasprHAA AMATHOCTHKA.

MeTOoABI M1 METOAMKE AMATHOCTHKH.

IIpaMOli MeETOA MOAEKYAAPHO-T€HETHYECKOH AHArHO-
CTHKH.

XpOMOCOMHBIE TATOAOTHH, KAaK BBI IIOHAAH, IIO CBOEMY
PEHOTUITIYECKOMY TIPOABACHHUIO UPE3BBIYAHO Pa3HOOD-
PasHBI ¥, YTO BAKHO IIOMHHUTb, 3a9ACTYIO CHMIITOMBI Pa3-
HBIX IIATOAOTHH II€peKpbIBaroT APYr Apyra. Ilopoii, koraa
MBI IMEEM ACAO C PEOECHKOM C MHOKECTBEHHBIMU IIOPOKA-
MH Pa3sBUTHSA, TOABKO HEIIOCPEACTBEHHBIN aHAAH3 XPOMO-
COMHOIO HabOpa CIIOCOOEH IIOMOYb IIOCTABUTH TOYHBIN
Amaruo3. M Aake B cAaydae aOCOAFOTHOH YBEPEHHOCTH B
AMAarHO3€ KpalHe BaKHO TOYHO, HACKOABKO MOKHO, YCTa-
HOBUTb (POPMY XPOMOCOMHOH IIATOAOTMH Y IIPOOAHAA:
noAMas, Moaudnas, mpancaoKayuoniad, TaK Kak OT 3TOTO
HAIIPAMYIO OYAYT 3aBHCETh PEKOMEHAAIIMH CEMBE H PHCK
IIOBTOPHOTO POKACHUA pPeOEHKA C AAHHOH ITATOAOTHEH.
CraHaapTHBIT aHAAW3 XPOMOCOMHOIO HaOOpa HOCHT
HA3BAHHUE Kapuomunuposarive. MatepmaroM AASL TICCAEAOBA-
HUA CAV/KHT BEHO3HaA KpoBb. [10CKOABKY spuTponnTs HE
COAEPKAT AAPA, TO AAA KAPUOTHUIINPOBAHUA BBIACAAIOT AA-
pocoaepakarue kKaetkn — AumdoruTsl. [1pobomoaroros-
Ka 00pasIia AAfl ITOCAEAVIOIIETO aHAAHM3a ITOA MHKPOCKO-
ITOM 32aHHMAET OKOAO 3 AHeH. OCHOBHBIE STAIIBI HA ITyTH
IIOAYYEHHA IIpenapaTa XpOMOCOM OTPaKEHbI HAa PHCYHKE
(kak mpaBuAO, aHaAM3a 11 MeTada3HBIX ITAACTHHOK OBIBAET
AOCTATOIHO AAfA OIIPEACACHHA (POPMYABI XPOMOCOMHOTO
HaboOpa YeAOBEKa). 3aMETHM: IIPOIIECC ITPOOOITOAIOTOBKH
1 aHAAM3a XPOMOCOM OYEHb TPYAOeMOK. VIHoraa, mpasaa,
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CTAaHAAPTHOIO KapHOTH-

ITIPOBAHUA c G-
OKPACKOH OBIBacT HEAO-
CTATOYHO — ITOOBI
YCTAHOBUTD IIPHPOAY

CAOKHOM XPOMOCOMHOM
IIEPECTPOHKH AU OOHa-
PYXKHUTH HeDOABIIION
KAOH KAETOK C aHOMAaAb-
HBIM KAPUOTHUIIOM IIPH
CAQDOBBIPAKECHHOM — MO-
3aUITU3ME, Tpebyercs
ADO TIOAHAA I[BETOBAA

iPSDF199 11TH

BU3YAAU3AITUA  KAKAOH
XPOMOCOMEL, AHGO ama- Pesyavmamer FISH-ananusa
A3 OTPOMHOIO KOAHYC-
CTBA KACTOK (AO HECKOABKHX ThICAY). VIMEHHO AAA 3THX
neAeii ObIA pa3paboraH yxe ymomAHyTbri Boime FISH-
METOA, KOTOPBIH C ITOMOIIBIO CIICIUAABHBIX MOAEKYAAP-
HBIX 30HAOB CO CHCL[I/ICbI/I‘-IHbIMI/I OBCTOBBIMM MCTKAMM
ITO3BOASIET BU3YAAU3HPOBATH HHTEPECYFOIIYIO HAC OOAACTD
TOM HMAHM MHOH XPOMOCOMBI M C HCIIOAB30BAHHEM CIICIIH-
AABHOTO IIPOTPAMMHOTIO OOECIIEYEHUA IIPOAHAAUZIPOBATDH
HAAIYHEC aHOMAAHH Ha OOABIIIOM KOAMYECTBE HHTEp(as-
HBEIX AAEp. Takke BO3MOKHA OAHOBPEMEHHAA OKPACKa BCEX
XPOMOCOM, TAKOH METOA IIOAYYHA HA3BAaHHE MHOTOIIBETHO-
ro FISH-anaansa. Ho, kak MBI y2ke ckasaAn, 9TOOBI HAYaTh
LIITOI€HETUYECKOE HCCACAOBAHUE, HEOOXOAMMO OIIpeAe-
AWTH ITOKa3aHUA K HEMY, H 3TO OYAYT:

3aAEPIKKA IICHXOPEYEBOrO U/UAU (DUBHYUECKOrO Pa3BU-
THA Y peOCHKa;

BPOKACHHEIC ITOPOKK pasBUTHA (OCOOEHHO MHOMKE-
CTBEHHBIE IIOPOKN) Y PeOCHKa;

Oecriaoane —
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e IIEPBUYHOE (B TOM YHCAE OTCYTCTBHE HAU HAPYIIIE-
HIE MEHCTPYAABHOTO IINKAQ)

e BTOpPHYHOE  (HEBBIHAIIMBAHUE  OEPEMEHHOCTH:
CIOHTAHHBIE BBIKHABIIIIH, HEPA3BHBAOIIUECA OEPEMEHHO-
CTH);

®  MEPTBOPOKACHHE;

e  MHOKECTBEHHBIC (/7U2Mbl QUIMOPUOeHesd,

® CAYYAH POXKACHHUA AETEH C YMCTBEHHOI OTCTaAO-
CTBIO, XPOMOCOMHOM aHOMAAHEH AU BPOKACHHBIMHU IIO-
pOKaMU PasBUTHA B POAOCAOBHOM.

Mrak, AAfl BBIABAGHHA XPOMOCOMHBIX OOAE3HEH wc-
IIOAB3YIOTCSl IIUTOI€HETHYECKHE METOABI HCCACAOBAHU,
KOTOPBIE IIO3BOASIFOT YBHAETH IIOA MHKPOCKOIIOM [C HC-
IIOAB30BAHHEM PA3AUYHBIX  CHEIUPHUICCKUX OKPACOK]
TOHKYFO OPTAHHM3AITUIO XPOMOCOM YEAOBEKA M €€ HapyIle-
HHA, KOTOPBIE U HIPHBOAAT K IOABACHHIO XPOMOCOMHBIX
Ooaesnell. B macrosimee Bpems, KpoMe TPAAUIIHOHHBIX Me-
TOAOB HCCACAOBAHHA XPOMOCOM, BCE INHPE HAYHUHAIOT
IIPUMEHATHCH  MOACK)AAPHO-YUm0zeHenudeckue Menods: MCCAE-
AOBaHUfA, KOTOPBIE AAFOT BO3MOMKHOCTH BBIABAATH TaKHE
HEOOABIIIE HM3MEHEHUA XPOMOCOM, KOTOpPBbIE HE BHAHBI
IIPHA UCIIOAB30BAHNU OOBIYHBIX METOAOB HCCACAOBAHUA.

Pacckaxem rmoapooHee:

— OuOXMMHYECKHE — HEKOTOPHIE U3 HACACACTBEH-
HBIX OOAE3HEH XapaKTEPU3YIOTCA BBIPAKEHHBIMU OHOXH-
MUYECKUMU H3MEHEHHAMH, KOTOPBIC CBA3AHBI C HapyIIle-
HUAMH ~ OIPEACACHHOIO METa0OAMYECKOIO IyTH. OJTa
rpymma 3a00ACBaHHI OOBEAMHEHA B OCOOBIH KAACC, HA3BI-
BACMBIH HACACACTBCHHBIC HAPYIICHHSA OOMCHA BEIICCTB
(HBO). Amaraocruka HBO BrArowaer kadecTBeHHBIH U
KOAMYECTBEHHBII aHAAN3 PA3AMYIHBIX METAOOAHTOB B 0OO-
pasiax OMOAOTHYECKHX JKHAKOCTEH, OIPEACACHHE AKTHB-
HOCTH (PEPMEHTOB B KYABTYPE KACTOK HAH ACHKOITUTAX
repudeprydeckoil KpoBu. MHOTHE U3 3THX HCCACAOBAHUI
AOBOABHO CAOKHBIE M ITPOBOAATCA C IIOMOIIBIO TAKUX
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BBICOKOTCXHOAOI'HTYHBIX MECTOAOB KaK BbICOKOS(i)(i)CKTI/IBHaH

KHUAKOCTHAA xpomarorpadus, XpOMATOMACC-
CIIEKTPOMETPHSA, TAHAEMHAA MACC-CIIEKTPOMETPHUA U T. A.;
— MOAEKYAAPHO-TEHETUYECKHAE — CAMBIE  COBPE-

MCHHBIC B HCCACAOBAHUN ICHETHYECCKOIO MATECPHAAA KAC-
TOK YEAOBEKA, KOTOPHBIH IIPEACTABACH AC30KCHPHUOYHYKAE-
nuosoit (AHK) u pubynonykaennosoii (PHK) kucaoramu.
McrmoAb3yeMBle CErOAHA MOAEKYAAPHO-TEHETHYCCKUE Me-
TOABI ITO3BOASIFOT Pa3pe3aTh HYKACHHOBBIC KHCAOTEI, Pas-
MHOKAThb UX OTACABHBIC YIACTKH C IIOMOIIBIO ITOAUMEPA3-
HOI IENHOH PEaKIUU, H3y9aTb HX TOHKYIO CIPYKIYPY,
BIIAOTB AO ITOCACAOBATCABHOCTH HYKACOTHAOB, COCTaBAS-
FOIIUX HYKACHHOBBIC KHCAOTHI, M, TAKIM OOpPa3sOM, BBIAB-
AATh M3MEHEHUsA, KOTOPBIE HA3BIBAIOTCA MYyTAIUAMU, B Te-
HAX YEAOBEKA;

— CHHAPOMOAOTHYECKHE — OOABIIMHCTBO HACACA-
CTBCHHBIX 3200AEBAHMN XAPAKTCPU3YETCA ITOPAKCHUCM
MHOTHX OPIaHOB U CHCTEM K Pa3HOOOPA3HOH KAMHMYE-
ckoil cumirromatakoi. Kpome Toro, HEKOTOpbIE IPU3HAKU
y OOABHBIX C HACACACTBEHHBIMU 3200ACBAHUAMU HE ABAS-
FOTCS COOCTBEHHO MATOAOTHYECKIMHI U OOBIYHO BPAaYH HE
OOpAIIafoT HA HUX BHUMAHHE. ACAO B TOM, 9YTO OOABIIINH-
CTBO HACAEACTBEHHBIX 3a00AEBAHHUI BCTPEYACTCH, KAK MBI
y/KE CKA3aAHM, AOCTATOYHO PEAKO, M 3TO HE IIO3BOASET
HAKOIINTH ONBIT AMATHOCTUKHA HACAEACTBEHHBIX 3200A€Ba-
HUH. 3aAa9a B TOM, YTOOBI, MCIIOAB3Yfl MMEIOIIHECA 3Ha-
HUA O IPOABACHUH HACACACTBEHHBIX OOAE3HEH, ACTAABHO
00CAEAOBAaB OOABHOIO M YACHOB €rO CEMBH, ITOCTAPATHCA
ITOCTABUTH AHATHO3 HACACACTBEHHOTO CHHApOMA. Bo MHO-
IUX CAYYAAX HCIIOAB3YIOTCH KOMIIBIOTEPHBIE IIPOIPAMMBI,
KOTOPBIE COAEPKAT OomHcaHusA U (poTorpadpuu OOABHBIX C
PasAMYHBIMI HACAEACTBEHHBIMH CHHAPOMAaMH —
POSSUM u Oxford Medical Databases, coaep:xarmue omu-

CaHHA HCCKOABKHUX TBICAY HACACACTBEHHBIX CHHAPOMOB.
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ITpenaraapHas AMAarHOCTUKA BPOJKACHHBIX U
HACAEACTBEHHBIX 0OA€3HEM — KOMITACKCHAA OTPACAb
MEAHITHHBI, KOTOPas CErOAHA OBICTPO pPa3BHUBACTCA, HC-
ITOAB3YA U YABTPa3BYKOBYIO AmarHoctuky (Y3M), n onepa-
TUBHYIO TEXHUKY (xopuorbuoncuro, amuuo- ¥ Kopooyenmes,
OHMOIICHIO MBIIIIL U KOKU ITIAOAQ), I AADOPATOPHBIE METOABI
(IrTOreHeTHIeCKHe,  OHMOXHMUYECKHE,  MOAEKYAAPHO-
remeTndeckue). B macrodmee Bpema mpeHartasbHAs Ana-
rHocTuka ocyrnectBagercsa B 1 u Il tpumecrpax Gepemen-
HOCTH, TO €CTb, B IIEPHOABI, KOTAQ B CAy4Yac BEIABACHHA ITa-
TOAOTHH €Il MOKHO IIpepBaTh OepemeHnHocts. Ha
CErOAHA BO3MOKHA AHMATHOCTUKA IIPAKTUYECKH BCEX XPO-
MOCOMHEIX CHHAPOMOB 1 OKOAO 100 HacAeACTBEHHBIX OO-
A€3HEH, OHOXUMHYECCKUN AeEKT IIPU KOTOPBIX YCTAHOB-
AEH AOCTOBEPHO.

M eme moapoOHee — MHBA3UBHBIE METOABI MCCAE-
AOBAHUA B IIPEHATAABHOI AMATHOCTHKE.

Ammnuoyernmes — IPOKOA ITAOAHOTO IY3BIPA C IIEABIO
ITOAYIEHUA OKOAOITAOAHOM KUAKOCTU U G2)uerHblx KACTOK.
M3 amunoTmaeckoii moaoctu 3abuparor 8—10 MA KHAKO-
crr. OCHOBHBIM HCTOYHHKOM AHMATHOCTHYECKOTO MATEPH-
aAa IPY AMHUOIICHTE3€ ABAAIOTCA KACTKH. VX 0643aTeABHO
KYABTUBUPYIOT (3TO AAUTCA 2—4 HEAEAHM) U AAA ITUTOTCHE-
TAYECKUX, U AAST OMOXUMITIECKUX UCCACAOBAHUIA.

Kopooyenmes — B3stue xposu u3 mynounabl. OOpasier
KPOBHU ABASFOTCA OOBEKTOM AAfl ITUTOICHETHIECCKUX (KYAB-
THUBHPYIOTCA AUMOITUTEL), MOAEKYAAPHO-TEHETHIECKUX H
OHOXHMUYECKIX METOAOB AMATHOCTUKHA HACACACTBEHHBIX
OoaesHer. KOpAOIICHTE3 HCIOAB3YIOT AASl AMATHOCTHKA
XPOMOCOMHBIX ~OOAE3HEH, TIEMATOAOTHYECKHX HACACA-
CTBEHHBIX OOAE3HEN  (ceMozioburnonamut, — Koazyaonanui,
mpomboyumonenu), AIMMyHOAC(PUIINTOB, I€MATOAOIITIECKO-
IO CTaTyca IPH Pe3yC-CCHCHOMAM3AIINM, BHYTPUYTPOOHBIX
nH(EKIINH.
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Demockonus (BBEACHHE 30HAA U OCMOTP IIAOAQ) — Me-
TOA BH3YaABHOTO OOCACAOBAHHSA ITAOAA AAfl BBIABACHHSA
BPOKAEHHEIX ITIOPOKOB paspurTusA. FIcmmoabsyerca peako.
Aas derockomun TpebyeTcs BBEACHHUE 30HAA B aMHHUOTH-
YECKYIO ITOAOCTB, YTO MOJKET BBI3BATH OCAOMKHEHHA Oepe-
MEHHOCTH. BeIkmapimm ormedarores B 7—8% caydaes de-
TOCKOITHH.

HeunBa3uBHBIE METOABI MCCAEAOBAHUA B IIPEHA-
TAABHOM AMATrHOCTHUKE.

OCHOBHBIM AIBAACTCA YABTPAa3BYKOBOE HCCACAOBAHHUE
(V3H), xoropoe HEOOXOAUMO IIPOBOAUTH BCEM OepeMeH-
HbIM. MOKHO IPUMEHATD KAaK IIPOCEBHOM U KaK YTOYHAIO-
INHH METOA. DTO IIO3BOAACT IIPEAYIPEAHTH POKACHHE
1-3 aereit (¢ 1000 HOBOPOKACHHEBIX) C CEPbE3HEIMU BPOK-
ACHHBIMI ITOPOKAMH Pa3BUTHA, YTO COCTABAAET IIPUMEPHO
30% Bcex AeTell ¢ TAKOM HATOAOTHEM.

Tl arHocTHKa
HacnencTBeHH
bIX
3aboneBaHuit

BoiAenenne
taxTopo B
pHCKa
MY B TH (hakTo
P Ha bHBIX
zaboneBaHnit

Ananuz
pacnpo cTpaHe
HHocTHH3 B
nomynAWMAX u
ITHHYE CKHKX
rpynnax

3apaum
MELWULMHCKOM
reHeTHKu

Hzyyenne
M ON EKYTIA P HO -
TEHETH Yec kMK
OCHOB
ITHOM OTMH H
naroreHeza H3

M enm ko-
T eH eTHY eCKoe
KOHCYNLTHPO B
aHHe ceMei
Bon bHLIX

MpexatanbHan

(nop ono Ban)

Ay arHocTHKA
H3

Llens u 3adauu meduyurckor zernemuxu
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Bce, 0 gem MBI BbIIIE TOBOPHUAHM, KOHEYHO K€, OTHO-
CHTCA HEIIOCPEACTBEHHO, K OOAACTH MEAUIIMHCKOI I'€HETH-
KU, 3HAHHUE OCHOB KOTOPOI HEOOXOAMMBI 1 HaM.

Pesromupyem atoT Matepuan:

OCHOBHOH IICABIO MEAHIIMHCKON TI'€HETHKH SIBASCTCS
HU3YYEHHUE POAU I'€HETHYECKHX COCTABASIOIINX B 9THOAO-
IMM U ITATOI€HE3E PA3AHYHBIX 3a00AEBAHUI YeAOBEKA. DTH
OOAE3HH ACAATCA HA ABa KAACCa: COOCTBEHHO HACACA-
CTBCHHBIC, KyA2 BXOAAT XPOMOCOMHBIC M TCHHBIC 3a00ACBa-
HUA, 1 OOAE3HH C HACACACTBEHHOM IIPEAPACIIOAOKEHHO-
CTBIO,  KOTOPBIC  HA3BIBAIOT  M)A6/UPaKINOpUANLIHBIMY
3aboqeanusmu.

XpOMOCOMHBIMU ABAAIOTCA O0OA€3HU, BBI3BAHHBIE
HAPYIIIEHUEM YHCAQ, AUOO CTPYKTYPBI XPOMOCOM.

I'ennbie 60Ae3HI 0GYyCAOBAEHBI IIPUCYTCTBUEM MY-
TAIIUHN B F€HAX.

MoHOreHHHBIMM HAa3BIBAIOTCA 00A€3HH, O0yCAOB-
A€HHBIE IIPUCYTCTBUEM MYTAIIUII B OAHOM I'€HE.

B srtmosorum MmyabTH(AKTOPHAABHBIX 3a00A€Ba-
HUI HAPAAY C ACCTBHEM HEOAATOIPUATHBIX BHEIITHUX
¢aKTOPOB CyIIIECTBEHHOE BAHUAHHE OKA3BIBAIOT CO-
CTOAHHA HE OAHOTO, 2 MHOTUX reHoB. KoaudgecTBo oTux
IeHOB, (POPMUPYIOIIUX HACAEACTBEHHYIO IIPEAPACIIOAO-
’KEHHOCTD K 3a00AECBAHHIO, HHOTAA UCIHUCASACTCA ACCATKAMI
AW AQKE COTHSMI.

CymmapHasg d9acTtora HACACACTBEHHBIX 3a0OAEBAHHIT
aocturaer 1,5%, 13 HIX Ha AOAFO XPOMOCOMHBIX OOAE3HEH
npuxoaurcsa 0,5% m Ha AOAIO MOHOTeHHBIX — A0 1%.
K MyapTHAKTOPHAABHBIM ~ OTHOCATCA ~ OOABIIIHHCTBO
HAanOOAEE PACIPOCTPAHEHHBIX OOAC3HEH YEeAOBEKA.

ABa NPUHINIITMAABHO HOBBIX, COBPEMEHHBIX ITOAOKE-
HUA B AHATHOCTHKE HACACACTBEHHBIX OOAE3HEH oOecrede-
HBbI HpOI‘pCCCOM MOACKYAHPHOfI MCAMUITMHBI M TCHCTHKI
YEAOBEKA: TOYHOCTh AMATHOCTHKH (AO YPOBHA MYTAITHIT) I
paHHHE CPOKH (AO KAHMHHYECKOIO IIPOABACHHA, B TOM
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YHUCA€ HA IIPEHATAABHOW craaum passurus). [Hlupokoe
IIPUMEHEHHE  AADOPATOPHBIX ~ METOAOB  AHATHOCTHUKI
HACAEACTBEHHBIX OOAe3HeN HauaAoch B 50-x roaax XX Be-
Ka, KOIA2 CTaA ITOBBIIIATHCA HMHTEPEC K HACAEACTBEHHOI
ITATOAOTHH W PACIIUPHUAUCH BO3MOKHOCTH KAHMHHYECKHX
AabopaTopuil. MeANIIHHCKAS TEHETHKA B3fAa HA BOOPYIKeE-
HIE MHOTOYHCACHHBIC METOABI OHOXHMHYECKUX, HMMYHO-
AOTUYECKHX, I'€MATOAOIMYECKUX, IIUTOTCHETHYECKUX MC-
caepoBaHui, a B 70-X TOAaX— H  MOAEKYAfIPHO-
OHOAOIMYECKUX. DTO OOYCAOBHAO (DOPMHPOBAHHE KAH-
HUYECKOU T€HETUKU KAK MEAUIIMHCKON AUCIAIIAMHBI U €€
MHTEHCUBHOE Pa3BUTHE.

AabopaTopHas AMATHOCTHKA HACACACTBCHHBIX OOAE3-
HEll B OCHOBE CBOECH MOJKET OBITH HAIIPABACHA HA MACHTH-
pUKAIIIO OAHOI U3 /pex cmyneneli Go.1esiu:

1) BEIIBACHHE 9THOAOTHYECKOTO 3BECHA;

2) maeHTH(UKAIINA TIEPBUYHOIO IIPOAYKTA I'€HA;

3) perucrpanusa Crenu@UYECKUX MeTaDOAHUTOB H3Me-
HEHHOTO OOMeHa.

BrrsiBAeHME 3THOAOTrHYECKOTO 3BEHA DOAE3HHM — C Te-
HETHYECKOH TOYKH 3PEHUA — XaAPAKTEPHCTHKA I'€HOTHIIA
HAU OIIPEACACHHE KOHKPETHOM MYyTAIlUH y KOHKPETHOTO
60abpHOr0. COBPEMEHHBIE METOABI ITO3BOASIOT UACHTH(H-
LIIPOBATh BCE TPU THUIIA MYTAITHI: 2eHOMHbIE, XPOMOCOMILbLE U
2erHble. DTH LIEAU AOCTUIAIOTCA C HOMOIIBIO ITUTOTEHETH-
YECKUX HAU MOACKYAAPHO-TEHETHIECKIX METOAOB.

B ocHoBe Bcex METOAOB MOAEKYAAPHO-IEHETHYECKOH
AMATHOCTUKHA HACAEACTBEHHBIX OOAE3HEN AEKUAT TEXHOAO-
rus pexomOuHaHTHBIX AHK mAn remmas mmxenepmsa. Me-
ToAuKH 1oAydeHus pexomomuantaeix AHK pesoarormo-
HU3HPOBAAH Pa3spabOTKy MHOIHX Pa3sA€AOB OOINeH u
IIPUKAAAHOM I'€HETUKH, B TOM YHCAE MEAUITHHCKOI. [Ipea-
IIOCBIAKAMH AAfl CO3AAHHA CTPOMHOM CHCTEMBI TCHHOM MH-
’KEHEPHHU OBIAM paHee M3y4CHHBIE CBOMCTBA HYKACHHOBBIX
KHCAOT U (PEPMEHTEI, OCYIIECTBAAIOIINE UX CHHTES!
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— peaynankamua AHK ocymectBasiercs koHBapraHT-
HO. BHOBB cuHTE3Hpyemas IIeIlb HYKACHHOBOM KHCAOTEBI
ABASICTCA KOMIIAEMEHTAPHOM ¢/72apoll TETIN;

— nmpu HarpeBaHuu A0 60-95°C wmAum mpu BO3ACH-
CTBHH OCHOBAHHAMH (IIIEAOYAMH) ABYXIICITOUEYHAA MOAC-
kyaa AHK mpesparmaerca B oaHoImenodednyro ¢Gopmy.
Oror nporecc HaspBaerca AeHaryparmedt AHK. Ilpu mo-
HIDKEHHH TEMIIEPATYphl HAH BoccTaHOBAeHHN pH cpeasr
AO (PU3HOAOTHYECKOTO YPOBHA IIPOUCXOAUT BOCCOEAMHE-
Hue HUTEH (0OA3aTEABHO KOMIIAGMEHTAPHBEIX!) B AByXIle-
ITOYECUHYIO MOAEKYAY. DTOT IIPOIIECC HA3BIBACTCA PEHATY-
panmeii man orxurom AHK;

— woaekyaa AHK moxer Ovrte paspesara s crporo
OIIPEAECAEHHBIX MeCTax (CHeIM(UYECKHX COYeTaHuAx 4—6
HYKACOTHAOB) COOTBETCTBYIOIIUMU depmenTamu-
pecTpukTazaMu (IHAOHYKAEA3aMH), KOTOPBIE IIOAYYAIOT U3
Pa3HBIX BUAOB MHKPOOPTaHH3MOB;

— c nomorero pepmerrop AHK- u PHK-rmoanmvepas
OCYIIIECTBAACTCA CHHTE3 KOMIIAGMEHTAPHBIX IIEIIel Ha MaT-
PUYHOI IHEIM IIPH HAAHYHH B PAacTBOPE HYKACOTHAOB.
B caygae cunresa opnonenoueunoin AHK na ocmose PHK
MOAEKYABI HEOOXOAMM (DEpPMEHT, HA3BIBAEMBIH OOPATHOMN
TPAHCKPHUIITA30H UAU PEBEPTA3OL;

— xoHIer MoAekyArl AHK moryr Obite coeAnHeHBI
ApPYT ¢ Apyrom c¢ nomornpio depmenta AHK-Auraser. 9o
ITO3BOAfIET CO3AaBaTh pexoMOmHanTHBIE MOAeKyAbl AHK,
T. €. IIPOUCXOAAIITHE U3 ABYX OPIaHU3MOB.

I'eHHO-HH/KEHEPHBIE TEXHOAOIMH CETOAHA IITHPOKO
HCIIOAB3YIOTCH B AMATHOCTHKE HACACACTBEHHBIX OOAE3HEI],
TAQBHBIM 3AeMeHTOM aBasgercs aHaaus AHK. Aag meauxko-
TEHETHYECKUX IIEACH IPHMEHAIOTCA CAEAYVIOIIIHE MOAEKY-
ASPHBIE METOABI:

— Oaorruar o CaysepHy;

— PECTPHKIIMOHHOE KapTHPOBAHIE;

— cexsenuposanue AHK;
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— BBIABACHHE MYTAIIMH ITyTEM IIPOCEHBAFOIIUX ITOA-
XOAOB;

— Hosepu-6aorTrar (perucrpanna MPHK);

— HAIIPAaBACHHBIN MYTArcHE3.

MHOTrOYHnCACHHBIE AUATHOCTUYECKHE IIPHUEMBI BBIABAC-
HUA MYTALINH MOKHO Pa3A€AHTH HA ABE IPYIIIBL: IIPAMBIC U
KocBeHHbIE. [IpAMas AMArHOCTHKA MyTallmi BO3MOKHA C
HUCITOAB30BAHHUEM HECKOABKHUX METOAOB:

— OIIPEACACHHE HYKACOTHAHOM ITOCAEAOBATEABHOCTH
(ceKkBeHHpPOBAHME);

— aAAeAbcrienuduIecKas THOPUAU3AIUA C CHHTETH-
YECKMIMIU OAI/IFOHYKACOTI/IAHBIMI/I 30HAAMU,

— XumMHYeckoe H (PEPMEHTATHBHOE PACIIEIIACHHE
AHK B MecTax HEIIPABUABHEIX CIIIMBOK OCHOBAHMIT;

— perucrpanus HM3MEHEHHA 3AEKTPOPOPETHIECKOH
ITOABIDKHOCTH MyTaHTHBIX MOAekyA AHK;

— TpaHCAAIUA OEAKOBOIO IIPOAYKTA 72 Vitr0.

KocBennoe BBIIBAGHHE MyTAITHIl IIPUMEHACTCA B TEX
CAYYafX, KOTAA HYKACOTHAHAA ITOCACAOBATEABHOCTH CIIIE
HEU3BECTHA U BMECTE C TeM mMeeTca mHdopmarua 06 oT-
HOCHUTEABHOM ITOAOKEHHH I€HAa Ha I'€HETHYECKOH Kapre,
T.e. PeYb HACT O AHATHOCTHKE C IIOMOIIBIO METOAA CIICII-
AeHnA reHoB. TexHoAormyeckue IpueMsl B KOCBEHHONW AH-
arHOCTHKE TE€ 7K€ CaMble, YTO U B IIPAMON AHMATHOCTHKE
(moayuenne AHK, pecrpuxius, saexrpodopes u T. A.), HO
K 9TOMy AOOaBAfACTCH MATEMATHYCCKUH AHAAU3 CLICIIACHHA
IIPU3HAKOB. BO3MOMKHOCTH KOCBEHHBIX ITOAXOAOB AOCTa-
TOYHO OOABIIHE OAAroAaps OOHAPYKEHUIO B I'€HOME de-
AOBEKAa IIHPOKOIO ITOAUMOPH3MA B HEKOAUPYIOIITUX
yaactkax AHK. PacrioaokeHHsIil BOAM3H H3y9aeMOro reHa
AU BHYTPH €rO ITOAUMOPMHBIA YIACTOK MOMKET CAYKUTH
MapKepPOM IMATOAOTHYECKAX MYTAaITHI, HACAEAYEMBIX OT PO-
AureAer. Takum oOpazom, paspabOTaHO AOCTATOYHO MHO-
IO MOAEKYAIPHO-TEHETHYECKUX METOAOB ~AHMATHOCTHKI
HACACACTBEHHBIX OOAE3HEH, HAIICAIIHNX IITHPOKOE IIpHMeE-
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HCHHUE AAf UX AHATHOCTHKH. AASl PACHO3HABAHHA KAKAOM
OOAE3HH AydYIIIE HCIIOAB30BATH CPa3y HECKOABKO METOAOB
AMATHOCTHKH.

N —

Bonpoce! u 3apannsa nmo marepuasam Temsr 16

Aaiite MPeACTaBACHIE O XPOMOCOMHBIX IIATOAOTHSAX.
Kakne moxazanns HEOOXOAMMO YYUTEIBATH AASl TOTO,
YTOOBI IIPOBECTH IUTOTEHETUYECKOE NCCACAOBAHIE?
Aaiite mpeacTaBACHHE O OHMOXHMHYECKHX METOAAX
HCCACAOBAHMUI.

YUrto CcOOOM IIPEACTABAAIOT MOAEKYAAPHO-TEHETHYEC-
KIE METOABI?

Yr0 Takoe CHHAPOMOAOTHMYECKHE METOABI HCCACAOBA-
HUU?

[ToaroroBpTEe COOOIIEHUA O IPEHATAABHOH AHATHO-
CTHKE BPOMKACHHBIX I HACACACTBEHHBIX DOAE3HEMH.
I[ToaroroBbTE COOOIIEHUA OO HMCIIOAB30BAHUHU I'€HHO-
WHKEHEPHBIX TEXHOAOTUI B TEHETUKE U MEAHUITHHE.
Yro Takoe mpsAMas M KOCBEHHAs AMATHOCTHKA MyTa-
LUI?
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Tema 17. T'eneTnueckue pakTOpbI HAPYIIIEHUI
¢dpU3UIECKOro U YMCTBEHHOI'O Pa3BUTUA

HapyrmreHns onmopHO-ABUTaTEABHOTO ANIIAPATA.

HacaeacTBeHHBIE (DOPMBI TAYXOTBI M TYTOYXOCTH.

T'enernka u AeTckas caenora.

I'eneruyeckue pakTOPBI PACCTPOMCTB peyu.

HuressekTyasbHBIE — HAPYIIEHHWA,  3MOIIMOHAABLHO-
AMYHOCTHBIE PACCTPOMCTBA M ACBHAHTHOE IIOBEACHHE.

AaHHas Tema CBf3aHA C IIOAPOOHBIM PACCMOTPECHHEM
pAAQ TEHETUYECKUX HAPYIIEHHNH B COCTOAHHUH 3AOPOBBA
YEeAOBEKA.

