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INPEANICAOBUE

I'eneTuka TpaAMITMOHHO CYMTaeTCsd OAHMM U3 Hamboaee
CYIIIeCTBEHHBIX KOMIIOHEHTOB OOIIe0MO0AOTMYecKoil ITOATOTOBKM
CTyAeHTOB-TIegaroros. Hapsiay ¢ Teopuen OO U DKOAOTU-
et 9Ta AgucrnunanHa GopMupyeT KOMILAEKCHBIN B3IAs/ Ha KUBYIO
npupoday. IlpeamMeTrom reHeTUKM sBASIOTCS HACA€ACTBEHHOCTH U
M3MEeHUYNBOCTh — Hanbo.Aee OOIIye CBOICTBA KUBBIX OPraHU3MOB.
Kon1renryaabHbIi XapakTep TeHeTUKI IT03BOAsIeT CYUTATh ee TOY-
HOJ1 HayKOIl HapsAy ¢ MaTeMaTUKOI, GpU3MUKON 1 xumueit. Takum
00pasoM, CBA3bIBast OMOAOTUIO C APYTUMM eCTeCTBeHHOHAyYHBIMMU
AVCITUTIAVHAMY, TeHeTuKa JaeT BO3MOKHOCTL (pOpMUPOBATh Y
CTyAEHTOB HayuyHOe MbllLaeHre. OcBoeHue AOTUKM TeHeTUIeCKOTO
aHa/AM3a COAEVICTBYeT Pa3BUTUIO MHTEAAEKTYaAbHOM AVICIIUATLAV-
Hol. [Ipukaagnoe 3HayeHne reHeTUKM CTPEMUTEABHO BO3pacTaert,
4TO HACTOSATEABHO TpeOyeT KayeCTBeHHOTO ITOBBIIIeHNs ypPOBHs
reHeTM4eckoro oOpasoBaHmsA. byayum TeopeTmyeckoil OCHOBOIA
6uorexHoaorny, 6modapMakoAOTUM, MeAMUIIVMHEI, KMBOTHOBOA-
CTBa U pacTeHMeBOACTBa, TeHeTMKa Bce 00AbIlle BXOAUT B KM3Hb
COBpeMeHHOIo 4eaoBeka. ITpoGaemMpl OMODTUKM, CTBOAOBBIX DM-
OpMOHAABHBIX KAETOK, TeHeTU4ecK MOAUQPUIIMPOBAHHBIX Opra-
HU3MOB IINMPOKO OOCY>KAalOTCs B OOIecTse, IIpuUyeM YacTo
BBICKA3bIBa€Mble MHEHISI CBUAETEAbCTBYIOT O SBHO HeAOCTaTO4-
HOJVI TeHeTMYEeCKOJ IPaMOTHOCTM 3HAUYUTEABHOTO 4lCAa y4aCTHHU-
KOB Anckyccuy. CoBpeMeHHble MeTOAbl CeAeKIUM PacTeHMII U
JKUBOTHBIX Ha OCHOBE MOAEKYASPHO-TeHETMYEeCKX MapKepoB,
CTaBIIlasi OOIIENPUHATON B HEKOTOPBIX CTpaHaX reHOMHasl OIleHKa
I.A€MeHHBIX KayeCTB CeAbCKOXO3s/ICTBeHHBIX JKMBOTHBIX ITpu Oaa-
TOIIPUATHBIX YCAOBMAX OyAyT BOCIIPMHATEI 1 B Harlem OTedecTse.
PassuTtiie npeHaTaAbHOM AMArHOCTUKM, MeAVKO-TeHeTUYeCKOIO
KOHCY/AbTUPOBaHUS, MHAUBUAYAABHOV Tepanuy IIpeAroaaraer u
HEKOTOpOe IIOBBIIIeHNe MeANKO-011010TM4ecKoll TI'paMOTHOCTH
HaCeAeHIs, YTO Hepa3phIBHO CBA3aHO C YPOBHEM IIpernoJaBaHIisL
TeHeTUKM B Cpe/AHell IITKOAe ¥ KadyeCTBOM ITIOATOTOBKM B TOM 00-
AaCTH y9UTeAeV-eCTeCTBeHHIIKOB.



3HaKOMCTBO C KAaCCHMYECKMM TeHeTUYeCKUM aHaAu3OM U
KAaCCUYeCKMMU IIUTOTeHeTNYeCKMMI MeTOAaMI TTO3BOAUT MOAY-
9UTh TAyOOKOe IpejcTaBAeHNe O IIpUpose HacAeACTBeHHOCTU U
IIyTsAX ee M3ydeHus. BaageHne ammapaTom IOHATHUI T€HOMMKH,
TPaHCKPUIITOMUKY, IIPOTEOMUKM M CUCT@MHOI OMOAOTMH OT-
KpbIBaeT Ilepe] YyJalllMUCA BO3MOXKHOCTH IIOCTOSHHO pacIn-
PATb U TIOIOAHATL CBOM OMOAOIMYecKMe II03HaHMS KaK C
IIOMOIITBIO CITeIMaAbHONM Hay4HON ANUTepaTyphl, TaK U U3 pecyp-
COB TeHOMHBIX 0a3 AaHHBIX, pa3MeIlleHHbIX B ceTu VIHTepHeT.

3HaHMe M3A0KEeHHBIX B yueOHOM IOCOOMM OCHOBHBIX MeTO-
AOB U TIOAXOA0B MOAEKY ASIPHON IIUTOTeHeTUKN, CPaBHUTEABHO U
(pyHKIIMOHAaABHO TEHOMUKM MOXKET CTaTh OCHOBOM 4451 IIPOOYK-
AeHIsl UHTepeca K Hay4yHO-UCCAeJ0BaTeAbCKON AesTeAbHOCTU B
9TUX HamboJee CTpeMUTEeAbHO Pa3BMBAIOIINXCA B IIOCAeAHUE TO-
ABI HaITpaBAeHMAX O110A0TMIeCKOIT HayKI.

Ocoboe BHIMaHMe B KHUTE yAeAeHO COCTaBAeHMUIO M aHaAN-
3y POAOCAOBHBIX, ITOCKOABKY TIeHealOTM4ecK!il MeTO/ AeXKUT B
OCHOBe TeHeTYeCKOIo aHaAn3a y dyel0BeKa U CAYXKUT KakK 445 I10-
HUMaHMNs HacAeACTBEHHO IIPUPOABI MHOTHUX 3a001eBaHmIi, TaK U
AAs IPOTHO3MPOBAHIs TeHeTYeCKOTo pUCKa.

ABTOp MCKpeHHe OaarogapeH AHHe /lpBoBHe Ca3aHOBOIVL,
OKa3zaBIlleil OecIleHHYIO ITOMOIIb Ipy cOope MaTepuasda, COCTaB-
AeHUU UAAIOCTPaLNIi ¥ IOATOTOBKe PYKOINCHU K IIedaTi.
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I'raea 1. IIpeamMeT, KpaTKast MICTOPUS
VI OCHOBHBIE IT0A0KEeHUs reHe TUKI

I'eneTnka — 9TO KOMILAEKC HayK O CBOMCTBaX >KMBBIX Opra-
HI3MOB IlepejaBaTh CBOM PU3HAKU B psIAy IOKOAEeHUI (Hacaea-
CTBEHHOCTb) ¥ W3MEHATb CBOM IIPU3HAKM B CUAY Pas3AUIHBIX
NpUYMH (M3MEeHYMBOCTD).

YKkazaHHbIe BbIIIIe CBOJCTBA KMBBIX OPTaHM3MOB IIpUBAeKa-
AV BHUMaHIe A104ell B TedeHNe TeicsadeaeTnit. OgHaKo 40 OTKPHI-
TSI 3aKOHOB MeHaeAs Bce OHU IMeAll YMO3PUTeAbHBI XapaKTep.
OueBnAHBINN PaKT HacAeayeMOIO CXOACTBAa O0coOeil OAHOTO BlAQ,
poauTeaen U MOTOMKOB, OpaTheB U cecTep HaXOAUA MHOTAA MIU-
¢oaormueckne mHTEprperanuy. Bo MHOIMX ckaskax purypupy-
IOT rOpUABI yea0BeKa u SKMBOTHBIX u caMpble
TPyAHOBOOOpa3uMble TMOPUABI Pa3AMIHBIX BUAOB >KUBOTHBIX.
Hezenble Teopum Bpoge «TeAeroHMM» (BAMSAHUA IIPeAbIAYIINX
IIO/AOBBLIX ITAPTHEPOB Ha MPU3HAKU IOTOMKOB) MAU «BOAHOBOII Te-
HeTUKI» (CYIIeCTBOBAHNS HaCAe€ACTBEHHBIX (PU3MIECKUX I10Aelt,
He3aBUCUMBIX OT cTpykTypsl AHK) 13 rayOnHBI BEeKOB AOIIAU A0
Halllero BpeMeH! B IICeBAOHaYYHBIX U3AaHVSIX.

Teopus mpsmMoro HacaeaoBaHms, BbIABMHYTas Imummoxpa-
ToM (460 20 H. . — 377 20 H. ®.) TOCIIOACTBOBaJa B HAy4HOM U Q-
A0codCKOM co3HaHMUM JoAroe Bpem:s. CoraacHo 9TOV Teopunu
KaKABIII OpraH, TKaHb, KAeTKa BAUsAeT Ha GpOpMMpOBaHIe 0A0-
BLIX 3a4aTKOB, KOTOpbIe IlepealoTcs IIOTOMKaM. boaesns manm
340pOBbe poAuUTeAell HeNOCPeACTBEHHO IepesaloTcs AeTsAM.
XK.-b. lamapk (1744-1829) — cozaaTeab 0OA4HOM U3 EPBLIX DBOAIO-
LIMOHHBIX TE€OPUII — B BOIIpOCax I'eHeTUKM cAel0Bal Y4eHUIO O
psIMOM HacaedoBaHyu. HemnocpeacTBeHHOe BANSIHIE OKPY>Kalo-
IIeil cpeApl Ha OpraHbl, AMOO CTUMYyAMpOBaHUE OPIaHM3MOB K
yIIpa’kHEeHIIO OPraHOB BBI3BIBAAO, II0 €T0 MHEHMIO, CTOMKle Ha-
caeayeMble m3MmeHeHusd. Ilo Zamapky, «OaaronpuoOpeTeHHBIE»
IIPU3HAKU CAY>KUAU OCHOBOJ AAsl BOZHMKHOBEHI:SI 0OJee coBep-
IIeHHBIX cyllecTB. OCHOBHBIE MOAOXKEHMU: AaMapKu3Ma — BAMS-
HIle Cpedbl Ha HacCAeACTBEHHOCTh, IIpeBpallleHUs BUAOB,
OTpUIIaHNE POAM €CTeCTBEHHOIO OTOOpa — CTaAM IOCTyJAaTamMu
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«mmaypuHckon onoaorun» B CCCP 8 1930-1960 rr. OtgeanHsle
CTOPOHHUKM HeoAaMapKu3Ma BCTpedaloTcs 40 CUX IIOp, HeCMOTPsI
Ha OYeBUAHOCTb Bpeja OT TOCIOACTBa HTOTO HaIlpaBAeHMs B OMo-
AOTUM — YHUUTOXKEeH!s HamboJee ITPOTPEeCcCUBHBIX TeHeTUYeCKIX
mkoAa B CCCP u oTcraBaHms OT pa3BUTHIX CTpaH B o0AacTu O1o-
TexHoAorny, papMaKoAOTUY, MEAUIIVHEI U CeAbCKOTO XO3sMCTBa
002ee ueM Ha 50 zeT.