AAA MHOIX XPOMOCOMHBIX OOAE3HEH XapaKTepPHEI
MHKPO- U MakpoIedarns, AepOpMAII TPYAHOH KACTKH U
IIO3BOHOYHHUKA, IIE€H U APYIHE aHOMAAUH OIOPHO-
ABHT'aTE€ABHOTO ammapara (cM. Bbiie). Takad rpymma 3a-
OOAEBAHUM, KaK ducniasua coedunumensroi mxany (ACT) (cu-
HOHUMYL:  2UNEPMOOUNBIHBITL CUHOPOM, HACACTNEEHHAR KOAAALEHO-
namus, BPONOCHHAA COCOUHUIMENHOMIKAIHAA  HEOOCHIAINIOUHOCHID),
HacuuTEBaeT OKOAO 200 TeHEeTHYeCKH TIeTepOreHHBIX H
KAMHITYECKH ITOAMMOP(HBIX ITATOAOTMYECKUX COCTOSHHII,
OOYCAOBACHHBIX HAPYILICHUEM PAa3BUTHA COCAMHUTECABHON
TKAHH B 3MOPHOHAABHOM U IIOCTHATAABHOM IIEPHOAAX.
AAf TakuX 3a00A€BAHUI XapaKTEPHBI AePEKTHI BOAOKHH-
CTBIX CTPYKIYP B OCHOBHOIO BEIIECTBA COCAMHHUTECABHOM
TKAHH, KOTOPBIE IIPUBOAAT K Pa3AHYHBIM MOP(POPYHKITH-
OHAABHBIM HAPYIIIECHUAM BHCLEPAABHBIX U AOKOMOTOPHBIX
OPraHOB C IIPOIPEAMEHTHBIM TedeHrneMm. B ocHOBe mx Ae-
’KAT MYTAIIUM I€HOB, IIPAMO HAH OIIOCPEAOBAHHO OTBET-
CTBEHHBIX 32 CHHTE3 U IIPOCTPAHCTBEHHYIO OPraHU3AIINIO
KOAAArE€HA.

Otmerum dugpgepenyuposarnnyrn u  neduggepernyuposariiyro

OUCHAG3UIO COCOUHUIIEABHON ITIKAHIL.
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Augppepenyuposannas ACT Brarodaer B ceOf cunipome:
Hecoseputentiozo ocmeozeresa, Aaepea-Aarnnoca, Mapgpana (cm. -
we), Cmuraepa, 1acmuueckol  1ce600KcanmoMol, 2apoUIUMa

Heougpgpepernyuposarnnas ACT — ompeaeAsroOIIHil BapH-
aaT ACT ¢ KAHMHHYECKHMHU HIPOABACHUAMH, HE YKAAABIBA-
FOIITUMUCS B CTPYKTYPY HACAEACTBEHHBIX CHHAPOMOB (00B-
CAMHCHHDBIX ITIOA O6I_[II/IM Ha3BAHHCM
«TUIIEPMOOHABHOCTDY).

IToAapoOHee 0 HEKOTOPBIX (ITOCTAPAACH HE IIOBTOPATHCA).

Hecoseputersmpait - ocmeozeries
(HO)— rpymma  ayrocomMHO-
AOMHUHAHTHBIX ~ 3a00AECBAHUH,
CBA3AHHBIX C  HEAOCTATKOM
KOAAAI€HA HAH C €ro Kade-
CTBEHHBIM HECOBEPIIIEHCTBOM.
ITockOABKY KOAAATEH ABAACTCA
OCHOBHBIM OEAKOM KOCTHOM
TKAHU, AASl 3TOH IPYIIIBI 3200-
ACBAHUI  XapaKTePHA  AOM-
KOCTh U AePOPMAIINN KOCTEH.
Mssectro Bocemp Trmos HO ¢

PA3HOI CTENEHBIO ITOPAKEHUA

Hecosepuenniii ocmeozenies  xoctroM W COCAMHHTEABHOI

TKAHU, OOABIITUHCTBO U3 KO-

TOPBIX BBI3BAHBI PA3AMYHBIMI MyTAIIHAMH B reHax o-1- u o-

2-merreii  koaaarema repsoro twmira— COL1AT (HSA
17q21.31-q22) » COL1A2 (HSA 7q22.1).

Cundpom Daepca-Aarnnoca (eunepasacmuurocms Koo, Heco-
seputernvil decmozeries Pycaxosa) — rpyria 3a00AeBaHUI, BBI-
3BAHHBIX ITOBPEKACHUEM HAH HEAOCTATKOM KOAAAr€HA TH-
mos I, III m V. Ilpu stux OOAE3HAX IOBPEKAAFOTCH
CYCTaBBI, KOKa 1 KPOBCHOCHBIC COCYABI, XaPAKTCPHEI CBO-
OOAHBIC, CHABHO THYIIIHECH CYCTaBBI, TAAAKAas HAM 3Aa-
CTUYHAfA, ACTKOIIOBPEKAAOIIAACA KOKa, HEIIPABHABHOC
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BWUKHBACHHE paH U
dopmupopanne 1rpa-
MOB, MaACHbKHE U
XpyIKHE  KPOBEHOC-
HbIe COCyABI. Bce Tm-
IIBl CHHAPOMA 3aTpa-
IUBAIOT CYCTaBBI, BbI-
3pIBafd HX THIIEPIIO-

ABHIKHOCTD, 9TO
O3BOAIET OOABHBIM
BBIXOAUTD 32 IIPEAEABI Cundpom Daepea-Aarsoca

HOPMAaABHOTO ~ AHMAIIa-
30HA ABHKCHUI.

Tumst 1w 11 (kraccuueckue) — ayrocoMHO-AOMHHAHTHEIE 3200A€CBa-
HIA COCAMHHTCABHON TKAHHU, AASl KOTOPBIX XaPAKTEPHA IAAAKAA, CHAD-
HO 39AACTHYHAf, ACTKOPAHHMMAfA KOX2, YPOAAHBBIC AU HEOOBIYANHO
O6H_II/IPHI)IC H_IPQ.MI)I, FHHCPHOABH){(HHC CyCTaBbI, TCHACHIIMISI K BBIBH-
XaM, CKAOHHOCTD K PasBUTHIO IPBIKH HAH CMEIIEHHIO AFODOro BHYT-
penHero oprana. MOACKyAAPHO-TCHETHYIECKOH OCHOBOH 9THX THIIOB
cuaApoma sBAfroTcs myrarun B reHax COLSAT (HSA 9q34.2-q34.3),
COLS5A2 (HSA2q31) m COL1A1 (HSA 17q21.31-g22).

Tur I (eunepnodsumncrocms) umeer ayroCOMHO-AOMUHAHTHBIA THIT
HACACAOBAHHSA, ITPOABAACTCHA B HAAMYUH CBOOOAHBIX, HECTAOHMABHBIX
CyCTaBOB, IIAOCKOCTOIIMHM, BBICOKOM M Y3KOM HeOe, paHHEM HadaAe
OCTEOTIOPO32a, MOPAKEHUAX CepAlA. [IpHanHOM ABAAIOTCA MyTAITHH B
reae COL3A1 (HSA 2q31).

Tux IV (cocyoucmvrii) HacAeAyeTcss MO ayTOCOMHOAOMUHAHTHOMY
taiy. Aast Hero (Kpome OOIIHX AASL CHHAPOMA CHMIITOMOB) XapaKTepHa
XPYIKOCTh CTEHOK COCYAOB OOOAOYEK OPIaHOB H HEKHOM KOXH,
CKAOHHOCTP K Pa3phiBaM M OOPAa30BAHMUIO aHEBPU3MEL Tak ke, Kak U B
CAyYa€ THIICPIOABHKHOCTH, STHOAOTHYECKOH IIPUYHHON ABASIOTCA
myrannn B reae COL3A1 (HSA 2q31).

OcraApHBIE THIB CHHAPOMa DAepca-AaHAOCA BCTPEUArOTCA AO-
CTATOYHO PEAKO, HACACAYIOTCH IO ayTOCOMHO-AOMHIHAHTHOMY, ayTO-
COMHO-PEIIECCUBHOMY HAU X-CIIEIIACHHOMY PEIECCHBHOMY THIIY, MO-
IyT OBITH CBSI3AHBI C MyTALIUAME B TCHAX IICIICH PA3AMYHBIX KOAAATCHOB
uAn (PEPMEHTOB, YIACTBYIOINUX B CHHTE3€ KOAAATCHA B COOPKE KOAAA-
IE€HOBBIX BOAOKOH.
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Axondponnasus —  aymocommo-domunarnmnas  Kapauxoocniv
us-3a Hedopassumua oaunnsrx kocmed. CpeAHHIT POCT OOABHBIX
myxauH — 131 cm, GoapHbIX xeHmmH — 123 cm. [Ipn
AXOHAPOIIAA3UN OTMEYACTCA CYIIECTBEHHOE YKOPOYCHIE
KOHEYHOCTEH IIPU HOPMAABHOH AAHMHE TEAd, OTHOCHTEAB-
Hasfg Makporiedaus, KOPOTKHE IAABIIBI, CEAAOBHAHBIH HOC.
MHTeAAEKT, KaK IPAaBHAO, HE IOBPEKAEH. MoAeKyAIpHO-
IEHETUYECKON IPHUYHHON 3TOTO 3a00AEBAHHA ABAAFOTCH
myranuu B reae FGFR3 (HSA4p16.3), koTopsiii koanpyer
pererrrop-3 dakropa pocra puOpoOAACTOB.

Muomonuueckan oucmpogpus (bonesrs Lnatinepma) — muo-
TOCHCTEMHOE HACACACTBEHHOE 3a00AEBAHNE, OCHOBHBEIM
CHMITTOMOM KOTOPOTO ABAACTCA 3AIIa3ABIBAHIC PacCcAabAe-
HOfA MBI ITOCA€ HUX COKPAIIEHHA. DTO ayTOCOMHO-
AOMHHAHTHOE 3200AeBaHHe ¢ MaHU@ECTaIHeld B BOo3pacre
20—40 aer. Ilepsbie mpu3HAKK 3a00AEBAHNA OTMEYAIOTCA B
MBIIIIIAX AWIIA, IICH, PyK 1 HOr. OTMEYaroTcs OIyIIeHHUE
BEK raa3 (1rros), cAabocThb
MBIIIII] AHMIIA U PEYCABHIA-
TeAbpHbIe Hapymrennd. Hapsaay
C 9THM XapaKTCPHBI KATaPaK-
TBI, 2UN020HAOUIM, KUACTBI ANTd-
HUKa, ITIPOTPECCUPYIOIIAA yM-
CTBEHHAd OTCTAAOCTb. bo-
A€3Hb BBI3BAHA OKCIIAHCHEH
TPHHYKACOTHAHBIX ITOBTOPOB
LHTT 3-prarxupyromem
palfloHe TEHA  7pomeunKunassl
MUOIOHUYECKO oucmpoduu
DMPK (HSA19q13.2-q13.3).

Auempogpun Aruteriria —
cyensientas ¢ noaoM - peyeccusrian

Hmanvanckuil xyooncrux npogpeccupyronjas Mutniednas  Ouc-
XV sexa ouerv mouro usobpasun mpogus.  IlepBpie  TpH3HAKK
Gon61020 axondponiasien 3200A€BAHUSA IIPOABASAIOTCA B
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Bospacte 1-3 AeT cAaDOCTBIO MBI Ta30BOTO IofAca. Aad
3TOrO 3a00AEBAHHUA XAPAKTEPHBI CHUMMETPHYHAS aTPOuA
MBIII[ B COYETAHHH C CEPACYHO-COCYAHCTBIMU, KOCTHO-
CYCTaBHBIMA U IICUXHYECKHMHU HapymeHuamu (puc. 122).
KocrraO-cycraBable HapyreHus mpu Auctpodpuu ArorrreHHa
XapaKTEepU3YIOTC  AePOPMAITUAMH ITO3BOHOYHHKA, CTOII,
IPYAHHBL DTHOAOIHYECKAS IIPHYHHA 3a0O0AEBAHHA — Pas-
aranbie Myranua B reue DMD (HSAXp21.2), kotopsrit ko-
AupyeT anoaucTpodun 1.

Ternepp 0 HACAEACTBEHHBIX (POPMAX TAYXOTHI U Ty-
TOYXOCTH.

Muxpomuz ¢ ampesuet
HaPYIHEHO20 €N1)X06020 1POX00a
u  nmposodamel  mye0yxo-
(Mb10 —  HACAEACTBEHHOE
3a00ACBAHHE C HEBBIAC-
HEHHOU TCHETHYECKOM
OPUPOAOH — AAA  HETO
XapaKTEPHBI  OTCYTCTBHE
UAH  CYIIECTBEHHAA AC-
dopmanus  yrHO#  pako- Odnocmopontian murpomus
BUHBEI M OTCYTCTBHE IIPO-

CBETA CAYXOBOIO KaHAAA.

[ToxkasaHO AOCTOBEpPHOE PA3AMYHE KOHKOPAAHTHOCTH ITO
3TOMY IIPHU3HAKY Y OAHOANIIOBBIX M PA3HOANIIOBBIX OAM3-
HEIIOB.

Cundpom Yumepa — ayroCOMHO-PEIIECCHBHOE 3a00AEBa-
HHE, KOTOPOE IPOABAAETCA BO BPOKACHHBIX HAPYIIICHUAX
CAyXa PAa3SAMYHOM CTEIIEHU, IIPOIPECCUPYFOIIEH ITUTMEHT-
HOHM AETE€HEPAIHHU CETYATKHU, IPHUBOAAIIEH K IIOCTEIIEHHO-
MYy CYKEHHIO ITOAEH 3PEHHUSA M CACIIOTE, I HMHOTAA IOTEpE
4yBCTBa paBHOBecHA. B mupe 5-6% ot 0obImero ducaa Aro-
ACH ¢ AFOObIME HapyIimeHnAMu cAyxa u 50% cAemorayxux
CTPAaAAFOT 3THM CHHAPpOMOM. KamHmdgecknmii moammop-
du3sM ompeaeaseTcss TeHETHYECKOH I€TePOreHHOCTHIO —
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n3BeCTHO 12 AOKyCOB, CBA3AHHBEIX C PA3HBIMU THITAMH 3TO-
ro saboaepanma. Hamboaee msBectHa popma cmHApOMA
Vinepa, BeI3BaHAA  MmyramuaMup  rera MYOTA
(HSA11q13.5), koTopsiii kKoaupyer Muosus 7A.

Cundpom Kpysona (uepenro-nuyesodi 0usocn03) — ayrocom-
HO-PEIIECCHBHOE  3a00AEBAHNE, BBI3BAHHOE IIPEKAEBpE-
MEHHBIM CPACTaHHEM BEHEYHOIO U CATHTAABHOIO IIBOB
YEPEIHON KOPOOKM. AASl CHHAPOMA XapaKTEpPHO 3aIIaAa-
HIE TAQ3HUI[ U KOCTEH IICK, BBIITYICHHBIC I'AA3d, BAABACH-
HOE IIEPEHOCHE, BBICTYITAIOIIAS YEAFOCTb. Y OOABIIMHCTBA
OOABHBIX OTMEYArOTCA HapyIreHus cAyxa. PeHoTHI, cBOH-
CTBEHHBIH 3TOMY CHHAPOMY, Pa3sBUBACTCA IO IIPHYNHE MY-
tanmit B reae FGFR2 (HSA10q26), koaupyrormem perer-
Top 2 chakropa pocra puOpoOAACTOB.

Cundpom Tpuuepa-Kosnunsa — ayrocoMHO-AOMHHAHTHOE
3a00ACBAHHE C XAPAKTEPHBIMH H3MCHEHUAMU AHIIEBOIO
gepera  (HEOOABIIMME — pa3MepaMu  Pra, ITOADOPOAKA,
VIIIEH) KOCOTAA3UEM U KOAOOOMOM BEK. XapaKTepPHBI aHO-
MAaAMH HAPYKHOIO CAYXOBOIO IIPOXOAA U TYIOYXOCTb.
DTHOAOIMYECKON HPHYMHOW ABASFOTCA MYTAIIUM B TIEGHE
TCOF1 (HSA5q31.3-q33.3), KOTOPBIH KOAHUPYET SACPHBII
6erok ¢ LIST-romorormasHbM
AOMEHOM.

Cunopom Anvnopma— coduera-
HIE HACACACTBEHHOTO HedppuTa 1
rAyxoTel. CHMITTOMATHKA CO CTO-
POHBI BBIACAUTEABHOH CHCTEMEI
nossaderca B 5—10 aer. Ilocre-
IIEHHAA IIOTEPA CAyXa OOBIYHO
HaumHaeTCA paHbIie. Bragase ato
HEHPOCEHCOPHOE CHIKEHUE CAY-
Xa BBICOKHX TOHOB, 3aT€M —
l ' ‘ HHU3KHUX, IICPEXOAAITICE U3 3BYKO-

IIPOBOAAIIIEH B 3BYKOBOCIIPHHU-

Cundpom Aavnopma MAroIIy¥0  Tyroyxoctb. FlHoraa
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HAOATOAACTCA  Muacmenus, TOTEPA MAMATH M HHTCAACKTA.
CrenaeHHasA € TIOAOM perieccuBHaA POPMa 3TOTO CHHAPOMA
BBI3BAHA MYTAIIUAMU B reHe o-5 Ienu KoAAareHa tuma IV —
COILAA5 (HSAXq22.3). Ayrocomuo-pereccuBHad ¢dopma
cuHApOMa AAbITOpTa cBA3zaHa ¢ myranmsamu B reax COL4A3
n COL4A4

Curndpom I lerdpeda — ayTroCOMHO-PEIIECCHBHOE 3a00ACBA-
HUE, TPOABAAFOIIEECH ITOTEPEN CAYXA M HATOAOIHAMH IIHTO-
BHAHOI JKEAE3BI — Y3AOBBIM 3000M H IHMIIOTEPHO30M. AAs
ACTEH C 3TUM 3a00AEBAHHEM XapaKTEPHA IIPOIPECCHPYIOIIAsi
ITOTEPS CAyXa, KOTOpasd HAYMHAETCA OOBIMHO B BO3PACTE AO
TPEX AET, 3aMEAACHHBIN POCT KOCTEH, AUCIIPOIIOPITH CKEAC-
Ta — OOABIIION Yeperl, OTHOCHTEABHO KOPOTKHE KOHEYHO-
cru. ['eHeTHYECKOH OCHOBOM 3a0OAEBAHUA ABAAIOTCA MyTa-
mmn B rene PDS  (HSA7q31), koropeni xoaupyer
ITeHAPUH — (DEPMEHT, IIPUCYTCTBYIOINNN B YAHTKE BHYT-
PEHHETO yXa, IITUTOBUAHOI KEAE3€ U IIOUKAX.

Cundpom Punapdca-Pardis — ayrocOMHO-pELIECCHBHOE 3a-
OOAEBaHIE, IIPOABAAFOINEECA B a//aKciii, TUIIOTOHAAU3ME U
HEHPOCEHCOPHOH TAyXoTe. Y OOABHBIX PasBHBACTCA TAYOO-
KOe CAaOOyMHE, IIPOIPECCUPYIOIIHE MBIIICYHBIE ATPOMHUH,
HAOAFOAAETCA HEAOPA3BUTHE BTOPHYHEIX ITOAOBBIX IPH3HA-
KOB, IIPOIPECCUPYIOIIAA HEHPOCEHCOPHAA TYITOYXOCTb C PaH-
HETO ACTCTBA M T.A. MOAEKYAAPHO-TEHETHYECKHE OCHOBEI
3TOTO 3a0OAEBAHISA OCTAFOTCHA HEM3BECTHBIMU.

Cundpom 2Kepsesna u  Aarnee-Hunvcena— ayrocomuo-
pereccuBHOE  3a00AEBaHHE, KOTOPOE XaPaKTEPU3YETCH
BPOKACHHOI TAYXOTOM U HAPYIIICHUEM PHUTMA CEPAIA —
yAAuHeHHBIM mHTepBasoM QT orpaxkarormero mporeccer
3AEKTPHYECKOIO BO3OYKACHHA W BOCCTAHOBACHUSA CEPACU-
HOI MbIImpl. Yacro y OOABHBIX OTMEYAFOTCA MHOKE-
CTBCHHBIC IIOPOKH CEPAIIA, IMEETCA BEICOKUN PHCK CHHKO-
e u BHe3anmHOI cmepru. Kamnmdaeckuit moaumopdusm,
IIPOABAAIOIIHMICA B IIHPOKOM BAPbHPOBAHUN TAKECTH
IIPOABACHUSA OIIPEACASCTCA PASAMYHBIMU MYyTaIlHAMH B
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rere KCNQ1 (HSA11ql15.5), KOTOpBIII KOAHPYET OAMH
13 OEAKOB KAAMEBBIX KAHAAOB.

Cunopom Mroscecrsennsix Aenmuzo (curopom seonapoa) —
4yTOCOMHO-AOMHHAHTHOE ~ 3a00A€BAHNE, MHUHHUMAABHBIC
AMATHOCTHYECKUE IIPU3HAKKM KOTOPOTO: MHOKECTBEHHBIE
setmuzo (TATMEHTHEIE ITATHA
pasmepom 1-5 mMm Ooaee
TEMHBIE, YEM  BECHYIIKH),
CIEHO3 AETOYHOU apIEepHH,
YMEPEHHBI  eunepmeopusm,
AHOMAAMH ICHHTAAUH, TAY-
XOTa. DTHOAOTHYECKOH ITpH-
YMHOM ABAAIOTCA MyTallMU B

reue PTPN1 (HSA12q24.1),
Aenmuzo KOAUPYIOIIEM IIPOTEHH-

tuposuH-docdarazy  Hepe-

IIEIITOPHOTO THIIA 1.

Cundpom Baapoenbypea — macaeacTBEHHOE 3200AEBAHIE,
HMEFOITIEE CACAYIOIINE IIPU3HAKH: TCACKAHT (AQTEPAABHOE
CMEITIEHUE BHYTPEHHEIO YIAa I'Aa3a), IETEPOXPOMHA pa-
AY’KHOI OOOAOYKH, CEAAS IIPAAD HAAO AOOM H BPOKACHHASA
rAyxoTa. ['AyXOTa BBI3BAHA HAPYIICHUAMN CIIHPAABHOIO
(koptueBa) opraHa ¢ aTpOPUICCKUMH H3MEHCHUAMH B
CIIMHAABHOM Y3A€ M CAYXOBOM HepBe. /\edeHue IAyXOTBI
pu atoM cuHApoMe Headdekrusao. Craapom Baapaen-
Oypra TunoB 1 u 3 BBI3BAH AOMHHAHTHBIMUA MYTAITHAMHU B
rene PAX3 (HSA2q35), KOTOPBIIT KOAHPYET TPAaHCKPHII-
IIMOHHBINA cpaKTop cemeiictea PAX. [TenerpanTHOCTD 9THX
MYTAIIHH HEITOAHAS, 9KCIIPECCUBHOCTD BAPbUPYET.

ANobasuM o caemore m caabosuaenmm. Caerrora n
CAADOBHACHHE HADAIOAAIOTCA IIPH CHHApOMax Mapdana,
Aabriopra, Kpysona, Virepa, 0 KOTOPBEIX pedb IIIAA BBIIIIC.

Cundpom  Puzepa (omirpeimoyeonsias  rwsenutvtas  eaayxo-
Md) — ayTOCOMHO-AOMUHAHTHOE 3a0OAEBAHUE, KOTOPOE
IIPOABAACTCA B IIOBBIIICHUH BHYTPHIAA3HOIO AQBACHHI,
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PasBUTHH OITHYECKOI Helponamiut C ITOCACAVIOIIEH aTpoO-
dmeii rOAOBKH 3pPHUTEABHOIO HEPBA M BO3HHKHOBEHHEM
AedekToB 1OoAA 3peHud. AAd OOABPHBIX XapaKTE€pHA ITEAE-
BUAHAA AcDOPMALIUSA 3PAUKA, IK/0NUA XPYCTANUKA, K0.1000Ma
COCYAHUCTOM OOOAOYKH TAA32, 72¢/¢Katl, AaHOMAAHH 3yOOB.
DTHOAOIMYECKON IIPUYHHOHN 9TOrO TEHETHYECKH TIEeTEPO-
I€HHOrO 3200AeBaHUA MOTYT OBITh MyTaruu B reHax PITX2
(HSA4q25-g26), FOXC1 (HSAGp25) u aeaenmsa pariona
HSA13q24.

Cundpom Anvempema xapakrepusyercs IIMTMEHTHON Aere-
Heparyel CeTJaTKH, OKHUPEHHEM, CaXapHBIM AHAOETOM, 0i-
JAmayuornol  Kapouomuonanued, HedppONATHEH U IIPOTPECCH-
PYIOIIEH HEHPOCEHCOPHON TAYXOTOH. AeTH HpH POKACHIH
HMEIOT HOPMAABHYFO MacCy T€Ad, HO K KOHITy IIEPBOTO TOAQ
AKU3HU TOABAACTCA OKHpeHUE. Y OOABHBIX Pa3BHBACTCA HH-
crarM (ApOKaHUE TAA3HBIX AOAOK), IIPOIPECCHPYET AUCTPO-
dusa meriposnuTeAns ¢ aTpoduer H IMUIMEHTHOW HH(MHUADB-
Tpanyed BHYTPEHHHX ITAACTOB cerdatkn. K cemum roaam
YACTO IIPOUCXOAHT ITOAHAA ITOTEps 3peHus. Aasd 3a00AeBaHMA
XaPAKTEPEH KAMHIYECKAN ITOAUMOP(U3M, KOTOPBIH HAOATO-
Aaetcst Aake y cubcoB. Myraruum B rere ALMS1T (HSA2p13),
IIPOAYKT KOTOPOTO IIOKA HE OXapaKTEPH30BAH, ABAAIOTCA
IIPHYHHOI 9TOrO 3a00AEBAHIAL.

Cundpom Aenya — CIEIIAEHHOE C IIOAOM PEIIECCUBHOE
3a00AEBaHIE, KOTOPOE IPOABASCTCA B HAPYIICHUN Pa3BH-
THA TAa3a (MUKPOTAABMUA HAU aHOMTAABMHUSA), CBA3AH-
HBIX CO CHIKEHHEM OCTPOTBI 3PEHHA HAM CAEHOTOH. AAf
3a00ACBAHMA TAKKE XAPAKTEPHBI AHOMAAUM Pa3BUTHA
VIIIEH, 3yOOB, CKEAETA, BRIACAHTEABHON U IIOAOBOM CHCTEM.
MsBecTHa AOKAAH3AIIHA TEHA, MyTAITHA KOTOPOTO IIPUBOAHT
K aTOMy 3a00AeBaHuIO, B parione HSA Xq27-q28. Kpome
cuHApoMa /AEHIIA OIMCAHO OKOAO AecATKa (POPM H30AH-
POBAHHOW U CHHAPOMHOM MHUKPO(PTAABMHH C ayTOCOMHO-
AOMHIHAHTHBIM, 2yTOCOMHO-PEIIECCUBHBIM 1 CIIEITACHHBIM C
ITOAOM HACAEAOBAHHUEM.
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Hacaedemsenneie  xamapaxmes —  tpymia  3a00A€BaHNMH,
CBAI3AHHBIX C ITOMYTHEHHEM XPYCTAAMKA I'Ada3a M BBI3HIBA-
IOIINX PAa3AHYHBIC CTCIICHHU PaccTpoiictBa 3penns. Orm-
cano 14 wmsoaumpoBaHHBIX (OPM 3TOTO 3a0OAEBAHHUA C
4yTOCOMHO-AOMHHAHTHEIM, ~ aYTOCOMHOPCIICCCHBHBIM 1
CIIEIIACHHBIM C ITOAOM THIIAMH HacAeAoBaHus. Kpome To-
IO, KAaTapaKTa B KaYECTBE CHMIITOMA MOKET BXOAHTBH BO
MHOTHE HACACACTBEHHBIC ITATOAOIMTYECKUE COCTOAHNA.

}rqu [W Cundpom Anepa  (Anep-

ﬁ’-‘( §) 4 k\\ \ ma) —  3aDOACBaHHE  C
ayTOCOMHOAOMUHAHTHBIM
THUIIOM HACACAOBAHUSA, KO-
TOPOE  XapaKTepHU3yercs
CHHOCTO30M (CpacTaHHEM)
BCHEYHBIX IIBOB, IIAOCKHM
AOOM, 2UNEPIIENOPUIMOM,
anmuMOoHz0N0U0HBIM — Pa3pe-
30M TA43, IIAOCKHMHI TAA3-
Cudpors Angpa HBIMU BIIAAWHAMH, 3aIIaB-

IITel  ITEPEHOCHUIICH, TIOA-
HbIM cparnerneM 11—V maapnes kucrei u crom, arpodpueit
spureapHOrO Hepsa (puc. 133). BoapHBIE OTCTAFOT B yM-
CTBEHHOM H (PHU3HYECKOM pasBUTHH. MOAEKyAApHO-
T€HETHICCKON OCHOBOH 3a00ACBAHUSA ABAAIOTCA ABE MYyTa-
nnu B 9k30He 7 rera FGFR2 (HSA10q26), kotoperii koan-
pyer perierrrop
2 dakropos pocra
@pubpobaacmos.
Cundpom Mapman-
Aa — ayTOCOMHO-
AOMUHAHTHOE 3200-
AEBAHUIE, XapaKTepH-
3yIOIIeeCs AMCITAA3H-
eil Anma (HOC KypHO-
CBIF, CEAAOBHUAHOM

Cundpom Mapuasia
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dopMBI), THIIOIIAA3HEH CPEAHEH YaCTH AHIIA, KOTOPas CO-
3A2€T  BIIEYATACHHE AWIA OYABAOTA, THIIEPIIAA3HEH
HAATAQ3HIYHOH OOAACTH, aHOMAAHAMH 3yOOB (aAeHTHEIH,
TUIIOAOHTHEMN, YABOGHHEM 3YOOB, MHKPOAEHTHEH), aHOMA-
AMSAMH TA23 — BPOMKACHHOH OAH3OPYKOCTBIO M OBICTPO-
IIPOIPECCUPYIOMIEH KAaTaPAKTOH. Y OOABHBIX HAOAIOAQCTCH
BPOKACHHAA, YACTO IIPOIPECCUPYIOINAd OAHOCTOPOHHASA
HAH ABYCTOPOHHSAA TYTOYXOCTb, KOTOpas IIO3}KE HEPEAKO
IIEPEXOAUT B IIOAHYIO TAYXOTY. DTHOAOIMYECKOH IIPUYH-
HOI 3a00AeBanusA sBAasiorcs myrarun B reme COL11A1
(HSA1q21), xoropeii koaupyer o-1 memp KoasareHa
tima X1.

Cundpom Amwsiita — ayroCOMHO-AOMUHAHTHOE 3a00Ae-
BaHHE, AAA KOTOPOIO XapaKTEPHBI OAHOCTOPOHHSAA CAa-
OOCTb AATEPAABHOHN IIPAMOI MBIIIIIBL TAa3a (YMCHBIIICHIE
HAHM OTCYTCTBHE CIIOCOOHOCTH T'Aa3a K OTBEACHHIO, OIpa-
HUYEHO IIPHBEACHHE U CAa0Af KOHBEPICHIIUSA, pespaK-
yufs — YMEHBIIEHHE OObEMa — TAA3HOIO AOAOKA IIpHU
IIPUBEACHIN) C CY’KEHHUEM TAA3HOH ITIEAH BO BPEMs IIpHBE-
ACHISA 1 PACIIIPEHUEM €€ BO Bpems oTBeAcHHA. VHOrAZ y
OOABHBIX HADAFOAAFOTCA AHOMAAUU PA3BUTHA AUIIA, 3yOOB,
yier. AAf 9TOro 3a00AEBAHUA XapaKTEpPHA TCHETHYECKAS
reTepPOreHHOCTh — CHHAPOMbI Arostina I u Il Tumos BeI-
spapbl MyTaruamn Aokyca DURST (HSA8ql3) u rema
CHN1 (HSA2q31), kotopsiit koaupyeT a-1 xumepus.

Hacnedemsennviil danvmonusm — reHeTHIECKH OOYCAOB-
A€HHAA HECITOCOOHOCTb PA3AHYATh OAUH HAH HECKOABKO
nseroB. [loaHOE OTCyTCTBHE IBETOBOrO 3peHHA — AOCTA-
TOYHO peAKoe ABAeHUE. YacTo BCTpEdaeTcs nporamonius —
AeEKT PErenTOpPOB, BOCHPUHUMAIOIINX CBET B KPaCHOMN
00AaCTH CIIEKTpa. DTO 3a00AEBAHUE BBI3BAHO MYTALIUAMH B
reae OPNTLIV (HSA Xq28), KOTOPBIIT KOAHPYET YyBCTBH-
TEABHBIH K CBETY AAMHHBIX BOAH omcmH 1. Apyrme myra-
IIIN TOTO 7K€ I€HA IIPUBOAAT K PA3BUTHIO 0e/nepanonuy —
3a00AEBAHMA, IIPH KOTOPOM CMEIIHBAFOTCA KPACHBIA U 3€-
ACHBII ITBETA.
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C 1mevyaApro MBI IIPUCTYIIAEM K Pa3roBOPY €Ie O He-
CKOABKHX I'PYITITAX HACACACTBEHHBIX 3a00AEBAHIIA. . .

BosnuknoBenne OOABIIMHCTBA PACCTPONCTB peyun
[rmmoTermyaecku| CBA3aHO C BAMAHHEM HACACACTBCHHBIX
dakropos. Ha aror daxr ykaswBarOT CeMEHHBIH XapakTep
3TUX ITATOAOTMYECKUX COCTOSHHUI M KOHKOPAAHTHOCTH 11O
HIM Yy MOHO3HIOTHBIX OAHM3HENOB. I'enermaeckas mpuposa
PEUEBBIX HAPYIIICHUI HHOIAA ObIBACT H3BECTHA.

Asanrus — orcyrcTBre HAH HEAOPA3BHUTHE PEUH Y A€-
TEH TPH HOPMAABHOM CAYXE M IIEPBHYHO COXPAHEHHOM
nuareasekTe. OAHA U3 HACAGACTBEHHBIX (DOPM 3TOIO IIaTO-
AOTHYECKOTO COCTOSHUA — 66pbasiviias OUCHPaKcUs — FMEET
ayTOCOMHO-AOMHUHAHTHBIN THIT HACACAOBAHUA U OOYCAOB-
aena myramuamu rea FOXP2 (HSA7q31), koropsrit ko-
AMPYET TPaHCKPHIITHOHHBIN (akTop cemericta Forkhead.

Punonanusn (enycasocms) — m3menenne temOpa roaoca u
HCKaKEHHOE IIPOU3HOIICHIE 3BYKOB, BBI3SBAHHOC HAPYILIC-
HHEM PE3OHATOPHON (DYHKIIMK HOCOBOU Ioaoctu. OaHa
13 IPHYNIH 9TOr0 AePEKTa 3BYKOIIPOU3HOIIICHNA — BPOIK-
ACGHHOE paCIIEIACHIE HeOa — CHMIITOM, KOTOPBIH IIpHU-
CYTCTBYET IIPM HEKOTOPBIX XPOMOCOMHBIX aOEeppaIlHAX.
B HEKOTOPBIX ITOIYAAITUAX COYETAHUA MYTAHTHEIX AAACACH
(rarraoruner) rena GAD1 (HSA2q31), kotopsrit koaupyer
IAYTAMATKAPOOKCHAA3Y 1, IPHBOAAT K PACIIEIIACHUIO HEOA.

[TpeApacIOAOKEHHOCTD K OueieKct — HAPYILIEHHIO
CIIOCOOHOCTH K OOYYEHHIO YHTATh H IIUCATH IIPH HOP-
MAaABHOM HMHTEAAECKTE — ayTOCOMHO-AOMHHAHTHBIH ITpU-
3HAK, OOycAOBAeHHBIH MyTanmamu B reHe DYXICI
(HSA15g21), mpOoAyKT KOTOPOrO OTBEYAET 32 B3ANMOACH-
CTBHE PEIIENITOpa 3CTPOreHa C OEAKAMH TEIIAOBOIO IITOKA
Hsp70 m Hsp90. Ha mposBAeHne 3TOro IpH3HaKa Takxe
OKA3BIBAIOT BAMAHHE TICHBI, pacroAoxeHHeie Ha HSAG u
HSAT11.

Muccenc-myranus B reHe  N-aIleTHATAFOKO3aMHH-

1docdarrpancdepaser GNPTAB (HSA12q23.3) aasercsa
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HIPUYUHON aukanud. Kpome TOTro, CyIIecTByeT eIme OAHA
HACAGACTBEHHAA (POpPMa 3TOIO PEYEBOrO  HAPYIIICHHH,
IIpeArioAaraeMerii Aokyc koroporo — HSA18p11.3-p11.2.

"1 06 HHTCAACKTyaAbeIX HapyLT_ICHI/IHX.

Ymemsennas omemanocms  (unmennexmyanvras redocmanoy-
HOC/IB), BBIPAKAFOINAACA B CTOHMKOM HAPYIIICHHH IIO3HABA-
TEABHOH AEATEABHOCTH, XapaKTePHA AAA MHOIUX XPOMO-
COMHBIX U I'CHHBIX 6OAC3HCIZ KaK CHMIITOM.

Hamboaee TummdaHBIE XPOMOCOMHBIC AHOMAAHUH, IIPH
KOTOPBIX HAOAFOAAETCH YMCTBEHHAs OTCTAAOCTb — CHH-
APOM H Ap. OIIMCAHBI BBIIIE. YMCTBEHHAd OTCTAAOCTDH Xa-
pakTepHa AA (PEHHAKETOHYPHUH, HEKOTOPBIX MYKOIIOAHCA-
XapUAO30B U bGoaesnu  Humanna-1Tuxa (HaCAEACTBEHHOTO
3a00ACBAHMA, BEI3BAHHOIO HAPYIIEHUEM AHITHAHOIO METa-
0OAM3MA M HAKOIIACHHEM AHMIIMAOB B II€YCHH, CEAC3CHKE,
ACTKHX, KOCTHOM MO3I€ U IOAOBHOM Mo3re. 3aboAeBaHHE
OTHOCHTCS K AHM30COMHBIM OOAE3HAM HAKOIACHHUA U Xa-
PAKTEPU3YETCA AyTOCOMAABHO-PEIECCUBHBIM HACAEAOBA-
nuem. Pasangaror Tpu tuna 3adoaesanus: il A, B u C).

Iomoyucmunypus — waxonnenne memuonuna M 20Moy-
(KA O TIPUYHUHE HEAOCTATOYHOCTH (PEPMEHTA IICUCHU
YUCTHAIMUOHUNCUIIENA3bl, KOTOPOE TIPUBOAHUT K IIOPAKEHIFO
koctHOM TkaHu U LIHC. YV G0ABHBIX A€TE OTMEYAETCs 3a-
AEPIKKa POCTa, YMCTBEHHAA OTCTAAOCTb, CYAOPOIH, OCTeE-
OIIOPO3, IKTOIUA XPYCTAAMKA, CKAOHHOCTB K TPOMOO3aM.
OOrmmuii BUA OOABHBIX HAITOMHHAaeT CHHApoM Mapdana
(CM. BBIIIIE), TAABHON OTAMYHTEABHON OCOOEHHOCTBIO SB-
ASIETCA YMCTBEHHASl OTCTAAOCTb. 3a0OAEBAHHE IIPOTPECCH-
pyer ObICTPO, OOABHBIE OOBIYHO YMHUPAIOT B MOAOAOM BO3-
pacre. ‘Tmm  HacAeaOBaHHA  3TOro  3a00AEBAHUA —
ayTOCOMHO-PEIIeCCHBHBINA. ['eHeTndeckas IPHPOAA TOMO-
IUCTUHYPUU —  pasaumgHble  myraruum  rema  CDS
(HSA21q22.3), KOTOPBLI KOAUPYET YUcmianuonuHcumenas)y.
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Hemunnas — muxpoyegpanus —
ayTOCOMHO-PELIECCUBHOE  3a00A€-
BaHHE, IIPOABAAFOINEECH B MEHb-
memM oObeMe TOAOBHOTO MO3ra M
MEHBIIIEM Pa3MepPe MO3TOBOIO dUe-
pera, YemM y 3A0pOBOrO HHAHBU-
Ayyma. Ilpu mcTHHHON MHKpOIlE-
dasmu B OTAUYHE OT CHHAPOMOB,
IIPH KOTOPBIX OHA IIPUCYTCTBYET B
Ka9eCTBE CHMIITOMA, OTCYTCTBYIOT
ITOPOKU CKEAETA W HEBPOAOIHYC-

Murpoyeanus CKHE HapymreHdua (KpoMe yM-
crBeHHOU otcrasroctn). [lpman-

HOI 3200AEBAHUA ABASIOTCH MyTa-

nun rema ASPM (HSA1q31), xoaupyrommero 0eAok aHo-
MAaABHOIO BEPETCHA ACACHHSA, KOTOPHBIH y4aCTBYeT B IIPO-
Audeparuu sMOpuoHaABHBIX (puOpobaacTos. MuTepecHo,
YTO BIIEPBBIC 9TOT I€H OBIA OIMCAH Y IIAOAOBOI MYIIKH
Drosophila melanogaster, mpudem OyHKIHA €ro Ta #e, 9T
I y 9EAOBEKA. DTO IPHUMEP HCIOAB30BAHUA 3BOAIOIIIOH-

HOI'O KOHCEPBATU3MA B MEAUIIMHCKOI T€HETHKE.
Obmypayuonras  eudpoyeparus  (cudpoyegpanus, —6v136arias
nacaedcmsennvim — cmerosom  Cuavsuesa  6000nposoda) —
X-CILIEIIACHHOE PEIECCUBHOE 3a00AEBAHUE C IIPOIPEAU-
E€HTHOM HEBPOAOTHYECKON CHMIITOMATHKOM, BBI3BAHHOE
HapYIIICHHEM OTTOKA IIepPEOPOCITMHAABHON KHAKOCTH W3
IIEPBBIX TPEX MO3IOBEIX KEAYAOYKOB. MOAEKyASpHO-
I€HETUYECKAasd OCHOBA 3a0OAEBAHUA — MYTAIIUA B 9K30HE
22 rera L1ICAM (HSAXq28), KOTOpPBIN KOAHPYET OAUH 13
OEAKOBBIX AOMEHOB MOAEKYABI KACTOYHOIT aaresun L1.
Cundpom Comoca (Mo3e060t eueanmusm) — ayTOCOMHOAO-
MUHAHTHBIH THTAHTH3M, HE CBA3AHHBIN C TOPMOHOM POCTa.
Ao 4-5 Aer peOEHOK C TAKUM CHHAPOMOM PACTET IIOYTH
BABOEC OBICTpee, YeM OOBIYHBIH. XapaKTEPHBI 3aACPIKKA
PAasBUTHA U HEIIPOIPECCUPYIOINAA YMCTBEHHAS OTCTAAOCTb.
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V OOABHBIX DOABIIINE KHCTH U CTOIIBI C YTOAIIEHHBIM CAO-
€M ITOAKO)KHOH KHPOBOM TKaHH. ['0AOBa OOABIIMAf, HITK-
HAS YEAFOCTH BBICTYIIAET BIIEPEA, I'Aa3a ITHPOKO PaCCTaB-
ACHEL [Tpraunoit 3a00ACBAHUSA MOTYT OBITH
mukpoaeAerun B parione HSA5q35 anbo myranum pacro-
AOKEHHOTO B TOM K€ XPOMOCOMHOM paiione rena NSDT1,
KOTOPBI KOAUPYET aCCOIHMHPOBAHHBIN C AHAPOICHOBBIM
perenTopom Koperyaarop 267.

Cundpom Cymuma-Mazeruca Xapakrepusyercs yMCTBEHHOMN
OTCTAAOCTBIO, THIIEPAKTUBHOCTBIO ITOBEACHHA, PE3KO ITO-
BBIIIICHHOH COHAHBOCTBIO, YEPEITHO-AHUIIEBBIMA aHOMAAH-
AMH, HAAIYHEM IIUPOKUX KOPOTKHX PYK, CKAOHHOCTBIO K
HAHECCHHUIO ITOBPEKACHHE camomy cebe. CmHApOM 0O0Y-
CAOBAEH MHKPOAECACHIHEH BEAMIHMHON 3,7 MAH II. H. B paii-
oune HSA17p11.2 man MyTaruaMu AOKAAM30BAHHOIO B TOM
K€ paliOHE MHAYIIIPYEMOTO PETUHOMAHON KHCAOTOM TeHa
1 — RAIL.

Cundpom Busnvcona (curopom «auya snsgpay) — ayrocom-
HOAOMHUHAHTHOE 3200AEBAHHE, BHI3BAHHOE ACACIIHAMU Be-
AmanHOR 1,5-2,5 MaH 1. H. B patione HSA7q11.23. Boas-
HBIE IMEIOT 0CODOE CTPOEHHUE AHIIA, HA3BIBAEMOE «AHIIOM
aAb(da», ITOCKOABKY OHO HAIIOMHUHAET 3TUX MU(OAOTHYE-
CKHX IIEPCOHAKEH B HX KAACCUYECKOM ITOHHMaHUU. AAdA
3TOTO CHHAPOMA XaPaKTEPHBI IMUPOKUN AOO, pasaer Opo-
BEM IO CPEAHEU AMHUH, OIYIIEHHBIEC BHU3 IIOAHBIE ITIEKH,
OOABIIION POT C HOAHBIMH IyOaMu (OCOOEHHO HIKHEN),
ITAOCKAsA IIEPEHOCHIIA, HOC C ITAOCKHM TYIIBIM KOHIIOM, Ma-
AEGHBKHH, CAETKA 3a0CTPEHHBIH ITOADOPOAOK. OKpacka rAa3
OOBIYHO APKO-TOAYOasd, CO 3BE3AYATON KAPTHHOH PaAyKKI
U CKAGpAMH CHHEBATOTO ItBera. AAA 9TOrO CHHApPOMA Xa-
pakTepeH AeUIINT HArASAHO-OOPAa3HOIO MBIIIACHHUA H
cAaObIe BEpOAABHBIE CITOCOOHOCTH.

Tybeposnwiii cxaepos (osesrs bypresusss) — ayrocomMHO-
AOMHHAHTHOE ITOAHCHCTEMHOE 3200AEBaHHE, IIPH KOTO-
POM BO MHOKECTBE OPraHOB H TKaHEH 0Opas3yroTcs AOOPO-
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KAYCCTBCHHBIC OIYXOAH. [IOBPEKACHHA TOAOBHOTO MO3ra,
KOTOPBIE IIPOUCXOAAT OOBIYHO HA TPAHUIIE CEPOrO U OEAO-
IO BEIIECTBA, MOIYT BBEI3BATH SIIMACIICUIO, CHIKCHHE HH-
TEAAEKTA. XapaKTepHbIE HOBOOOPA3OBAHHA KOKH AHIA U
IAA3HOTO AHA MOIYT OBITh MCIIOAB3OBAHBI IIPH HAYAABHON
auarocruke. Myrarun B remax TSC1 (HSA9q34) u TSC2
(HSA16q13.3), xoropele KOAHPYIOT COOTBETCTBEHHO 2d-
Mapmun ¥ mybepur, ABAAIOTCA MPHIHMHON 3TOTO 3a00AEBa-
HA.

Cunopomwr Ilpadepa-Buasu u Amneessmara 0OyCAOBACHBI
mukpoaeAenueir B parione HSA15qll-ql3. Ecam abep-
panmmnag xXpomocomMa TPUXOAAT OT OTIA, PA3BUBACTCA CUH-
apom Ilpaaepa-Buaan (omupenne, CKAOHHOCTD K II€pe-
€AAHUIO,  THUIIOTOHYC,  HAPYIIEHHE  KOOPAHHAITUN
ABIZKEHHI, MAACHBKHE KHCTU U CTOIIBI, HU3KHH POCT, I10-
BBIIIICHHAS COHAUBOCTD, KOCOI'AA3U€; MOHIKECHHAA IIAOT-
HOCTb KOCTEH, T'HIIOTOHAAH3M, pedeBas 3aACPiKKa, 3a-
ACP KK IICHXITYECKOTO PAa3BUTHA, OTCTABAHUE B OCBOCHUH
HABBIKOB OOIEH M MEAKOH MOTOPHKH), €CAU OT MaTe-
pU — CHHAPOM AnreapMaHa (pa3Mep TOAOBBI MEHBIIIE
CPEAHErO, HEPEAKO C VIIAOIIEHHEM 3aTBIAKA, 3aACP/KKA B
PAa3BUTHH HABBIKOB ODIIEH MOTOPHKH, 3aAEPKKA PEUEBO-
IO pasBUTHA, ACPUIHT BHUMAHHUA U TIUIICPAKTHBHOCTD,
CAOMKHOCTH C OOYYECHHEM, 9aCTO SIIHACIICHS, HCOOBITHBIC
ABIKCHHS — MEAKHI TPEMOP, XaOTHYICCKHIE ABIIKCHIS
KOHEYHOCTEH, JACThI cMeX Oe3 IMOBOAA, XOAbO2 HA He-
THYIMUXCA HOrax). Pasamdna B METHAMPOBAHUU ITHTO3H-
HA B MY/KCKOM U JKCHCKOM OPTaHH3MaxX IIPUBOAAT K Pas-
AUYHOMY IIPOABACHHIO OAHOM M TOH K€ MyTallud B
3aBHCHMOCTH OT TOTO, KTO M3 POAHTEACH IIEpeAaA aHO-
MaABHYIO XpOMOCOMy pebenky. Takoe siBA€HHE Ha3BIBa-
eTc T€HOMHEIH HAMIPAHTHHL.
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Cundpom  Kopreaun ode Aarn-
2¢ — AyTOCOMHO-AOMHHAHTHOE
3aboAEBaHME, IIPU  KOTOPOM
OOABHEIE OTCTAIOT B POCTE U
Macce TeAa, UMEIOT CBOEOOpas-
HOe CTpoeHHEe Anrma (TyCThIe
cpocimecs OpOBH, AAHMHHBIE
IYCTBIE ~ PECHUIBI, KOPOTKHUI
HOC C Pa3BEPHYTHIMH HO3APAMHI
U CAABACHHBIM ITEPEHOCHEM) U
MO3TOBOIO  OTAGAA  dYepera
(Muxporedaausd, Opaxureda-
Aus). Aad OOABHBIX XapakrTep-
HBI HEOOABIIIHE KUCTH, CHHAAK-
THAHUSA CTOII, THIIEPTPUXO3 Ty-

Cundpom
Koprenuu de Aarze

AOBHIIIA M KOHEYHOCTEH, MPAMOpPHAsA KOKa, MBIIIICYHAs TH-
rmotonusd. [lanmenTsr d9acTo crpasaroT 3a00AEBAHHAMU
BEPXHUX ABIXATCABHBIX ITyTEH, IIOYTH ¥ BCEX HAOAFOAACTCH
YMCTBEHHAA OTCTAAOCTh. [Iprmamma 3aboAeBaHUA — MyTa-

uuu B rege BIPBL (HSA 5p13.1), xotopsrii koaupyer Ae-

AQHTHH.

Cundpom Pyéunmmeiina-Teiou
(amemepdarckas — KapauKosocns) —
AyTOCOMHO-PEIIECCHBHOE  3200A€-
BaHUE, IIPH KOTOPOM AAMHA M Mac-
ca TeAa OOABHBIX 3HAYUTEABHO OT-
CTAIOT OT HOPMBI, YEPEIl YMEHb-
mieH, OpaxunedarbHOH CTPYKTY-
pBl,  HAOAFOAAIOTCA  AHOMAAHH
CTPOEHHUA BEPXHHUX KOHEYHOCTEI:
KHUCTH HEOOABIIHUX Pa3MEpPOB, KO-
POTKUI BTOPOM HaA€Il U IIPOKCHU-
MaABHO PACIIOAOKEHHBIN ITEPBBIIT
ITAACIl, HCKPUBACHHBIN  IIATHIM.
Hepeako otmewaercss cundakmunns
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cron. Ha koke y GOABHBIX, KpOME THIIEPTPHUXO032, PE3KO
BBIP@KEHHOTO B OOAACTH CIIMHBI U ITOSICHUIIBI, HEPEAKO
OoTMedaeTcA O0INas MPaMOPHOCTB, XapaKTEPHBI KPACHOTA
KOHYHKA HOCA, [INAHO3 HOCOI'YOHOH OOAACTH. Y MCTBEHHASA
OTCTAAOCTD OIIPEACAACTCA IIPAKTUYECKH Y BCEX OOABHBIX C
AAHHBIM CHHApPOMOM. VHOrAa HaOATOAQETCA CTPEMACHHUE K
AyTOATPECCUH M CKAOHHOCTD K CTEPEOTHITHBIM ABHKECHUAM.
AAf 3TOTO CHHAPOMA XapaKTepHA TEHETHYECKAS IE€TEPO-
I€HHOCTb — IPUYUHOM MOIYT OBITb MYTAIlUH B TICHE
CREBP (HSA16p13.3) u B rene EP300 (HSA22q13), ko-
Topeie koaupyroT CREB-cBasbBarormii 0eAok u cucmona-
yemuamparicgepas).

K' cokareHuro, reHeTHKa IIPOAOAKACT 3aHHUMATHCA U
PACCMOTPEHHEM SMOIMOHAABHO-AHYHOCTHBIX PACCTPONCTB
M ACBHAHTHOIO IOBEACHHUS.

I usogpperius — TpymIra MpOrpeANEHTHBIX IICHXHYIECKUX
3a00AEBAHMH, IIPOTEKAIOIINX C XAPAKTEPHBIMH H3MEHECHH-
AMH AMYHOCTH — SMOIIMOHAABHOE OCKYACHHE, yTpaTa
EAMHCTBA, IIOTEPS CBA3U C PEAABHOCTBIO, PACCTPOHCTBA
MBIIIIACHHA U Pa3BHUTHE OPEAOBBIX, KATATOHUYECCKUX U
adpdexruBHBIX paccrporictB. Onncano 14 pasAnmdHBIX AO-
KYCOB, CBAI3AHHEIX C IIPEAPACIIOAOKEHHOCTBIO K 3a00AEBa-
HUAM IIOAOOHOIO poAa, B paifonax 5q33-q35, 11q14-q21,
6p23, 22qll, 6ql3-q26, 8p22-p21, 13932, 18p, 1q42,
15q15, 10922, 1p36.2, 15q13.3, 2q32.1.

Pannuii demexuii aymusm — HapyIeHue pa3BUTHA HEPB-
HOIT CHCTEMBI, AASl KOTOPOI'O XapaKTEPHO HAAUYIHE TPHAABL:
HEAOCTATOK COIHMAABHBIX B3aUMOACHCTBUM, HAPYIIICHHAA
B3aMMHAf KOMMYHHKAIIUA, OTPAHHYEHHOCTb HHTEPECOB U
IIOBTOPAIOIIHUICA PEIEPTyap ITOBEACHHA. DTO PACCTPOH-
CTBO BO3HHKAET B PE3YABTATE HAPYIICHHUA PA3BUTHUA I'OAOB-
HOIO MO3Ta U XapaKTEePU3YETCA BBIPAKEHHBIM U BCECTO-
POHHUM AEHUIIUTOM COIIMAABHOIO B3AMMOACHCTBHA U
OOIIEHMA, a4 TAKAKE OTPAHUYCHHBIMH HHTEPECAMU U IIOBTO-
pAroruMmuca  AeHcTBHAMHU. Bcee  ykasaHHble IIpu3HAKH
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IIPOABAAIOTCS B BO3pacTe A0 Tpex AeT. CXOKue COCTOSHMS,
IIPH KOTOPBEIX OTMEUArOTCA OOA€e MATKHE ITPU3HAKH H
CHMIITOMBI, OTHOCAT K PACCTPOMCTBAM aYTUCTHYECKOIO
crekTpa. 3a00AEBAHUE OTAHUYACTCH I€HETHYIECKON TeTepo-
TeHHOCTBIO — wu3BecTHO 17 ayrocommmrx: 7q22, 7qll,
13q14, 15q11, 2q, 17q11, 17q21, 3q25-q27, 7q31, 7936,
1q41, 21p13-q11, 12q14, 16p11.2, 7q35-q36, 3q24, 11q13 u
Tpu X-CIEIMACHHBIX AOKyCa IIPEAPACIIOAOKEHHOCTH K
ayrusMy. B HEKOTOPBIX CAy9asx M3BECTHBI MYTALIMH OIIpE-
ACACHHBIX TEHOB, CBfA3aHHBIE C 3THM 3a0OACBAHHEM.
Hanpumep, 1pu X-criemaernasie oOpMBI 3TOIO 3a00AEBa-
HuA  0oOycAoBAeHBI — MyTamusamMu B remax  NLGN3
(HSAXq13), NLGN4 (HSAXp22.33) u MECP2
(HSAXq28), koropble KOAHPYIOT HEHPOAUTHH 3, HEHpPO-
auraH 4 u metua-CpG-cpaspiBaromuii 6eAOK 2 cOOTBET-
creerno. Tpu ayrocomusie popmer — AUTS15, AUTS16
n AUTS17 — BosBaner myramusamu B remax CNTNAP2
(HSA7q35q36), SLC9A9 (HSA3q24) u SHANK2
(HSA11q13).

Cundpom — depuyuma  6HuManus — u  UNEPaKmUsHoCHIU
(CABI') — 1EBPpOAOTHYECKO-TTIOBEACHUECKOE PACCTPONUCTBO
PasBUTHA, KOTOPOE HAYHHACTCA B AETCKOM BO3pacre H
IIPOABAACTCA B TPYAHOCTH KOHIICHTPAIINHA BHUMAHUSA, TH-
IIEPAKTUBHOCTU U IIAOXO YIPABAAEMON HMIIYABCHBHOCTH.
CABI' MOXHO AHATHOCTHPOBATH, HAYHHASA C IIO3AHETO AO-
ITKOABHOTO HAW IIIKOABHOTO BO3PACTa, TaK KaK AAfA ITOCTa-
HOBKHM AMArHO3a HEOOXOAMMa OIIEHKA ITOBEACHUS peOeHKa
KAK MUHUMYM B ABYX YCAOBHAX OOCTAHOBKH (HAIIPHMED,
AOMa U B mKoAe). Haamune mapymrennit obydenus u co-
LHUAABHBIX (DYHKITHI ABAACTCA HEOOXOAUMBIM KPHTEPHEM
Anst yeranoBaeHus Amaraoza CABI. OAHEM 13 TAaBHBIX
npusHakos CABI, HapsAy ¢ HapyIleHHAME BHUMAHUA, fB-
AAICTCS MMIIyABCHUBHOCTb — HEAOCTATOK KOHTPOAS IIOBE-
ACHHA B OTBET HAa KOHKpETHBIC TpeOoBaHmsA. Takme aern
OBICTPO PEArHPYIOT HA CUTYAI[UHU, HE AOKHUAAACH YKA3AHUI
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1 MHCTPYKIHH, KOTOPHIE ITO3BOASAIOT BBIIOAHHTD 32AAHIC,
I HEAACKBATHO OLECHUBAIOT TpeOoBaHUA 3apaHud. OHH
OYEHb HEOPEHKHDBI, HEBHUMATEABHBI, OECIIEYHBI U AEIKO-
MBICACHHBI, HE BCETAA MOIYT PACCMOTPETH ITOTECHIIHAABHO
HETATUBHBIC ITOCACACTBHA CBOMX ITOCTYyIKOB. llokasama
ceasb CABI' ¢ wmyramuamu B Bocemu remax: DRD5
(HSA4pl6), DAT1 (HSA5pl15), HTRIB (HSA6ql),
ADRA2A  (HSA10q24), DRD4 (HSA11p15), SCNSA
(HSA12q13), SNAP25 (HSA20p11.2) u COMT
(HSA22q11).

ITpeopacnononcersnocmes k anxozoausmy 9acTo OOyCAOBAECHA
MyTaHTHBIMH aAAeAfiMu TeHOB kaactepa ADH (HSA4q22),
KOAUPYVIOIIHUX Pa3AWYHBIC CYOBEAUHHUIIBI a/7K020.160e2tdpoce-
Hasvt. DTOT PEPMEHT KATAAH3HUPYET OKUCACHUE CITUPTOB AO
AABAETHAOB 1 KeTOHOB. [Ipu ero Aedpurnmre sraHoA Hakan-
AHBACTCS B OPraHHU3ME, YTO YCHAUBACT TOKCHYECKOE ACH-
cTBHE aAKOTOAf. VI3BecTHO, 9TO B pallOHAX TPAAUIIMOHHO-
IO yHOTPEOAECHHS BHHOIPAAHOIO BHHA (HampuMmep,
Cpeansemuomopne, Kapkasz) mabAroaaercs HauMeEHBIIAsA
Y4aCTOTA BCTPEYAEMOCTH AAACACH, KOAMPYIOINX AcDexT-
HYIO aAKOTOABACTHAPOTEHa3y. BpIcokas d@acToTa MyTaHT-
HBIX aAAeAeH HaOAropaercs B CKAHAMHABHH, CPEAH HH-
ACHIIEB M a3MaTCKUX MOHIOAOHAOB, Ha Kpaiimem cesepe,
YTO BO MHOIOM OIIPEACAACT OOABIIIEE PACIIPOCTPAHCHUE
aAKOroAm3Ma y aTux HapoAoB. Kpome renos ADH, ma pas-
BUTHE AAKOTOABHOH 3aBHCHMOCTH BAmArOT reHsl SNCA
(HSA4q22.1), GABRA2 (HSA5q34), NPY (HSA7pl5),
TAS2R16 (HSA7q31), TAS2R38 (HSA7q35), CHRM2
(HSA7q35), ANKK1 (HSA11g23), DRD2 (HSA11q23),
ALDH2 (HSA12q24), NRXN3 (HSA14q), SLC0A4
(HSA17q) i reHBI OITMOMAHBIX PEIIEIITOPOB.

Kpumunanvioe nosedere XapakrepHO AAl AHII, CTPAAAFO-
j118%0:¢ HCKOTOPBIMI/I XpOMOCOMHbIMI/I 6OA63HHMI/I (HaHpI/I-
mep, cuHApoM Kaafindeaprepa, CHHAPOM AOITOAHHTEAB-
HOH Y-XpOMOCOMBI — CM. BhiIe). F erme: y ocyKAeHHBIX,
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KOTOPBIC 6I)IAI/I HpI/ICMHbIMI/I ACTbMH, ITOKA3aHO HAAWUYIUC
KOPPEAANTNH (CTATUCTHYECKUX CBA3EH) IO KPUMHHAABHOMY
ITOBEACHUIO C OMOAOTHYIECKUMU POAUTEAAMH U OTCYTCTBHE
TAKOBOH C IIPUEMHBIMUA POAUTEAAMHU. DTO CBUACTEABCTBYET
O 3HAYUTEAPHOM BAHMAHHH HACAEACTBEHHBIX (PAKTOPOB B
CKAOHHOCTH K COBEPIIECHHIO ITPECTYITACHHH.

Bomnpocs! u 3apanns 1o marepuasam Temsr 17

1. TloArorospre COOOIIEHUA O HACAEACTBEHHBIX 3200A€-
BAHUAX OIIOPHO-ABUTATEABHOTO AIIIAPATA.

2. IloaroroBpre coOOIIEHNA O HACACACTBEHHBIX (DOpPMAx
TAYXOTBL X TYTOYXOCTH.

3. IloaroroBbTe COOOIIEHNA O HACACACTBEHHBIX (DOpPMax
CAEITOTHL B CAADOBHAEHHS.

4. Pacckaxnre 0 HACACACTBEHHBIX (POPMAX PACCTPOMCTB
peun.

5. Kakme HHTEAAEKTyaAbHBIE HAPYIIIEHUA BBI3BIBAIOTCA
HACAEACTBEHHBIMH 3200ACBAHUAMM?

6. [Iloarorospre cooOmenus Ha Temy «HacaeacTBen-
HOCTb U ACBHAHTHOC (ACAMHKBCHTHOE) ITOBCACHHE.

7. CaMOCTOATEABHO IIOATOTOBBTE OTBETHI HA BOIIPOC O
B3aUMOCBA3M AAAUKTUBHOIO IIOBEACHHHA M HACAEA-
CIBEHHBIX 3200A€BaHNI. BO3MOKHEI AM HACAEACTBEH-
HBbIE AAAUKIIAN?
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Tewma 18. ITpodpraakTHKa U IPAKTHKA ACUCHUA
HACACACTBEHHBIX 3200A€BAHUI

CHoBa O II€EHETPAHTHOCTH, 3KCIPECCUBHOCTH U CIIE-
(PUIHOCTH ACHCTBUA I'C€HOB.

Bo3MO>KHOCTE BMeIIATEABCTBA B (PYHKIIMOHHPOBAHHE
IIATOAOTHUYECKUX AAACACH.

Esdennka.

OO0mme MOAXOABI K A€EUEHUIO HACACACTBEHHBIX 00A€3-
HEM.

Ipuanunel u BUABL, (POPMBI M METOABI ACUYCHUA
HACAEACTBEHHBIX 00OA€3HEN.

AOATHE W MHOIOYHCACHHBIE IIOIIBITKH AEYUTH OOADb-
HBIX C HACACACTBEHHBIMH IaTOAOTHAMH, ITPEATIPHUHIMAB-
Ipecsd B T€YEHUE BEKOB M BpadaMU, M XHMUKAMHU, H OHO-
AOTAMH, U AQKE AAXHUMHKAMH, ITAPAATAHAMH HE AABAAN
ITOAOKHTEABHBIX pe3yAbTaTOB. CeMbH C HACAEACTBEHHBIMU
OOAE3HAMH OIIPEACAAAUCH KAK BBIPOKAAIOIIHECHA, 4 AHA-
IHO3BI OCTABAAHCH IIPUTOBOPAMH. .. AeHCTBUTEABHO, CTPO-
ras ACTEPMHUHAIIHA, 3aKOHBI MeHAeAA, HETaATUBHAA €BICHU-
Ka, O KOTOPOH MBI TOBOPHAHW B HAYaA€ 3TOW KHHUTH — BCE
3TO MOTAO IPHBECTH TOABKO K OAHOMY — K ITOIIBITKAM
HACHABCTBEHHO OIPAHUYUTL ACTOPOKACHHE Y AHIl C
HACAEACTBEHHON maToAorueid. K cuacrero, mpakrudeckas
peaAusanua HETAaTUBHOU €BICHUKHU OBIAA HEAOATOU — H3-
32 OOIIIECTBEHHOIO AABACHHIL.

B cepeamne 20-x roAOB IIPOIIIAOTO BeKa B 9KCIIEPUMEH-
Tax Ha APO30(PUAE OBIAU ITOAYYCHBI PE3YABTATHI, OIIPEAC-
AMBITIIE PA3HYIO CTENEHb IIPOABACHNA ACHCTBHA I'€HOB B
32BHCHUMOCTH OT BAWAHUS I'€HOTHUIIMYECKON MAM BHEIITHEH
CPEABI, B Ha OCHOBE 9THX (PAKTOB Ha9aAH (POPMUPOBATHCA
IIOHATUSA IIEHETPAHTHOCTH, JKCIPECCHBHOCTH H CIIE-
mupuIHOCTH AeMcTBUA TeHOB. CTana BO3MOMKHOM 9KC-
TPATIOAALIHA: €U (peda 64uUgen Ha IKCHDECCUSHOCHIL 2eH06, 710,
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CA1€006a1MeNBHO, MOINCHO YMEHBULUMIL UNU UCKATOUUIND NAII0A0ZUYe-
ckoe dedermeue 2enos npu Hacaedcmsennvrx Goaesnax. Ha ocrnope
3TUX HOoAOkeHUN Boiaarormiica omoaor H. K. Koabios
(CM. BBIIIIE) IIPEAAOKHA M OOOCHOBAA HOBOE HAIIPABACHUE
B MEAHIIMHCKOI IeHETHKE — €B(PEHUKY — y4E€HHE O XO-
polIeM IIPOABAEHHM HACAEACTBEHHBIX 3aAaTKOB. [lo
€ro MHEHHIO, eB(OEHIKA AOAMKHA U3y9IaTh BCE YCAOBHUA Cpe-
ABI, CTUMYAHPYFOIIIE IIPOABACHHA ITOAOKHTEABHBIX U HeE-
IIPOSABACHHUA OTPHIIATEABHBIX (HACAEGACTBEHHBIE OOAE3HU)
HACAEACTBEHHBIX CBOMCTB.

IleneTpaHTHOCTh — ITOKA3aTEAb (DEHOTHUIIMYIECCKOTO IIPOABAC-
HOA aAAeAd B momyAdArme. OIIpeAeAsiercs Kak OTHOIIeHHe (OOBIYHO B
ITPOIIEHTAX) YHCAA OCOOEH, § KOTOPBIX HADAFOAAFOTCA (DEHOTHITHYC-
CKHE ITPOABACHIA HAAMYHA AAACAA, K ODIIIEMY YHCAY OCODEH, y KOTO-
PBIX AAHHEIH aAACAB IPUCYICTBYET B HCOOXOAUMOM AASL (DEHOTHIIIYC-
CKOTO IPOABACHUS KOAHYECCTBE KON (B 3aBUCHMOCTH OT Xapakrepa
AOMHHHPOBAHUA, AASl (DEHOTHUIINYECKOIO IIPOABACHHA MOXKET OBITH
AOCTATOYHO TOABKO OAHOM KOITMU AAACASI HAU ABYX, €CAH AASL PEHO-
THUITHYECKOTO IIPOABACHUA HEOOXOAHMO, ITODBI 0COOb OBIAZ TOMO3N-
rOTHA IO AaHHOMY reHy). Hampumep, dpasa «asseap A obaapaer rre-
HETPaHTHOCTBIO 95%» O3Hawaer, 4TO M3 BCEX OCODEH, Y KOTOPBIX
AAQHHBIA AAACAD IMEETCA B HCOOXOAMMOM 4HCAE Kommi, AuInb y 95%
HAAHYHE 3TOIO AAACAA MOMKHO YCTAHOBHTH ITO ITOKA3ATCAAM (DEHOTH-
mma. IToamasa nenerpantaOocTs — 310 100% denornmdeckoe mposs-
ACHUE HAAUYHA AAHHOTO aAACAS B IIpeAeAax momyasouu. [Iporne ro-
BOPSI, 5TO YACTOTA IIPOABACHUA I'eHA B IPU3HAKAX.