Nntepecno, uro Y. Aapsun (1809-1882) npuaepxusaacs B
00111eM-TO AaMapKUCTCKUX B3TAg40B Ha HacAeACTBeHHOCTb. OH
BEpIA, YTO B KPOBU IUPKYAUPYIOT «T€MMYAbI» (TUIIOTETIYeCKUe
JacTUIIBI TeHeTHdecKoi MHpOopMaIum), KOTopble cOOMpaloT cBe-
A€HUs O COCTOSAHMM OpPTaHOB M CHUCTeM M HecyT ee B II0AOBbIe
KA€TKM, 3aTeM II0CAe ONAOJOTBOPeHM: W3 HUX pPa3BUBAIOTCS
KAeTKJ HOBOTO opranusma. HecmoTtps Ha 10O uTO Ta Teopus Oblaa
OIIpOBEprHyTa y>Ke cOoBpeMeHHUKamu JapsuHa, 40 CUX IOp B
SA3bIKe IIPUCYTCTBYIOT aHaXpOHMYHBIE IIOHATHUSA «KPOBHOCTb»,
«KpOBHBIE€ POACTBEHHVKI», «I[IOAYKPOBKIU» U T. 4., OTpaKaloIiye
CTOMKOCTh 4eA0Be4eCcKUX 3a0Ay>KAeHUIl O CBA3M HacAeACTBEHHO-
CTM C KPOBBIO.

Apucrorear (384 a0 H. . — 322 20 H. 3.) I03BOAUA cebe
YCOMHUTLCSA B TOCIIOACTBOBABILIeN TEOpUM IIPsMOIO HacAeaoBa-
HIUS U TIPeATIOAO0XKUTD, YTO II0AOBbIe IIPOAYKTHI 00pa3yloTCsl He-
3aBMICMMO OT OpraHoB Teaa. PasBuTtme sra mges moayumaa B
TpyAax HeMmelLIKOTo 3oozora A. Beiicmana (1834-1914), xoTopbiit
DKCIIePUMEHTaAbHO II0Ka3ad HeHacAe4yeMOCThb MeXaHIMJeCcKMX
nospexdeHnii. OH mucaa: «Kak >xe MOryT cOOOIINTBCA 3apOAbI-
IIeBOM KJeTKe, JeXKalllell BHYyTpU Teala, M3MeHeHUs, IIPOM30-
meAme B MycKyde Oaarogaps ero yIHIpakKHeHMIO, WAU
yMeHbIIIeHe, UCIIBITAaHHOe OPTaHOM OT HeyIoTpeOAeHMs, 1 Ipu-
TOM eIIlé cooOIaThCs TaK, YTOOBI BIIOCA€ACTBUH, KOTAa 9Ta KAeT-
Ka BBIpacTeT B HOBBIMI OpraHM3M, OHa Ha COOTBETCTBYIOIeM
MYCKyJe U Ha COOTBeTCTBYIOIIell JYacT! Teda M3 caMoii ceDsl IIpo-
u3BeAa Te XKe caMble M3MEHEeHNs, KaKie BO3HUKAN y poduTteaeii B
pesyabTaTe yroTpeOAeHMsl nAu HeynorpedaeHus? Bor Borpoc,
KOTOPBIN BCTaa Iepeio MHOI yXKe JaBHO M KOTOPBIN, IIO 4aAb-
HelllleM ero oOAyMBIBaHUM, IIpMBeA MeHs K IIOAHOMY OTpHIla-
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HMIO TaKOM HAacAeACTBEHHOI Ilepejauyl IPUOOpPeTEeHHBIX
CBOTICTB». DTOM MAee Cy>XAeHO OBLA0 MPUHECTH 11104 B popme
COBpeMEeHHBIX IpeACcTaBAe€HMII O HacAeACTBEHHOCTU U M3MeH-
YUBOCTH.

Hacrosarear monactoipss B Mopasuu I'.Vl. Mengean (1822-
1884), Oyayun ecTecTBOMCIIBITaTEAEM-AI00UTEAEM, B CBOOOAHOE OT
PpaboTHI BpeMsl CTaBMA OIBITHL Had TOpoxoM. CICTeMaTUIHOCTh U
YIIOPsAOYEHHOCTD STUX OIIBITOB IO3BOANAN €My HallTu Hanboaee
JpyHaaMeHTaabHBIE NPUHINIIB HacAejOBaHN Mpu3HakoB. OH
PYKOBOACTBOBAACS CAEAYIOIIVIMY COOOpakeHVIMI:

e y3yJaeMble IIPU3HAKU AOAKHBI OBITH AVICKPETHB, T. €. 0e3
OTTEHKOB — A100 eCTh, 4100 HeT, A1O0 OeAblli, AMOO KpacCHBII;

® IpU3HAKM AOAKHBI OBITh KOHCTAHTHBI, T. €. HeM3MeHHBI
B psay nokoaeHmnit (MeHaeab IpoBOAUA IPOBEPKY B TedeHUe
ABYX A€T);

® B HKCIIepUMeHTe AO/AXKHBI MCIIOAb30BaThCs POAUTEABCKIIE
¢opMBI, pazanyaomecs TOAbKO 0 OAHOMY IIPU3HaKY;

¢ He0OXOAVIMO YUMTHIBATh BCeX IIOTOMKOB OT CKpeIlVBaHIs,
AAaOBI MCKAIOYUTD BAUSIHUE CAyJallHBIX COOBITUIA

Kpynnas HayuHast yaaua MeHgeas cocTosiaa B TOM, UTO BbI-
OpaHHbBIe M CeMb IIPU3HAKOB OIpeAeAsAVCh TeHaMII Ha pa3HBIX
XpOMOCOMax, 4TO MCKAI04aA0 BO3MOXKHOe CliellIAeHHOe HacAeao-
BaH1e. OH OOHapY>K114, YTO:

e y rMOpUAOB IIepBOTO MOKOAEHMUS IPUCYTCTBYeT IPU3HAK
TOABKO OAHOM POAUTEABCKON (POPMBI, a APYION «ucue3aeT». DTO
3aKoH eduroo0pasus 2udpudos IepBoro MOKOAeHNs;

® BO BTOPOM IIOKOJAeHNI HabAI0AaeTcsl pacliellleHne: Tpu
4eTBepTV ITIOTOMKOB UMEIOT IPU3HAK IMOPUAOB IIEPBOTO IIOKOAe-
HISI, @ 4eTBepPTh — «JCYE3HYBIINII» B II€PBOM IIOKOAEHUN IIpU-
3HaK. DTO 3aKOH pacljeraeHns.

e KaKJas Iapa IHIPU3HAKOB HacAeAyeTcs He3aBUCHMO OT
APpYTOI1 Haphl. DTO 3aKOH He3aBUCHMOIO HacAe 0BaHN:L.

Pasymeercsi, MeHgeab He 3Haa, 4TO 9TU IIOAOXKEHMS CO
BpeMeHeM Ha30BYT nepebiM, 6Mmopoim U mpemoum sakonamu Mende-
Ad. Ha ®TOM HayyHOe Be3deHMe BeAMKOIO TeHeTMKa 3aKOHYIAOCH,
II0CAeAYIOIIie OIIBITEI Ha SICTpeOVHKE He YBEHJAANCh YCIIeXOM
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1M3-3a  He3HaHMs1  Omoaormm  oobekta.  CoBpeMeHHUKMU-
npodeccroHaAbl APY>KHO ITPOUTHOPUPOBAAM MOHaxa-CaMOY4KY,
U1 eCTeCTBeHHBIM HayKaM OCTaBaA0Ch TOABKO HaKallAMBaTh HKCIIe-
PUMeHTaAbHBIN MaTepuad, 0XIAas BTOPOTO OTKPBITU: 3aKOHOB
Mengeas gepes 37 aeT ocae MepBOII MyOAMKAITUNA.

Hagazo XX croaetns craao py0exkoM pas3BUTHUs TeHEeTUKU —
3akoHBl Mengeas Obiam nepeoTkpsITel B 1900 1. I'. de ®pusom,
K. Koppencom n 3. Yepmakom Ha pacteHm:x, a B 1902 r. V. bat-
con u E.P. Caynaepc noarsepAnau cipapeAAnBOCTb DTUX 3aKOHOB
AAs1 XMBOTHBIX B OIIBITaX Ha JoMallHel Kypuile. Hemnoro nosa-
Hee VY. barcon gomoanma 3axonsl MeHaeas HpaBUAOM YMCTOTBI
raMeT — Kak4as I10410Basl KAeTKa (ramera) HeceT TOAbKO OAVH aa-
Aeab U3 Mapbl, NPUCYTCTBYIOIeN y AUIIAOUAHON POAUTEABCKOM
ocoon. VIm >xe OBLAO ITpeAA0>KeHO Ha3BaHMe HayKM O HacAeACT-
BEeHHOCTU U M3MEHUMBOCTY — 2eHeMuKd.

[TonsiTHA «TeH» (DAeMeHTapHBIN HacAeACTBeHHBIN (aKTop),
«T€HOTUII» (COBOKYITHOCTb T'€HOB OpraHmsma), «(peHoTuI» (CoBO-
KYITHOCTb IIPU3HAKOB OpraHusMa) BeedeHsl B. orancenom (1857-
1927). OH ke HmpeaaoXnA TePMUH «4dUCTas AVHUA» AAsl Opra-
HI3MOB C ITPaKTMYeCK! OAMHAKOBBIM T€HOTUIIOM, ITOAYYeHHBIX
myTeM 0AM3KOPOACTBEHHOTO CKpelBaHys (MHOPUANHTIA).

sIBaeHNe ClIeNAeHNsI — COBMECTHOTO acCOLMMPOBAaHHOIO Ha-
CAeA0BaHMs IIPU3HAKOB, ONpeeAseMbIX ABYM: MAU HEeCKOALKN-
MM TeHaMI — ObLA10 OTKPBITO Y. baTconom u P. Ilennetrom B 1906 T.
briao Takke m3BeCTHO O CBsA3M HacAeJOBaHWUs HEKOTOPBIX IIpU-
3HAKOB C II0A0M. DTU HabAIOAeHNs CTaAM OCHOBOM AAsl CO3JaHNs
rpynnoin T. Moprana, B kotopyio Bxoguan A. CrepreBaHT,
K. bpuaxec n I. Meaaep, xpomocomuon teopun B 1910 r. Oun
IIpOBOAMAM WCCA€JOBaHMS Ha I1A040BOIM MYIIKe Aposoduie
(Drosophila melanogaster) — HeOOABIIIOM HaceKOMOM (2-3 MM) ¢
YAUBUTEABHBIM pa3HOOOpasueM HacJAeAyeMBIX IPU3HaKOB, Ma-
ABIM 4YMCAOM XPOMOCOM (BCErO 4eThIpe ITaphbl) ¥ BO3MO>KHOCTBIO
oTOOpa AeBCTBEHHBIX caMOK. Jpyrum rnogapkom HaydHoit Popty-
HBI CTaA0 HaAudye IIOAUTEeHHBIX XPOMOCOM B HEKOTOPBIX TKaHAX
ABYKPBIABIX HacEKOMBIX, K KOTOPBIM OTHOCHUTCSI Apo3oduaa, OT-
AMYAIOITUXCS OT OOBIYHBIX MUTOTIYECKMX XPOMOCOM Ha HECKOAb-

13



KO IOpPsAKOB IO AAMHE U MMEIOIINX IIOIePedyHyIO MCYepyeH-
HOCTb, KOTOpas II03BOASeT IIPOBOAWUTH TOHKOe KapTUpOBaHUe
(ompegeseHne MeCTOIIOAOXKeHU:) TeHOB. Bce »TO mosBoamao
cpopMyanpoBaTh XPOMOCOMHYIO TEOPUIO:

® reHbl HaXOAATCsA B XpPOMOCOMaXx M PacIoA0KeHbl ANMHeIHO;

® [I0Ay4eHHbIe OT KaXX40TO U3 poauTeaell TOMOAOTMYHbBIe
XPOMOCOMBI COAep>KaT IapHble aa4eAM KaXKA0TO ITeHa;

e ClIell/eHe 3aBUCUT OT PacCTOSHUs MeXAy I'eHaMM U W3-
MepsileTCsl B CaHTMMOpTraHax — IIpOIleHTaX pPeKOMOMHaHTHBIX
(MMeroImMX codyeTaHMe aaleaeli, OTANMYHOe OT ODeuX poAuTeAb-
ckux popm) ocoberr;

® TeHbl, pacIoA0XKeHHbIle B OJAHOJ XpOMOCOMe, OOpa3yioT
TPYNILy CLEINAHNS U HacAeAyIOTCs COBMECTHO MPU yCAOBUH, UTO
paccrosHne MexXAy HuMm MeHee 50 caHTMIMOPTaHOB.

MouzekyaspHas spa pasBUTUS TeHeTHKM Hadaaach B 1944 r.,
KOT/Ja IPYMIION aMepMKaHCKMX MccAeioBaTeAeil ObLA0 MOKa3aHo,
4TO A4 IIpeBpallleHNs HellaTOreHHOTO ITaMMa ITHEeBMOKOKKOB B
IIaTOTeHHBIN (OTAMYAIOIIVecs HaAudyeM II0oAucaxapUAHONM Karl-
CyABlI, KOTOpasl MO3BOAsAET 3aKpeNnAsAThCA Ha TKaHAX BBICIIMX Op-
TaHU3MOB), VIHBIMU cA0BaMy, AAst TeHeTU4eCKOo
TpaHcpopMaIuy, AOCTaTOYHO OOpabOTKM KAETOK IIepBOTO
mramma AHK, BpigeaenHoit ns sroporo mramma. Cynpyru /le-
Aepbepr u H. Llnuaep B Hauaae 1950-x rr. Be1geanan AHK supyca
KUIIIeYHOI Maaouky (Dakrepuodar AsamM04a) U ONMcaan sABAeHUe
TpaHCAYKIIMI — IIepeHOcCa TeHOB U3 OAHON OaKTepum B APYIYIO
npy romMomiu Bupycos. OTKpBITHE sBAeHUI TpaHchOopMaluy U
TPaHCAYKLIMI CTaa0 OocHOBaHUeM Aas npusHanusa JHK Hocure-
AeM reHetmdeckont napopmannu. B 1945 r. Ax. bugaom u 3. Ta-
TYMOM 0B110 cPOPMYAUPOBAHO ITOAOXKEHMe «OAMH IeH — OAUH
depmenT», KOoTOpOe MocAe OTKPHITUSA AOMEHHON OpTraHM3alyy
0eAKOB OBLA0 JICITPaBAEHO Ha «OAVIH TeH — OAVIH TTOAUIIEIITUAY.

Crpykrypa AHK 6p1aa pacmmdposana Ax. YOTCOHOM 1
@. KpukoMm, 4T0 Hapsa4y C gaHHBIMU, noaydyeHHbIMU M. Hupen-
OGeprom (oH cuHTe3uposaa noamypanuaosyio PHK n mokasaz,
9TO C Hee cuMTHIBaeTcsl TOAbKO (peHnaasannt) u C. Ouoa (Briep-
Bple mpoBea cuHTe3 PHK ¢ pazanmynbpIM cocTaBOM a30THUCTBHIX OC-
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HOBaHMII U pacmudpoBaa KoAsl A4 11-Tm aMMHOKMCAOT), 4210
BO3MOXKHOCTh C(POPMYAMPOBATh CAeAyIOINe CBOMCTBA reHeTurye-
CKOTO KOJa:

® Ka’kJas aMMHOKICAOTa B cocTaBe OelKa KOAMpyeTcs Tpe-
MsI @30TUCTBIMU OCHOBAaHUAMM (TPUILAETOM);

® TPUILAETHI He ITepeKpPhIBaIOTCS;

® CUMTHIBaHME HAauMHAEeTCs CO CTAapTOBOIO TPUILAeTa, 3HAKU
npennnanua B /AHK orcyrcrsyior;

® O/HOJ aMMHOKICAOTE MOXKeT COOTBeTCTBOBaTh OAMH W
0oaee 0AHOTO TpuIlAeTa (TeHETUYeCKUil KO/ SBASETCS BBIPOXK-
JA€HHBIM).

LlenTpaabHas 40rMa MOAEKYASPHOI OMOAOTNY, TAacAIas O
TOM, YTO HacAeACTBeHHas MHQopManus IepejaeTcs OT HyKAen-
HOBBIX KICAOT K 0eaKy, HO He B OOpaTHOM HampaBJAeHunu, Oblaa
cpopMyanpoBaHa I'pyHIION MccAesoBaTeAeil M0J PYKOBOACTBOM
@. Kpuka B 1961 1.

IlepBBlil MCKYyCCTBEHHBIN TeH OBLA CUHTE3MpPOBAH I'PYMIION
X.I. Kxopana B 1969 r. ITpumepHO B 9TO >Xe BpeMs pa3BlMBaeTCs
TeHHasl MH>KeHepus — COBOKYIIHOCTb MeTOAOB M3MeHeHMs HyK-
AEMHOBBIX KUCAOT B >KMBBIX OpTaHu3Max. TexHuka peKoMOMHaHT-
Hoit AHK (oObeauHeHHONT M3 AByX MAM 0oJee MCTOYHUKOB)
I103B0AM/Aa IIPOBECTY KAOHMPOBaHMe (IToAydyeHne 6OABIIOTO 9mc-
Aa MACHTUYHBIX KOIMII) MHOIMX I€HOB Pa3AMYHBIX OPraHMU3MOB,
yOeAUThCsl B yHUBEPCaAbHOCTU TeHETHYECKOTO KOAa, U3YIUTh MO-
AeKyAsSpHO-TeHeTHYecKre MexaHU3MBbl (PU3NMOAOTMIeCKNX IIpo-
11€CCOB M TIaTOAOTMYeCKUX COCTOSHMIA.

Caeayrommii Tan pa3BUTUsI T'€HETUKM — «IIOCTTeHOMHas
®pa» — Hadaacs B 2003 1. 110cae BpIXO4a MEPBOTO pean3a IOAHOM
nocaegoBareapHoct AHK (cukBeHca) reHoMa yeaoBeka. XOTs
HEKOTOpBIe YyJ4acTKM TeHOMa, B IIepBYIO ouepeab MPULIeHTpoMep-
Hbple paliOHbl XPOMOCOM, KOTOpPBIe COJAep>KaT IpersTCTBYIOIue
KAOHUPOBAHUIO IMOBTOPBI, OCTAIOTCA AO CUX IIOP HEePOYMTaHHbI-
mu (gaaHble Ha 2011 1.), KOMITAEKC AaHHBIX ITIOAHOTO CUKBEHCA IO-
3BOAMA CO3JaTh TeHOMHBle ©0a3bl JaHHBIX, YTO IlepeBeao
1CCAeA0BaHNs 110 TeHeTUKe Ha KayeCTBeHHO HOBBI ypoBeHb. Bme-
CTO pa3pO3HEHHBIX CBEAeHUI B OTAEABHBIX DKCIIEPMMEeHTaAbHBIX
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CTaTbhsIX ITOJABMACI KOMIIAEKC CUCTEMATU3MPOBAHHBIX AaHHBIX I1O
CTPYKTYp€ HYKAEMHOBBIX KMCAOT, COOTBETCTBYIOIIVM UM Deako-
BbIM IIpOAYKTaM, CBsJI3aHHBIM C HUMU Cl)I/ISI/IOAOFI/I‘{eCKI/IM ocobeH-
HOCTAM U Ba60/leBaHI/IﬂM, MecCTe ¥ BpEeMEeHN OKCIIpeccunys,
B3alIMHOM PacIlOAO0>Ke€HN, BbISIBA€HHBIX MYTalMsAX 1 O MHOIUX
APYIUX Ba’>HbIX O10A0IMYeCKIIX OCOOEHHOCTSIX. CeKBeHI/IpOBaHI/Ie
IeHOMOB ApyImX OPraHM3MOB IIO3BOANAO IIPVIMEHATb CpaBHU-
TeABHBIN ITOAXOA AAsI TIOVICKA U XapaKTepUCTUKN HacAeACTBEHHBIX
MaTOAOTMYECKUX COCTOSIHUIN U CI)I/ISI/IOAOFI/I‘{GCKI/IX 0CODEHHOCTEIA.

Konmpoavtvie 6onpocot u 3adanus

1. ChopmyanpyiiTe OCHOBHOe paszandne MeXKAy KOHIIeIl-
LVAMU IPSIMOTO U HEIIPSIMOTO HacAeAOBaHMs.

2. VIzaoxure 3akoHBI MeHAeAs 1 pacKpoliTe X cogep>KaHue.

3. B ueM cOCTOAT OCHOBHBIE IOAOXKEHMS XPOMOCOMHOI
Teopun?

4. CoxpaHseT AM IleHTpaabHasl 4OrMa MOAeKyAsSpHOI Ouo-
AOTUY 3HaUYeHUe B HacTosIIIiee Bpemsi?
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TI'raea 2. Kaaccuyeckmii reHeTUMYECKMI aHAaAM3

I'eHeTmueckuit aHaaM3 — DTO CUCTEMaA Ha6AIOA€HI/IIZ 1 OIIbI-
TOB, KOTOpasi CTaBUT 11€AbI0 BCKPBITHE TeHOTUITNYIECKOM CTPYKTY-
PpbL OCO6I/I, MNOMIyAs o AN BUAAQ. Kaaccuuecknmn MeTOo4aMI
TeHeTMYeCKOTO aHaAmn3a CUYUTAIOTCSI TeHeaAOTMJeCKUI — aHaAu3
POAOCAOBHBIX — Y 4YeA0BE€Ka I FI/I6PI/IAOAOFI/I‘I€CKI/II7[ MeTO4, — IIO-
CTaHOBKa CerLT_U/IBaHI/Iﬁ — Y BCEX OCTaAbHBIX >KMBBIX CYIIIECTB. Oc-
HOBaHMNEM AAs IIPOBEACHIISI T€HETUYECKOIO aHaAN3a ABASIETCI
yCTaHOBA€HIE Cl)aKTa HacaeA0BaHII ITPpV3HaKa.