DKCIPECCUBHOCTD, KK U IICHETPAHTHOCTh, OOYCAOBACHA B3ad-
MOAEHCTBHEM I'€HOB B I€HOTHIIC U PASAMYHON PeakIneil IIOCACAHETO
Ha (DPAKTOPHI BHEIIHEH CPEABL. DKCIIPECCHBHOCTH XapaKTepusyer de-
HOTHIIMYIECKOE ITPOABACHME T€HA. DKCIPECCHBHOCTH CCTH PEAKITHA
CXOAHBIX TCHOTHIIOB HA CPEAY. DKCIPECCHBHOCTH I€HA B PA3BHTHN
3aBHICUT OT ACHCTBUA (PAKTOPOB BHEIITHEI CPEABL.

CrernupuaHOCTD ACHCTBHA I'€HOB O3HAYACT, YTO KAKABIH I'€H
KOAHPYET CBOH IIPHU3HAK.
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B mawaae 30-x roaos He-

BPOIIATOAOT u IEHETUK
46
C. H. AaBupaenxkoB™, OCHOBBIBa-
A
L A o ACh HA COOCTBEHHOM KAWHIHYC-

CKOM ONBITE W AOCTHKEHUAX
3KCIIEPUMEHTAABHON TI'€HETHKH,
YKa3aA Ha OIITHOOYHOCTb MHCHUS
O HEU3ACYNMOCTHA HACAEACTBEH-
HBIX OOAE3HEH U BBIPOKACHUN
ceMeil ¢ Takumu boAesaamu. OmH,
kak u H. K. KoAb1ioB, mcxoAmA
n3 mpusHaHUA poAu (HaKTOPOB
BHEIIIHEU U BHYTPEHHEH CPEABI B
IIPOSIBACHUN  HACACACTBEHHBIX
OOoAE3HEH M TBEPAO HACTAUBAA HA ITPUHIUIINAABHBEIX BO3-
MOXKHOCTAX BMEIIIATEABCTBA B (DYHKIMOHUPOBAHHE ITATO-

Cepeesi Huxonaesuy
Aasuderixos

AOTMYECKUX aAACACH, CACAAB MHOIOE AASL PaspabOTKH Me-
TOAOB ACYCHHS HACACACTBEHHBIX OOAE3HEH HEpPBHOMN
cucreMbl. OAHAKO OTCYTCTBHE CBEACHHUM O ITATOICHETHYE-
CKHX MEXaHM3MaX HACACACTBCHHBIX OOAE3HEH B TOT IEPH-
OA OTPAaHUYHBAAO BO3MOKHOCTU AAABHEHIIIEH Pa3pabOTKU
METOAOB B METOAHK. Bce ITOAOOHBIE ITOIBITKH, HECMOTPA
HA IIPAaBHABHBIE TEOPETHYECKHE YCTAHOBKM, OCTaBAAMCH
SMHI/IPI/I"IeCKI/IMI/I.

AedeHne pasAMYHBIX HACACACTBEHHBIX OOAC3HEH MOIKET
BKAFOYATh KAK TPAAHITMOHHBIE ITOAXOABI (ACKAPCTBEHHEBIC
IIPEITapaThl, AHETBI, XHPYPIUYIECKYIO KOPPEKIIHMIO H IIp.),
TaK W 7paMble, U KOc6erivie 6030elcm6us HA HACAEACTBEHHBIE

4 Cepreit Huxosaesumu AaBuaenkos (1880-1961) — coserckuit
YICHBIN-MEANK, ACHCTBUTCABHBIN IACH AKAACMUM MEAHITHHCKAX HAYK
CCCP (1945). 3acayxennsiit aeareab Hayku PCOCP (1934). Ocuoo-
ITOAOKHHUK KAMHHUYIECKOH HEHPOreHETHKH M aBTOp 3TOr0 TEPMHHA.
Opra=nsaTop IEPBHIX B MHPE MEAHMKO-TEHETHYECKHX KOHCYABTAITHIA
(Mocksa, 1920 n Aenunrpaa, 1934). Ilpearomua raaccnduKaLuro
HACACACTBCHHBIX 3200ACBAHHI HEPBHOM CHCTEMBI, HCIIOAB3YIOIIYIOCH
U ITOHBIHE.
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CTPYKTYPBI, 3aACHCTBOBAHHBIC B PA3BUTUN OOAEC3HH. Y POBHH,
HA KOTOpbIE HAIIPABACHO BO3ACHCTBHE, OIPEACAAFOTCH CO-
CTOAHHEM 3HAHMI O IIEPBUYHOM I€HETHYECKOM ACPEKTE, €ro
KAMHIYCECKHUX ITPOABACHHAX, B3AUMOACHCTBHH C (DAKTOPAMHU
CPEABl U IIOHHUMAHHEM IIyTEH, Ha KOTOPBIX BO3MOMKHO HC-
mpaBAcHue Aedbexta. B Hacrosimee Bpems, Oaaroaaps ycre-
XaM T€HETHKH B IIEAOM M 3HAYHTEABHOMY IIPOIPECCY Teope-
TUYECKOM M KAMHIYECKOM MEAHIINHBI, MOKHO YTBEP/KAATD,
YTO Y/KE MHOIME HACACACTBEHHBIE OOAG3HU A€YaTCAd U
BIIOAHE YCIIEIITHO.

OO1mue OAXOABI K ACUCHHIO HACACACTBEHHBIX OOAE3-
HEH CXOAHBI C ITOAXOAAMH K ACYCHHIO OOAE3HEH AFOOOM
APYTOH 3THOAOTHH — COXPAHACTCHA IPHHIIAII HHAUBUAYA-
AM3UPOBAHHOIO ACYECHHA, BEAb M IIPH HACACACTBEHHOM
ITATOAOTUH A€YAT HE IIPOCTO OOAE3HB, 2 OOAEC3Hb KOH-
KPETHOro ueAoBeka. Bo3aMOKHO, UTO IMpu HACAEACTBEHHOI
IIATOAOTHU /PUHYUN UHOUEUDYANUSUPOBAIHO0 SeUeHHA AONKEH
COOAFOAQTBCA €INe CTPOKE, IOTOMY YTO IETEPOreHHOCTD
HACACACTBEHHBIX OOAE3HEH AAACKO He paciudpoBaHa,
CAEAOBATEABHO, OAHY H TY 7K€ KAMHHYECKYIO KapTHHY MO-
I'VT BBI3BATH Pa3AHYHBIC HACACACTBEHHBIE OOAE3HH [C pas3-
HBIM ITaToreHe3om|. B 3aBmcmmMocTtm oT ycaoBmil mpe- n
ITOCTHATAABHOIO OHTOTE€HE32, OT BCEIO TEHOTHUIIA YE€AOBEKA
deHOTHIITUECKHE TIPOABACHHA MYTAITHH Y KOHKPETHOTO
YEAOBEKa MOIYT MOAH(HUINPOBATHCHA, CAEAOBATEABHO,
HEOOXOAMMA Pa3Has KOPPEKIIHA HACACACTBEHHON OOAE3HH.
CeroAHsi MOKHO BBIAGAUTH 3 OCHOBHEIX ITOAXOAQ K A€de-
HUIO HACAGACTBCHHBIX OOAE3HEH M OOAE3HEH C HACACA-
CTBEHHOH IIPEAPACHIOAOKEHHOCTBIO:  CUMNIMIOMAnuUecKutl,
namozeremuteckud, ymuomponnsrii (cM. Boie). [IpumennTeAn-
HO K HACAEACTBEHHBIM OOAE3HAM B OTAEABHYIO TIPYIIIY
MOKHO BBIACAUTD XuUpypeuyeckue Menz00bl, IOCKOABKY HHOTAA
OHH BBIIOAHAIOT (DYHKITUH CHMIITOMATHYECKOH TEPAITHH,
HHOIAQ HATOTE€HETUIECKOM, MHOTAA U TOM, U APYIOH. ..
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Konxkpernsupyem:

— CHMIITOMATHYECKOE ACYCHHUE IIPUMEHAIOT IIPH BCEX
HACACACTBEHHBIX OOAE3HAX, 4 AASl MHOIUX (DOPM HACAEA-
CTBEHHOM TIATOAOTHH OHO IOKA OCTAETCS EAMHCTBEHHBIM.
AexapcTBeHHAs CHMIITOMATHYCCKAA TEPAIHA PasHOOOpas-
HAa H 3aBUCHT OT (DOPMBEI HACACACTBEHHBIX OOAE3HEI.
OAHH H3 APEBHUX IIPHUMEPOB CHMITOMATHYIECKON Tepa-
I, COXPAHHUBIIEHCA AO HAIIUX AHEH, — IIPUMEHCHHE
AAKAAOHAA — KOAXHIIMHA IIPH OCTPBIX IIPHCTYIIAX ITOAAI-
pudeckoro aprpura. Takoe AedeHHe HCIOAB30OBAAU EIIE
I'PEKU B AHTHYHOM IIEPUOAE. APYTHMU IIPUMEPAMU MOTYT
OBITH IIPUMEHEHHE AHAABICTHKOB IIPH HACACACTBEHHBIX
dopmax murpenn, crerudHUIECKUX TPAHKBHAN3ATOPOB
IIPA IICUXHUYECCKUX IIPOABACHUAX HACAECACTBEHHBIX OOAE3-
Hell, IPOTHBOCYAOPOKHBIX IIPEIIAPATOB IIPH CYAOPOKHBIX
CHMIITOMAaX U T.A. YCIEXH 3A€Ch KOHKPETHO CBA3AHBI C
rporpeccom PapMakOAOTHH, OOECIEINBAIOIIIM BCe DOAEe
IIUPOKUI BEIOOP AekapctB. Bmecre ¢ tem, pacrudposka
ITATOreHE32 KAKAOW OOAE3HU ITO3BOASET IOHATH IIPUIHHY
BO3BHHUKHOBEHHUS CHMIITOMA, H Ha 9TOH OCHOBE YK€ CTAHO-
BUTCA BO3MOKHOHM OOAEE TOHKAsA ACKAPCTBCHHAS KOPPEK-
LIUA CUMIITOMOB, €CAU IIEPBUYHASA IIATOICHETUYECKAS Tepa-
s €Ie HEBO3MOMKHA — IIPHMEP: MHOTOKOMITOHEHTHOE
CHUMIITOMATIYECKOE ACYCHUA MYKOBUCIIHAO32 (CM. BBIIIIE).

3aMeTrM: CHMITTOMATHYIECKOE ACYECHIE OBIBAECT HE TOABKO
AEKAPCTBEHHBIM — MHOTHE BUABI (DH3HYECKUX METOAOB Ae-
geHus (KAHMaTOTeparms, OAABHEOACYCHHE, PA3HBIC BUABI
SACKTPOTEPAIINH,  TEIAOACYCHHUE)  IPUMEHAIOTCA  IIPH
HACACACTBEHHBIX OOAC3HAX HEPBHOM CHCTEMBI, HACACACTBCH-
HBIX DOAE3HAX OOMEHA BEIIECTB, 3a00AeBAHMAX cKeAeTa. [o-
CA€ TAKHX KYPCOB ACYCHHUA OOABHBIE YyBCTBYIOT CEOA HAMHO-
IO AYHIIIE, IIPOAOAKUTEABHOCTD HX KU3HU YBEAHYHBACTCH.
K cumMirromaTiaeckoMmy MOKHO OTHECTH perneeHopaduo.iozute-
¢Koe Jieyerie TIPU HACAGACTBEHHO OOYCAOBACHHBIX OITYXOAfAX
AO U TIOCAE XHPYPIUYECKOIO BMEIIATEABCTBA;
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— IIATOTCHCTHUYCCKOC ACUCHHMC KaK BMCIINATECABCTBO
B ITaATOI€HE3 Y4CTO SCp(i)CKTI/IBHCC, YEM CHMIITOMATHYCCKOC
ACYCHUE. HpI/I HACACACTBECHHBIX DOAE3HAX IIATOIEHETHYE-
CKHE METOADBI HanboAee O6OCHOB3HI)I, XOTA U HE HpOTI/IBO—
IIOCTABAAIOTCA CHMIITOMATHYCCKOMY ACYCHMIO. ITo Mepe
HU3y4ICHUA ITATOICHE3a Ka)KAOﬁ 6OA63HI/I, TIOABAAITOTCA Pa3-
AMYIHBIE BO3MOXHOCTH BMECIIATCABCTBA B 9TOT Hpouecc, B
TedeHue DOAE3HU UAU B BI)ISAOPOBACHI/IC.

p—
@epmeHT A WameHaHHEIR depmenT B ®epmenT C

A » B > C >
| |

Cy6etpar Mpopyxr

Koppekuwa obmeHa Ha YpoBHE cvf}crba'ra

AueTuqeckoe orpaHnyeHue AneTepHaTHBHbIG NYTH cOMeHa
OueTnueckoe godaeneHue MeTafonrMyeckan HHIMGKULKA
YeuneHHoe seiEedeHWe cyodcTpaTta
NaTonoruYecKon peakLmn

T

BozmellgHue Unu goGaBneHne HeAoCTarLLIEro NPoayKTa
1|

L
Koppekuua ofMeHa Ha YpoEHe dhepmaHTa

HofasneHue kothakTopa BoamelleHuwe depMeHTa
Mogndmikaumna drepmMeHTaTHBHOA
AKTHBHOCTH

Bapuanmer namozenemuuecxozo nodxoda
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AAf TTATOTEHETUYECKOTO AEYEHHNS HACAEACTBEHHBIX 0O-
A€3HEH B ITOCACAHHE TOABI IIPUMEHAIOT IPUHIIHITHAABHO
HOBBIC ITOAXOABI, OCHOBAHHBIC HA AOCTIDKCHHAX MOACKY-
AAPHOH U OHOXMMHUYECKON IeHETUKHU. Brire Ml ckasaau o
pacmpPOBAHHBIX HAPYIIECHHBIX 3BEHBAX OOMEHa, O OHO-
XUMHYECKHX MEXaHM3MaX, IIO0 KOTOPBIM Ppa3BHUBACTCH
HACACACTBEHHO OOYCAOBACHHBIH IIATOAOTHYECKHI IIPO-
LIECC — OT aHOMAABHOTO I'€HHOTO IIPOAYKTA AO KAHHIYE-
CKOH KapTHHBI OOAe3HM. Ha 3TOI OCHOBE MOKHO IIeACHA-
IIPAaBACHHO BMEINMBATHCA B IatoreHes Ooaesuu. [lpnm
HATOTEHETUYIECKAX ITOAXOAAX K AEUEHUIO HACAEACTBEHHBIX
OOAE3HEH HCXOAAT H3 TOIO, 9TO Yy OOABHBIX AHOO OOpasy-
erTcsi AHOMAaABHBI OeAOK (pepMeHT), AHOO HOPMAABHOIO
OeAKa BEIPaOATHIBACTCA HEAOCTATOYHO (AO ITOAHOTO OTCYT-
CTBUA). 34 9THMH COOBITHAMU CACAYFOT H3MCHCHHUSA IICIIN
IIpEBpAIEHUA CyOCTpaTa HAM €rO IIPOAYKTA. J3HaHHE
OPUHIIUIIOB U KOHKPETHBIX HYICH PEAAM3AITUN ACUCTBHA
I'€Ha ITOMOTAET IIPABHABHO Pa3pabATHIBATE CXEMBI ACYCHHSA
U AQKE TEPAIIEBTHYECKYIO CTPATETHIO. DTO OCOOEHHO YeT-
KO MOKHO IIPOCAEGAUTH HA IIPUMEPE HACACACTBEHHEIX OO-
A€3HEHI ODOMeHa BEIIECTB. B IIEAOM HaTOreHETHYECKHE
IIOAXOABI K ACYEHUIO HACAEACTBEHHBIX OOAE3HEHU B 3aBU-
CHMOCTH OT YPOBHA OHOXHMHYECKOIO AeeKra MOMKHO
IIPEACTABUTH CACAYIOIINM OOpa3oM. /\edeHHEe CXEMATUIHO
CBOAMTCA K BO3MEIIIEHUIO UAH BBIBEACHHIO Yero-An6o. Ec-
AH TE€H He pabOTaeT, TO HEOOXOAUMO BO3MECTHTH €rO IIPO-
AYKT; €CAH T'€H IIPOU3BOAUT HE TO, YTO HYMKHO, H OOpa3y-
IOTCA TOKCHYHBIC IIPOAYKTEI, TO HEOOXOAHMO YAAACHHE
TAKHX IIPOAYKTOB M BO3MEILCHIE OCHOBHON (DYHKITHH; eC-
AHL TE€H IIPOU3BOAUT CAHIIIKOM MHOTO IIPOAYKTA, TO €O M3-
OBITOK YAQASIFOT.

CeroAHs BIIOAHE MOXXHO OKHMAATH AAABHEUIIINX CABH-
rOB B ITATOICHETHYCCKOM ACYCHHUM IIyTEM BO3MCIIICHUSA
IIPOAYKTOB (OEAKOB, TOPMOHOB) B CBA3H C ycuexamu pu-
3UKO-XHMHYECKOH OHOAOIMM, TIC€HHOH HHKEHEPHH U

273



omorexHOAOIHH. | €HHO-MHIKCHEPHBIMH METOAAMH  YIKE
IIOAYYAIOT Creruduyaeckue OEAKH U TOPMOHBI YEAOBEKA,
HEOOXOAUMBIE AASl BOCIIOAHEHHS HAPYIIEHHOIO 3BEHA
OOMEHA IIPH ACYCHHH HACACACTBEHHBIX OOAC3HEH (HMHCY-
amH, comatorponns, MOH u Ap.). Ecte ycnexu B mmoay-
YEHUU U PAa3BEACHUH TPAHCICHHBIX AAOOPATOPHBIX KH-
BOTHBIX. XOTA TEXHHUYECKH CO3AAHHE TPAHCICHHBIX
CEABCKOXO3ANCTBEHHBIX KUBOTHBIX HAMHOIO TPYAHEE,
geM AaDOPATOPHEIX, 3TO perraemas 3aaada. OT KPYyIIHBIX
’KHBOTHBIX MOKHO IIOAYYHTH OOABIIIOE KOAHYECTBO OCA-
Ka. TPaHCreHHBIX JKHBOTHBIX, YbH KACTKH IIPOHU3BOAAT
HYKHBIE OCAKH, MOKHO Ha3BIBATEH Ouopearmopamy. OT HUX
MOKHO ITOAYYATh IIOTOMCTBO, T.€. BO3MOKHO BOCIIPOH3-
BOACTBO H3 ITOKOACHHUSA B IIOKOACHHE;

— XHPYPrHYECKOE€ AEYEHHE€ HACACACTBECHHBIX 0O-
AC3HEH 3aHUMACT CYIIECTBEHHOE MECTO B CHCTEME MEAU-
LIMHCKOH ITOMOIIH OOABHBIM. DTO CBSI3aHO C TEM, 9TO, BO-
IIEPBBIX, MHOTHE (DOPMBI HACACACTBEHHOI ITATOAOTHH CO-
IIPOBOKAAIOTCA  MOP(POI€HETHYECKIMU  OTKAOHEHHUAMH,
BKAIOYAfl IIOPOKM pasBUTHA. BO-BTOPBIX, pacinmpeHue
BO3MOKHOCTCH XHPYPTHYIECKON TEXHHUKH CACAAAO AOCTYII-
HBIMA MHOTHE TPYAHBIE ollepanuu. B-Tperpux, peaHmma-
Iy U MHTEHCUBHAA TEPAIIHA COXPAHAIOT KU3Hb HOBOPOK-
ACHHBIM C HACACACTBCHHBIMU OOAC3HAMM, a4 TaKHC
IAITUEHTBl HYKAAFOTCA B ITOCACAYIOIIEH XHUPYPIUICCKOM
ITOMOIIIH.

Xupyprudeckas IIOMOIIb OOABHBIM C HACACACTBEHHOI
ITATOAOTUEH B OOIIEM BHAE BKAIOYACT YAAACHUE, KOPPEK-
LU0, TpaHcrmAaHTanuo. Onepanny 9acTo HAIIPABACHBI Ha
yCTpaHEHHE CHMITOMOB OoAe3HH. OAHAKO B HEKOTOPHIX
CAYYASX XHPYPIHYECKAS IIOMOIID BBIXOAUT 32 PAMKH CHMII-
TOMATHUYIECKOTO ACUCHHSA, IPUOAMKAACH 10 9D PEKTY K ITa-
TOICHETUYICCKOMY AedeHmro. Hampumep, AAf m3MeHeHHSA
IIyTH ITATOAOTHYECKOTO IIPEBPAIICHHUA CYOCTPATOB ITATOAO-
IIYECKUX PEAKIIMH MOYKHO HCIIOAB30BATH XHPYPIHYECKOE
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myaTuposanne. [Ipu azukozerosax 1 m 111 Tamos aeaaroT
anacmomos (COEAMHEHHE) MEKAY BOPOTHOI M HIDKHEH IIO-
AOH BEHAMH. DTO IO3BOASIET YaCTH I'AFOKO3BI ITOCAE BCACHI-
BAHHA B KHIIICIHUKE OOXOAUTH IIE€YCHD H HE OTKAAABIBATD-
cA B HEH B BHAC TAUKOr€HA. AHAAOIMYIHBIN OOXOAHOH ITyTh
IIPEAAOKEH IIPU CEMEHHOM cunepxosecimepuriemuy (IIOBBIITIC-
HHe YpOBHA XoAectepuHa — THI II 2) — amacromos mex-
Ay TOIIEH M ITOAB3AOIIHON KHIIKAMH. DTO IPHUBOAUT K
CHIKEHUIO BCACBIBAHUA XOACCTCPUHA.

Boabmmoe mecTo B A€9eHNI HACAEACTBEHHBIX OOAE3HEH
3AHUMACT PEKOHCIMPYKMUSHAA Xupypeus: TIPA HEIAPAIIICHUN
BEpXHEH IyOBI, BPOKACHHBIX IIOPOKAX CEPALIA, a/Zpesti OT-
aeaos  KKT, eunocnaduu, AN KOPPEKIHH KOCTHO-
MBIIIIEYHOM CHCTEMBI U T. A.

Opran botenm
Crnposs u)[xoprxn i Hesetoda (nopuseise
Bitoukonas wetesa | o P P q p
[-nividioititon)
Cireaixa bBozteaun, Fotwe (111 o), resodei A
[T vaonig . .
; Caxapuufi tiader
eqend
Ceprne TlepRUaHRC KapInosHoTra iy
Bocteans Broiscosa — KoROBLTOR, HETOCTATOMHOCT)
i ey -ATHEPHICHIE, TR KosGuimposa i
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CeroAHsl B IPAKTHKY BXOAUT TPAHCIIAAHTAIINA Opra-
HOB M TKAaHEH KaK METOA ACUYCHHA HACACACTBEHHEIX 0O-
AesHent. Aanromparncnianmayus (TlepecaAka OpPraHOB M TKa-
HEIl OT APYIOH OCOOH TOIO K€ OHMOAOTHYECKOrO BHAQ B
HAIIIEM CAYYa€ — OT YEAOBEKa) MOKET PacCMAaTPHUBATHCA
KaK IIepeAaYa HOPMAABHOM TI'€HETHYECKOI MHMOpMAINN
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ITAIMEHTY C HAPYIIIEHUEM OOMEHA BEIIECTB. TaKoli ITOAXOA
IIPCAITOAATACT TIEPECAAKY KACTOK, TKAHEH M OpPraHOB, CO-
Aepxarnnx HopMaAbHYI0 AHK, AAfL IPOAYKIINN aKTHBHBIX
epMEHTOB HMAH APYIUX IIPOAYKTOB I'€HA Y PEILIUIIHICHTA.
On ocobeHHO 3P HEKTUBEH TOTAQ, KOTAA ITATOAOTHYECKHUI
IIPOIIECC OTPAHMYECH OAHUM OPTaHOM HAHU TKAHBIO, KOTO-
pBIE U IIEPECAKUBAIOT. AAAOTPAHCIIAAHTAIINA YiKE BBIIOA-
HACTCA IPHU PA3HBIX HACACACTBEHHBIX OOAE3HAX H IIO3BO-
AfIET HEIPEPBIBHO BOCIIOAHATb HEAOCTATOK (DEepMeHTa,
TOPMOHA, UMMYHHBIX (PYHKIHH HAH 3(PEEKTUBHO IIPEAO-
XPaHATh OPraH OT (DYHKIMOHAABHBIX HAPYILICHUI, OOY-
CAOBACHHBIX MyTanueil crpykrypHoro rexa. CoBpeMeHHas
TPAHCIIAAHTOAOTUA 00A2A2ET OOABIITHMMU BO3MOMKHOCTAMMU
B ACYCHNU HACACACTBEHHBIX OoAesHeil. VImerorcs muOrO-
YHCACHHBIE COOOIEHNA OO YCIIEITHBIX IIEPECAAKAX Opra-
HOB (KOCTHOI'O MO3Ta, BHAOYKOBOM 7KEAE3BI, IIEICHU ITAOAR,
AOHOPCKOH II€YCHMU, OAKECAYAOIHOH IKEAE3BI, CCAC3CHKM
1 OCOOEHHO IOYKHN). TpaHCIAAHTAITUA HCIPABAfICT IIATO-
AOIMYECKHE MEXaHH3Mbl HACACACTBEHHBIX HAPYIIIEHUI.
[ToMHMO IIEpECAAKH OPraHOB Pa3padATBIBAIOTCA METOABL
[IEPECAAKI KACTOK, (DYHKIIHA KOTOPBIX 3aHUMACT KAFOYEBOE
MECTO B IIATOIC€HE3€ HACACACTBEHHBIX HAPYIIICHUEH OOMEHA.

Ao0aBHM 1 0O 3THOTPOITHOM A€YEHHH (CM. BBIIIIE).

DTHOTPOIIHOE AEYCHUE AFOOBIX OOAE3HEH OIITHMAAB-
HO, IIOCKOABKY YCTPAHACT IIEPBOIIPHYNHY 3a00ACBAHUA U B
PE3yABTATE M3ACYMBACT 9aCTO IMOAHOCTBIO. Ho 310 Acde-
HUE IIPEAIOAAraeT MAHUIYAAIIMHA C IE€HETUYECKOW HH-
dopmariuer y 4eAOBeKa — AOCTaBKa HOPMAaABHOIO T'€HA B
KACTKY, BBIKAIOYCHIE MYTAHTHOIO T€HA, OOpATHAsA MyTaIlHs
IIATOAOTHYECKOTO AAACAA. DTH 3aAa9H AOCTATOYHO TPYA-
el OAHAKO PSAA IPUHIUIIMAABHEIX BOIIPOCOB I'€HHOI Te-
paITHH perreH.

Kaemounan mepanus — criocod AedeHHA IIyTEM TPaHC-
IIAAHTAITHH KACTOK. [lepecakeHHBIC KACTKH COXPAaHAIOT
I€HOTHUII AOHOPA, IIOITOMY IIEPECAAKY MOKHO PacCMaTpH-
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BaTb Kak pOPMy ceromepanit, IIOCKOABKY OHAa IIPUBOAUT K
U3MEHEHUIO COMATUYECKOro reHoma. I ewnas mepanus —
CIIOCOO ACYEHHS ITyTEM BBEACHHUA AOIIOAHHTEABHOM ICHE-
THYIECKON HMH(OPMAIIMU B KACTKH HHAHUBHAA Ha YPOBHE
AHK wman PHK (reHHO-HHKCHEPHBIX KOHCTPYKLINN) HAHT
ITyTeM M3MEHEHUSA 9KCIIPECCHU TE€HOB.

K mHacrosimemMy BpeMEHH OIPEACAHAHUCH YETHIPE
HAIIPABACHUSA STHOTPOIIHOTO ACUCHIS:

— TPAHCIAAHTAIINA AAAOTCHHBIX KACTOK (KACTOYHAs
Tepanus);

— BBEACHHE I'€HHO-HH/KEHEPHBIX KOHCTPYKIINN B TKa-
HI OOABHOTO (I€HHAS TEpPAIIu);

— TPAHCIAAHTAIIAA TPAHCICHHBIX KACTOK C IICACBOI
I€HHO-UHKCHEPHOW KOHCTPYKIHEH (KOMOHMHHPOBAHHASA
Tepanms);

— HM3MEHEHHE IKCIIPECCUU T€HOB (TCHHAA TEPAITHA).

AedueHne HACACACTBCHHBIX OOAE3HEH — TPYAHAs 3aAa-
4a, U He BcerAa 9 PEKTUBHO H CBOEBPEMEHHO PEIIIaeMas.
Hecmotps Ha 3TO, OHO AOAMKHO OBITH IOCTOAHHBIM U
HacroranBeiM. HepocraTtounas BeipaskeHHOCTD 9(peKTOB
TEpAIlNK HE O3HAYAET OTKA3a OT €€ IOCTOSHHOTO IIPOBEAE-
HHUA HE TOABKO C KAMHHYECKOM TOYKH 3PEHHUA, HO U IIO
ACOHTOAOIMYECKUM, STHICCKIM cooOpakeruam. [Ipu sTom
CAGAYET IOMHHUTB O ABYX OCOOCHHOCTAX ACYCHHS HACACA-
CTBEHHBIX DOAE3HEM:

— HEOOXOAHMOCTb AOATOBPEMEHHOIO KOHTPOASA A€-
YEHHS;

— HCXOAHAs AMATHOCTHYECKAs TOYHOCTb [AO Ha3Ha-
YEHNA ACYCHHA| B CBA3H C TEHETHYECKOM IeTEPOTEHHOCTHIO
HACAEACTBEHHBIX OOAE3HEI.

Bonpocs! u 3apannsa o marepuasam Temsr 18

1. Kaxme ITOAXOABI IIPUMEHAFOTCA K ACUEHUIO IIPAKTHYC-
CKH BCEX HACACGACTBEHHBIX 3200ACBAHUI?
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2. Bxoaur Am Tpermunas mpodHAAKTHKA HACAEACTBEH-
HBIX 3200A€BAHHH B cepy ACATEABHOCTH MEAHKO-
ICHETHYCCKUX KOHCYABTAITUI?

3. Ecrp Au HEOOXOAUMOCTD IIPAKTHYECKHA 3AOPOBBIM MO-
AOAOKEHAM cTapirme 35 AeT OOpaImaThCsi B MEAHUKO-
T€HETHYECKYIO KOHCYABTAIIAIO?

4. IloAroroBpre cOOOIIEHUA O eB(EHHKE.

5. Yro taxoe nerempanmmocns?

6. Pacckaure 00 akempeccustocmu u  cneyuguurnocmy  oed-
CIMBUA 2e108.

7. YTO TAKOE cuMnIIOMAanuueckoe geverue?

8. Pacckaxure 00 OCHOBHBIX IIPUHIIUIIAX /a/102¢HemUYe-
CKO20 ACHEHUA.

9. B ugem 3akarodaerca xupypeuteckoe seuerne HACACACTBEH-
HBIX OOAE3HEI?

10. B dgem 3aKATO9AIOTCA OCOOCHHOCTU at/0/parcnianina-
yuu?

11. TloaroroBere cOOOIIECHUA OO I772U07IpONHOM ACIEHUH
HACAEACTBEHHBIX OOAE3HEI.

ITpumepHas TeMATUKA CEMHHAPOB II0

Moayaro V

Bsanmocsass MCAHHHHCKOfI T€HECTUKH C ApyTI/IMI/I KAH-

HUYECKUMU U MCAHKo—npochAaKTHqGCKHMH AMCITHUIIAH-

HaMU.

HacaeacTBeHHOCTD U ITATOAOTHA.
[MonyAsimonHas reHeTrKa.
Haamane crenmdpryaeckux MOpOTeHETHYECKUX BaPH-

AHTOB Pa3BUTHA IIpU HQ.CACACTBCHHOI;‘I ITATOAOTHH.

T'emernueckasn TCTCPOTCHHOCTh KAMHHUYCCKHI CXOAHBIX

dopm 3ab6oAeBaHMA.

OcnoBuble METOADBI MCAHHHHCKOﬁ T'CHCTHUKU.
OcHoBHEIE MCTOABI ACYCHUA HACACACTBCHHBIX 60/\63-

HEMH.
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Aeraapabe 9@PEKTEI XPOMOCOMHBIX U T€HOMHBIX MY-
TALTH.

OcOoOEHHOCTH KAMHIYECKUX IPOABACHHUH OTACABHBIX
CHHAPOMOB.

CrreninugHOCTE HAOOPA BPOKAECHHBEIX ITOPOKOB Pa3-
BUTUA U MOP(OreHETUYECKHX BAPHAHTOB IIPH Pa3HBIX
XPOMOCOMHBIX OOAE3HAX.

KAMHMKO-TeHEaAOTYIECKE  AOKA32ATEABCTBA  HACAEA-
CTBEHHOH IPEAPACIIOAOKEHHOCTH, 3HAYEHHE HACACACTBEH-
HOI1 IIPEAPACITOAOKEHHOCTH B OOIIIEH ITATOAOTHH YEAOBEKA.

I'pys HAacAEACTBEHHOHM MATOAOTMH B MEAUIIMHCKOM U
COILIMAABHOM ACIIEKTAX.

MeAHuKO-reHEeTHIeCKOe KOHCYABTHPOBAHHE.

Aureparypa:

1. Attana ®@., Katirep Ax. CoBpemenHas reaeruxa. B 3-x Tomax.
ITep. c auara. Tom 1. Tom 2. Tom 3. — M.: Mup, 1988.

2. Aabeprc b., bpeit A., Avrouc Ax. u Ap. MoAexkyaspHas Ono-
Aorus kKaetkd. B 5-ti Tomax. Iep. ¢ arra. — M.: Mup, 1986.

3. Bapanasn, A. O. Hespomarororus:: yuebu. / A. O. Baaa-
AstH, — M.: Akapaemust, 2007,

4. Hosukos, I1. B. Cemuornka HAaCA€ACTBEHHBIX OOAE3HEH Y
Aereil (cumirrom — cuHApoM — bBoaesus) / I1. B. Hosu-
koB. — M.: Tpmasa-X, 2009.