2.1. Monozetitivbte pasaudus

Bropeim mocae ycraHOBAeHMs1 ¢pakTa HacAeJOBAaHMS IIPU-
3HaKa DTAIIOM TeHeTUYEeCKOro aHaAm3a SBASETCS BhIICHEHUEe JIC-
Aa TeHOB, OIlpeJeAsIOIINX aAbTepHaTUBHOe IIpOsBAeHle
npusHaKa. /s BHISICHEHMS 4YliCAa TEHOB, BOBAEUYEHHBIX B (pOpMI-
poBaHIe IIpU3HaAKa HEOOXOAVIMO OINpeAeAUTDb 4ncAo (peHOTUIIN-
YeCcKNX KAacCOB y I'MOPUAOB IIEPBOTO IOKOAEHMUS M 3a4acTyio y
IIOTOMKOB BO3BPaTHOTO CKpeIIMBaHMA (T. €. CKpelllMBaHMA C OA-
HOM U3 poAnTeabckux ¢opm). I'mdbpuaamn camrTaroTcs MOTOMKHU
CKpelMBaHMs 0co0ell ¢ pa3HBIM reHOTUIIOM. CKpelyuBaHue po-
AUTeAbCKUX POPM, Pa3ANYAIONINXCA alAeAsIMY OJHOTO TeHa, Ha-
3bIBaeTCs MOHOIMOPUAHBIM. Pasanuns takux GpopM Ha3bIBAIOTCS
MOHOTeHHBIMI. /UIAOUAHBI OpraHu3M (C ABOMHBIM HabOpOM
XpOMOCOM), B TeHOMe KOTOPOTO IIPUCYTCTBYIOT ABa OAMHAKOBBIX
aaaeass OAHOTO TeHa, Ha3blBaeTCs TOMO3UIOTHBIM. l'eTeposuror-
HBIM sBAsIeTCs AUIIAOVAHBIN OPTaHM3M C Pa3HBIMU aAAeAsIMU OA-
HOTO TeHa. [eMM3MIOTHON Ha3BIBAIOT AMUIIAOMAHYIO OCOOB,
MMEIOIIYIO TOABKO OAVH U3 aAleAell AaHHOTO IeHa.

Poaurteasckue popMbl 0003HAYAIOTCSI AATUMHCKONM OYKBOI
P (ot aar. parento — poautean), rubpuast — 6yksoii F (fillii — aetn).
I'n6puasr nepsoro nokoaenns — Fi, stoporo — F2 u 1.4. I'uOpuasr,
IIO0Ay4YeHHbIe OT BO3BpAaTHOIO cKperusaHus — Fv (oT amnra. back-
Cross — BO3BpaTHOe cKpellusaHMe). Ecau mpu BO3BpaTHOM CKpe-
IVBAaHUM VICTIOAB3YeTCsl pellecCuBHasl pojureabckas ¢opMa,
TaKoe CKpelllMBaHle Ha3blBaeTCsl aHaAU3UPYIOIINM, a ero ITIOTOM-
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K1 obosHavaiorcst Fa (oT aHra. analyse — anaams). JKeHcknit 1moa
00O3HayYaeTCcsl acTpPOAOTMYECKMM 3HaKOM Beneprr — @, a Myx-
ckoli — 3HakKOM Mapca — J. CkpemnBaHue 00O3HAYAIOT 3HAKOM
yMHOKeHMsT — X. OOBIYHO ITepBBIMU 3aIMCHIBAIOT OCOOeT JKeHCKO-
IOo 10/a, IIOCKOABKY MaTepPUHCTBO BCerJa sIBAsSeTCs YyCTaHOBAEH-
HBIM (paKTOM, a OTIIOBCTBO MMeeT BepPOATHOCTHBIN XapakTep.
Hanpumep, P @ AA X & Aa — ckpenjnBaHie roMO3UTOTHON CaM-
KJ1 C TeTepO3UTOTHBIM caMIIOM. MeHaeab peAA0>K1A 3alChIBaTh
AOMUHAHTHBIX TOMO3UIOT ABYM: IpONNMCHBIMU OykBamu (AA),
TeTepO3UTOT — OAHONM IIPOIMCHON U OAHOV CTPOYHOI OyKBamu
(Aa), a rOMO3UTOTHBIX PeIeCCUBOB — ABYMsI CTPOYHBIMU OyKBaMu
(aa). Aas 0603HaYeHMs JOMUHAHTHOTO (PEHOTUIINYECKOTO KAacca,
BKAIOYAIONIEero AOMMHAHTHBIX TOMO3UTOT AA 1 reTeposuror Aa,
ncroAb3yercsi ooozHaueHne A-. [ToHATHO, 4TO perieccuBHBIN ¢e-
HOTUIMYECKNUII KAaCC, BKAIOYAIOIINII TOABKO TOMO3UTOTHBIX pe-
11ecCBOB, 0OO3HaYaeTcs aa.
Wrak, o Menaeato:

PQAAXJ aa

F1Aa

F23A-:1Taa(1 AA:2Aa:1aa)
FalA-:1aa (1 Aa:1aa).

Caeayer oOpaTuTh BHMMaHIe, 4TO B cAydae TMOPUAOB BTO-
poro mokoaenusa (F2) aoMuHaHTHBEIN (PEeHOTUIIMYECKMUIT Kaacc
A — mpeacraBaeH AByMs TeHOTUIIMYECKUMMM Kaaccamu — AA u
Aa — B cootHomeHun 1 : 2, a B caydae aHaAM3UPYIOIIETO CKpeIy-
BaHI — TOABKO reteposuroramMm Aa.

Taxum obpasom, Haamume paciiernaeHus 3 : 1 Bo BTopom
nokoaeHun u 1: 1 B anaausupymomem cKpeluBaHuy 0O4HO3HaYHO
yKa3bIBaeT Ha MOHOTeHHBIe pa3ANdis POAUTEABCKUX (POPM.

Aazaean, Hanboaee 4acTO BCTpeYalONIUIICA B IIOIYAAIIUMN,
Ha3bIBaeTCs alleleM AMKOTO THUIla, a 0oaee pelKue allean — My-
TaHTHBIMU. AAAeAb AMIKOTO THUIIa O0O3HA4YalOT OYKBEHHBIM CUM-
BO/OM I'eHa CO 3Ha4KOM +, HallpuMep: s+, w+.

CrerieHb mposiBAeHNsA IpU3HaKa y OTAEABHBIX HOCHUTeAel
OIlpeeAeHHOTO IeHOTHIIa Ha3bIBaeTCsl DKCIIPeCCUMBHOCTD, a 4acTo-
Ta NpOsIBAeHNs IIpU3HaKa CpeAy HOCHUTeAell OIpeAeAeHHOIO TIe-
HOTHIIA — IIeHeTPaHTHOCTb.
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Ipumepvor:

1. Aucnaasus TazobeApeHHOTO CycTaBa y coOak (0COOeHHO
9acTo BCTpeyaeTcsl Y KPYITHBIX TI0pOJ) — HacAeACTBeHHoe 3aboe-
BaHIe C BapbUPYIOLIel 9KCIIPeCCUBHOCTLIO. DTO 3HAYUT, YTO IPU
IIpaBUABHOM palliOHe KOPMAEHMS IIeHKa, TOMO3UTOTHOIO IIO
MYTaHTHOMY a/AJleAl0 TeHa, BhI3BIBAIOIero »To 3aboJeBaHue,
MO>XKHO 130eKaTh JaHHOV aHOMaANY Pa3BUTIs KOHEYHOCTEI.

2. HpeApaCHO/lOXQHHOCTb K peTI/IHO6/laCTOMe — 340Ka4decCT-
BEHHO OIIyXOAM ceTdaTKM rdasa — MMeeT II€eHEeTPaHTHOCTb 60 %.
Cive) 3Ha4UT, 9TO TOAbKO Yy TpeX I3 ILITU HOCHUTeAeN AOMUHAHTHO-
IO MYTaHTHOTO aAAaeAsl 1104 BAVSIHIIEM Cl)aKTOpOB BHeIITHeN cpeanbt
Ppa3BMBaETCsI DTO 3aboeBaHue.

2.2. Tunwvi é3aumodeticmeus arrereii

Cy1iecTsyeT MATh TUIIOB B3aIMOAENICTBUA aAdeaeil — A0-
MMHIPOBaHIe, HeNoAHOe AOMUHMpPOBaHNE, KOAOMMUHUPOBaHMe,
CBEpXAOMIHNPOBaHNe U Me>XKaaJeAbHas KOMILAeMeHTaIys.

Kaaccuyeckum caydaeM B3aIMOAEVICTBU: aadAeaeli, OIN-
caHHBIM MeHgeaeM, siBAsIeTcs: AoMyHMposaHue. [Ipu sTom y rnod-
PUAOB IePBOTO MOKOAEHMS IIPOSABASETCS MPU3HAK TOABKO OAHOM
poAnTeabckoil GopMBI, KOTOpas CUMTaeTcs IO HTOM INpUdYMHe
AOMUHAHTHOI (OT Aat. dominatio — rocrioactso). [IpusHak poau-
TeABCKOV (POPMBI, «JICUe3AIOMINIT» ¥ TMOPUAOB IIEPBOTO MOKOAe-
HIS — pelIeCCUBHBIN (OT AaT. recessus — OTCTyILAeHNe, yiaaeHue).

[Tpumepvor:

1. Ilpu ckpemusanum kopotkomrepctHoix (LL) m gamHHO-
mepcTHbIX (11) Komek HabAIO aeM cAeAyIOmyIO KapTUHY:

PQLLXJ1l

F1Ll (xopoTkoriepcTHbIE)

F23 L-: 111 (3 9acTu KOPOTKOIIEPCTHHIX U 1 4acTh AAMHHO-
IIIePCTHBIX)

F AalL-:11l (lyacTs KOPOTKOIIEPCTHHIX U 1 4acTh AAMHHO-
IIIePCTHBIX).
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2. Poauteanckue popmsl cepbix (AA) 1 uepHBIX (aa) MBIIIET
AQIOT IIOTOMKOB:

PQAAXJ aa

F1Aa (cepnre)

F23 A-:1 aa (3 yactu ceprIx 1 1 4acTh YepHBIX)
Fal Aa: 1 aa (luacTtb cepbix 1 1 yacTh 4YepHBIX).

[Ipn HermoaHOM AOMMHUPOBAHNUM Y IMOPUAOB MEPBOTO IIO-
KO/AeHMs HabaAl0JaeTcs IposBAeHNe MPU3HaKa, IIPOMeKyTOUHOe
MeXAy ABYMs PoAUTeAbCKMMU popMaMy, a BO BTOPOM ITOKO/e-
HUM U y TIOTOMKOB aHaAM3UPYIOIIeTro CKpeliuBaHms paciiierie-
HUe TI0 (PEeHOTUIly IIOAHOCTBIO IIOBTOpseT paclelileHne 10
TeHOTHUITY.

PQAAXJ aa

Fi1Aa

F21AA:2Aa:laa

FalAa:1aa.

Ipumepror:

1. ITpu ckpemusanum yepHbix (BB) u 6easix (bb) xyp moay-
gaeM B F1 roayObIX (aHAaAy3CKMX) IITHI], BO BTOPOM ITOKOAEHUM —
1 gacTp yepHBIX, 2 YacTy aHAAAY3CKMX 1 1 yacTh OeABIX Kyp.

2. Ecan y poaureapckux ¢GopM ABBMHOIO 3eBa OOABIIOTO
(Antirrhinum majus) AemecTKM BeHYMKa MMeEIOT KpacHyIO (AA) u
Oeayio (aa) okpacKy, TO y IMOpPMAOB IEpBOTO ITOKOAEHM: BCe
1BeTKN OyAyT po3oBbIMU (Aa), a BO BTOPOM IIOKOAEHUM OyAyT
HabA104aThcsl TpU (PeHOTUIIMYIeCKNX Kaacca — 1 — ¢ KpacHBIMI :
2 — ¢ posospiMI : 1 — ¢ GeapIMU JemlecTKaMy BeH4MKa, KOTOpble
KaK I BCerja Ipy HEeIOAHOM AOMMHMPOBAHUU COOTBETCTBYIOT Te-
HOTUIIMYecKUM KaaccaM — 1 AA:2 Aa: 1 aa.

IIpn kogoMMHUpOBaHUM ABa UAU DoJee aaleaeil JOMUHMU-
PYIOT IIO OTHOIIEHMIO K pereccusHoMy. Hamboaee mspecTHbIN
npumep — HacaeJoBaHue rpyni Kposu cucreMbl AB( y ueaosexa.

e I rpymnma KpoBu coorBercTByeT reHoTuIry 10 I%

e Il rpynma xposu — IA IA manm I2 19

e Il rpynima kposu —IB IB manm IP I9;

e IV rpynmna xposu — Toabko 14 P,
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DTOT TUII B3aMOJEVICTBUS aAdelell XapaKTepeH AAsl IO-
AUMOP(QHBIX BapMaHTOB 0O€AKOB I HEKOTOPBIX MOAEKyASPHO-
reHeTMYeCKIX MapKepoB, O KOTOPBIX pedb MOMAeT HIDKe.

buoxuMmmnyecknit MexaHU3M TUIIOB B3aIMOAEVICTBUS alle-
A€l CAeAYIOIIIL:

® Ipy IIOAHOM JAOMMHUPOBAaHUM MpOsABACHUE IpU3HaKa
onpeaeAseTrcs IPUCYTCTBEeM OAHOIO M3 ABYX AOMMHAHTHBIX aa-
Aeaerl, KaXXABIN U3 KOTOPBIX KOAUpPYeT MOAHOPYHKIIMOHAABHBIN
0ea0K, HeOOXOAVIMBIN AA51 MPOSIBAEHNS IIPU3HaKa;

® IpM HEIIOAHOM AOMMHMPOBAHUM NPOsABAEHNe NpU3HaKa
SIBASIETCSA AO303aBUCUMBIM — ITOOBIHA KOAMYECTBa (PYyHKIIVIOHAAD-
HOTO 0e/1Ka IIPUBOAUT K YaCTMYHOMY IIPOSIBAEHUIO IIPU3HAKA;

e [Ip1U KOAOMUHNPOBAHNY ABe 1AN 001ee akTUBHbBIE (POPMBI
Oeaka, KogupyeMble KOJOMUHNUPYIOIIUMY alAeAsIMY, AAIOT BO3-
MO>KHOCTb IIPOABUTBLCS COOTBETCTBYIOIIEMY IIPU3HAKy He3aBUCH-
MO OT HaAN4Msl PEljeCCUBHOIO aAAeAsl.

OueHb peaKO HADAIOAAIOTCS SABAEHUSI CBEPXAOMUHNPOBa-
HIs (Korda TMOpUABI TIEPBOTO ITOKOAEHVS IIPEBOCXOAAT IO CTelle-
HU TpOsIBAEHNUs IIpU3HaKa o00e poauteabckie QOPMBI) U
Me>KaAAeAbHON KOMILAeMeHTanuy (KOorda y TMOpUAOB IIEPBOTO
IIOKO/AeHNsI MOsBAsETCs HOBBIN IIpu3Hak). VIHTepecHo, 4yTo O1O-
XVIMMYeCKMEe MeXaHM3MBbl CBePpXAOMUHUPOBaHUA U MeXKaAAeAb-
HOIl KOMILAeMeHTaumu OAM3KM — B O0OOMX cAyYasX aAleAu
cogep>KaT MyTalluM B y4dacTKaX, KOAMPYIOIIMX pa3Hble AOMEHbI
0eAKOBBIX MPOAYKTOB, KOTOpPBIE SIBASIOTCSI (PYHKIIMOHAABHBIMU
aHaaoramu. OO6besuHeHNe alaeaell y TMOPUAOB IePBOIO IIOKO-
A€HUs IPUBOAUT K MOSBACHUIO IIPOAYKTa C HOBBIMIU CBOMICTBAMIA:
0oAblIIIeNt CTeNeHbIO IIPOsABAEHNs IIpU3HaAKa (CBEpXAOMMHIpPOBa-
HI1e) AU HOBOI (POPMOII IIPOsABAEHNsI IIpV3HAKa (MeKalleabHas
KOMIIA€MEeHTaIIusI).

IIpumepror:

1. AKTMBHOCTb aAKOTOAbAETUAPOTeHa3bl y IeTepO3UTOTHBIX
Apo3zodua BIIle, 4eM y 00euX TOMO3UTOTHBIX POAUTEABCKIX
¢opM — cBepXAOMUHUpPOBaHIE.
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2. Ilpn ckpemusanun $GopM AbHa C OEABIMIU U PO3OBBIMU
IIBeTKaM! T0AYJalOTCs pacTeHMsI ¢ TOAy0OIl OKpacKOIl AeTIeCTKOB
BeHUMKa — Me>XKaAlJeAbHasl KOMILAeMeHTalus.

Ecaum mpucyTcTByeT cepusi MHOXKECTBEHHBIX aadadeaeli, TO
OHU II0CAe40BaTeAbHO MPOSBASIOT II0 OTHOIIEHUIO APYT K APYTY
AOMIHAHTHOCTb AU peleccuBHOCTh. Hampumep, B A0Kyce aryTu
y cobak IPUCYTCTBYyeT cAeayloIlas MepapXusl AOMMHMPOBAHUSL:
ay > a“ > a' > a (coOOAMHBIN OKpac IIIepCTy > 30HapHBII OKpac >
4epHO-TIOATIAaAbIN OKpac > YepHBIN OKpac).

DyHKIIMOHAABHBIN TECT Ha aAAeAU3M MCIOAb3YeTCs B CAy-
Jae HeOOXOAMMOCTU OIIpeAeAUTh OTHOCATCA AU ABe MyTaluu K
OAHOMY T'eHy AU K pa3HbIM. Ero mpoBoAAT IyTeM CKpeljuBaHus
ABYX MyTaHTHBIX (opm. Ecam y rubpuaos mepBoro moxkoAeHms
IIPOSABASETCA OAVMH U3 NPU3HAKOB — HET COMHEHMIA, UTO MyTalll
aaaeabnnl. Ecan B F1 Haba104aeTcs mpu3HaK, OTCYTCTBOBABIINIA Y
o0enx poanuteabckux GpopM (HOBooOpaszoBaHMe), TO MyTallI OT-
HOCATCS K Pa3HBIM I'eHaM.

ITpumep

IIpn  ckpemuBaHuM  TA040BBIX  MyImnek  Drosophila
melanogaster ¢ aOpMKOCOBBIMU U OeABIMU Tla3aMI Y ITOTOMKOB
IIepBOTO ITOKOAeHNs raasa O6b1am aOpukocospiMu. Ha ocHoBaHUM
9TOTO CAeAaH BBIBOJ 00 a1A€AbHOCTYU DTUX MYyTaIIuIi.

2.3. I'enearozuueckuti memoo

ITockoABKYy DKCIIEpUMEHTBI Ha AIOAAX KaTeropudyecKu He-
IpueMAeMbl, TeHeTUYeCK!Il aHaAu3 y 4YeaoBeKa TPasuIIMOHHO
ObLA OCHOBAH Ha JCII0AB30BAaHUM TeHealOoTHMYeCcKoro MeToJa, KO-
TOPBII TI03BOASET CUCTeMaTU3MpPOBaTh HaOAIOAeHUs ITyTeM CO-
CTaBA€HMUs M M3y4YeHMUs POAOCAOBHBIX. YacTo reHeaaormyeckuit
MeTO/, MICIIOAB3YIOT U AAs TeHeTUYeCKOIO aHaAM3a y IeHHbIX JKI-
BOTHBIX C AAUTE€ABHBIM LIMKAOM BOCIIPOM3BOACTBA ¥ OTHOCUTEAb-
HO HeDOABIIMM 4YHCAOM IIOTOMKOB (CKakOBble AOIajwu,
IIA€MEHHON KPYIIHBIN pOraThlii CKOT). Y 4eaoBeKa, Kak IpaBuao,
POAOCAOBHBIE COCTABASIOT Ha OCHOBE OIIPOCOB, XOT: 110 Mepe pas-
BUTNS MeAMIIMHCKOM CTaTUCTUKIU M yBeAdeHNs OXBaTa Hacele-
HIUSL CUCTeMOM MeAUKO-TeHeTMYeCKOIO KOHCYAbTMPOBAaHMS BCe
0OABIITYIO POADb B 9TOM UI'PAIOT KOMIIBIOTepHbIe Oa3bl AaHHBIX.
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I'eneasormyeckoe A4peBo — poA0OCAOBHasI, KOTOpasl BBICTpan-
BaeTcs OT MHAUBMAYYMa, C KOTOPOIO HayaTO liccaelOBaHNe —
npo0aHja, U BKAIOYaeT BCeX POACTBEHHMKOB I10 HUCXOASIIEN AN-
Hun. IIpobGanaoM He 00s13aTeAbHO SIBASETCSI AMUIIO, CTpajaloliee
HacAeACTBEHHBIM 3a004€eBaHneM, — M MOXKeT OBITh AF000I1 4ea0-
BeK, OOpaTMBIINIICA B MeAUKO-TEHETIYECKYIO KOHCYABTAIIUIO AU
IIPOCTO y4acTHMK orpoca. CnbcaMy Ha3bIBAIOTCS ITOAHOKPOBHbIE
OpaTbsl U ceCcTpsl, MoAycuOcaMu — OpaThsl U CeCTPhI, MMeIoIIue
oAHoro oOrero poauteas. Ha puc. 1, 2 u 3 mpeacTaBAeHBI OCHOB-
Hble OOO3HaueHNUs, KOTOpble peKOMEeHAOBaHBl AAs COCTaBAEHII
poaocaoBHBIX. IIpn ®TOM caesyeT OTMETUTD, UTO €AUHBIX IPaBIA
COCTaBAEHMSI POAOCAOBHBIX He CYIIeCTByeT U BCce OOO3HaueHIIs

AOA>KHBI OBITH OTpa’keHbl B A€reHAe — CIINCKe MCII0Ab30BaHHBIX
CMMBOAOB.