5. CoBpeMeHHbBIE aATOPHUTMBI IIPEHATAABHOH AHMATHOCTHKH
HACACACTBCHHBIX ~ OOAE3HEH: METOA. pexomeHaammu  /
B. C. bapanos, T. B. Kysuenosa, T. O. Vparenxo [u Ap.]. —
CII6.: Msa-Bo H-A, 2009.

HurepHeT-pecypcsr:

http://gslc.genetics.utah.edu/
http://www.mblab.gla.ac.uk/dictionary/
http://www.medgenetics.ru

http:/ /www.ncbi.nlm.nih.gov/books/NBK22183/
http:/ /www.mitomap.org/ MITOMAP
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3axkaroueHue

Wrax, opHUIIHAABHOI AATOH POKACHUA I'€HETUKH MBI
cantaem 1900 r., koraa ObIAEM OIyOAMKOBAHBI AAHHBIE O
3aKOHOMEPHOCTH HACACAOBAHHUSA IIPU3HAKOB, YCTAHOBACH-
uole [ MeHAEACM 1 CACAABIITHE UX AOCTOSSHUEM HAYKH.

I'enernka wsyuaer ABa (DYHAAMEHTAABHBIX CBOIHCTBA
KHBBIX OPIaHU3MOB — HACAEACTBEHHOCTb U H3MEHYH-
BOCTb. OOBIYHO HACAEGACTBEHHOCTH OIIPEACAACTCH, KaK
CBOIICTBO POAHUTEACH IIEPEAABATH CBOM IIPH3HAKH, CBOM-
CTBA U OCOOEHHOCTH Pa3BUTHUA CACAVIOIIEMY ITOKOAEHUIO.
baaroaapsa aTomy KamABII BHA KUBOTHBIX HAH PACTECHHUI
COXpaHAET Ha IPOTAKEHUH ITOKOACHUN XapaKTEPHBIE AAA
Hero 4eptel. COBpeMEHHAs T€HETHKA, MOACKYASpHAS OHO-
AOIHA M MEAHIIMHA PACIIOAATAFOT CPEACTBAMU MAHHUIIYAHU-
POBaHMA C HACACACTBEHHBIM MATEPHAAOM, HAMHOIO IIpe-
BOCXOAMAIIIMU IO CBOHMM BO3MOXKHOCTAM OIPaHHYCHHE
OpakoB. DTO HCKYCCTBEHHOE OCEMEHEHHE U 3a9aTHE «B
IIPOOUPKE» C IOCAEAYVIOIIUM IIEPEMEITICHIEM 3aPOABIIIA B
MATKY KEHIIIHBI-PEIIUIINEHTA, OTOOP 3aPOABIIICH HA PaH-
HUX CTAAHMAX Pa3BUTHA, TEHETUYECKAs HHKEHEPHS, IIepe-
CaAKa fApa COMATHYECKOI KAETKH B ITUTOIAA3MY AHIle-
KAETKI C rapaHTHEH PasBUTHUA IIOAHOLIEHHOH 0COOM.

CoBpemenHasA Hayka OPUEHTHPYETCA Ha IIPOPUAAKTUKY
HACAEACTBEHHBIX OOAE3HEH IyTEM MEAMKO-I€HETHYECKOTO
KOHCYABTHPOBAHHA, OOHAPY/KEHHA I'€TCPOZUTOTHEIX HOCH-
TEAEH HEOAATOIPUATHBIX PEIIECCUBHBIX AAAEAEH, COBETOB
CYIPY/KECKHM IIapaM C IIOBBIIIIEHHBIM PHUCKOM POKACHHSA
OOABHOIO peOEHKA, PA3HACHEHUA HEKEAATEABHOCTH ITO3A-
HHX OPaKOB U ACTOPOKACHIH

Tepmumn cenenuxa rieppbie moasuacsa B 1906 r.

[Ipeamer m3ydeHHA IE€HETHKH: HACACACTBEHHOCTH —
CBOMCTBA OPraHU3MOB IIEPEAABATH CBOHM IIPU3HAKA M OCO-
OEHHOCTH Pa3BUTHA B PAAY ITOKoAeHHH. [lonaTne HacAeA-
CTBEHHOCTb CACAYET AHM@PEPEHIIUPOBATE OT IOHATHA
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HACAEGAOBAHHSA; H3MEHYHUBOCTD — CBOICTBO OpPraHH3MOB
KaK aABTEPHATHBA HACACACTBEHHOCTH — CIIOCOOHOCTD H3-
MEHATH HACAGACTBEHHBIE 33aAATKH HAU HUX IPOABACHHA B
pAay mokoAeHus. OOBEKTOM M3yYEHHA ICHETHKH ABAAIOTCA
BCE KHUBBIC OPTAHU3MBI — OT BHPYCOB AO YEAOBEKA.

B macrosmiee Bpemsa reHeTHKa 9eAOBEKa MMEET PSAA Ca-
MOCTOATEABHBIX Pa3AEAOB: IIUTOICHETUKA, OMOXUMHUIECKAL
1 MOAEKYAAPHAs I€HETHKA, PAAHAIIMOHHASA T€HETHKA, M-
MYHOTECHETHKA, (PAPMAKOTCHETHKA, ITOIYAAIIMOHHAS I€HE-
tuka. OAHIM U3 HAaHOOAEE BAKHBIX ABAACTCHA PA3ACA Me-
AUIIMHCKOM TEHETHKH, KOTOPBIM CTaA CAMOCTOATEABHOM
HayKOIl. [ IpeAMETOM 3A€ECh yiKe ABAACTCA M3YICHHE HACACA-
CTBEHHOW IIATOAOTHH, Pa3pabOTKA METOAOB AMATHOCTHKH,
AedeHHSA U IMPOPHUAAKTHKH HACACACTBEHHBIX OOAE3HEI.

A0OaBHM M KOHKPETH3HPYEM: IIEPBOHAYAABHO I€HETH-
Ka M3y94aAa OOIINe 3aKOHBI HACACACTBCHHOCTH M M3MCHYH-
BOCTH Ha OCHOBaHUU (peHOTHIINYECKNX AaHHBIX. [loHmMAa-
HHE MEXaHHU3MOB HACACACTBEHHOCTH, TO €CTh POAHM I'€HOB
KaK SAEMEHTAPHBIX HOCHTEAEH HACAEACTBEHHON HH@OP-
MaITuy, XpOMOCOMHAsA TEOPHSA HACACACTBEHHOCTH H T. A.
CTAAO BO3MOKHBIM C IIPUMEHEHHEM K IIPOOAEME HACACA-
CTBEHHOCTH METOAOB IIHTOAOTHH, MOAEKYAAPHOM OHOAO-
MM B APYTUX CMEKHBIX AUCIIATIANH.

CeroAHsi U3BECTHO, YTO I'€HBI PEAABHO CYIIECTBYIOT U
ABAAIOTCA CIEITHAABHBIM OOPa30M OTMEYEHHBIMH YYACTKa-
mu AHK man PHK — moaekyA®r, B KOTOPOIT 3aKOAHpPOBa-
Ha BCA TeHeTHYecKas HMHQOpMAIua. Y 3YKapHOTHYECKHUX
opranusmoB AHK cBepHyTa B XpOMOCOMBI 1 HAXOAHTCH B
aape kaerkn. Kpome Toro, cobcrsennas AHK mmeercs
BHYTPH MHTOXOHAPHH M XAOPOIIAACTOB (y PACTEHHIA).
V npokapuornueckux opranmsmo AHK, kaxk 1pasnao,
3aMKHYyTa B KOABIIO (DaKkTepHaAbHAA XPOMOCOMA, MAHM Te-
HOOP) M HAXOAUTCA B IHTOIIAa3Me. YacTo B KAETKAx
IIPOKAPHOT IPHUCYTCTBYET OAHA HAH HECKOABKO MOAEKYA
AHK mensirrero pasmepa — maasmuA. Mbel MHOroe MOrau
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OBl eIlle CKa3aTh — AODABHTh MAM HAIIOMHHUTB O TOM, YTO
BEL YK€ M3y4UAHU... CEeroAHs reHeTHKa — 9TO YiKE IIEABIN
KOMIIAEKC HY €CAU U HE OTACABHBIX HAYYHBIX AUCITUIIAWH,
TO OYEHBb KPYIHBIX U BIIOAHE CAMOCTOATEABHBIX Pa3ACAOB
HAYKH:

Kaaccuueckas remgeruka

[TonryasnmonHas reHeTHKa

MoaexyasipHas reHeTuKa

T'emomuka

Meannmackas regHeTHUKA

I'ennas nmxenepus

CriopTuBHAsA TeHETHKA

CyAeOHO-MEAUIINHCKAA TEHETHKA

Kpummnasuctugeckas reHeTHKA

buoxummyeckas regeruka

I'emernka yeaoBeka

I'emeTnka MEKPOOPTaHU3MOB

I'enernka pacrennit

DBOAIOIIMOHHAA I€HETUKA

bromerpuueckas remernka

DKOAOTHYECKAS TEHETUKA

I'eHeTnKa KOAMYECTBEHHBIX IIPU3HAKOB

Pdusmorornyeckas reHeTUKa

[IcmxmaTpudeckas TeHETHKA

T'emernka coMaTHYECKUX KAETOK

I'enernka Bupycos

I'emeruka moaa

Paamanmonnas remernka

I'emernka passuTus

QyHKITMOHAABHAA T€HETHUKA

Or oOrero craHOBAGHHUSA, Pa3BUTHA, IIPOIPECCA IEHE-
THYECKON HAYKU 3aBHCUT IIEPEXOA/IIEPEBOA 9BOAFOLINU U3
HEYIIPAaBASEMOTO IIPOIlECCA B KOHTPOAUPYEMBIH. Y cIIex
peIeHna 3TOM 32AaYNd BO MHOTOM OIIPEACAACTCH paspa-
OOTKOW METOAUK ITOAYYIEHUSA HAITPABACHHBIX (HYMKHBIX de-
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AOBEKY) m3MeHeHHiL. [loAydeHMe HAIIPABACHHBIX H3MCHC-
HUI — OAHA U3 TAABHBIX IIPOOAEM ICHETHKH, U OT €€ pe-
IIICHUA 3aBUCHT YCIIEX ITOBBIIIICHUSA IIPOAYKTUBHOCTH KYAb-
TypHI)IX paCTCHI/Iﬁ’ AOMAIITHUX KMBOTHBIX, HCIIOAB3YCMBIX B
IIPOU3BOACTBE MUKPOOPTaHU3MOB, OOPBOBI ¢ DOACSHAMU 1
YBEAHYCHHE  IIPOAOAKHTEABHOCTH — JKH3HH  YCAOBEKA,
VIPABACHHE TCHETHYCCKUM IIPOIIECCOM, OOYCAOBAHBAIO-
LIIIM 5BOAIOLIMIO BHAOB, I MHOTOE, MHOTOE APYrO€, O YeM
CETOAHS MBI A@KE HE AOTAABIBACMCH.
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10.
11.
12.

ITpumepHBIE BAPHAHTEHI
CaMOCTOATEABHOM PabOTHI

W3zyuenne, aHaAM3 OCHOBHOI M AOITOAHUTEABHOHM AH-
TEpPaTypBHL

CocraBAeHNE OIIOPHBIX KOHCIIEKTOB.

Msydenne u aHAAU3 MUKPOIIPEIIAPATOB COMATHYECKUX
M HOAOBBIX KAECTOK YEAOBEKA.

M3yueHre KOAOBBIX TAOAHIT ITO COCTABY AMHHOKHCAOT.
Wsyuenne n amasms mMukpodortorpaduii, pUCyHKOB
THITOB ACACHUA KAETOK, (pa3 MHTO3a 1 MEHO3a.
Pemrenne 3aaad, MOACAHPYIOIIHX MOHOTHOPHAHOE,
AUTHOPHAHOE, ITOAUTHOPHAHOE CKpEIIHBAHUE,
HACACACTBEHHBIE CBOMCTBA KpoBH 110 cucteme ABO u
pesyc crucreme, HACAGAOBAHUE IIPU3HAKOB C HEIIOAHOI
IIEHETPAHTHOCTBIO.

CocraBAeHIE H aHAAU3 POAOCAOBHBIX CXEM.

Pabora ¢ 0Oy9aroIuMu 1 KOHTPOAHPYIOIIUME SACK-
TPOHHBIMH ITOCOOHUAMU.

CocraBA€HHE 9ACKTPOHHBIX IIPE3CHTAIINN IIO 3aAAH-
HOH TeM€e AUCIUIIAUHEL

[ToaroToBka pedepaTUBHBIX COOOIIEHUI.
Brirroanenue yaeOHO-MCCAEAOBATEABCKONH PaOOTHI.
[IpoBeaenne Oecep € pasHBIMU IPYIIIAMU HACEACHUSA
II0 BOIPOCAM IPOMHUAAKTUKIA HACAEACTBEHHBIX 3200-
AEBaHHUMH.
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ITpumepHsbie BapuanTsl TeM pedeparos/acce

11.

12.
13.
14.
15.
16.
17.

18.
19.

20.

21.

POAB OTEUECTBEHHBIX M 3aPYOEKHBIX YYEHBIX B CTa-
HOBACHHH T€HETUKHU KaK HAYKH.

I'perop MeHAEAD — OCHOBOITOAOKHHK TCHETHKH.
Haydunbre reHermdyeckme OCHOBBI — CEACKITMH IO
H. 1. BaBuaosy.

3aKOH TOMOAOTMYECKHX PAAOB B HACAGACTBEHHOM H3-
MEHYHBOCTH.

XpoMocOMHEIE DOAE3HH YEAOBEKA.

HacaeactBeHHBIH TOAEMOP(U3M YEAOBEKA IO IPYII-
ITaM KPOBH.

ITpeATOCHIAKE B OTKPBITHA OCHOBHBIX 3aKOHOB I'€HE-
THKH UX 3HAYECHHE AA COBPEMEHHON OHOAOTHHL.
MeroAuKa perreHus I€HETHYECKHX 3aAad ITOBBIIIICH-
HOM CAOKHOCTH.

CBA3b TEHETUKH C APYTHIMH OMOAOTHMYECKIMU HAYKAMI.
AKTyaAbHBIE IIPOOAEMBI COBPEMEHHOM TE€HETHKH K
IIYTH UX PEIICHUS.

Msydenne reHeTUKHN B IITKOAAX M I'YMAHHTAPHBIX By3aX
KaK OAHOTO U3 OCHOBHBIX Pa3A€AOB OHMOAOTHH.
I'enermaeckan nHKEHEPHA.

OcHOBHBIE 3TAIIBIl HCTOPUIECKOTO PA3BUTHA ITEHETHKH.
AoreHeTryaeckne TEOPUN HACACACTBEHHOCTH.
I'enernxa B Poccun u CCCP.

Aaypearsr HobeAeBckol mpemMun B OOAACTH TEHETHKH.
Meroanmueckas pesoarorma  70-x roao XX Beka
(pOKACHHE TEHETHYECKON HH/KEHEPUH).

Konnernmmn opranusannn syKapuOTHIECKUX T€HOB.
Opranusanysa reHoB B XpOMOCOME: CTPYKTypa XpOMma-
THHA.

MHOroypoBHEBBIN HPHUHIIAI PETYAAIINH T€HHOM aK-
THUBHOCTHU Y 9YKAPUOT.

3arporpaMMHIPOBAHHAS KACTOYHAA THOEAD (AIIOIITO3).
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22.
23.
24.
25.
20.
27.
28.

29.
30.

Mexanuusmsl permaparun AHK (pemaparins remermdge-
CKHUX ITOBPEKACHUIA).

MoOuAbHBIE I€HETHYECKHE IACMEHTBI 3YKAPUOT U
IIPOKAPHOT.

BHEXpOMOCOMHEIE T€HETHYICCKIE 9ACMEHTHI.

[Npuonsr: HacaeacTBeHHOCTS Oe3 AHK?

CoBpeMeHHBIE IIPEACTABACHHA OO OpraHU3allind U
®yHKL[I/IOHI/IpOBaHI/H/I IIOAWTCHHBIX XpOMOCOM.
Cr1ocoOBI TOPHU3OHTAABHOIO IIEPEHOCA TEHETHYECKOM
nHMOPMAILINN.

MOAEKYAAPHO-TEHETHYECKIE OCHOBBI AETEPMUHAITHII
u AndepeHInpPOBKY.

BO3MOXHO AT IIPEAOIIPEACAHTD IIOA ¥ YCAOBEKA?
I'emornm u cpeaa
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12.
13.

ITpumepHBIE BApHAHTEHI IPOBEACHUA
KOH(EePEeHITUN U «KKPYTABIX CTOAOB»

OHKOAOTHYECKHE ITPOOAEMBI C TOYKH 3PEHUS T€HETHKIA.
I'eHOMHAs AAKTHAOCKOIIHSL.

«IHCTPYMEHTBD TEHETHYIECKON MH/KEHEPHUH.
[Npranmmer kaorunposarus AHK.

TpancreHHbIE KUBOTHBIC KAK TECT-CHCTEMBI 3a00AEBa-
HUMA.

XHUMepBl MACKOITHTAFOITIHX.

ITpobaemer rereTnkn pasBuTuA ((PEHOTEHETHKN).
I'enernxa 1 HACAGAOBAHIE IIOBEACHYCCKIX ITPH3HAKOB.
I'emernyeckue aceKTsl HOBEACHHUS KABOTHBIX.
[Tpobaemsr (papMAKOTECHETHKH 1 S9KOICHETHKH.
Aepmatorandura Kak METOA AaDOPATOPHO-KAHHH-
YEeCKOM AMATHOCTHKH.

[TpoGAaeMBI TEPATOAOTHH.

I'eHeTHYCCKIE AHOMAANH Y JKUBOTHBIX M YCAOBEKA.
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10.
11.
12.

13.

14.

15.

16.
17.

ITpumepHBI ITIEPEYEHDb BOIIPOCOB
K 3a4eTy/9IK3aMeHy

I'emernka xaxk Hayka O HACAGACTBEHHOCTH M M3MEHYH-
Boctr. CTpyKTypa COBPEMEHHOI I€HETUKH M €€ 3Ha-
veHue.

MeTtoap reHeTuKm.

Kparkas ucropus remernxkn. OCOOEHHOCTH PasBHTUA
OTEYECTBEHHON I'€HETUKU.

Kaerka xak remermdeckas cucrema. PoAp fAapa u mm-
TOIAA3MBI B HACAEACTBEHHOCTH.

Mopdoaroruyeckoe CTpOCHHE M XHMHYECKHII COCTaB
xpomocoMm. THIIB XxpoMOcOM.

I'erepoxpomarun u syxpomarus. [lonaTue o rerome u
KapHOTHIIE.

Hyxaeunossie kucaorsr: AHK, PHK, nx crpoenue u
OHOAOTHYECKA POAD.

Moaeab crpykrypsr AHK Asx. Vorcona u @. Kpuka.
KommaemenTapaHocTs HYKACOTHAOB, IIPaBHA2
9. Yapradda.

OCHOBHBIE 3TaIIbl OHOCHHTE32 DEAKOB.

T'enmernueckuit koA. CBOMCTBA T€HETUIECKOIO KOAA.
Peryasnmsa skcripeccun reHoB.

OrTkperTHe 3aKOHOB HacAeAcTBeHHOCTH I'. Menaeaem.
Brkaaa I'. Menaead. YcaoBuA IIPOABACHHA 3aKOHOB
Memnaeas.

[IpaBuaa mHacAeAOBaHHA IIPU3HAKOB IIPH MOHOTH-
opuanom ckpernuBannu (I u II 3akoner Menaeas).
[IpaBuAO HE3aBHCHMOrO KOMOHHHPOBAHHA AAAEACH
(mpuaHakoB) m ero rurorormdeckue ocHoswl (III 3a-
koH Menaeaf).

BsanmMoaerictBue aAA€ABHBIX T€HOB.

BsanmMoaelictBue HeaAAEABHBIX I'E€HOB.

Dkcrpeccus HpeHOTHIIA.
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18.
19.
20.
21.

22.
23.

24,
25.

26.
27.

28.

29.

30.

31.
32.

33.
34.
35.

36.
37.

38.
39.
40.

IToa xak OGmosormyecknii npusHak. OCHOBHBIE THIIBI
ACTEPMUHAIINN ITOAQ.

Teopun onpeAeAeHUs ITOAA.

[ToaoBott xpomartus u runoteza M. AafioH.
HacaeaoBanme IIPHM3HAKOB, CIIEIIACHHBIX C IIOAOM,
OTPAHUYEHHBIX U KOHTPOAUPYEMBIX ITOAOM.
XpoMocoMHBIE DOAE3HH ITOAA.

Orkpertue AaBAeHHA crienAenusa reHoB. Omerrer Mop-
raHa.

OcHOBHBIE ITOAOKEHUA XPOMOCOMHON TEOPHUU.
Kpoccunropep kak MEXaHH3M PEKOMOMHAIIMH B IPYII-
aX CHEHACHUSA U €r0 3HAYCHUE,

I'emeTmaeckue KapTHL.

M3MeHYNBOCTE — OAHO M3 OCHOBHBIX CBOMCIB 7KHA3-
Hu. OHTOreHeTHYECKA H3MEHUYUBOCTD.
Moaudukannonaas uaMeHIHBOCTh. PeHokonmu u
MOPO3EL

I'emorunmyeckas msmenumsocts. CBoMCTBA KOMOMHA-
TUBHOU U3MEHYHUBOCTH.

Myrannonnas usmeHIuBOCTh. Kparkad mcropus usy-
YEHHUA MyTareHe3a

Kaaccudukarun My rarmii.

I'ennble, XpOMOCOMHEBIE I TEHOMHBIE MyTarun. Moae-
KYASIPHBII MEXaHH3M U IIPHUYHHBI BOSHUKHOBCHUAL.
OO1mre 3aKOHOMEPHOCTH MyTarcHesa.

OcobennocTu AeHCTBUA (DU3HMIECKUX MyTareHOB.
Penaparma nospexaennit AHK. Tuier pemapupyro-
IIIUX CUCTEM.

Wcropus rena ¢ 1860 roaa Ao nporpammer ENCODE.
[IpoOAeMHBIE aCIIEKTBI B COBPEMEHHOM OIIPEACACHUN
reHa.

OO1mas XapaKTepHUCTHKA OHTOTCHE3A.

PeaAamsarmsa remoTrna B OHTOrEHESE.

I'enerrdaeckne IpOrpaMMbl OHTOI€HE32 U MEXAHU3MBI
UX PEAAU3AIINN.
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41.

42.
43.

44,

45.

46.

47.

48.
49.

50.
51.
52.
53.

Wcropusa nmousarusa «ronyasaiusm». CoBpeMeHHOE OIIpe-
ACACHUE IOy ASILTUH.

I'enermaeckasn CTpyKTypa IOy AAIIMI.

3axon Xapau-BaiinOepra — OCHOBHOII 3aKOH IIOIIy-
AAIITOHHON T€HETUKHU.

I'enerrdaeckuii TOAUMOPQHU3M HOIYAAITUI Kak OCHOBA
OHOAOIHYECKOIO PasHOOOpa3s.

CpaBHUTEABHAS MOACKYAAPHAA OHMOAOIHA TCHA.
TenaeHIIIH B 9BOAIOIINN IeHA. POAD TEHHBIX MYTAIIAN
B 3BOAIOIIMM I'OMOAOTHYHBEIX I'€HOB M OeAkoB. Kosa-
PHOHBL

Konmernmmsa HEATPAABHON 3BOAIOITHHU. DBOAFOIIHA CH-
CTEM PEIyAALNM.

CrpyKkTypa COBPEMEHHOI CEACKITUH.

Teopus ceAeKITMOHHOrO Iporecca. MeTOABI cesek-
IIAU.

OCHOBBI OMOTEXHOAOTHH.

Kaerounas naxenepus.

I'ennas urKenepus.

OCHOBHBIE METOABI ACUEHHUA HACAEACTBEHHBIX 3200A€-
BAHI.
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10.
11.

12.

13.

14.

15.

16.

ITpuMepHBIN CIIICOK AOIIOAHUTEABHOM
AUTEPATYPBI AASL IIOATOTOBKH
K 3a4eTy/9K3amMeHy/ HalMCaHUIO
acce u pedeparTon

Attana @. Cospemennas reHeruka. — M.: Mup, 1987. (T. 1,
2,3.2).

Aaryxos FO. I1. I'emermuecknme IpOLIECCH B IIOIYAALH-
ax. — M.: K1 «Axkapemkanra», 2003.

Tenernka. / TToa pea. B. 1. MBanosa. — M.: KL «Aka-
AeMKHuTr, 20006.

I'auk b., ITacrepmax Ax. MoaekyAfpHas OHOTEXHOAOTHSL.
IMpusaruams: u npuvenerue. — M.: Mup, 2002.

Ayburua H. I1. O61man remeruxa. — M.: Hayxa, 1980.
Kumyaes N.O. Obmmas u MOAeKyAsspHas reHeTuka. — Ho-
Bocubupck: Msa-so Hosocu®b. yu-Ta, 2002.

Mure-Beuromos C. I'. I'eneTuka ¢ 0OCHOBAMHU CEACKIIUH, —
CII6.: «M3a-B0 H-A», 2010.

Kaar V. C., Kamvmuurc M. P. OcnoBsr remerukn. — M.:
Texuocdepa, 2007.

Kopoukua A. M. BeeacHue B remeruxy paspurusa. — M.
Hayxka, 1999.

Apronn b. I'ersr. — M.: Mup, 1987.
Paruep B. A. I'ereruxa, MoAekyAspHas kuOepHeTrnka: Aud-

HOCTH H 11pobAembl. — Hosocubupck: Hayka, 2002.
Cvmupuos B. I'. Iluroreneruka. — M.: Beicmas mxoaa,
1991.

Tuxomumposa M. M. l'emermueckuit amasms. A.: Vsa-Bo
AT'Y, 1990.
®oreap @., Maryabcku A. I'eneruka geaosexa. — M.: Mup,

1989, 1990. (T. 1, 2, 3. 11).

Xeapuk @. l'emernxa monyasmomit. — M.: Texnocdepa,
2003.
Ileakynos C. H. I'emermueckas mmxenepua. — Hosocu-

6upck: Cub. yuus. usa-so, 2004.
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Boab1moii caoBaps TepMuHOB

Araposza — AHHEHHBIN TOAUCAXAPUA, ITOAYIAEMBIH U3
arapa (CyXOro sKCTPaKTa U3 KPaCHBIX BOAOPOCAEIL).

AXCOH — HEHpPHUT, OCEBOHM LIMAUHAP, OTPOCTOK HEPB-
HOHI KACTKH, ITO KOTOPOMY HEPBHBEIE HUMIIYABCHI HAYT OT
TeAQ KACTKH (COMBI) K HHHEPBHPYEMBIM OPraHAM U APYIIM
HEPBHBIM KACTKAM.

Aasean — pasamgnabie (DOPMBI OAHOI'O U TOTO 7K€ T€HA,
PACIIOAOKEHHBIE B OAMHAKOBBIX YYIaCTKaX (AOKYyCax) TOMO-
AOIMTYHBEIX XPOMOCOM M OIIPEAEASFOINNE AABTEPHATUBHBIC
BAPHAHTHEl Pa3BUTHUA OAHOIO H TOIO K€ NpH3HaKa. B Am-
ITAOMAHOM OPTaHH3ME MOKET OBITh ABA OAMHAKOBBIX AAAE-
Afl OAHOTO I'€Ha, B 9TOM CAYYae OPIraHHM3M HA3BIBACTCA IO-
MO3SHIOTHBIM, HAH ABa pasHBIX, YTO IIPUBOAUT K
I€TEPO3UTOTHOMY OPraHU3MYy. Te€PMHH «AAAEAB» IIPEAAO-
xeH B. Moraucernom (1909 r.).

AAEHUH — 230THCTOE OCHOBAHUE.

AMUHOKHCAOTBI (AMIHOKAPOOHOBBIE KICAOTBI) — OP-
TaHUYECKIE COCAMHEHHSA, B MOAEKYAE KOTOPBIX OAHOBpE-
MEHHO COAEPKATCHA KAPOOKCHABHBIC I AMIHHBIC IPYIIIIEL.

AMHMONEHTE3 — HHBA3WUBHAA IIPOIIECAYPA, 3AKAFOUA-
FOITIAACA B IYHKIIMA aMHHUOTHYECKOH ODOAOYKH C IIEABIO
ITIOAYYIECHUA OKOAOIIAOAHBIX BOA AAfl IIOCACAYIOIIETO A20O-
PATOPHOTO HCCAEAOBAHUS.

AHTHTEH — AIOOasd MOAEKyAd, KOTOpas CHernUIHO
CBA3BIBACTCA C aHTHTEAOM. [lo OTHOIIEHMIO K OpraHH3MYy
AHTUTEHBI MOIYT OBITh KAaK BHEIITHETO, TAK M BHYTPEHHETO
IIPOMCXOKACHUA. XOTA BCE AHTUICHBI MOTYT CBA3BIBATHCA C
AHTUTEAAMH, HE BCE OHH MOTYT BBI3BATH MAaCCOBYIO IIPO-
AYKITHIO 9THX aHTUTEA OPraHHU3MOM, TO €CThb HMMMYHHBIH
OTBET.

47 3HaunTeABHAA YACTH CAOB BHIACACHA B TEKCTE KYPCHBOM.
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Apxén — AOMEH KHBBIX OPraHHU3MOB (IIO TPEXAOMEH-
ot cucreme Kapaa Bese mHapsaay ¢ Gakrepuamu u sykapu-
oTamn). ApXeH IPEACTABAAIOT COOOH OAHOKAETOYHBIC
MHKPOOPIaHH3MBI, HE HMEIOINHE fAPA, A TAKKE KAKHX-
AHOO MEMOPAHHBIX OPIaHEAA.

ATakcua — pPacCTPOICTBO KOOPAMHALIMH ABHKCHHIT;
BECbMa 9acTO BCTpedaroreecsd Hapyirenue moropuku. Cu-
Ad B KOHEYHOCTAX HE3HAYHUTEABHO CHIDKEHA HAN COXPaHeE-
Ha IOAHOCTBIO. ABIDKCHNS CTAHOBATCA HETOYHBIMH, HE-
AOBKHMH,  PACCTPAaHBACTCA HMX IIPEEMCTBEHHOCTb U
ITOCA€AOBATEABHOCTD, HAPYIIIEHO PAaBHOBECHE B IIOAOIKE-
HUU CTOSl U IIPU XOABOE.

Arakcua Dpuapeiixa — ayTOCOMHO-PEIIECCUBHOE
3a00ACBAHHE, XAPAKTEPHU3YIOIIEECH ACTEHEPATHBHEIM IIO-
BPEKACHIEM HEPBHOH CHCTEMBI BCACACTBHE HACAEAYEMOI
myranuu B reme FXN, xoanpyromiem OeAOK pparakcuH.
Hassanma B gects Hemenkoro Bpadya Hmkxoaayca ®puapeii-
Xa, KOTOPBIHA epBhIM ormcaa ee B 1860 roay.

ATtpe3ua — BPOMKACHHOE OTCYICTBHE HAH IIPHOOpE-
TEHHOE 3apAaIlE€HUE ECTECTBEHHBIX OTBEPCTHH M KAHAAOB B
OpraHusMe.

AaenosunTpudocdarcuarasa (AT ®D-cunTa3sa,
AT®-¢pocdoruaporasa) — rpymma GHepMEHTOB, OTHO-
CAIIUXCA K KAACCYy AHMA3, CHHTE3UPYIOIIUX aACHO3HHTPH-
docdar (ATO) u3 asenosuaaudocdara (AAP) u Heop-
raamdeckux docdaroB. ATP-cuHTa3Bl OYEHD BAKHBL AAA
KU3HEACATEABHOCTH IIOYTH BCEX OPraHU3MOB, TaK KaK
AT® orHOCHTCA K TaK HA3BIBAEMBIM MAKPOIPIMIECKUM CO-
CAMHCHHAM, IIPH IHAPOAN3E KOTOPBIX IIPOMCXOAUT OCBO-
DOKACHIE 3HAYNTEABHOIO KOAMYECTBA SHEPIUU.

Baxrepnodarn mam paru — BUPyCH, H30HpPATEAD-
HO MOpaKaroIue OaxkreprmaAbHbIC KAeTKH. Uarme Bcero
OakTeprodara pasMHOKAIOTCA BHYTPH OAKTEPHI M BBI-
3pBaroT ux Amsuc. Kak mpasuao, 6akreprodar cocrour
13 OEAKOBOI ODOAOYKHM M IE€HETHYECKOIO MaTepHasa
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OAHOIIEIIOYEYHOM HAHM ABYIIEIIOYEYHON HYKAECHHOBOM
kucaotel (AHK uan, pexxe, PHK).

BuBaréHT — B remermke — I1apa TOMOAOTHYHBIX
XPOMOCOM, CBSI3BIBAIOIIHIXCA APYT C APYTOM BO BpeMsA MEIi-
032 IIOCPEACTBOM CIIEIIHAABHOTO KOMIIAEKCA ITOCAE YABOE-
HUSA XPOMOCOM.

Bunoasapuas Aenpeccusa — OumoaapHoe pac-
CTPOICTBO, MAaHHAKAABHAA ACIIPECCHUA, MAHHAKAABHO-
AETIPECCUBHBIA IICUX03 — 3HAOICHHOE IICHXHYECKOE
3aboAeBaHMEe, KOTOPOE HPoABAfeTCA B BUAE aPEKTHBHBIX
COCTOSHUH — MAHHAKAABHBIX (HAN THIIOMAHHAKAABHBIX) 1
ACIIPECCHBHBIX, 4 HHOIAA M CMEIIAHHBIX COCTOSHHH, IpH
KOTOPBIX § OOABHOTO HAOAIOAQIOTCSA OBICTPAs CMEHA CHMII-
TOMOB MAHHH (TUITOMAHIH) U ACIIPECCHH, AUOO CHMITTOMBI
AEIIPECCHH ¥ MaHUH OAHOBPEMEHHO (HAIIPUMEp, TOCKA CO
B3BUHYCHHOCTBIO, OECIOKONCTBOM AMOO sHidpopusa ¢ 3a-
TOPMOKEHHOCTBIO — TaK HAa3bIBAEMafd HEIIPOAYKTUBHASA
MaHHA — HAU Apyrue). BosmMoKHB MHOTOOOpasHbIE BapH-
AHTBHI «CMEIIAHHBIX» COCTOAHUIM.

Buotun (Buramus H, Buramms B7, Ko epMeHT
R) — BOAOpPACTBOPHUMBII BUTAMIH IPyIITs B.

Baor-rubpuansamua — pecrpuxnud remomuoii AHK
OAHOI MAM HECKOABKUMU PECTPHKTA3AMH.

Boaesnp XantmHrrona (cmHApoMm XaHTHHITOHA,
xopesa XaHTuHrTOHAa MAM l'eHTHHITOHA) — reHermdye-
CKOe 3200A€BAHIE HEPBHOM CHCTEMBI, XaPAKTEPU3YIOIIIEecs
ITOCTEIIEHHBIM Ha49aAOM OOBbMHO B BO3pacte 30-50 Aaer.
3aboaeBanne Bo3bBacTCA ymHOMKeHHEM KopoHa CAG B
rere I'T-15. Hetlipomopdororugeckas KapTHHA XapaKTepH-
syercd arpoduet arpodueii KOpsl TOAOBHOIO MO3TA.

Bepb6aspHasa AuCIIpakcHA — HAPYILIEHHUA PEYUN y A€-
TeH Ipu OTCYTCTBHH BUAMMBIX HapymeHHI/I u HapaAI/I‘E[CI/I

FeMocl)I/mmI HAU FeMoq)I/IAI/Iﬂ (o1 Op.-cpeu. oy —
«KPOBB» U 0p.-zpey. QINMa — CAFODOBB») — HACACACTBEHHOE
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3a00AEBAHME, CBA3AHHOE C HAPYIIECHHEM KOATyAAIIUN
(TTporteccoM CBEPTHIBAHUA KPOBH).

I'enmarocniaeHOMEraAus — CHHAPOM, IIPH KOTOPOM
XaPaKTEPHU3YeTCA OAHOBPEMEHHOE YBEAHYEHHE CEAC3CHKH
M IICYCHU.

TI'ereposurora — kaeTka (MAH OPraHH3M), COAEPKA-
IIas ABa Pa3SAMYHBIX AAAEAA B KOHKPETHOM AOKYCE TOMO-
AOTHUYHBIX XPOMOCOM.

I'eTepo3uUroTHOCTE — HAAWYHE PA3HBIX AAACACH B
AUIIAOUAHOM KAETKE.
I'erepo3uroTHeIii OPraHU3M — OPTAHHU3M, HMEIO-

INUHA ABE pa3AudHBIE (DOPMBI AAHHOTO TeHa (PasHBIE aAAE-
AHM) B TOMOAOTHYHBIX XPOMOCOMAX.

I'mbpuansanma — mporiecc 0OPa3OBAHHUA HAU IIOAY-
YeHHA ITHOPHAOB, B OCHOBE KOTOPOTIO ACKUT OObEANHEHHE
IEHETUYECKOIO MATEPHAAA PA3HBIX KACTOK B OAHOM KACTKE.

I'mOpuansanma 1n situ — ruOpPUAN3ALINA HA ITHCTOAO-
IMYECKUX HAM XPOMOCOMHBIX ITperaparax.

I'mmepreaopusm — HeEHOpPMaAbHOE (YBEAHYEHHOE)
paCCTOHHI/IC MC)KAY ABYMH HapHI)IMI/I OpraHaMI/I. O6I)I‘IHO
IMEETCA B BHAY TAA3HOH IHIIEPTEAOPH3M, AASl KOTOPOTO
XaPaKTEPHO YBEAHYECHHOE PACCTOSHHE MEKAY BHYTPEHHH-
MH YIAAMH I'AQ3 H 3PAYKAMUA.

I'mneprpuxo3 — 3a00AeBaHME, IIPOABAAIOIICECA B
M30BITOYHOM POCTE BOAOC, HE CBOMCTBEHHOMY AQHHOMY
YYACTKY KOXKH, HE COOTBETCTBYIOLIEMY IIOAY H/HAM BO3-
pacry. Kannmdaeckn pasAumdgaroT BpPOKAECHHYIO (OOINyrO M
OTPAaHUYCHHYIO) U IPHOOPETECHHYIO (POPMBI THIIEPTPUXO-
3a. [IpermyIrecTBeHHO 3a00ACBAHIE KEHIIHIH.

T'unioronaansm (My>KCKOM) — IATOAOTHYECKOE CO-
CTOSIHHE, OOYCAOBAGHHOE HEAOCTATOYHON CEKpEIHel aH-
APOICHOB U/UAN HEAOCTATOUHOCTBIO TAMETOICHE3A.

I'mnomnaasusa — mOPOK pPasBUTHA, 3AKAIOYAFOIIHIICA B
HEAOPA3BUTHH 3yOa MAU €rO TKAaHEH B IEPUOA UX POpMH-
poBanus. KpaliHuMm BeIpaKEHHEM TIHMIIOIAA3UU ABAACTCH
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arAasns, BPOKACHHOE OTCYTCTBHE 3yOa, YacTH HAH BCEH
sMaAn. Yarmme BCEro TIHIIONAA3HA IIOPAKAET 9MAAB 3YOOB
(IprYeM ITOCTOAHHBEIE 3yOBI CTPAAAFOT OOABIIIE, YeM Bpe-
MCHHBIE), B OOACE THKEABIX CAyYIagX — ACHTHH. | mmormaa-
3uA 3yOOB B TOI MAM MHOU CBOeH popMe ABAAETCA AOCTA-
TOYHO PACIPOCTPAHEHHBIM 3a00AECBAHHEM U HAOAFOAACTCH
rnpumepsO v 30% Aroaeit.

I'mmocnaama — BpoOxKACHHAA aHOMAANA PA3BUTHA I10-
AOBBIX OPI'aHOB, KOTOPAs XaPaKTEPHU3YETCA HEHOPMAABHBIM
PACIIOAOKEHHEM OTBEPCTUA MOYCHCITYCKATEABHOTO KAHAAQ
(yperpnr). OTBepcTe ypeTphl IPH THITOCTIAAUN PACITOAAra-
ercsi He Ha BEPINHHE T'OAOBKH IIEHHCA, 4 HAa HIKHEH I10-
BEPXHOCTH IIEHHCAa, B OOAACTH MOIIOHKH, HMAH AQKE 34
MOIIIOHKOM.

I'mcToHBI — OOIIMPHEINA KAACC AACPHBIX OEAKOB, BBI-
ITOAHAIOIINX ABE OCHOBHBIC (DYHKITHH: OHH YYIaCTBYIOT B
ymakoske Hureir AHK B fiApe u B smureHeTmdeckoit pery-
ALY TAKAX AACPHBIX IIPOLIECCOB, KaK TPAHCKPHIIIINSA, Pe-
IIAMKAIIA B PeIapariys.

I'mcrocoBMeCTHMOCTE — COBMECTHMOCTH OPTaHOB U
TKAHEH, HAIIPUMEpP, IIPU TPAHCIAAHTAIIUA COBMECTHMAS
TKaHb HE OTTOPraeTcA OpraHusMoM pernwumuerTa. Opeae-
Aderc  crennUYECKIMU  AHTHTEHHBIMH — KOMITAEGKCAMM
HILA cucreMBl pacIIOAOMKEHHBIX HAa MEMOPAHE KACTOK.

I'A0GmHBI — cemelicTBO OEAKOB, BEpOATHEE BCETrO, 00-
AAAQIOIIUX OOIINM ITPEAKOM. Bce oHH coaepiKkatr Iernodky
u3 8 aapda-crimpasei. Apa HanOOAEE M3BECTHBIX IIPEACTA-
BUTEAS 3TOTO CEMENCTBA: MUOTAOOMH M TeMOTAODHH 00Aa-
AAFOT CIIOCOOHOCTBIO OOPATHMOM CBAI3U C KHCAOPOAOM.
beaxn atoro cemefictBa IMMPOKO PacIPOCTPAHEHBI B pas-
AMYHBIX OPraHU3Max.

I'paanenT — HapacTaHne MAN YMEHBIIICHHE IO KAKO-
My-AHOO HAIIPABACHUIO KOHIICHTPAIIUN PACTBOPEHHOTO
BEIIIECTBA.

FyaHI/{H (I'ya, Gua) — a3orucroe OCHOBaHUE.

296



Aeaeruu (o1 szam. deletio — yHHYTOMNKEHHE) — XPO-
MOCOMHBIE IIEPECTPOHKH, TP KOTOPHEIX IIPOUCXOAUT ITO-
TEPS yYaCTKA XPOMOCOMBI. AEACIHA MOMKET OBITh CACA-
CTBHEM Pa3PbIBa XPOMOCOMBI HAU PE3YABTATOM HEPABHOTO
kpoccunrosepa. [lo ITOAOKEHHIO YTEPAHHOIO y9acTKa
XPOMOCOMBI ACACITHH KAACCH(HUIUPYFOT Ha BHYTPEHHHE
(MHTEPCTUIINAABHBIE) I KOHIIEBBIE (TEPMHHAABHEIE).

AAAPTOHU3M, IIBETOBAA CACIIOTA — HACACACTBECHHAS,
peke IPHOOPETEHHAA OCOOEHHOCTh 3PEHHA YEAOBEKA U
IIPIMATOB, BBIPAKAFOIIAACA B HECIIOCOOHOCTH PAa3AMYATDH
OAMH HAH HECKOABKO IBeroB. Haspama B dects AxonHa
AaApTOHA, KOTOPBIH BIEPBEIC OIIMCAA OAUH H3 BUAOB IIBE-
TOBOI CACIIOTHI HA OCHOBAHUHN COOCTBCHHBIX OIIYIIICHHH B
1794 roay.

Ae3aMUHUPOBAHME — IIPOIIECC YAAACHHA AMHHO-
IPyII OT MOAEKYABL (DEpMEHTDI, KATAAHSHPYIOIIHE AE3-
AMHHHPOBAHUE, HA3bIBAIOT ACAMIHA3AMH.

AeHaTypamua — TEPMUH, O3HAYAIOIINNA IIOTEPFO
OEAKAMH HX €CTECTBEHHBIX CBOMCTB (PACTBOPHMOCTH, I'HA-
pPOUABHOCTH U AP.) BCAGACTBHE HAPYIICHHA IIPOCTPAH-
CIBEHHOM CTPYKIYPBI UX MOAEKYA.

AnaxkuHe3 — 3aKAIOYHTEABHAA CTaAuA IIPOdasbl re-
TEPOTUIIMYECKOIO AeAeHHA. BO BpeMs AmaknmHesa AErko
ITOACYHTBIBACTCA YUCAO XPOMOCOM.

Anaararmmonnaa kapanomuonarua (AKMIT) — 3a-
OOAECBAaHHE MHOKAPAQ, XaPAKTEPU3YIOIEECd Pa3sBHTHEM
AMAQTaiH (PACTAKEHUA) ITOAOCTEH CEPAIld, C BO3ZHHUKHO-
BEHHEM CHCTOAMYECKOH AHC(YHKINU, HO O3 YBEAHMYCHUA
TOAIIMHBI CTEHOK.

AoT-rubpuAn3anua — THOPUAU3AINA C MEYCHBIM
AHK 3onaom npemaparos AHK nan PHK, nanecennsix B
BHAC KAIIAM HA TBEPABIM MATPHKC oe3 IIPEABAPUTEABHOI
pecrpukinn 1 s3AeKTpodopesa.
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M 30X0pBI — y9aCcTKU T€HOMOB PAa3AMYHBIX IO TAKCO-
HOMHYECKOMY IIOAOKEHUIO OPraHH3MOB, XaPaKTECPH3YIO-
IIIHECA CXOAHBIM HYKACOTHAHBIM COCTaBOM.

HNuOpeansle AmHUM (UuCTBle AMHUM (Y BBICIIHX
OPraHU3MOB); YHUCTBIE KyABTYPBI, IITAMMBI X1 KAOHBI Y
MHKPOOPraHU3MOB) —  OIPAHUYCHHAS  COBOKYIIHOCTD
HACAEACTBEHHO OAHOPOAHBIX OPTaHHU3MOB, IIPOUCXOAAIINX
OT OAHOT'O OOIIIErO IIPEAKA.

HuBepcua — n3MeHEHHE CTPYKTYPBI XPOMOCOMBI, BbI-
3BaHHOE ITOBOpOTOM Ha 180° OAHOrO M3 BHYTPCHHHX ce
Y9aCTKOB.

Hucepnua — THII XPOMOCOMHON IIEPECTPOHKH, 3a-
KAIOYAFOIIUICSA B IIOABACHHUU BCTABKH B KaKOM-AHOO
VYIaCTKE HYKACOTHAHOM ITOCACAOBATEABHOCTH.

HaTepKasanma — oOpaTuMOE BKAIOUEHHE MOAEKYABI
AN rpyHHbI MC)KAy AP}TFI/IMI/I MOACKYAQ.MI/I nAn prHHaMI/I.

Huarpon — yuactoxk AHK, koTopsiil fiBAsieTCS 9aCTHIO
I'€Ha, HO HE COACPKHUT MH(MOPMAIINN O IOCACAOBATEABHO-
CTH AMUHOKHCAOT OEAKA.

Kapnoaemma (caryolemma, xapuorexa, HYKA€O-
MeMOpaHa, SA€pHAA MeMOpaHa, AAepHaA 000A0UKa) —
000AOYKA, OTTPAHUYHBAIOIIAN COACPKHUMOE KAETOYHOIO
AAPa OT OKpPY/KAIOINEH €ro IINTOIIAa3MBI; COCTOHT U3
HAPYAKHOTO U BHYTPEHHETO AHMCTKOB, PA3ACACHHBIX IIE€PH-
HYKACAPHBIM IIPOCTPAHCTBOM.

Kuneroxop — 06eAkoBas CTPYKTypa Ha XpPOMOCOME, K
KOTOPOI KpEIATCA BOAOKHA BEPETEHA ACACHHUSA BO Bpemd
AeAeHHA KAETKH. KHMHETOXOPB HIparoT BaKHEHIIYIO POAb
IIPU CETPETaiuy XPOMOCOM AAfA ITOCAEAVIOIIEIO Pa3ACAE-
HUA POAUTEABCKON KACTKH Ha ABE AOYEPHHUE.

KoBasenTHAas CBA3B (ATOMHAsA CBA3b, TOMEOIIOAAPHAA
CBA3B) — XHMHYECKaA CBA3b, OOPA30BAHHAA IIEPEKPBITHEM
(0OOOIIIECTBACHIEM) ITAPBI BAACHTHBIX 9ACKTPOHHBIX OOAQ-
koB. O0ecreunBaroIIe CBA3b IACKTPOHHBIE OOAAKa (DACK-
TPOHBI) HA3BIBAFOTCA ooITeit SAEKTPOHHOM ITapOIi.
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KoadH (xoAupyrommmii TPHHYKAE€OTHA) — CAMHUIIA
I€HETHYIECKOTO KOAQ, TPOHKA HYKACOTHAHBIX OCTaTKOB
(rpuniaer) 3 AHK wmanm PHK, o0praro koawmpyrormux
BKAFOYEHHE OAHOH aMHHOKHCAOTHL [locaeaoBaTeApHOCTB
KOAOHOB B T€HE OIIPEACAAET ITOCAEAOBATEABHOCTb AMHHO-
KHCAOT B IIOAUIICIITHAHOMN ITEITH OEAKA, KOAUPYEMOI'O STHM
IE€HOM.

KoaroGoma — asedpexr B 000AOUKax raaza mprodpe-
TEHHBIH UAU BPOKACHHBIN (T€HOTUITHYIECKIN).

KomraemeHnTapHOCTE (B XHMUHM, MOAECKYAAPHOI
GMOAOTHIM M T€HETHKE) — B3aHMHOE COOTBETCTBHE MO-
ACKYA OHOIIOAMMEPOB HAH HUX (PPArMEHTOB, OOECIICYHBA-
foree 0OpasOBaHHUE CBA3CH MEMKAY IIPOCTPAHCTBEHHO B3a-
HMOAOITOAHAIOIIUME (KOMIIAEMEHTAPHBIMU) (pparMeHTaMu
MOAEKYA HMAM HX CIPYKTYPHBIX (DPArMEHTOB BCAEACTBHE
CYIIPAMOAEKYAAPHBIX B3aHMOACHCTBHI.

Kowwrorammsa (ot .zaz. conjugatio — COCAHMHEHHE) —
ITPOIIECC TOYHOIO M TECHOI'O COAFIKEHHA TOMOAOTHYHBIX
XPOMOCOM.

KopaormeHTes — MeTOA MOAyYeHHA KOPAOBOM (IIyIIO-
BUHHOM KPOBH) ITAOAA AASl AAABHEHIIIETO HCCACAOBAHUS.

Aunsar — cycruensus ¢HaroBeIX YacTHI[ B OOAOMKOB
OaKTEPHAABHBIX KAETOK, OOPA3yIOIaAca B Pe3yAbTaTe pas-
PyILIEHUA KACTOK B Iporecce haroBoi nH(EKIIm

A}OTeI/IHI/ISI/I'py}omm‘/'I ropmoH (AI', Aroreorponus,
AFOTPOINMH) — IIEITHAHBIA I'OPMOH, CEKPETHPYEMBIH TO-
HAAOTPOITHBIMH KACTKAMU II€peAHEH AoAam rumodmusa. He-
OOXOAUM AAfl HOPMAABHOI PaOOTHI PEIPOAYKTUBHOIT CH-
creMel. B KeHCKOM oOpraHmsMe CTHMYAHPYET CEKPEITHEO
AMYHUKAMH 3CTPOTE€HOB, a IINKOBOE IIOBBIIIICHHIE €I0 YPOB-
HA I/IHI/IL[I/II/IPYCT OBYAHHI/IIO.

Martpukc — CTPyKTypa TKaHH.

MeraGoAnThI — IIPOAYKTBI METAOOAM3MA KAKHX-AHOO
COEAMTHEHU.
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MeTI/IAI/fPOBaHI/Ie — BBEGACHHE B OPraHUYECKHE CO-
eanHeHnsA MeTHABHOI rpymisl — CH3 Bmecto atoma BO-
AOPOAQ, METAAAA AU IaAOT€HA. MeTHANPOBAHHE B TEPMH-
HAABHOM  ITOAOKEHHH  IIPHBOAUT K  YAAMHEHHIO
YTAEPOAHOM IIEITH B MOAEKYAE Ha 1 aTom.

MeTab0AOMHKA — HAyIHOE H3YICHHE XUMHYCCKUX
IIPOIIECCOB, B KOTOPBIE BOBACYEHBI METAOOAUTHL.

MuacreHusa — ayTOMMMYHHOE — HEPBHO-MBIIIICYHOE
3a00ACBAHME,  XaPAKTEPU3YIOIIEECA  ITATOAOIMYECKOH,
OBICTPOI YTOMAAEMOCTBIO IIOIIEPEIHOIIOAOCATBIX MBIIIIIL.

MuomaTnsa —  XpOHHYECKHE  IIPOIPECCHPYIOIINE
HACACACTBEHHBIEC HEPBHO-MBIIIICYHbBIC 3a00ACBAHMA, XapaK-
TEPU3YFOIHECS ITIEPBIYHBIM ITOPAKEHUEM MBIITIIT,

MuroxoHApUAaABHBIE 0OA€3HM (LIUTONATHH) — Ie-
TEpOre€HHAsA TIPYIIa CHCTEMHBIX PaCCTPONUCTB, OOYCAOB-
AE€HHBIX MYTAITUAMH MHTOXOHAPHAABHOTO HAU SAEPHOTO
I€HOMa, KOTOPBIE IOPAKAIOT IIPEHMYIIECTBEHHO MBIIIICY-
HYIO, HCpBHyIO n HCpBHO—MI)II_HC"IHyIO CHCTEMBI.

MyxoBucua63 (KuCTO3HBIN (PuOpPO3) — cucrem-
HOE HACACACTBEHHOE 3200AEBAaHME, OOYCAOBACHHOE MyTa-
nyeil reHa TPAaHCMEMOPAHHOIO PEryAfTOpa MYKOBHCIIHAO-
32 M XapaKTEPHU3YIOIEecs IOPAKEHUEM KEAE3 BHEIIHEH
CCKPCHI/II/I, TAKCABIMU HapyH_ICHI/IHMI/I (byHI(L[I/II;‘I OpraHOB
ABIXAHUSA U KEAYAOTHO-KHIIIETHOTO TPAKTA.

Msenmeunaa Auctpodma AFOIMIEHHA —  HACACA-
CTBEHHAA IIPOIPECCHPYIOIIASs MBIIIIeYHasd AuCTpodus, xa-
PAKTEPHU3YIOIIAACA HAYAAOM B PAHHEM BO3PACTE, CHUMMET-
pu4HOIl arpodprell MBI B COYETAHUH C CEPACIHO-
COCYAHCTBIMH, KOCTHO-CYCTABHBIMH M IICHXHYECKHMU
HapyLHCHI/IHMI/I, 3AOKAYE€CTBECHHBIM TCYCHHUEM.

HeitiponaTueit — nopaxeHnne HEPBOB HE3ABUCHMO OT
3THOAOTHH.

Hucrarm — HenpousBoAbHBIE KOAEOATEABHBIE ABH-
JKEHHA TAA3 BBICOKOM YaCTOTHI (AO HECKOABKHX COTEH B

MHUHYTY).
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Hurpo3soMeTnAMOY€BUHA — CHHTETHYECKOE IIPOTH-
BOOIIYXOAEBOE CPEACTBO, ODAAAAIOIIIEE BHICOKOH MYyTAr€H-
HOM aKTUBHOCTBIO.

HyxaeoTua — cAOKHAsA XUMHUYECKas TIPyIIa, BCTPeE-
YAIOIAfACA B €CTECTBEHHOM COCTOSHUH, COACP/KUT a30TH-
CTOE OCHOBAHME, COEAMHEHHOE C caxapoMm, 1 HocdOpHYIO
KHCAOTY. HyKACOTHABI ABAAIOTCA CTPOHTEABHBIM MaTepHa-
AoMm Aast AHK i PHK. B MoAekyAax HYKACHHOBBEIX KICAOT
HYKACOTHABI COEAMHEHBI TIOCPEACTBOM CBA3EH MEKAY Caxa-
pom u docdaTHBIMU IPYIIIIAMU.

Omnxorenes — IpoIecc IIPEBPAINEHUA HOPMAABHBIX
KACTOK, TKAaHEH B OIyXOAeBble. BkArouaer paA mpeaomyxo-
AEBBIX CTaAMI M 3aBEPIINAETCHA OIYXOAEBOU TpaHcdopMma-
ITHEH.

Omnyxoas Buasmca (HeppobGaacTMa) — BBICOKO3AO-
KaYECTBCHHAS SMOPHOHAABHASA OIIYXOAb, IIPOUCXOASAIIAA U3
Pa3BUBAIOIINXCA TKAHEH ITOYEK.

OormT — KeHCKasA ITOAOBAS KACTKA B IIEPHOA €€ POCTa
B AUYHUKE.

OTockaepo3 — 3a00AEBAHHE, CBA3AHHOE C ITATOAOTH-
YECKUM POCTOM KOCTH B CPEAHEM yX€ U CIIOCOOHOE ITpUBE-
CTH K 3HAYUTEABHOMY VXVAILICHUIO U AQJKE ITOTEPE CAYXa.

ITapoxcu3maspHaa MwuoOIAeruA (HACACACTBEHHBIE
MAPOKCHU3MAABHBIE MUOIIAETHU) — IpyIlia 3a0O0AEBa-
HHUH, OObEAMHEHHBIX KAHMHHYECKUM CHHAPOMOM BHE3aII-
HBIX IPHUCTYIIOB MBIIIICIHOH CAAOOCTH.

ITerrrupHas CBA3L — BUA AMUAHOU CBS3M, BO3HHMKA-
IOITEH ITPU OOPAa3OBAHUH OCAKOB U IICIITHAOB.

ITpaiimep — kopOTKHI (PparMEeHT HYKACHHOBOM KHC-
AoTB (OAmronykaeornp), kommaemerntapuasiii AHK- man
PHK-muImeHn, CAyKHT 3aTPaBKOM AAA CHHTE32 KOMIIAE-
meHTapHOI Ienmu ¢ momornpio AHK-moaumepassr (mpu
pemankarnmu AHK).

ITpo6aHA — HHAUBHAYYM, IIOMEIIIEHHBIH B OCHOBAHUE
BBICTPANBAEMOTO TEHEAAOTHYECKOIO APEBA.
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IToaarpa — rereporeHHOE IIO IIPOUCXOMKACHHIO 3200-
AEBAHIE, KOTOPOE XaPAKTEPU3YETCHA OTAOKEHIEM B PAa3AMY-
HBIX TKAHAX OPraHH3Ma KPHCTAAAOB ypaTtoB B hopme Mode-
BOM KHCAOTHL B OCHOBE BO3HHKHOBEHUS AEKHT HAKOIIACHHUE
MOYEBOH KHCAOTBI U YMEHBIIICHHUE €€ BBIBEACHUA ITOYKAMHU,
YTO IPUBOAHUT K IIOBBIIICHUIO KOHIICHTPAITHH ITOCACAHEH B
kpoBu. KanHmdgeckn 1moaarpa IpOSBAAETCA PEIMAUBHPYIO-
IIIM OCTPBIM APTPUTOM U OOPA3OBAHHEM ITOAATPUYECKHX
y3A0B — TOdycoB. Yarre 3a00AeBaHUE BCTPEYACTCA Y MYK-
YHH, OAHAKO B ITOCACAHEE BPEMfA BO3PACTAET PacCHpOCTpa-
HEHHOCTb 3200AEBAHUA CPEAH JKECHIIHH, C BO3PACTOM pac-
IIPOCTPAHEHHOCTD ITOAAIPHI yBeAmdHBacTCA. AAA AedeHMA
HCIOAB3YFOTCH IIPEITAPATEl, BO3ACHCTBYIOIINE HA IIATOICHE-
THYECKHI MEXAaHH3M 3a00AEBAHMA, 2 TAKKE ITPEITapaThl AAA
CHMITTOMATHYIECKOIO ACUCHUSL.

IToaapHOe TeAblle (HAIIPABUTEABHOE TEABIE) —
obpasyercsl B IIPOLIECCE OOTEHE3A B PE3YABTATE IIEPBOIO U
BTOpPOro Merormdeckoro AeaeHus. [loasproe Teao mmeer
FaIIAOMAHEII HaOOp XpoMocoM. Flcrmoabsyercss B TEXHOAO-
I'MH UCKYCCTBEHHOTO omnAoAotBopenusa (DKO), kak mare-
pHaA AASl AHAAH3A IIOTEHIIUNAABHOIO KAYeCTBA ANIIEKACTKH.

ITpomoTop — B IEHETHKE 3TO IIOCACAOBATEABHOCTDH
nykaeotuAoB AHK, ysmaBaemas PHK-moammepasoit kax
CTApTOBaf ITAOINAAKA AASl HAYaAd CHEOU(DUICCKON, HAN
OCMBICACHHOM, TPAHCKPHIIITUH.

ITponykaeychl (IIPEAIIECTBEHHHKU fAAPA) — Tall-
AOHAHBIE IAPA I'AMET B COCTABE 3UTOTHI (TAIIAOMAHBIE AAPA
3HUTOTBI).

PaanoaBTorpadmsa — MeTOA HCCACAOBAHHA, OCHO-
BaHHBIN HA BBEACHHUU B MCCACAYEMBIN OOBEKT COCAMHEHNH,
MEYEHOIO PAAHOAKTUBHBIM aTOMOM M BBIABACHHH MECTa
ero BKAIOYEHHA myTeM (POTOrpaddUYUecKON PEerucTparum
HU3AYYICHUSL.
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Pecrpuxrasza (restriction endonuclease) — oOakre-
praAbHbI epmenT, paciienasromuii moaekyay AHK B
cTporo crennUIHbIX CaiTax.

Pecrpukimmonssii aHaau3 (restriction analysis) [zazz.
restrictio — orpanmueHune; cpey. analysis — passokeHHE,
pacYACHEHHE| — YCTAHOBACHHE MECT PACIIEIACHUA KOH-
KPETHOM HYKACOTHAHOIT mocaeaoBateapHocTa AHK.

Pecrpuxima — paspes nenouxn AHK, ocyrectase-
MBIH CIIEIIHAABHBIM (DEPMEHTOM (PECTPHKTA3O0I).

Pe’I‘pOBI/{pyCBI— cemerictBo PHK-coaepamux su-
PYCOB, 3apaKarOIINUX IIPEUMYIIECTBEHHO ITO3BOHOYHBIX.
HanboAee u3BecTHBIN M aKTUBHO H3YYAEMBIH IIPEACTABH-
TEAb — BUPYC UMMYHOAC(HUITUTA YEAOBEKA.

PernHOOAACTOMA — 3AOKAYECTBEHHAS OIIYXOAB CET-
YaTKM I'AA3a.

PerporpaHcrio3onsl  (MOOMABHBIE TI'€HETHYECKHE
JA€MEHTBI MEPBOrO THIIA, WAM TPAHCIIO30HBI, IIEpeMe-
marorrueca yepes PHK maTepmeanaTsr) — o710 reneru-
YECKHE SACMEHTBI, KOTOPBIE MOIYT CAMOBOCIIPOH3BOAUTHCS B
IeHOME M ABAAIOTCA BesAecylumu  komrroHeHTamn AHK
MHOIHX 3YKAPHOTHYIECKIX OPraHU3MOB.

Pu6o3a — MOHOCAXapHUA H3 IPYIIIBI IIEHTO3, OECIIBET-
HbIE KPHUCTAAABL, ACTKO PACTBOPHUMBIE B BOAE U HMEIOIITHE
CAQAKHI BKYC.

Pru6ocoéma — BaxHEHIIHH HeMEMOPAHHBIA OPraHOMA
JKUBOI KACTKH C(PEPUYECKON HAHU CAETKA JAAHIICOMAHOI
dopmer, amamerpom ot 15-20 HaHOMETPOB (IIPOKAPHUOTHI)
AO 25-30 HaHOMETPOB (3YKAPHUOTHI), COCTOAIINN U3 OOAB-
ITOH M MaAOH CyOBEAHHHUII. PHOOCOMBI CAyKaT AAfL OHO-
CHHTE32 OEAKA U3 AMHHOKHCAOT II0 3aAAHHOH MaTpHIIEC Ha
OCHOBE TEHETHYECKOH HHQOPMAIUH, IIPEAOCTABAAEMOI
marpuunoii PHK, man MPHK. Dror mporecc HaseBaercs
TPAHCAAIIICH.

Caiiaencep — mocaepoBareapHocts AHK, ¢ koropoit
CBA3BIBAIOTCA OEAKH-PEIPEcCcOPE! ((DaKTOPBI TPAHCKPHUIILIIH).
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CasasbBaHIE OEAKOB-PEIIPECCOPOB € CAHACHCEPAMH IIPUBO-
AUT K IIOHIDKCHHIO AU K IIOAHOMY ITOAABACHHIO CHHTE3a
PHK depmenrom AHK-3aBrcumort PHK-ioanvepasori.
Caiit — yuactox moaexkyasr AHK, Geaka u 1. 11.
CeanMeHTAIINA (OCAXKAEHHE) — OCCAAHHE YACTHI]
AHCIIEPCHOH (DasBl B KUAKOCTH HAH T'a3€ IIOA ACHCTBHEM
IPaBUTAIIMOHHOTO IIOAfl MAM IEHTPOOEKHBIX cuA. CKo-
POCTh CEAMMEHTAITHH 3aBHCHT OT MACChI, pasmepa, (POPMEI
M TTAOTHOCTH BEIIECTBA YACTHUIIBI, BA3KOCTA U ITAOTHOCTH
CPEABL, 4 TAK/KE OT YCKOPEHHSA, CHABI THKECTH M ACHCTBY-
FOITTUX HA YACTUIIBI IEHTPOOEKHBIX CHA.
CexBennpoBanue OuoroanmepoB (0EAKOB M HyK-
AenHOBBIX Kucaor — AHK n PHK) — onpeaeaenne nx
AMHUHOKHCAOTHOII AN HYKACOTHAHOM IIOCACAOBATEABHO-
crr (OT Aar. sequentum — IIOCAEAOBATEABHOCTB). B pe-
3YABTATE CEKBEHHPOBAHUA ITOAYIAIOT (POPMAABHOE OIIHCA-
HHUE IIEPBUYHOH CIPYKTIYPHI AMHEHMHOM MAKPOMOAEKYABI B
BHAC ITOCACAOBATEABHOCTH MOHOMEPOB B TEKCTOBOM BHAE.
CepriOBUAHOKAETOYHAA AHEMHA — HACACACTBCHHAA
IeMOIAOOHMHOIIATHSA, CBA3AHHAS C TAKUM HAPYILICHHEM CTPOE-
HpA OeAKa TeMOTAOOMHA, IIPH KOTOPOM OH IIPHOOpPETacT
0c000€ KPHUCTAAAMYECKOE CTPOCHUE — TAK HAa3bIBACMBIN Ie-
MOTAOOHH S. DPUTPOIUTEI, HECYIIUE IEMOIAOOUH S BMECTO
HOPMAABHOIO TEMOTAOOHHA A, IIOA MHKPOCKOIIOM HMEIOT
XapaKkTepHyIO ceproodpasayro dopmy (dbopmy cepma), 3a
910 912 POpPMA IeMOTAOOMHOIATUN U IIOAYIHAQ HA3BAHHUE
CEPITOBUAHOKACTOYHON aHEMUH. ODPUTPONUTEI, HECYIIUE
TEMOTAODUH S, ODAAAAFOT TTOHMKEHHOM CTOMKOCTBIO U I10-
HITKEHHON KHCAOPOA-TPAHCIIOPTUPYIOIIEH CIIOCOOHOCTBIO,
ITO3TOMY § OOABHBIX C CEPIIOBHAHOKACTOYHON aHEMUEH IIO-
BBIIIICHO Pa3pyIIEHUE IPUTPOIINTOB B CEAE3EHKE, YKOPOYEH
CPOK HX 7KHU3HH, ITOBBIITIEH I'€MOAN3 U YaCTO MMEFOTCH ITPH-
3HAKH XPOHUYECKOI TIMITOKCHU (KHCAOPOAHOI HEAOCTATOY-
HOCTH) AU XPOHHYECKOTO «IIEPEPASAPAKEHIMD) IPHTPOLIN-
TAPHOIO POCTKA KOCTHOI'O MO3I4.
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CHHAAKTHAMA — BPOXKACHHEI IIOPOK, TICHHASA
HACACACTBEHHAS DOAE3HbB, IPOABAAIOIIAACA B IIOAHOM HAH
HEIIOAHOM CpAIIMBAHUH IIAABIICB KUCTH/CTOIBI B PE3yAb-
TAaTe HE HACTYIHBIIEIO HX PA3bEAHMHCHHA B IIPOILIECCE M-
OopuonasbHOTO passuTHA. [lepeaaercsa mo X-creraeHHOMY
HACACAOBAHHIO KaK AOMHHAHTHBIA IpusHak. Berpewaercs
OAMHAKOBO YaCTO Y MYAKUNH U KEHIIIHH.