-6

2 7/
3 [ -8
-4 (@ -9
5 -10

-11
0

Puc. 1. Obo3HayeHNs1 UHAUBIAYYMOB B POAOCAOBHBIX:

1 - my>xumHa, 2 — >XeHIIuHa, 3 — 1104 He oIlpeAeAeH, 4 — yMepIlasi XeHIIIHa,
5 — yMepimit My>K4nHa, 6 — My>K4lHa — HOCUTeAb IIPU3HaKa,
7 — KeHIIIHa — HOCUTeAb pU3HaKa, 8§ — TeTe pO3UTOTHBIN MY K4MHa,
9 — retepo3uroTHasi XeHimHa, 10 — my>xunHa-rpodang, 11 — xxeHIuHa-podaH/,
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SEETE

—
g

Puc. 2. O6osHaueHMsI ceMeli B pOAOCAOBHBIX:
1 - 6paxk (cBsI3b), 2 — KPOBHOPOACTBEHHBIN OpaK, 3 — CeMbsl C OAHUM PeDeHKOM — AeBOUYKOIA,
4 — Gecria0AHDIE OpaK, 5 — CeMbs C YCHIHOBAEHHBIM Pe0eHKOM — MaAbYMKOM,
6 — CBA3b OAHOTO MY>KUMHBI C ABYM:I JKEHIIMHAMI, / — CBA3b OAHOU SKEHIIMHBI C ABYyMs
MYy>KUMHaMH, 8 — BRIKMABII, 9 — MeAULIMHCKIIT a0OpT

g &)_4
40

=d

93

~3

> o

Puc. 3. ObozHaueHns1 6AM3HEIIOB B POAOCAOBHBIX:
1 — pa3HOIIIOBbIE (TeTePO3UTOTHEIE) OAU3HEIBI — A€BOUYKI,
2 — pa3HOIIIOBbIE (TeTePO3UTOTHEIE) OAM3HEIIBI — MaABYUMKI,
3 — pa3HOAIIIOBLIE (TeTePO3UTOTHEIE) GAM3HEIIBI — MaABUMK U A€BOYKa,
4 — OAHOSIIIOBbIE (MOHO3UTOTHbIE) OAM3HELIBI — A€BOUKY,
5 — OAHOSIIII[OBbIE (MOHO3UTOTHbIE) OAM3HELBI — MaABYMKIA
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2.4. Tunvi nacaedosanus

AyTOCOMHO-AOMMHAHTHBI TUII HacAeAOBaHMs IIPU3HAKOB
XapakTepusyeTcs MpOosBAeHNeM IIpM3HaKa BO BCeX ITOKOACHMAX
(6e3 «mpockoka») 1y 000MX M0A0B IIPYIMEPHO C OAMHAKOBOII Yac-
TOTOI BCcTpedaeMocTu (puc. 4). I'en, ompegeasdrommii NpuUsHak,
HaXOAUTCs B OAHOM U3 22 ayTOCOM (T. €. TeX XpOMOCOM, KOTOpble
OAVHAKOBBEI Y 000MX IIOA0B), AOMUHMpPOBaHIE II0OAHOE, MYTaHT-
HBIM ABASETCS AOMMHAHTHBIN aAleAb, aadleAb AVIKOIO TUIIa — pe-
IIeCCUBHBIN.

IIpumepor:

¢ cBOOOZHAsT MOYKA yXa IO OTHOIIIEHMIO K IIPMPOCIIIEN MOUKE;

e ceMellHasl IMIIepX0AeCTepUHeMILs;

® aXOHAPOILAA3MSL.

Puc. 4. AyTocCOMHO-A4OMMHAHTHBIN TUIT HaCA€AOBaHMS

AyTOCOMHO-pellecCMBHBIN TUII HacAeAOBaHUs IIPU3HAKOB
XapaKTepu3yeTcsl MposiBAeHIeM IIpU3HaKa y IIOTOMKOB POAMTe-
Aeil, KOTOpble He MMeAN ero — HabAI0AaeTcsl «IIPOCKOK ITOKO/e-
Hui» (puc. 5). IlpeacraButean oOOMX II0A0B OAMHAKOBO YacTO
BCTpeJaloTcs cpeAn oOAajaTeAell TaKoTo Ipu3HaKa. ['eH, onpege-
ASIOIINI TIpU3HaK, HAXOAUTCSL B OAHON U3 22 ayTOCOM, AOMUHU-
poOBaHMe IIO/AHOe, MYTaHTHBIM SBAseTCA PeLleCCUBHBIN aAleab,
aaleab AMKOIO TUIa — AOMIUHAHTHBII.
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ITpumeprr:

® MYKOBJCILIEA03;

¢ QeHNAKeTOHYpIST;

® aHAPO-TeHUTAABHBIN CUHAPOM.

Puc. 5. AyTOCOMHO-pelieCCHBHBII TUIT HacAe JOBaHUA.
BuaeH «IIpOCKOK» ITOKOAEHMIA

CuernaeHHoe ¢ moAoM AOMMHAHTHOe HacJeAOBaHUE MMeeT
CXOACTBO C ayTOCOMHO-AOMMHAHTHBIM — IIPU3HaK IIPOsBASETCS BO
BCeX IOKOJAEHILIX, 0e3 «IIPOCKOKOB», HO y >KEHIIMH B ABa pasa
yalle, yeM y My>X4uH (puc. 6). OgHako B 9TOM cAy4yae OT OTLIOB
NPU3HAK MOXKeT IepesaThcsl TOAbKO A04YepsM, a OT MaTepei — C
PaBHOI BePOsITHOCTBIO CBIHOBBLAM U AgouepsM. CTerleHb MpoOsIBAe-
HIS IpM3HaKa y TeTepO3UTOTHBIX KEHIIMH, KaK IIpaBUAO, HILKe,
geM y TeMU3UTOTHBIX MY>KYMH, YTO BO MHOTOM OOBSICHSETCS
MHaKTVBalyel oAHOM 13 X-XpOMOCOM Y >KeHIIuH. I'eH, onpeje-
ASIOIINI IIpU3HaK, HaXOAUTCS B IOA0BOM X-XpOMOCOME, AOMU-
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HUPOBaHMNe I0AHOe, MyTaHTHBIM SBASeTCs AOMUHAHTHBIN aAleAb,
aaaeAb AVIKOTO TUIIA — PeLleCCUBHBIA.

Ipumepvor:

e BUTaMIH-/l-pe3ncTeHTHBIN paxuT ¢ runodocdaTemuerr;

® POTO-AMIle-IaAbLIeBbIN CUHAPOM.

O

et e &0
Smbne LembUm

Puc. 6. CriernnA€HHBIN € [TI0AOM AOMUHAHTHBIN TUI HacAeA0BaHIS

B cayuae cuienaeHHOrO ¢ OA0OM peliecCHBHOTO HacAeoBa-
HISI, TIOA0OHO ayTOCOMHO-PELIeCCBHOMY, MOTYT IOSABASATBCS Ae-
T — oDJajaTeay TIpM3HAaKa y He MMEIOIINX HTOTO IIpU3HaAKa
poAauTeAen 1 4acTo HabAI0AAaeTCsl «IIPOCKOK» IMOKOAeHUI (puc. 7).
Ognako nmpusHaK rnepegaeTcst OT OTLa K II0A0BIHe gouepell, ecAn
MaTh TeTepO3UIOTHa (IPOsBASETCS TOABKO B TOMO3UTOTHOM CO-
CTOSIHUM), U OT TeTePO3UTOTHOII MaTepu K IIOAOBUHE ChIHOBEI
(mposiBAsieTcs Bcerda, Tak KakK CBHIHOBBsS — reMusurotsl). Hukoraa
IIpU3HAK He IepejaeTcsl OT OTHa K ChiHy. I'eH, omnpeaeasiommin
NpU3HAK, HAXOAUTCS B I10A0BOI X-XpoMOcCOMe, AOMUHMPOBaHMe
II0/HO€e, MYTaHTHBIM sBAsI€TCs pelleCCUBHBIN aAleAb, alledb AU-
KOTO TUIIa — AOMIUHAHTHBIIA.

[pumepvor:

e remopuans A;

e cunapoM emra-Huxena;

® 1aABTOHI3M.
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Puc. 7. ClieniAeHHBII C II0A0M PeLeCCUBHBII TUIT HacAe 0BaHM

AYTOCOMHBIN, OIpaHMYEHHBI IOAOM THUII HacAeAOBaHMs
HabAI04aeTcs B cAydasX ayTOCOMHON A0KaAM3alluy TeHa, KOTO-
PBIii eTo orpegeaseT, U PU3NYECKON BO3MOXKHOCTHU €ro MpOosIBAe-
HIs y 0cO0ei TOABKO OAHOTO I104a (IIPOIIeHT OeaKa B MOAOKe 1A
¢popma mposiBA€HMS BTOPUYHBIX ITOAOBBIX IIPU3HAKOB) (puc. 8).
DTOT TUII HacAeAOBaHMs ITOXOXK Ha CILIeILAeHHOe C II0/A0M periec-
CUBHOe HacJeJoBaHue. I'1aBHOe OTAuYmMe — HpHU CLENAEHHOM C
II0A0M pellecCMBHOM HacJeJO0BaHUM IIpU3HaK HUKOTJa He Iepe-
AAeTcs OT OTLA K ChIHY.

ITpumep

® MOHO- I OMAaTepaAbHbIN KPUIITOPXU3M.

Puc. 8. AyTocoMHBIN, OTpaHMYEHHBII TT0A0M, TUIT HacAe AOBaHMs

28



losanapudecknii TUI HacAeAOBaHMsS MHPOSIBAAETCs, eCcAu
TeH, olpeJeAsIONNII IPU3HAK, Haxoaurcsa B Y-xpomocome. Ilo-
CKOABKY B HOpPMe y MY>KUIH TOABKO OAHa Y-XpOMOCOMa, OH Bce-
rJa HaXOAUTCSI B TeMM3UTOTHOM COCTOsIHMN. Bce ChIHOBBA
HOCHTeAsI TaKOTO MpU3HaKa Takxke OyayT 001ajaTh UM, a A04epu
— HuKorJa (puc. 9).

[Tpumepvo:

® Bo/0OcCaTble yIIu;

® 0BOJOCeHIe cpeHell (paJaHTy TTaAblIeB.

Puc. 9. Toaanapuyecknii TUIT HacAeAOBaHMS

MuToXoHApPMaABHBIN TUIT OOBACHAETCSA IIMTOILAa3MaTude-
CKOJl HacAeACTBEHHOCThIO, KOTJa TeH, OIpeaeAsSIONNil IpU3HaK,
HaxoAUTCA B TeHOMe MUTOXOHApuii. IlockoabpKy mpm camsHun
II0AOBBIX KAETOK OT CIIepMaTOo301Aa OCTaeTCsl TOALKO IIPOHYKAeYC
(rarmaomaHoe s14po), a BCA LIUTOIAa3Ma OIAOAOTBOPEHHON 3UIo-
TBI IPOMCXOANUT OT SANMIIeKACTKY, MUTOXOHAPMAABHBIN TUII HacAe-
AOBaHIA O3HaydaeT Ilepejady IpM3HaKa OT MaTepu KO BCeM ee
noroMkam (puc. 10). Myranum MUTOXOHAPHMAAbHOTO TeHOMa, Kak
IIpaBMAO, IPUBOAAT K TsKeABIM HapyIIeHNsIM oOMeHa BeIllecTs.

ITpumepvor:

® MUTOXOHApMaAbHas MUODK3eHIIe]aais;

e arpodusi 3puTeabHOrO HepBa /lebepa;

¢ 60ae3Hb Kepnca — Ceiipa.
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Puc. 10. MuToxoHApyraAbHbBIN TUII HacAe A0BaHM

2.5. IloAuzentivie pasauvus

Ecan poaurteanckme pOpMBI pasandaroTcs MO ABYM IIpHU-
3HaKaM, TO MX CKpeIMBaHNe Ha3bIBaeTCs AUTMOPUAHBIM. B 5TOM
c/ly4ae TOBOPSIT O AUTEHHBIX pa3sANImsAX poAuTeAbcKux ¢popm. Ec-
AU POANUTEAbCKYe (POPMBI pa3ANJalOTCs IO TpeM U Ooaee HpU-
3HaKaM, TO MX CKpellVBaHIE Ha3blBaeTCcsd NOAUTMOpPUAHBIM. B
®TOM CAydae TOBOPST O MOAUTEHHBIX Pa3sANIMAX POAUTEABCKIX
dopwm.

P Q@ AABB X & aaBB

F1 A-B- (1o renorumny — AaBs)

F29 A-B-:3 A-BB: 3 aaB-: 1 aaBB

Fal AaBp:1 Aass:1aaBB:1 aass.

ITpumep

IIpu ckpemiuBaHuM ropoxa C >XKeATBIMU IA1agKVMU CeMeHa-
Mu (AABB) u seaenpiMy MopiIMHKUCTEIMU (aaBB) MeHaeab 110AY-
Yyl B IepBOM IIOKOJAEHUM BCe CeMeHa — >KeATble TIAajKue
(A-B-, o renotuny — aurerepo3urorsl AaBs), Bo BTopoM nokoae-
HUM 9 >xeateix raaaxkmx (A-B-) : 3 >KeATBIX MOPIIMHMCTBIX
(A-BB) : 3 seaeHBIX Taaakux (aaB-) : 1 3eaeHBIX MOPIIMHUCTBIX
(aaBB).
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AAs BBLICHEHUs TeHOTMUIIAa ITOTOMKOB, MICXOAs U3 TeHOTUIIOB
poaurezeni, cayxxut pemierka Ilennera. B BepxHeii crpoke BBIITNCHI-
BalOT TaMeThl O4HOTO POANUTeAs], B A€BOM CTOADIIe — TaMeThI APYTIOTIO.
Bo BHyTpeHHUX s19eliKax I0Ay4aeM TeHOTUIIBI IIOTOMKOB.

AB Az aB aB
AB AABB AABsB AaBB AaBsB
Az AABB AABB AaBs Aass
aB AaBB AaBs aaBB aaBs
aB AaBs Aass aaBs aaBB

ITpumep

Y naogosoit mymku Drosophila melanogaster (puc. 11) nser
raas cenms (Kak Ha cTtapoit ¢oTtorpadum) orpeseasieTcs perjec-
CUBHBIM aAJleJeM se, a se* — alaelb AMKOTO THUIIa — oIlpeJeAasieT
KpacHYIO OKpacKy raas (puc. 12). 3auaTouHble Kpblabs HabAIOAa-
IOTCSl Y TOMO3UTOT IO aaaeaio vg (puc. 13). Ilpu ckpemnmusanum
poanTeapcknx GpopM, 0OgHa U3 KOTOPBIX MMeeT OKpacKy raas Iipe-
Ta Cerusl U HopMaAbHble KPBLAbs, a ApyTasl — KpacHbIe I1as3a U 3a-
JaTOYHbIe KPBIAbs, HabAI0JaeM:

P Q se/se vg'/vg" X J se'/se* vg/vg

F1 se'/- vg'/-  KpacHble raasza, HOpPMaaAbHBIE KpPBIAbs
(110 reHOTUITY — se'/se Vg'/vg).

Pucyem pemerky Ilennera:

set+ vg+ setvg se vg+ sevg

setvgt | set/set vgt/vgt | set/set vgt/vg | set/se vgt/vgt set/se vg+/vg
KpacHBle I1a3a, | KpacHBle I1a3a, | KpacHBle I1a3a, | KpacHBIe I1a3a,
HOpMa/bHbIE HOpMa/bHbIE HOpMa/bHbIE HOpMa/IbHbIe
KPBLABSI KPBLABSI KPBLABSI KPBLAbsI

set vg | set/set vgt/vg | set/set vg/vg | set/se vgt/vg set/se vg/vg
KpacHBIe I1a3a, | KpacHBle I1a3a, | KpacHBle I1a3a, | KpacHBIe I1a3a,
HOpMa/bHbIE 3ayaTOYHbIE HOpMa/bHbIE 3ayaTOYHbIE
KPBLABSI KPBLABSI KPBLABSI KPBLABSI

se vgt | set/se vg+/vgt | set/se vgt/vg | se/se vgt/vgt se/se vgt/vg
KpacHble I1a3a, | KpacHble I1a3a, |TIJa3a liBeTa Cerisd, |IAasa IIBeTa Cermis,
HOpMa/bHbIE HOpMa/bHbIE HOpMa/bHbIE HOpMa/bHbIe
KPBLABSI KPBLABSI KPBLABSI KPBLAbs

sevg | set/se vgt/vg | set/se vg/vg | se/se vgt/vg se/se vg/vg
KpacHble I1a3a, | KpacHble I1a3a, |IJa3a liBeTa ceris, |IAasa IIBeTa Cermis,
HOpMa/bHbIE 3auaTOYHbIE HOpMa/bHbIE 3ayaTOYHbIE
KPBLABSI KPBLABSI KPBLABSI KPBLABSI
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F29 set/- vg'/-: 3 se*/se vg/vg : 3 se/se vg'/- :1se/se vg/vg

ITo ¢penorurmy:

9 — XpacHbIe I1a3a, HOpMaAbHbIE KPBLALS : 3 — KpacHEIe raa-
3a, 3a4aTOYHBle KPBLAbs : 3 — rJasa IjBeTa Cemsl, HOpMa/bHbIe
KpBLADs : 1 — r1a3a 11BeTa cemus, 3a4aTOUHbIe KPBLAbSI

Fs1se’/- vg'/-: 1 se*/se vg/vg :1se/sevg'/- :1se/se vg/vg

ITo ¢penorumy:

1 — KkpacHble T1a3a, HOpMaAbHBIe KPBIABS : 1 — KpacHbIe Taa-
3a, 3a4aTOYHBle KpBLAbs : 1 — raasa IjBeTa cemms, HOpMa/AbHbIe
KpBLABs : 1 — r1a3a 11BeTa cemus, 3a4aTOYHbIe KPBLABL.

Puc. 11. Apo3o¢puaa AUKOTO THIa”

" URL: http://insider2d.livejournal.com/22315.html
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Puc. 12. Oxpacka raas y Aposoduast: A — gvkuii i, b — cermst”

" URL: http://www.biologie.uni-
halle.de/entwicklungsgenetik/lehre/studenten/drosophila/mutanten/?lang=en.

33



b

Puc. 13. ®opma KpbiabeB y Apo3oduast: A — gukuii Tur, b—-myranust vg”

MHOI',ZI,a IIpM3HaK OIIpejeAseTcsI aAAeAsIMU ABYX U Doaee
TeHOB. Toma AVTEHHbBIE V1 IIOAVITEHHbIE Pa3ANIIVII XapaKTePU3YyIOT
OCO6€I71, pa3dan9aroninxcs 1o aaleAsaM AByX U Doaee renos. Heza-
BlUICIMO€ KOM6I/IHI/IpOBaHI/Ie TeHOTUIIOB BO3MOJKHO, TOABKO €eCAln
n3ydJaeMbl€ T'€HbI pacIIOA0>KeHbI Ha Pa3dHbIX XpOMOCOMaX.

* URL: http://www.biologie.uni-
halle.de/entwicklungsgenetik/lehre/studenten/drosophila/mutanten/?lang=en.
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2.6. Bzaumodeticmaue zeH08

IIpoayKTBI reHOB MOIYT IIO-pa3HOMY B3aIMO/JeIICTBOBaTh. B
9TOM CAy4ae IpOsABAeHNe MpU3HaKa OyJeT oIpeleAsTbCs adle-
AAMU ABYX U 06oaee reHoB. Ecam mpoayKkTel AByX 1 0o.Jee reHOB
AOTIOAHSAIOT AENCTBUE APYT ApyTa, HpUBOAsA K GOPMUPOBAHUIO
HOBOTO IPM3HaKa, TaKO TUII B3alIMOAEIVICTBIS T€eHOB Ha3bIBaeTCs
KOMIL1€MeHTapHOCTb.