Cunapom (6oaesnp) Mapdana —  ayrocomHO-
AOMHHAHTHOE 3200ACBAHHE N3 IPYIIIBI HACACACTBCHHBIX
ITATOAOTHH COCAMHHTEABHON TKaHH. CHHAPOM BEI3BAH My-
TAIUAMH I'eHOB. 3a00AEBAHUE XAPAKTCPUIYETCA PASAMIHON
IIEHETPAHTHOCTBIO U SKCIIPECCUBHOCTBIO.

Cunaapom AapriopTa (HACA€ACTBEHHEIN HePpHUT) —
HACAEGACTBEHHOE 3200AEBAHME, IIPU KOTOPOM (DYHKIIHA
IIOYCK CHIDKCHA, B MOYE IIPHCYICTBYET KPOBb; CHHAPOM
HHOTAQ COIIPOBOMKAAETCA TAYXOTOH 1 ITOPAKEHIEM I'AA3.

Cuapapom OabGpaiita — 3a200A€BaHIE, XAPAKTEPH3YIO-
Ieecs TPHAAOH IIPHU3HAKOB: (PUOPO3HAA OCTECOAUCIIAAZHA,
OYary KO;KHOMW THIIEPIINTMEHTAIINN U IPEKAECBPEMEHHOE 110~
AOBOE CO3pPEBaHME. JHAYUTEABHO YAIlE BCTPEIACTCH Y IKEH-
muH. DOtHoAorus cuHApoMa OAOpaiiTa HeHM3BECTHA; IIPEATIO-
AQrarOT HEBPOTECHHBIE BAUAHMA 1 SHAOKPHHHBIE CABHITL.

Cunapom KaaiindeabTepa — renerudeckoe 3a00Ae-
Bapme. KAuHHYeCKad KapTHHA CHHAPOMAa OIIHMCAHA B
1942 roay B paborax I'appu Kaartndeabrepa n ®Pyasepa
OnOpaiita. 'enerndaeckoir 0COOEHHOCTBIO 3TOIO CHHAPO-
Ma ABAAETCA PasHOOOpA3Me IUTOICHETUIECKUX BAPHAHTOB
1 UX COYETaHUI (MO3AUITU3M).

Cunapom Ilepemésckoro-Tépuepa — xpomMocoMHas
OOAE3HD, COIPOBOMKAAFOIIAACH XAPAKTEPHBIMA AHOMAAUAMI
dusmdgecKoro pasBUTHA, HU3KOPOCAOCTBIO U IIOAOBBIM HH-
darrurnzmom. Morocomus mo X-xpomocome (XO).

Cunapom 7Kaxob — mporpeccupyrorree AucTpodu-
YecKoe 3a00AECBAHHE KOPBI OOABIIOrO MO3Ta, Oa3aAbHBIX
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TaHTAHEB U CIIHHHOIO Mo3ra. Cdamraercs OCHOBHBIM IIPO-
ABACHHEM I'yO4aToIl sHIleparOnaTHH (IIPHOHHAA OOAE3HB).

CuappoM TpHuIA0-X — HACAGACTBEHHOE HAapYIIICHHE,
00YCAOBACHHOE HAAMYHEM AOIIOAHUTEABHOIH X XPOMOCOMBL

Cunapom Aayna (Tpucommua mo xpomocome 21) —
OAHA U3 (POPM I'€HOMHON ITATOAOTHH, IIPH KOTOPON dYarre
BCEIO KAPHOTHUII ITPEACTaBACH 47 XPOMOCOMAMH BMECTO
HOPMAABHBIX 40, ITOCKOABKY XPOMOCOMEI 21-If mapeI, BMe-
CTO HOPMAABHBIX ABYX, IIPEACTABACHBI TPEMS KOIIIAMH.

Cunapom HpéAepa-BM— PEAKOE HACAEACTBEH-
HOE 3200AEBAaHUE, IIPUYUHON KOTOPOTO ABAAETCH OTCYT-
CTBHE OTIIOBCKOM KOIIMH yd9acTKa Xpomocomsl 15q11-13.
B stom ygacTke xpomMocoMer 15 HaXOAATCA TEHBI, B PETyAsi-
IIMM  KOTOPBIX 3aACHCTBOBAH TCHOMHBIM HMIIPUHTHHI.
BoapmmHCTBO CcAy9IaeB ABAACTCA CIIOPAAMYECKAMH, AAA
PEAKHX OITHCAHHBIX CEMEHHBIX CAYYa€B XapPaKTEPHO He-
MEHACAEBCKOE HACACAOBAHIE.

Cunapom ITaray (rpucomma 13) — xpomocomHOe
3a00AEBAHHE YEAOBEKA, KOTOPOE XapaKTEPU3YETCA HAAU-
Y1eM B KAETKaX AOITOAHHTEABHOI XPOMOCOMEI 13.

Cunapom DaBapaca (cuHApOM Tpucomuu 18) —
XPOMOCOMHOE 3200AEBAHHE, XAPAKTEPUZYETCA KOMIIAEKCOM
MHO?KECTBEHHEIX ITOPOKOB Pa3BUTHA M TPHUCOMHEH 18 xpo-
mMocomsl. Onmcat B 1960 roay AsxoHOM DABapACOM.

CuHApoM DHreAbMaHa — TCHETHYCCKAS AHOMAAHIL
AAf HETO XapaKTEpPHBI 3aACPIKKA IICHXHYIECKOIO Pa3BUTHA,
HAPYIIEHUA CHA, IPHUIIAAKH, XAOTHYECKHE ABIKEHHA (OCO-
OCHHO PYK), 9aCTBI cMeX HAM YABIOKH. [lpu cummapome
DHreAbMaHa OTCYTCTBYIOT HEKOTOPbIE IeHBI M3 15-If Xpo-
MOCOMSBI (B OOABIIIMHCTBE CAYYACB — YACTHIHAS ACACITHSA
AuOO Apyras myrtamua 15 xpomocomer). Ilpu cuaapOome
DHreAbMaHa CTPAAACT MATEPHHCKAS XPOMOCOMA.

CaoT-rubpuansanua — TUOPUAHU3AINA C OYMINECH-
aeiMm AHK 3omA0OM.
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Comarmueckue KACTKH — (0p.-zped. 6OUA — TEAO) —
KACTKH, COCTABASFOIIIHE TEAO (COMY) MHOTOKAETOYHBIX Op-
IAaHU3MOB M HE IPUHHUMAIOIIHE YIaCTHSA B IIOAOBOM pas-
MHOKeHHH. Takum oOpasom, 9TO BCe KACTKH, KPOME IaMerT.

Cnepmnii — (OT criepma), TalTAOMAHAA MYAKCKasA ITIOAO-
Bafg KAETKa; TO 7K€, YTO CIEPMATO30WA. besxryrmkosas
MYZKCKasfl IIOAOBasg KACTKA § CEMEHHBIX PACTEHHUI; aKTHBHO
HE ABHUTACTCH.

Crexnomérpua — cucremMa 3aKOHOB, IIPaBHA U Tep-
MHHOB, OOOCHOBBIBAIOIINX PACYETHI COCTaBa BEIIECTB U
KOAMYECTBEHHBIX COOTHOIIEHHH MEKAYy Maccamu (0Obe-
MaMH AAfl TA30B) BEIIECTB B XUMHYeCKHX peakruax. Cre-
XHOMETPHA BKAFOYAET HAXOKACHHE XHMHIYECKUX (DOPMYA,
COCTABACHHE YPABHCHHH XHUMHYECKIX PEAKIIHI, PACYCTEHI,
IIPUMEHACMBIC B IIPEHAPATHBHON XHMHH M XUMHYECKOM
aHaAm3e

Crurmel Au33MOpHOreHe3a — OTKAOHCHHSA B aHATO-
MHYECKOM CTPOEHHH OPTaHa, HE BBI3BIBAIOININE 3HAYNMBIX
HAPYIIEHUH ero (PyHKIIHIH.

CymnpéccopHasa MyTAIAA — MyTALHsA, BOCCTAHABAM-
BaroInas AMKHH (PEHOTHII (M3MEHEHHBIH IIPEAIIECTBYIO-
el Myrarpei) 0e3 BOCCTAHOBACHHSA HMCXOAHOIO I'€HOTH-
ma. OTHM CyIPECCOPHBIE MYTAIIMH OTAHYAIOTCA  OT
OOpATHBIX MYTAILINN, KOTOPBIE TOYHO BOCCTAHABAHUBAIOT
HMCXOAHBIH T€HOTHIL.

TeAekaHT — AATEPAABHOE CMEINEHUE BHYTPEHHETO
YTAQ TAA3.

TepmuHanusa TPaAaHCKPUIILUH Y YKAPUOT — paspe-
sanne PHK, mmocae wero k ee 3' koHIty depmenT A00aBAsET
HECKOABKO aAeHHHOB (...AAAA), OT 94uCAQ KOTOPHIX 3aBU-
CHT CTAOMABHOCTb AAHHOTO TpaHCKpuIrta. Msydena mano.

TuUMHH — OAHO M3 a30THCTBIX OCHOBAHHII.

TpaHCAOKALMA — THII XPOMOCOMHBIX MYTALIHMH, IIPH
KOTOPBIX IPOHUCXOAHUT IIEPEHOC y9YacTKAa XPOMOCOMBI Ha
HETOMOAOTHYHYIO ~ XpOMOCOMY. OTAEABHO — BBIACASIFOT
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PEIUIIPOKHBIE TPAHCAOKAIIUN, IIPU KOTOPBIX IIPOUCXOAHT
B3aUMHBIII OOMEH YYIaCTKAMH MEKAY Xpomocomamu, u Po-
OEPTCOHOBCKHE TPAHCAOKAIIUU, UAHM IEHTPUYECKUE CAMA-
HUA, IIPA KOTOPBIX IIPOHCXOAHUT CAHAHNE aKPOIIEHTpPHYE-
CKHX XPOMOCOM C IIOAHOH HAM 4YACTUYHOM yIPATOH
MaTepuard KOPOTKUX IA€Y. TPaHCAOKAITHH, TaK K€, KaK U
APYTHE XPOMOCOMHBIE IIEPECTPOMKH, UIPAIOT POAb B BH-
AOOOPA30BAaHUN, B OHKOAOTHYECKHX U  BPOKAECHHBIX
HACACACTBEHHBIX 3a00ACBAHMUIAX.

Ypuaun (ypamuApubOO3HA) — HYKACO3HA, COCTOSA-
MU U3 OCTATKOB IIHPUMUAMHOBOIO OCHOBAHHUA YPAITHAA K
pubo3br. OOHAPYKEH BO BCEX KUBBIX KAETKAX B COCTaBE
PHK.

®asrénueBsl TPyObI (MAaTOYHBIE TPYOBI MAM Alile-
BOABI) — ITAPHBII pr6anbeI OpPTaH, COCAMHAIONINI I10-
AOCTb MATKH C OPIOIIHOMN IOAOCTBIO. HasBauer o nmenn
nranpgHckoro amatoma XVI Bexa ['abpmoas Passorms,
BIIEPBBIC OITMCABIIIETO UX.

(I)eHI/IAKeTOHypI/I'}I — (dbeHBAIIHPOBUHOIPAAHAA OAH-
rodpeHns) — HACAGACTBEHHOE 3a00AEBAHHE  IPYIIIEI
depmenTOIIATHI, CBA3AHHOE C HAPYIIEHHEM META0OAU3MA
AMUHOKHCAOT, TAaBHBIM 00pasoM (permaaranuna. Compo-
BOKAQCTCH HAKOIIACHHEM (DEHHAAAAHUHA M €rO TOKCHYE-
CKHX IIPOAYKTOB, YTO IIPUBOAHUT K THKEAOMY ITOPAKEHUIO
LTHC, mposBasroriemycs, B 9aCTHOCTH, B BUAE HAPYIIICHUA
YMCTBEHHOTO Pa3BUTHAL

DepMEHTBI, UAU OH3HMMBI — OBBIYHO GEAKOBEIC MO-
AekyAbl nAu MoAekyAbl PHK (pubosumbr) manm mx kom-
IIAEKCHI, yCKOpAromue (KaTAaAH3HPYIOINNE) XHMHYECKHE
PEAKITNH B ’KUBBIX CHCTEMAX.

PubGpoOAACTBI — KACTKH COCAMHUTEABHON TKAHH Op-
raHU3Ma, CHHTE3UPYIOIINE BHEKACTOUHBIA MATPHUKC.

®unrepnpuHT — cuAtre orredarkos AHK.

®ayopoxpoM, hayopodop — dAyopecHupyroumii

KpaCI/ITCAI), HpI/IpOAHOC HUAHN CHHTCTHYICCKOC COCAHMHCHIC,
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KOTOPOE IIOCAE OOAYYEHHUA YABTPA(PHOAECTOBEIMH HMAH CH-
HIMH Ay9aMH HAYHHAET HCIYCKAaTh (PAyOpecnpoBaTh)
XapaKTEPHOE CBEYEHUE.

®@yrnpuHT (PYITIPUHTHHT) — METOA IIOHCKA B
crpykrype AHK mocaeaoBareaprOCTEl cBsizprBanma AHK-
CBA3BIBAFOIITIX OCAKOB.

XopuéH — TEpPMUH, HCIIOAB3YEMBI IPUMEHHTEABHO
K HEKOTOPBIM 3MOPHOAOIMYECKIM CTPYKTYPAM:

32POABIII ITAAIIEHTAPHOIO MAEKOIIHTAIOIIEIO; CEpO3a;
KYTHKYAAPHAS OOOAOYKA, OKPYKAFOIIYIO ANIIO Y OOABIIIHH-
CTBA MHOTOKAETOYHBIX KUBOTHBIX H T. A.

XoprnoHOHOIICHA — HMHBA3UBHAA ITPOIICAYPA, 3AKAFO-
YAIOINAACA B IIOAYICHUH 80pCUMH XOPUOHA AASI TIOCACAYIOIIIE-
I'O HMCCAEGAOBAHHA B IIEAAX AMATHOCTHKH BPOKACHHBIX H
HACACACTBEHHBIX 3a00AEBAHHI IIAOAQ.

XPpOMaTHAQ —  CTPYKTYPHBIII SACMEHT XPOMOCOMBI,
dopmupyromuiics B mHTEpda3e APA KACTKH B PE3yABTATE
VABOEHUSA (PEITAUKAITIN) XPOMOCOMBIL.

IlenTpomepa — y4acTOK XPOMOCOMBI, XapaKTepU3Y-
IOIUHCA CIEn@UIECKON ITOCACAOBATEABHOCTBIO HYKACO-
THAOB U CTPYKTypoii. LlenTpomMepa Urpaer BaKHYIO POAb B
ITPOIIECCE ACACHHSA KAETOYHOIO fIADA M B KOHTPOAE 3KC-
IIPECCHUH T'€HOB.

IMuto3ms — a30THCTOE OCHOBAHHE, IIPOHU3BOAHOE
ITHPUMUAMHA.
IHuromadsma — BHYTpEHHAA CpeAa KHBOH HAU

yMEpIIIEH KACTKH, KPOME fIAPA M BaKYOAHW, OTPAHHYCHHAA
IIAQ3MATHYECKOIT MeMOpaHoW. Bkarowaer cuaroniasmy —
OCHOBHOE IIPO3PAYHOE BEIIECTBO IIUTOIIAA3MBI, HAXOAfA-
muecs B Hell ODS32aTEABHBIE KAETOYHBIE KOMITOHEHTHI —
Opearennst, A TaKKe PA3AUYIHBIC HEITOCTOAHHEIE CTPYKTY-
PBI — BKAFOYCHHAL.

IlutockeAeT — KACTOYHBIN KapKAC HAN CKEAET, HaXO-
AAITAHACA B ITUTOITAA3ME KUBOI KAETKH. OH IIPUCYTCTBYET
BO BCEX KACTKAaX 3YKApPHOT.
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Ok30u — yuactok rera (AHK) sykapmor, Hecyrmmit
I€HETHYECKYIO NH(AOPMAIIUIO, KOAUPYIOIIYIO CHHTE3 IIPO-
AyKTa reHa (OeAka).

DKTONMA — HAPYIIEHUE PA3BUTHSA; TEPMUH HCIIOAB3Y-
erca B MeAurmHe n Omoaormu. CMeIeHMe OpraHa HAN
TKAHH B HEOOBIYHOE MECTO, YaCTO B COCEAHHE IIOAOCTU
TeAd MAH HAPYKY. DKTOIUA MOKET OBITh BPOKACHHBIM I10-
POKOM Pa3BUTHA AHOO K€ MOMKET OBITH CACACTBHEM IIO-
BPEKACHIA TKAaHEH B pesyAbTaTe TpaBmbl. Hekoropsre, HO
HE BCE, BUABI SKTOITHI MOIYT OBITh YCTPAHEHBI XUPYpPIrUAYe-
CKHM BMEIITATEABCTBOM.

DaexTpodopes (0T 9ACKTPO- U Ip.-cper. YOPEW — «IIe-
PCHOIITY») — JACKTPOKHHETIYECCKOE ABACHHE II€PEMEIIIE-
HUA 9aCTUIl AUCIIEPCHOH (pasbl (KOAAOUAHBIX HAU OEAKO-
BBIX PACTBOPOB) B ’KHAKOH HAHM ra3000pa3HOI CPEAE ITOA
ACHCTBHEM BHEIITHETO IAEKTPHUIECKOIO IOAf. DAEKTPOdO-
pes ABAACTCA OAHHM M3 HAMOOAEE BAKHBIX METOAOB AASA
Pa3sACACHHA M aHAAM3A KOMIIOHECHTOB BEIIECTB B XUMHH,
OHOXHMUHU U MOAEKYASPHOH OHOAOIHUH.

DAOHranmUA — ITOCAECAOBATEABHOE IIPHCOCAMHCHHE
AMHIHOKHCAOTHBIX OCTaTKOB K C-KOHIIEBBIM 9aCTAM CTPOS-
IINAXCA ITOAUIICIITHAHBIX I[CIIEH, HAIIPABAAEMOE KOAOHAMI
TpaHcAupyeMbx MaTpuaHbXx PHK.

DHAOIAAZMATHYECKAA CEeTh (LIMTOIAA3MATHYECKAA
CEeTh) — KACTOYHBIH OPraHOHUA; IIPEACTABAACT COOOIT
OTPAHUYEHHYIO MEMOPAHOHM Pa3BETBACHHYIO CETh MEAKHX
BaKyOAEH (ITy3BIPHKOB), IIUCTEPH U KAHAABIIEB, COCAUHEH-
HBIX MEKAY COOOH.

Buxancep — HeboApmon yaactok AHK, crmocobubri
CBA3BIBATHCA € (PAKTOPAMH TPAHCKPHUIIIHH, IIPU 9TOM yBeE-
AMYHBAsA YPOBEHDb TPAHCKPHUIIIIUU T€HA HAU IPYIIIIEI TCHOB.

DNMCOMBI — TCHETHYECKIE SIAEMEHTBI OAKTEPHH, CIIO-
cobHble (DYHKIIMOHUPOBATH B KACTKE HE3aBUCHMO OT Oak-
TEPUAABHOH XPOMOCOMBI. DITUCOMBI IIPEACTABAAIOT COOOM
moaexkyAasl AHK. Omn onpeaeasroT B OakTepusax psa IpH-
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3HAKOB, BAKHEHIITUM H3 KOTOPBIX ABAAETCH YCTOMYUBOCTD K
AHTHOMOTHKAM U CYAB(PAHUAAMHAHBIM ITPEITAPATAM.

OraeHuMUH  (A3UPHAUH, A3aIUKAOIIPONAH) —
A30TCOAEPIKAIIIEE TETEPOIIUKANYECKOE coeanHenne. OTHO-
CHTCA K ITUKAMTYECKIM aMIHAM.

DykapuodThl, HAU i;AepHI)Ie — AOMEH (HAAIIAPCTBO)
’KHBBIX OPraHHU3MOB, KACTKH KOTOPBIX COAep:KaT AApa. Bcee
OPTaHU3MBI, KPOME OAKTEPUH U apXEH, ABAAIOTCA AACPHBI-
MH (BUPYCHI B BUPOHABI TAK/KE HE ABAAIOTCA 9YKAPHOTAMH,
HO HE BCE OMOAOTH CUMUTAIOT UX KUBBIMU OPTaHU3MAMH).
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ITpumepHbIe BADUAHTEI TECTOBBIX 3AAAHUI

Or1MmeTbTe HOMCpa OTBETOB, paCKprBaIOH_[I/IX CyTb IIO-

CTAaBACHHDBIX BOHpOCOB

TecT-KOHTPOAB:

1. B wem oramume resHo-
THIHYECKOH u  deHoTH-
IIUYECKON U3MEHYUBOCTU?

(2u3 5)

1. Temormmudyeckas U3MEHYUBOCTD
HADATOAAETCA TOABKO B ITOAOBBIX KAET-
KaX, 4 (PEHOTUIIHYECKA — B AYTOCOM-
HBIX.

2. lenorummyeckas M3MEHYUBOCTD CBSI-
3aHA C peKOMOMHAIIHEI TeHOB, a heHO-
THIITIECKAS — C HX MyTAIIHEH.

3. T'emoTummdeckas U3MEHIUBOCTH
CBfA32HA C M3MEHEHHMEM I'€HOTHNA IIO
TUITy MYyTaIldiHd HAH PEKOMOMHAIIIN
I€HOB, 2 (DEHOTHIIMYECKAA — HE CBA-
3aHA C U3MEHECHUSAMU T€HOTHIIA.

4. I'eHOTHIINYECKHIE MYTALIMHI BCELAA
HOCAT CIIOHTAHHBIH XapaKTep.

5. Temorunuveckass HU3MEHYHBOCTD
HacAaeAyercd, a (DEHOTHUIINYIECKAT —
HET.

2. Packpoiite cyTb HOHS-

THI «IKCIIPECCHBHOCTD
TeHa» W «3IKCIIPECCHA Te-
HOB». (2 u3 5)

1. YacToTa mMpoABAEHHA aAAEAA OIIpe-

ACACHHOTO TE€HA Yy OCOOEH AaHHOIT
ITOITYAATTHN.

2. AcficTBIE OAHOTO I€HA Ha MHOTHC
ITPHU3HAKH.

3. AKTHBHOCTb T€HOMA YEAOBEKA Ha
PA3HEBIX 9TAIIaX OHTOICHE3A.

4. COBOKYIIHOCTB BCEX IE€HOB, IIOAY-
YECHHBIX OPTAHH3MOM OT €rO POAHUTE-
A€,

5. Cremenp (peHOTUIIMYECKON BHIPa-
MKEHHOCTH OAHOIO H TOTO K€ AAACAS
OIIPEACACHHOIO T'€HA Y PAa3HBIX OCO-
Oeii.
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3. Kakme mpmsHakm y de-
AOBEKa HACACAYFOTCH
HesaBucumMo? (3 u3 5)

1. Pasmepbl cOCTaBHBIX YacTeH TeAa
(pocr, Bec, AAMHA PYK, HOT H IIP.).

2. CKAOHHOCTB K OOABICEHHIO.

3. [IBeT 1 Ka¥ecTBO BOAOC.

4. IIBer raas.

5. MOAOYHOCTE 1 JKHPHOCTbD MOAOKA.

4. CKOABKO XpOMOCOM B
HOPMAABHBIX
CKUX KAETKAX YeAOBeKar

(2us 5)

coMaTH4ve-

1. 92.

2. 46.

3. 23 maper
4. 46 map.

5. 22 ayTOCOMHBIX 1 2 ITOAOBBIX ITAPBL

5. Or 4ero 3aBUCHAT IOA
uaeroBekar (1 u3 5)

1. Or ckopoctn OIIAOAOTBOpPEHMUSA
SAAIIEKACTKI.

2. Or coderanusa X- u Y-XpOMOCOM B
TAIIAOMAHBIX KAPUOTHIIAX CHEPMHA U
SIATICKACTKIL.

3. OT MAGHTHYHOCTH aAACACH B Tap-
HBIX I€HAX KAPHOTHUIIA.

4. OT KOAHMYECTBAa CIIEPMATO30UAOB,
OPOHMUKIIUX B  ANIEKAECTKY IIpU
OIIAOAOTBOPCHHUIL.

5. Or dyHKIIHOHAABHOH aKTHBHOCTU
CIepMus.

6. MoxHO AM Ha3BaTb
KOAAEKTUB
IIPEAIIPUATHA  IOIYAALU-

eir? (2 u3 5)

OOABIITOTO

1. MoxKHO, IpH YHCACHHOCTH Pabo-
Tarormux 0oAee 10 000 weroBek.

2. HeAp3d, IMOCKOABKY ITOITyAAIIHA —
3TO COBOKYIIHOCTB CBODOAHO CKpe-
IIUBAFOIIAXCSA OCODEM.

3. HeAb3d, ITOCKOABKY ITONYAAITHA —
3TO 000cobAeHHAsA
COBOKYIIHOCTb OCODEH, IIPOKHBAIO-
Ias Ha OIPEAEACHHON TEPPUTOPHHL.
4. MoxXHO, eCAM TpEeAIpHATHE pac-
HOAOKEHO BHE CEAMTEOHOM 30HBI.

5. HeAw3sl, TOCKOABKY ITOIIYAALTHS —
3TO COBOKYIIHOCTb OCODEH ¢ OAMHA-
KOBBIM T€HO(DOHAOM.

OTHOCHUTCABHO
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7. Kaxwme dakrer cBuAe-
TEABCTBYIOT O TOM, 9TO
AHOMAANI pedpaxrreu
HIMEIOT ~ HACACACTBCHHYIO

apupoAy? (2 us 5)

1. Beicokad KOHKOPAAHTHOCTB HAPY-
IIeHnH  PePPaKIUE  § AHSHIOTHBIX
OAM3HEIIOB.

2. BslcoKkas KOHKOPAAHTHOCTH Hapy-
mieHniA pedppakIiMy Y MOHO3HIOTHBIX
OAM3HEIIOB.

3. CemeiiHoe IIPOABACHHE KOCOTAA3HSA
U AHOMAAHH PePPAKIIHHL

4. AMCKOPAAHTHOCTD HAPYILEHHI pe-
(PPAKIIIH Y AUBHIOTHBIX OAU3HEIIOB.

5. AMCKOPAAHTHOCTb HAPyIIEHHUI pe-
PPAKIIH Y MOHOZUTOTHBIX OAM3HEIIOB.

8. Cpean wmsydeHHBIX 25
map moHosurotueix u 20
IIap AHMSHIOTHBIX OAM3HC-
IIOB-3aUK  KOHKOPAAHTHBI
IO 32AWKAHUIO OBIAM, COOT-
BETCTBEHHO, 4  (Bepost-
woctp 16,0%) u 5 (Bepost-
wocte  25,0%). O uem
TOBOPAT IIPUBEACHHBIC Ha-
CTOTBI BEPOSATHOCTH  BO3-
HUKHOBCHIS 3AKAHSA?

(1wus5)

1. B dopmupoBanmu 3aumkaHus BEAy-
IIYIO POAb HIPAIOT CPEAOBEIE (HaKTO-
PHL

2. B cdopmupoBaHmm 3auKaHUA BEAY-
ILIYIO POAb HIPAIOT IeHEeTHUIecKue ak-
TOPBL

3. CroAb HH3KHE BEPOATHOCTH OTBEpP-
rafOT IEHETHYECKYIO H  CPEAOBYIO
OOYCAOBACHHOCTh ~ BO3HHKHOBCHHSA
3AHKAHUAL.

4. IlprBeAcHHBIE BEPOSTHOCTH TOBOPST
O IICUXOT€HHOM IIPHPOAE AAHHOTO A€-
dexra pedm.

5. IlpuBeAEHHbIE YACTOTH BEPOATHOCTH
CBHACTEABCTBYFOT O CAYYaHHOM Xapak-
Tepe BO3HUKHOBECHHUSA AAHHOTO AedpekTa
pedn.

9. I'emermaecku 00yCAOB-
ACHHBIH AeDEKT BOCIIPHSA-
T 3amaxa. (1 us 5)

1. VI3BparreHHOE BOCIIPUSTUC 3AIIAXA.
2. AHOCMUS — OTCYTCTBHE CIIOCOOHO-
CTH K BOCIIPHSTTHIO 3aIIaXOB.

3. anepocmmﬂ— ITOBBIIICHHAA YYB-
CITBHTCABHOCTD K 3aITaxXaM.
4, T'mmmocMmusi — CHIDKEHUE YIyBCTBH-

TEABHOCTH K 3aITaXaM.

5. ®epoMOHOCMESA — OTCYICTBUE CIIO-
COOHOCTH BOCITPUHIMATD 3aIIAXM, ITPH-
BAGKAFOIIIE OCOOCH ITPOTHBOIIOAOHK-
HOTO TIOAQ.
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10. PasmoBmamOCTH TE-
HOMHSBIX MyTanni. (1 u3 5)

1. MoHO-, AU- 1 TPUCOMHH I10 X- HAU
Y-xpomocowme.

2. IToAntiroams.

3. I1ceBAOHOPMAABHBIHA KAPHOTHIL.

4. Moauduxarus.

5. OAHOPOAHTEABCKAA AICOMHAL.

11. Kakme mnpusHakua vy
YEAOBEKA OTHOCATCH K AO-
muanpyromum? (1 us 5)

1. IlpusHak, IOAABAAFOIIHUIT OCTaAB-
Hele (DEHOTHITMYECKUE ITPU3HAKIL.

2. TlpusHak, ABASIOINMICA BEAYIIIIM
CPEAH OCTAABHBIX (DEHOTHIIMYECKUX
IPHU3HAKOB.

3. QeHOTHIIMYECKHUN IIPU3HAK, CO-
XPAaHAIOIMUNACH § HHAUBHAA HAHOOACE
AOATO.

4. QeHOTHIHMYECKHH IPHU3HAK, IPO-
ABUBIINICA U3 AABTEPHATUBHON IAPEI
POAHTEABCKHX AAACACH.

5. QcHoTHIHYECKHE  IIPHU3HAKH,
OIIpEACAAEMBIE MYTAHTHBIM TEHOM.

12. Yro Takoe «romo- u
rereposuroTen? (2 us 5)

1. Tomosmrora — 3TO OpraHU3M-
HOCHTEAD ABYX OAHHAKOBBIX AAACACH
npusHakos (AA nau aa).

2. T'omosurora — 3TO KapHOTHII C
IIOAHBIM ~Ha0OPOM  TOMOAOTHYHBIX
XPOMOCOM.

3. T'ereposurora — 3TO KAPHUOTHII C
IIOAHBIM HAOOPOM IIAp TOMOAOTHY-
HBIX XPOMOCOM.

4. Tereposurora — 3TO OPTraHMU3M-
HOCHTEADb PA3HBIX AAACACH IIPHU3HA-
KOB (Aa).

5. TI'ereposurora — 310 KapmoTHIL, ¥
KOTOPOTO B OIIPEACACHHOM Y9YACTKE
XPOMOCOMBI ~ AOKAAU3YCTCA MHOMKE-
CTBO aAAGAEH, ITPEACTABASFOIINX CO-
Ooli aAbTEpHATUBHBIC BADHAHTHI I'€HA.
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13. 3aBucur aum mMoaudu-
KAIIMOHHAs U3MEHYHUBOCTH
or HacaeactBeHHOCTH? (1

us 2)

1. 3aBucur, ockoAbky addexr cpe-
AOBOTO BO3ACHCTBHS 3aBHUCUT OT Te-
HOTHITA OOBEKTA BO3ACHCTBUL.

2. He 3aBucur, moCKOABKY MoOAMU-
KAIIMOHHAA H3MEHYUBOCTb XapaKTe-
pH3yeT HEHACACACTBEHHYIO dopmy
M3MCHYIUBOCTH.

14. Koro cumrator ocuo-|1. Yapassa AapBuna
BOIIOAOKHUKOM TeHeTuku|2. Tomaca Moprana
kax Hayku? (1 u3 5) 3. TI'peropa Memaeas
4. Asrycra Beiicmana
5. Kapaa Koppenca
15. Yro Ttakoe «roa» u|l. COBOKYIIHOCTh BTOPHYHEIX ITOAO-

«reHAep»? (2 u3 5)

BBIX IIPU3HAKOB, OOYCAOBAHBAIOITIVX
OTHOIIICHUE HHAHBHAA K MYXKCKON
HIAM JKCHCKOI OCOOM.

2. CoBOkynHOCTb  (DEHOTHIIMIECKUX
IIPU3HAKOB, OTPAKAFOIINX PEAAUSALIHIO
MY?KCKOTO HAH KCHCKOTO TCHOTHIIA.

3. COBOKYIIHOCTb IICUXHYECKHX, CO-
IMAABHBIX H KYABTYPHBIX PA3AIYHIHA
MYKCKOH U MKEHCKOH 0coOm.

4. DTO IOAHBIE CHHOHHMBI, OTPaiKa-
FOINNe IPHUHAAACKHOCTD HHAMBHAA K
MY?KCKOH HAH KEHCKOH 0COOM.

5. DT0 — IOAHBIE CHHOHUMSI, pas-
AHYAIOIINECH AHIND IO HX ACTEPMU-
HHPOBAHHOCTH: ITOA ODYCAOBAHBACT-
Cf IICHXOCOLIMAABHBIMIE, 4 TCHACP —
OHOAOIMYECKUMI IIPUYHHAMH.

16. Yro orpamaror TeCTH

1Q? (1 m3 5)

1. VpoBeHb TeHETHYIECKOH IIOAHO-
HEHHOCT HHAUBHAA.

2. YpOBEHP HHTECAACKTYAABHOIO pa3-
BUTHUS MHAUBHAA.

3. VpOBEHB IIIKOABHOU I'PAMOTHOCTH
HHAHWBHAA.

4. IlposBACHIE AMYHOCTHBIX CBOHCTB
YEAOBEKA.

5. IlposBACHIE AMIHOCTHBIX KAa4eCTB
TEAOBEKA.

316




17. KakoB 3BOATOIMOHHBIN
MEXaHU3M HEIIEPEHOCHMO-
CTH MOAOKAa Y B3POCABIX
ocobeit? (3 u3 5)

1. IlepeHOCHMOCTE MOAOKA B TEUYCHHE
BCETO OHTOreHe3a C(OPMUPOBAAACH
5BOAIOIIOHHO HA OCHOBE MYTALIIH,
MOAXBAYEHHON €CTECTBEHHBIM — OTOO-
POM ¥ IIOTOMKOB APCBHIIX CKOTOBOAOB.

2.V aropert ¢ regorumamu [ u L

AQKTa3a BBIPAOATHIBACTCA B TEUCHHE
BCEWl IKM3HU, 4 C TeHOTUIIOM /[ /—
TOABKO B PaHHEM AETCTBE, IIOCAE YEro
IIPOAYKIIHA AAKTA3BI IIPCKPAIIACTCHL.

3. T'en AakTasel IIpekparracr pabory,
KOIAQ B 9TOM, «C TOYKH 3PCHIS IIPHPO-
ABD), ICUE32€T HEOOXOAUMOCTb.

4. ®opmupoBaHne HEIEPEHOCHMOCTH
MOAOK2 § PAAA IIOIYAALIUI OOYCAOBAE-
HO HX COLIHOKYABTYPHBIMUI OCODCHHO-
CTSAMH.

5. AMKMM MACKOIIHTAIOIINM BO B3pPOC-
AOM COCTOSIHUH MOAOKO «HE ITOAOKE-
HO», IIO9TOMY HEODXOAUMOCTH B IIO-
CTOAHHON AKTUBHOCTU AAKTA3BI HET, W
OHA MCYE3AET.

18. TIpuauHbl MEKIIOTyAS-
ITUOHHBIX PA3AUYHII B pe-
AKITUIT HA AAKOTOAB?

(2 us5)

1. Pasamdaus B crpykrype depMeHTOB,
OTBCTCTBCHHBIX 32 MCTA0OAH3M aAKO-
TOAfl B OPraHH3ME.

2. IlpeApacIiOAOKEHHOCTh K aAKOIO-
AH3My HAHOOAEE BBICOKA Y IIOTOMKOB

OTIIA-AAKOTOAHMKA, 4 BPOKACHHBIX
YPOACIB—  y  ACTEH  Marepu-
AAKOTOAHYIKH.

3. MIHAMBHABL C 9F(DOPUIHON PEAKITH-
el Ha IIPHEM AAKOTOAS HMEFOT DOABIIIE
IIIAHCOB CTATb AAKOTOAMKAMH, €M HH-
AVBHAYYMBI C PEAKITHCH «OTAYILIEHID.

4. HaxomAeHHE IIPOAYKTOB MeTa0O-
AMI3Ma AAKOTOAfl (AABAETHAOB) B KPOBH
MOHTOAOHAOB, B CHAY HEAOCTATOYHOM
AKTUBHOCTH HAM OTCYICIBHA Y HHX
depmenra AABACTHAACTHAPOTCHA3DI

(ALDH).
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5. PasAngHBIT ypOBEHD KYABTYPHI HO-
TpeOACHIA AAKOTOABHBIX HAIIITKOB.

19. Yro noHmMmaroT IIOA
CAMHAMHIYCCKUMA TCHHEI-
MH MyTamaamMmy? (2 u3 5)

1. Myranmm, akTHBHO IIPOTEKAFOIIIHE
B IIPOIIECCE OHTOI'CHE3a OPIaHH3MA.

2. Myramum, XapaKTepH3YFOIITHECH
IIPOrPECCUPYIOIIIM HM3MEHEHUEM
HACAEACTBEHHOTO MaTepHUaAd IIPH €ro
IIlepeAade M3 IIOKOACHHA B IIOKOAE-
HUE.

3. Myramumy, BBI3BAHHBIE PEKOMOMHA-
LIUAMY TEHOB B XPOMOCOMAX.

4. MyTarmm, IpUBOAAIITHE K TIPOTpec-
CHBHOMY YYAIIICHHUIO CAYYAEB HACACA-
CTBEHHBIX 3a00ACBAHHE OT ITOKOAE-
HUA K IIOKOAEHHIO,

5. Myrammm, 3aKpEITACHHBIC HACACA-
CTBEHHOCTBIO B TEUEHHE OAHOIO IIO-
KOACHHUSL.

20. Urto Takoe «reHeTHKa»?

(1 13 5)

1. D10 Hayka O BAMAHUN BHEIIHCH U
BHYTPEHHEH CPEABl Ha HACAEACTBEH-
HBIH AIIapaT YeAOBEKA.

2. D10 HAyKa O HACACACTBEHHOCTH H
HM3MEHYUBOCTH OPIaHH3MOB.

3. Dro mHayka O AHCKPETHOCTH
HACACACTBEHHBIX (DAKTOPOB OpPraHU3-
Ma.

4. D10 Hayka, M3y4aroIas IPHIUHBI,
MEXAaHH3MBI U CIOCOOBI  ACYCHUSA
HACACACTBEHHBIX 3a00AEBAHUI YEAO-
BEKA.

5. D10 Hayka, m3ydaromas yCAOBHA
BO3SHHKHOBEHHSA 3AOPOBOIO  ITOTOM-
CrBa y OCOOeH € Pa3HOI CTEIEHBIO
0OAE3HEHHOH OTATOIIECHHOCTHL.

21. Yro HDOHHUMAIOT IIOA
«CITOHTAHHBIMI» U «HHAY-
IIIPOBAHHBIMI» MYTaITHA-

mu? (2 u3 5)

1. CrioHTaHHBIE MYTAITHH — 9TO MyTa-
nnu, OOYCAOBAGHHBIE — H3MCHCHICM
COOCTBEHHOIO ICHETHYECKOIO MATEPHU-
aAa.
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2. VIHAyIMpOBaHHEIE MYTAITHH — 3TO
MYTAIIHH, OOYCAOBACHHEIE BO3HHKHO-
BEHIEM HOBBIX COYCTAHHUEH I€HOB.

3. CrOHTAHHBIC MYTAIlIH — 9TO MyTa-
IHUH, HOCAIIUE CAYIANHBIIA XapaKTep.

4. VHAyITIPOBaHHEIE MYTAITHH — 3TO
MyTAIIUH, HOCAIIHE BEPOATHOCTHBIE
Xapakrep.

5. VBAyIMpOBaHHBIE MYTAIIUHA — 3TO
MYTAITMH  COMATHYECKOH KACTKH, He
ITEPEAAFOIIIIECS 110 HACACACTBY.

22. Yro Takoe «reTepo3mon?
(1m35)

1. TIoAOKUTEABHBIH  I'€HETHYECKHII
3 deKT OTAANEHHBIX OPAKOB.

2. TloBbimenHas KU3HECITOCOOHOCTH
IIOTOMCTBA, ITOAYYEHHOIO OT HEPOA-
CTBEHHOTO CKPEII[HBAHHA.

3. IlpornkHOBEHME TEHA B TOIYAAITAN
IIyTEM MUTPALIAH.

4. ®akTOp 3BOAIOIINH, BBEI3BIBAFOITIHIT
AAAITTUBHBIC WM3MCEHCHUS B TIE€HETHYC-

CKOH CTPYKTYpPE IOIYAAITHIA.
5. Cucrema BEIOOpa OpavHOIO IapTHE-

pa.

23. Yem <xapaxTepmsyercs
regermdecknii - «opdekr
OYTBIAOYHOIO T'OPABILIIKA» B
HEMHOTOYHCACHHBIX IIOIy-
ASILTAAX?

(1m35)

1. B HEOOABIIIHX HOIYAAIMSIX OTMCYA-
€TCf AMHAMHYECKOE YBEAMYCHHE CAY-
YAHBIX W3MEHEHHU YACTOT I'€HOB M3
IIOKOACHUSI B ITIOKOACHIIE.

2. I'Tpu GBICTPOM YMEHBIIICHIH pasMepa
TTONYAAITAH, PEAKHE AAAGAH  MOTYT
OBITh YTEPSAHEI IIPH I'MOCAN HX HOCHTE-
A€, BCAEACTBHE YETO TIPOUCXOAUT Pe3-
KOC CHIDKCHIIE aAACABHOTO PasHOOOpa-
305 u YMEHBIIICHIIE YACTOTHI
T€TEPO3UTOT.

3. YacroTsl T€eHOB M T€HOTHIIOB OCTA-
FOTCS HOCTOSIHHBIMH OT ITOKOACHHS K
ITOKOAEHUIO.
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4. Koraa HEOOABIIAA IPYIIIA AFOACH
BBIXOAHT U3 POAHTEALCKON ITOIYASLIII
1 ODOCHOBBIBAETCA B HOBOM MECTE, OHA
IPHHOCUT C COOOH CAYYIAHHYIO AAf
POAHTEABCKOH HOIYASALIIH BEIDOPKY.

5. HemmoroumcaeHHBIE  ITOTAAITII
IIPHBOAAT K YBEAMTYICHUIO YaCTOTBI MH-
OPHAHMHIA U ITOBBIIIIEHHIO BEPOATHOCTH
I'OMO3HIOTHOIO IIOTOMCTBA IIO KAKOMY-
AHDO CAYIAHO BHIOPAHHOMY 2yTOCOM-

HOMY AOKYCY.

24. Yro

TaKOE€  «I'€HO-

douar? (1 u3 5)

1. «bamk» remermdeckoro mareprasa
OIPEAEAEHHOM ITOITY ASILTHM.

2. COBOKYIIHOCTH TI€HOB, BCTpPEYAIO-
IIHAXCA B AAHHOM IOV ASILTHH.

3. CoBOKYIIHOCTH I€HOB, (POPMUPYIO-
IIHeCcA B HOIYAALINU B PE3YAbTATE HC-
KyCCTBEHHOIO OTOOPA.

4. CoBOKyITHOCTh MOAH(HIIIPOBAHHBIX
T€HOB B AAHHOM ITOITY ASIITHL.

5. I'emerrdecknii MaTepraA, IMOAYYIEH-
HBIH OT I€HETHYECKH OTAAACHHBIX Opa-
KOB.

25. Yro raxkoe «uHHOpH-
AHHD) U «ayTOPHAHHDY? (2

us 5)

1. PasHOBHAHOCTD OOyUeHHA, IIPU KO-
TOPOH CTUMYA HAH KOMIIACKC CTHMY-
AOB IIPHOOPETAIOT KAFOYEBOE 3HAYCHIEC
AAS 3AITyCKa ITIOBEACHYIECKON PEAKITHIL.
2. bpakn MeKAY OHOAOTIYECKIME POA-
CTBEHHIKAMIL

3. HecoBrraaeHue 1o OITPEACACHHOMY
IIPU3HAKY B OAM3HEIIOBOH I1ape.

4. CoBHaAGHHE IO OIPEACACHHOMY
IIPU3HAKY B OAH3HEIIOBOH IIape.

5. I'enermdecku OTAAACHHBIE OpaKM.

26. KakoBa poAb BHEIITHEH
U BHYTPEHHEH CPEABI B

pa3BATHN

(1 u3 5)

HAPKOMAHIH?

1. Cpeaa ITOATAAKHBAET YEAOBEKA IIO-
IIPOOOBATE HAPKOTHKH, 4 ICHEL (IIOA-
CaKHBArOT» €Yo Ha HUTAY.
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2. IToTOMKH HAPKOMaHOB HCITBITBIBAFOT
HEIIPEOAOAUMOC KEAAHHE IIOIIPOOO-
BAThb HAPKOTHKH.

3. OkpyKkeHHE HAPKOMAHA WUIPAacT pe-
ITTAFOIIYFO POAB B €rO IPHUCTPACTHH K
HAPKOTHKAM.

4. I'espl HAPKOITOTOMCTBA OIIPEACAAFOT
BBIOOP HAPKOTHKA.

5. Ilpucrpacrae K HAPKOTHKY OIIPEAE-
ASIET BBIPAKCHHOCTD 3PHUTEABHBIX M
CAYXOBBIX TAAAIOLMHAIUNA IIPH  €ro
OIPOOOBAHUML.

27. IlpwamHbl BpOKAEH-
HOH TAyXOTHL (4 13 5)

1. Poaosas TpaBma.

2. ITaroaormdaeckast HACAEACTBEHHOCTb.
3. BosaelictBue Ha 9MOPHOH Teparo-
TEHHBIX (PAKTOPOB, B TOM HYHCAE HEKO-
TOPBIX AEKAPCTBEHHBIX IIPEIAPaTOB, B
IIEPHOA 3aKAAAKH CAYXOBOTO AHAAH3A-
Topa (Ha 14-1 HeaeAe OEpEMEHHOCTH).
4. Mudekmmonnsie 3ab6o0AcBaHus Oc-
PEMEHHOM KEHITIUHEI.

5. Heaonomrennas OepeMEHHOCTb.

28. B uyem cyrp xpomo-
COMHOM TEOPHH HACAEA-
CTBEHHOCTH?

(2us 5)

1. HacaepoBanme AOMIHHPYFOIIHX
IIPU3HAKOB OIIPEACACTCA PacIIpeAe-
AEHHEM HOCHTEAEH HACAEACTBEHHOCTHU
(reHOB) HA MHTOXOHAPHAX ITHTOITAA3-
MBI KACTOK.

2. PacripeaeAeHne HOCHTEACH HACACA-
CTBEHHOCTH (T€HOB) Ha AAEPHBIX XpO-
MOCOMAX OIIPEACAAETCA KOAHMYECTBOM,
dopmMoii 1 pasMepaMu UX XPOMATHA.

3. HacaeAcTBeHHEBIH (pakTOp YeAOBEKa
AOKAAU3YETCA B XPOMOCOMHBIX KACT-
Kax.

4. Tlepeprada XpOMOCOMAMH HACACA-
CTBEHHBIX IIPH3HAKOB OOYCAOBAHBACT-
cs pasMepaMi KapHOTHIIA.
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5. TlpeeMCTBEHHOCTH CBOMCTB Opra-
HH3MOB B PAAY ITOKOACHHUIT OIIPEACAS-
ercl IIPEEMCTBEHHOCTBEO HX XPOMO-
COM.

29. CoBpemeHHOE OTHO-
K ACBOPYKOCTH
Aereit. (2 u3 5)

INCHUEC

1. AeBOPYKOCTD — 3TO AaHOMAAHSA ABHU-
LATCABHOIO  pasBUTHA, TpeOyroImas
KOPPEKIIIH.

2. AeBOPYKOCTh — 3TO AHOMAAUS ABH-
raTeABHOTO Pa3BUTHA, He Tpebyrormas
KOPPEKLINM.

3. AeBOPYKOCTb — 3TO PELIECCUBHBII
BAPUAHT HOPMAABHOIO ABHIATEABHOIO
Pa3BUTHSA, BCTPCUAIOIINUNACA B IIOMYAf-
MU C MEHBIIEH YaCTOTOM M HE Tpe-
OYFOIIMI ITepeyInBaHUA.

4. IpakTHKa aKTHBHOTO IIEPECyIHBAHUA
ACEBIIIEH T'PO3UT pasBUTHEM y pebeHKa
HEBPO30B U OTBPAILECHUA K yuehe.

5. AkruBHOE IlepeydHBaHOE ACBIICH
AOIYCTHEMO ~AHWIIb IIPH  AOCTHKCHIH
BBICOKOH CTEIlCHN YOEHKACHHOCTH pe-
O€eHKa B ee HEOOXOAUMOCTH.

30. OsHagaer AH, YTO IpPH
PAHHEIH 32AEPIKKE PEUEBO-
IO Pa3BUTHA BCE ACTH 005-
32TEABHO c
HEIIPEOAOAUMBIMU  TPYA-
HOCTAMU IIPH  OCBOCHHH

peun? (1 u3 5)

CTOAKHYTCSA

1. Aa, 310 TaxK.

2. PammdAa 3aAepiKKa pedeBOrO pasBUTHA

HE BAHAICT Ha TIOAHOTY OCBOCHUS PEYIL

3. IloroBuHA AeTel € 3aAECPKKOH pede-

BOTO Pa3BHTHA AOTOHACT CBOMX CBEPCT-

HUKOB.

4. Bce 3aBHCHAT OT CpOKa 3aAEPKKH pe-

YEBOTO PAa3BUTHAL

5. Bce saBucuT OT CreeHH AOMUHAHT-

HOCTH T€H4, OTBETCTBECHHOIO 32 PEYCBOC
A3BUTHE.

31. Yro noHmMaercs IIOA
«@CeHOTHIIOM» 1 «EHOTH-
mom»? (2 u3 5)

1. D10 COBOKYIHOCTH BCEX ICHOB, IIO-
AYYIEHHBIX OPIAHH3MOM OT €O POAH-
TeAEH.

2. DTO COBOKYIIHOCTH I'€HOB B TaITAO-
HAHOM KAPHOTHIIE.
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3. DTO KOMIIAEKC I'€HOB, 0DeCIeYnBa-
FOIIIUX B3aUMOACUCTBUE TEHOTHITA U
CPEABl B PEAABHBIX YCAOBHAX CVIIIE-
CTBOBAHUS WHAHUBHAA.

4. DTO BECh KOMITAGKC PEAABHO BO3HUK-
IIHX [IPU3HAKOB OPraHH3Ma, KAK PE3YADb-
TAT B3AUMOACHCTBHS ICHOTHIIA F CPEABL B
XOAE €0 PasBUTHAL

5. D1o KomIAeke (PaKTOPOB OKPYKAFO-
mell  CpeAbl, ODECHEeUMBAIOIIMI HOpP-
MAABHOE HACACAOBAHIVC IIPU3HAKOB, 3a-
KAFOYCHHBIX B TCHOTUIIE,

32. Aaiite ompeacAcHHE
«MOAMDUKAIIMOHHON 13-
merunBocTI®. (1 13 5)

1. Dro dopma mamenuuBocTH, 00Y-
CAOBACHHAs HOBBIM COYETAHHEM ITCHOB
B TEHOTHIIE.

2. Dro dopma H3MEHYMBOCTH, BBI3BAH-
Hasd TPAHCAOKAIIUEH OAOKOB I€HETHHC-
CKOIO MaTepHaAa B IIPEACAAX OAHOH HAH
HECKOABKIX XPOMOCOM.

3. Dro dopma H3MEHINBOCTH, XapaK-
TEPU3YIOMIAACH  IPOIPECCHPYIOIIHM
M3MEHEHUEM HACAEACTBEHHOIO
pHAaAa IIPU €ro IepeAade B ILEHH II0-
KOAEHUII.

MaTe-

4. D10 hopma M3MEHIMBOCTH, HE CBA3AH-
Hasl C U3MCHEHUEM ICHOTHITA U BBI3BAHHASA
BAISHIICM CPCABI HA PA3BHBAIOIIMIICA

OpPTaHH3M.
5. 910 hopma U3MEHIMBOCTH, BHI3BAHHAA
opMHpPOBAHIEM  IICEBAOHOPMAABHOIO
KAPHOTHIIA.

33. Kakol m3 BaKHEWIIHX
IIPU3HAKOB y dYEAOBEKa
HACACAYETCA KOAOMHHAHT-
HO? (1 U3 5)

1. IIser raas.

2. LIser BoAOC.

3. Pasmepst Teaa.

4. CKAOHHOCTD K OOABICEHHIO.

5. I'pyrmrer kposu 110 cucreme ABO.

34. CKOABKO XPOMOCOM CO-

ACPMTCH B HOpMaAI)HI)D(

1. 52
2. 46.

323




CIICPMATO30HAAX W AHIIAO-
HAHOM KapHOTHIIE YEAOBEKA?
(2us )

3.23.
4.18.
5. 16.

35. KakoBer HEOAArompHsI-
HBIE IIOCACACTBUS HHOPH-
AVIHTA?
(Busb)

1. BelpakeHHOE IOBBIIICHIE YaCTOTEL
repMaOpOAUTH3MA B IIOTOMCTBE.

2. CyIIecTBEHHOC ITOBBIIIICHIE 9ACTO-
TBl  HACAEACTBEHHBIX
PELIECCUBHBIX 3a00AECBAHHH B IIOTOM-
CTBe.

3. Bosuuxuosenue sapdekra «apetica
TEHOB» B IONYAALIMAX MAAOTO pasme-
pa.

4. TloBpIrIIeHme BEPOATHOCTH ITOSABAE-
HUS IIOTOMCTBA C PELIECCHBHBIME IIPH-

AyTOCOMHO-

3HAKAMIL
5. CrupaHue ICHETHYCCKUX OTAHYHH Y
HHOPHAHHIOBOIO ITOTOMCTBA.

36. Kaxoso
HA3HAYEHHE OAH3HEILIOBO-
ro meroAa B remeruke? (1

us3 5)

OCHOBHOC

1. OmpeaeAeHHE KH3HECIIOCOOHOCTH
OAM3HEIIOBOIO IIOTOMCTBA.

2. OmpeaeseHne KU3HEHHOTO ITOTEH-
nraAa OAUZHEIIOBOH HAPHI.

3. HMsyueHme CpeAOBHIX BAHMAHHUIT Ha
deHOTHIINYIECKHE TIPOABACHUA OAM3-
HEITOBOTO T€HOTHIIA.

4. VcranoBAeHME HACAEACTBEHHOTO

xapakrepa (PEHOTUIIMYECKUX IIPHU-
3HAKOB.
5. VcranoBaeHuwe BOCIPHUMYHBOCTH

TCHOTHIIA K TCHHBIM MYTAITHAM.

37. Kakwme u3 mpuBEACH-
HBIX COBOKYIIHOCTEH MOK-
HO CYNTATH ITONYAAIIHA-
mu? (3 m3 5)?

1. OTAcABHBIC HACCACHHBIC ITYHKTHL

2. KpymHBIE TIPOMBIIIIACHHEIE ITPEA-
OpUATAA C YHUCAOM PabOTAOIINX OO-
Aee 10 000 geaoBek.

3. OTAeABHBIE COIMAABHBIE TPYIITHI
BHYTPH OOIIIeCTBa.

4. PeAUrnosuple KacTHhl.

5. DTHHIYECKUE TPYIIITHL
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38. KakoBbl ITOCAECACTBHA
AEMCTBHUA TADATHOTO ABIMA
Ha IIAOA KypAied Oepe-
MeHHOU? (4 u3 5)

1. Monooxcua yraepoaa (CO), mpo-
HUKas 9epe3 IAAICHTY, IIPHCOCAUHA-
ercsi K MOACKYAAM I€MOTIAOOHHA IIAO-
A, OAOKHPYS IIEPEHOC KHCAOPOAA.

2. Boicokad KoppeAdnna C PHCKOM
CIIOHTAHHBIX aDOPTOB M MEPTBOPOI-
AEHHEM.

3. Bricokad KoppeAAnna C HEAOHO-
IIIEHHOCTBIO M MAABIM BECOM ITAOAA
IIPH POKACHUM.

4. baoknpopanne B maarncHTe (DaKTO-
POB pOCTa, 3aMECAASIOIINX Pa3sBUTHE
KaK ITAOAR, TAK B PEOCHKA ITOCAC POIK-
AEHUA,

5. BrIcokas aKTHBHOCTD ITAOAQ B YTPO-
Oe MaTepH.

39. Kakas cTpykTypa rexe-
THYECKOTO AIlIIapaTa KACT-
KH OTBEYAET 32 HACACAO-
BaHME
rpusHakos? (1 u3 5)

ITOAOBBIX

1. Ammapar oAbk,

2. IToaoBsre X- 1 Y-XpOMOCOMBI.

3. MITOXOHAPHH IINTOTIAA3MBI.

4. T'amAOHAHBIN KAPHOTHII ITOAOBBIX
KACTOK.

5. AMIIAOUAHBIA KAPHOTHII AyTOCOM-
HBIX KACTOK.

40. Yro Takoe «reHHBIE» U
«TEHOMHBIE» MyTanuu? (2

us3 5)

1. 'enHBIC MyTamuum — 9TO MyTALIUH,
BO3HHKIIINE BCACACTBHE IIEPECTPOE-
HUS HYKACOTHAOB B rierrouke AHK.

2. T'eHHBIC MyTAIII — 3TO PE3YABTAT
M3MEHEHHA YHCAA XPOMOCOM B KapHO-
THITE BCAEACTBHE XPOMOCOMHBIX IIEpe-
CTpOEK (abepparuii).

3. I'eHOMHBIE MyTAIIII — 3TO PE3YABTAT
M3MEHEHHUA YHCA2 XPOMOCOM B KapHO-
THIIE BCAGACTBHE XPOMOCOMHBIX IIepe-
CTpOcK (abeppartuti).

4. I'eHOMHBIC MYTALlUM — 3TO MyTa-
LMK, BO3HHKIIHE BCAGACTBHE IIepe-
CTPOCHHA HYKACOTHAOB B IICIIOYKE

AHK.
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5. I'emOMHBIE MyTaITIH — 3TO IIpOTpec-
CHpYyFOIIee H3MEHEHIE HACAGACTBEHHOIO
MaTepraAd IIPH €ro Iepeaade M3 ITOKO-
ACHHA B IIOKOACHHE.

41. Yem orAnvaercs HacAe-
AOBAHHC AyTOCOMHBIX IIPH-

3HAKOB  OT  IIPU3HAKOB,
CIIEIIAEHHBIX C  IOAOM?
(2 u3 5)

1. AyrocoMHOE HACACAOBaHHE OTMEYa-
eTCsl IIPU PACIIOAOKCHHM HACACAYCMBIX
[CHOB HA XPOMOCOMAX COMATHYECKHX
KAETOK.

2. AyTOCOMHOE HACACAOBAHHE HAOAFO-
AACTCSA, KOTAA HACACAYEeMOe 3200ACBAHIIC
[IEPEAACTCA KAK AOMUHAHTHBIN IIPH3HAK.
3. CrierrAeHHOE € TTIOAOM HACAEAOBAHIIE
HaOATOAACTCS, KOTAA HACACAYEMBIC IIPH-
3HAKH SABASFOTCA AOMHHAHTHBIME § OA-
HOIO IIOA4, HO PELIECCUBHBIMU — ¥
APYTOrO.

4. CIrIeITAeHHOE C ITOAOM HACAEAOBAHHE
HADAFOAQETCA IIPY PA3MEIIIEHNH HACAC-
AYEMBIX IIPH3HAKOB Ha IIOAOBBIX XPO-
MOCOMAaX.

5. AyrocoMHOE HACACAOBAHHE OTMEYa-
ercs, KOIAZ HACAECAYEMBIE IIPH3HAKI
HAXOAATCA HA AyTOCOMAX HAM ITOAOBBIX
KACTKaX ODOMX IIOAOB, HO ITPOSBASIOTCA
AHIIIb § OAHOTO.

42. Yem orpeaeadeTcs HOpP-
Ma PEaKI[IH Ha BOBACHCTBIE
OAMHAKOBOTO  MOAHDHIIH-

pyrorriero  daxropa y pas-
HBIX HHAUBHAOB? (1 13 5)

1. Bpemenem BoszaefictBus MoAudu-
LUpyomero akropa.

2. Mecrom BO3ACHCTBHA MOAH(HIIH-
pyrortero dakropa.

3. Bospacrom HHAMBHAA.

4. VCTOMYnUBOCTBIO TCHOTHIIA.

5. XapakrepoMm BO3SACHCIBYIOIIICTO MO-

ArduUIHpyroIIero akropa.

43. Kak mepeaaroTcs U3 I10-
KOACHHUA B IIOKOACHHUE IIPH-
3HAKU, CICHACHHBIE C X-
xpomocomoii? (1 us 5)

1. Or ota — cerny.

2. Or orma — Aodepm.

3. Ot maTepu — AOYEpH.

4. Ot maTepu — CBIHY.

5. Or 0b6eux poanTeaeii — CBHIHY.
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44. Kax BO3HHKAET OAHOPO-
Anteabckas arcomr? (1 m3 5)

1. EcAm B AHITAOMAHOM KapHOTHIIE
HEAOCTA€T OAHOH HMAM HECKOABKHX
XPOMOCOM.

2. EcAu B HOPMAABHOM AHIIAOHAHOM
Ha0OpE BCE XPOMOCOMBI IIPOHCXOAAT
OT OAHOTO M3 POAHTEAEH, 2 XPOMOCO-
MBI BTOPOTO POAUTEASl OTCYTCTBYFOT.

3. EcAm IpOMCXOAUT KPAaTHOE YBEAH-
YEHHE TEHOMA BCACACTBHE HAPYIIICHHS
TEYEHUA MEHO32.

4. EcAum B KapHOTHIIE IIPOHMCXOAHT
yTpaTa HWAM IIOSIBACHHE AHWIIMHUX TO-
MOAOIHIYHBIX XPOMOCOM.

5. EcAm mpu 9HMCAEHHO HOPMAaABHOM
AHIIAOMAHOM KAPHUOTHUIIE, AHIIb OAHA
Imapa HMMEET YHCTO OTIIOBCKOE HAH
YHICTO MAaTEPHHCKOE ITPOMCXOKACHUE,
4 BCE OCTAABHBEIE — HOPMAABHBIE.

45. UYem ompeaeaserca
[TOAOBAS IIPHHAAACKHOCTD
YeAOBeKa?

(1 m35)

1. BeIpameHHOCTBIO BTOPHYHBIX ITO-
AOBBIX TIPH3HAKOB.

2. XapakTepOAOTHYECKUMH OCOOCH-
HOCTAMH (DEHOTHIIA.

3. Haamumem B xapmoTuiie COOTBET-
CTBYIOIIEH ITOAOBOH XpOMOCOMBI (XX
nan XY).

4. Haamgamem B opraHmaMe HHAMBHAAQ
TATTAOMAHOTO HMAU AMITAOMAHOIO Ka-
puoTHIa.

5. TOMO3HTOTHOCTBEO HMAHM TETEPO3H-
TOTHOCTBIO KAPHOTHIIA.

46. Yro Takoe
num»? (3 us )

IIOITYyASl-

ATOACH
CBA3aHHAA

1. OOGocobaennas  rpyra
OOABIIION  YUCAEHHOCTH,
COBMCCTHBIM BEACHHEM XO3fHCIBA B
CBOEM apeac.

2. ODBOCOOACHHBIE TIPYIIIBI  AIOACH,
KOHIIEHTPHPYIOIINECH B HamOOAee OAa-
TOIIPHUATHBIX YYACTKAX APEaAa.
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3. DTO COBOKYIHOCTb CBOOOAHO CKpe-
IIMUBAIOIIUXCA ~ OCOOEH, B
DOABIIIOrO YMCAA TOKOACHUI HACEAS-
FOITIAfl OIIPEACACHHOE ITPOCTPAHCTBO.

4. DTO COBOKYITHOCTH OCODCH, KOMIIAKT-
HO IIPOKHBAFOINAA B OAHOM MECTE H, B
TOM WA HWHOH MEpe, PEIpPOAYKTUBHO
HM30AHPOBAHHAA OT APYIHUX COBOKYIIHO-
CTer.

5. CooDI1IecTBO ICHETHYCCKN Pa3ANY-
HBIX OCOOCH, CYIIECTBEHHO PA3ANYAIO-
IMUXCA 110 IEHETHYECKUM XapaKTepHU-
CTHKAM.

TCUCHIC

47. B uem cocronT ODHOAO-
THYECKOE
LIEPYIYBCTBUTEABHOCTH
YCAOBCKA K TOPBKHM Be-
mectBam? (1 u3 5)

3HAYCHHUC TU-

1. I'opeds ABASIETCA COCTABHOM YACTHIO
BCEX OCTAABHEBIX BKYCOBBIX OIIYITICHUIH.
2. 'opeur — 110Ka3aTEAD HU3KOW SHEpP-
TETHYECKON ITEHHOCTH ITHTIII.

3. B renmermdeckn 00yCAOBACHHOMN CITO-
CODHOCTH BKYCOBBIX COCOYKOB S3BIKA K
PA3AIYEHHIO YPOBHEI TOPEYN.

4. T'opedp — IPEAYIPEKACHHE O ITH-
IIIEBOM OHACHOCTH.

5. B cItocOOHOCTH BKYCOBBIX aHAAM3a-
TOPOB  YA4BAMBATH  MHHHMAABHBIC
OIIYIIICHUA TOPEYH, IO CPABHCHHIO C
APYIHMH BKYCOBBIMHU OTTECHKAMIL

48. Yro sBAfercsa ompeae-
asrorum - pakropom  ad-
eKTUBHOCTH A€YEHHUA OT
sankauuA? (1 us3 5)

1. IToA BoabHOTO.

2. Bospacr Hagasa AcdeHU.

3. OrtHOMIEHNE DOABHOTO K ACYEHHIO.
4, THIaTeAbBHOCTD BBIIOAHEHUS HA3HA-
YEHHBIX IIPOLIEAYP OOABHBIM.

5. AAUTEABHOCTD ACYEHUA.

49. ®opmbl TPOABACHUA
BPOKACHHBIX ACEKTOB Y
AETENl MaTeper-aAKOIOAH-

4ek. (2 u3 5)

1. «Aerm xapHaBara»  (yMCTBeHHas
HEIIOAHOLIEHHOCTb ITOTOMCTBA).

2. PomaeHme ACTEH C HEAOPA3BUTHIME
KOHEYHOCTAMM UAU O€3 HUX.

3. PomaeHue AeTel ¢ PETAABHBIM AAKO-
roapHBIM cuHAPOMOM (PAC).
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4. Poxxaenue Aeteil ¢ HU3KUM KO3(pdu-
merToM 1QQ.

5. IloBbnmieHne pHCKa  CIOHTAHHBIX
abOPTOB M HEAOHOIIIEHHOCTL.

50. Yro mOHMMAIOT IIOA
«IIEHETPAHTHOCTBIO» I€HA?

(1 m35)

1. Cremenp (PEHOTHIIHYIECKOH BBIPa-
JKEHHOCTA OAHOTO M TOTO K€ AAAEAS
OIIPEACACHHOIO I€HA Y PAasHBIX OCO-
Oeln.

2. AKTHBHOCTH T€HOMA Ha PA3HBIX CTa-
AHAX OHTOTEHESA.

3. YacroTa mpoABACHUSA aAACAS OIIpe-
ACACHHOIO ICHA y OCOOEH AAHHOM
IOy ASIIUM.

4, AelictBUE OAHOIO TI€Ha Ha OAHH
IIPU3HAK.

5. AelicTBHE OAHOIO I'€HA HA MHOMKE-
CTBO IIPH3HAKOB.

*
KoaundecrBo IIPAaBUABHBIX OTBETOB YKa3aHO B CKOOKax IIpA BOIIpOCE.

HpI/I OOABIIIEM HMAHM MEHBIIEM KOAHUYECTBE OTBETOB,

BECH OTBET CHHUTACTCA HCHpaBI/IAbHI)IM.

Ecan B MHOXKECTBEHHOM OTBETE €CTb AAXKE OAUH HC-

IIPABUABHBII — BECh OTBET CYHTACTCA HEBEPHBIM.
25-35 mnpaBuABHBIX OTBeTOB 13 50 BOIPOCOB AaeT
OIIEHKY  «JAOBAETBOPHUTEABHO», 36—45—  «xopoIioy,

46—-50 — «OTATIHOY.
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