ITpumep

Y maoaosoit mymiku Drosophila melanogaster kopudHeBast
OKpacka rJas oIpegeAseTcsl pelleCcCUBHON MyTalueli bw, a aaae-
AeM AVKOIO TUIIa sBAseTcs bw*. SIpko aable raaza HabAIOAAIOTCS
y TOMO3UTIOT II0 MyTaHTHOMY aA4eAIO st, B TO BpeMsl KaK IIpUCyT-
CTBMe B TeHOTUIIe OAHOTO aadeAs AMKOTO Tuma st' IIpuMBOAUT K
¢popMupoBaHNIO HOPMAaABHOTO (KpacHOTO) IiBeTa raas. Ckperiu-
BaeM Apo30puA ¢ KOPUYHEBBIMU U SPKO aAbIMU raasamu. B mep-
BOM IOKOAeHn! HabA104aeTcsi HoBOOOpa3oBaHIe IT0 CpaBHEHMIO C
o0enMu poauTeAbCKUMM GopmMaMi — Bce THOPUABI UMEIOT Kpac-
Hble raa3a (reHoTunl bw*/bw st*/st). Caeayer orMeTuTs, 4To HaAM-
Yyle HOBOOOPAa30BaHNs BCerda FOBOPUT O B3aIMOAEVICTBUM TeHOB.
/A1 ycTaHOBAEHMS TeHOTUIIOB ¥ (PeHOTUIIOB TMOPUAOB BTOPOTO
IIOKOAeHIs pucyeM perieTky Ilennera:

bw st bw st bw st* bw st
bw*stt | bwt/bw* st*/st* bw*/bw* st*/st bw*/bw st*/st* bw*/bw st*/st
KpacHble KpacHble KpacHsble KpacHble
bw st bw*/bw* st*/st bw*/bw* st/st bwt/bw st*/st bwt/bw st/st
KpacHsble KOpUYIHEBbIE KpacHble SIPKO aAble
bw st* bw*/bw st*/st* bwt/bw st/st bw/bw stt/st* bw/bw st*/st
KpacHsble KpacHble KOpUYIHEBbIE KOpUYIHEBbIE
bw st bwt/bw st/st bw/bw  st/st bw/bw st/st bw/bw st/st
KpacHble KOpWYIHEBbIE KOpUYIHEBbIE Oeabie

P Q bw/bw st*/st* X & bw'/bw* st/st

Fibw*/- st*/- (mo rerOTHUITY — bW*/bW st*/st)

F29 bw*/- st'/-: 3 bw*/bw st/st : 3 bw/bw st*/- : 1 bw/bw st/st
bw/- st'/- — xpacHble r1a3a (AVKUI TUII)

bw*/bw st/st — sipko azable raasa

bw/bw st*/- - KOpuuHeBsIe r1a3a

bw/bw st/st — Oeable raasa.
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Puc. 14. Mytaumu st (A) u bw (B) y apozopuast”

Buoxmmuyeckoe oObsICHEeHIe COCTOUT B TOM, 4TO IIBET Ia1a3
y Apo30duAbl OIpeAeAseTcsl B3alMOJEVICTBYIEM KOPUYHEBOIO I
SPKO aA0TO IUIMEHTOB. Myranusa bw 610KupyeT CUHTE3 SPKO
aZ0ro INMIMeHTa, a MyTalus st — KOpMYHeBOro. Y TOMO3UIOT IIO
obenm myTtammsaMm bw/bw st/bw nHer murmenTa BOOOIIe, M Kak
cAeACTBMe, raaza Oeable. Y TOMO3UIOT IIO bw HeT sSpKO aAoro

" URL: http://www.enasco.com/product/LM00649M
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IIMTMeHTa — IJa3a KOpUYHeBble (IIpU YCAOBUM HAAWYMUS XOTS ObI
O/HOTO AOMIHAHTHOIO aAleAs st*), a y oOaajaTeaell TeHOTUIIOB
bw*/bw* st/st u bw*/bw st/st — sipko aasle.

IIpu xoMneMeHTapHOM B3alIMOAEVICTBMI I'€HOB BO3MOXK-
HBI pacmiernienus 1o ¢eHornmy 9:3:3:1,9:3:4,9:7.

IIpumepamy KOMILA@MEHTapHOIO B3aIMOJEVICTBUS T€HOB Y
gye/0BeKa ABASIOTCS BPOXKJAEHHasl IAyXoTa M HacAeAOBaHUe VM-
MYHHOTO OTBeTa K CMHTeTMYeCKMM IoaurnenTtugam. Apyrmm tm-
IIOM B3alIMOACVICTBMS T€HOB sBAsETCS SIINCTa3, KOrga AelicTBue
O/HOTO IeHa II0AaBAseT AeIICTBIE APYIOTO.

ITpumep

ITpm ckpentuBanuy 6eAbIX Kyp U OeABIX IIETYXOB, MEIOIIIIX
pasan4yHOe IPOMCXOXKAEHMe, B IIePBOM IOKOAEHUM BCe IITUIIBI
Ob1A11 Oeable, a BO BTOPOM ITOKoAeHuM — 13 gacTeit OeabIx u 3 ac-
TU oKpalleHHbIX. IlosBaeHne HOBOOOpa3oBaHMs TOBOPUT O B3au-
MO/JelCTBUI TeHOB, a cooTHoIIeHne 13 : 3 (oOiee uncao yacTein —
16) siBasteTcs BUAOUM3MeHeHeM cooTHormenus 9 : 3 : 3 : 1, yTo cBu-
AETeAbCTBYeT O AUTeHHBIX pasamumsax. Haamame oxpacku y xyp
ompegeAseTcs AOMUHAHTHBIM aadeaeM C, y TOMO3UIOT cC OKpa-
cka Oeaas1. /loMMHaHTHBIN MHTMOUTOP OKpacku I geiicTByer Hesa-
BUCMMO OT reHotuna 1o reny C, mogasasss ¢gopMmuposaHue
OKpallleHHBIX ITIePbeB.

P Q IICC X & iicc
F1I-C- (1o renoruny - [iCc)
F213 6easte (9 I-C- + 3 I-cc +1 iicc) : 3 okparmenssm (3 iiC-).

YacTHBIM caydaeMm ®HucTa3a SBASETCS CyIpeccus, KoTrja
II0AaBASIOIINM AelicTBueM 00JajaeT peljecCUBHBIN alleab DIINU-
cTatupyiomero reda. Ilpu goMuHaHTHOM ®HNCTaze OTMEYaeTCs
paciieniaenne 13 yacTell MyTaHTHBIX OcoOeif : 3 yacTsAM ocoOert
AuKoro Tuna (dacTHblii caydan 12 : 3 : 1), a mpu cynpeccun —
13 gacreit ocobert AMKOro TuIa : 3 9acTsIM MyTaHTHBIX OCOOeIL.

Y 4yeaoBeka ®HucTaTHyYeCcKUe B3aMOJEVICTBUS TeHOB Ha-
64104a10TCs, HallpUMep, IIPU HacAeAOBaHUM CKAOHHOCTM K OXKM-
PEHMIO, PeApaclioA0KeHHOCTH K CKAepO3y, PUHOKOHBIOKTUBUTY.
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[ToaMepHBIM Ha3bIBaeTCs B3alIMOAEIICTBIE TeHOB, KOTOpoe
M3MeH:seT IIposiBAeHNe IIpM3HaKa KoAdecTseHHo. VIHaue rosops,
IIpY COBMECTHOM AeVCTBUN ABYX MAM 00/ee TeHOB HabAI0AaeTcs
M3MeHeHle CTeIleH! BhIPa>keHHOCT! ITpU3HaKa.

PasanyaloT HeKyMyASTUBHYIO UM KyMYASTUBHYIO IOAMMe-
puio. B mepsom caydae peHOTHIIYECKNE OTANYMSA OTMEYaroTCs
TOADBKO Y TOMO3UTOTHBIX PellecCHBOB 110 ABYM reHaM (paclijerie-
Hue 15 : 1), a Bo BTOpoM caydae y TMOPUAOB BTOPOTO ITOKOAEHM
INPUCYTCTBYIOT IrpagyaabHble pazanmuns (1 :4: 6 : 4 : 1) nponop-
IIMIOHAaAbHO YMCAY AOMUHAHTHBIX al4eAeil A1000T0 U3 ABYyX T€HOB-
y4JacTHUKOB. ['eHBI, B3aMOAEIICTBYIOIIME TI0 TUITy IOANMEpPUH,
00BIYHO 0003HAYAIOT OAVHAKOBBIMY OYKBaMI C pasHBIMU LU PO-
BBIMU MHAeKcaMu — A1, Az, As.

IIpumepor:

1. HexymyasaTusHasi moaumMepus HabAIOAaeTcs, HaIIpuMep,
IIpy HacAeAOBaHNM MpU3HaKa popMa I1104a y HacTyIIbel CyMKI
(Capsella bursa-pastoris). Ilpu ckpermuBaHnm poauTeAbckux Gopm
C TpeyroapHbIMu naodamu (reHotunt AiAiA2A») 1 OBaAbHBIMU
rnaojaMy (FeHOTUII aiaiaaz) B II€PBOM IIOKOJAEHUMU TIMOPUABI
IIMEIOT TpeyroAbHbIe I1104bl, BO BTOPOM HabaAl04aeTcs pacliierl-
AeHne 15 yacTeil pacTeHUii ¢ TPeyroAbHBIMU MA04aMu : 1 yacTsb
pacTeHnit ¢ oBaapHBIMU I1A0AaMu. Jas popMuposaHus periec-
CUBHOTO (peHOTUIIa HeOOXOAUMO ITOAHOe OTCYTCTBUE AOMMHAHT-
HBIX al4eAeit 000Mx reHOB — A1 Ao.

P Q AiA1A2A2 X & awaiaaz

FiTpeyroabHble maoapl (1o reHoTuIy — AiaiAzaz)

F215 TpeyroabHble 11104b1 (BCe TeHOTUIIBI KpOMe aiaiazaz) : 1
OBaAbHBIe I1104bI (aiaiazaz).

2. ITpusHak oxpacKka KO>XXI y 4eA0BeKa HacAeAyeTcs IO TUILY
KyMyAATUBHON mnoAuMepyn. Haamume ueTsipex AOMMHaAHTHBIX
aaaeaeir (A1A1A2Az) npuBoauT K GOpMIUPOBAHUIO YEPHOI OKpa-
CKIM KOXXMI. B reHOTHIIE TEMHBIX MyAaTOB IIPUCYTCTBYIOT TPU AIO-
OBIX AOMMHAHTHBIX aa4eAsl 9Toi cepun (T. e. A1 man Az B 2100011
KoMOuHarum). Aas GopMmpoBaHmsl OKpPacKy KOXKM, CBOVICTBEH-
HOJ CpeAHIM MyJaTaM, AOCTaTOYHO ABYX AOMIUHAHTHBIX alAeell,
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a CBETABIX MyJaToB — oAHoro. Hakower, Geaslil I1BeT KOXXMU Ha-
61104a€eTCsl y TOMO3UTOTHBIX PErlecCMBOB II0 ABYM IeHaM — Ie€HO-
T aiaiazaz. Ha oaHOM 13 ocTpoBOB y mobepexxbs AQpukm
IMpaThl IIPOBO3IAAaCUAN CBODOAHYIO pecrty0AMKy. Bce My>kumHBI
uMeAy OeayI0 OKpacKy KO, a >KEHIIVHBI — OCBOOOKA€HHBIe pa-
OBI — YepHYIO:

P @ AiA1A2A2 X & awaiaaz

Ficpeanne myaartsl (11o reHoTuIry — AiaiAzaz)

F21 gepnsle (A1A1A2A2) : 4 TemHble (2 AiA1Azaz +2 AiaiA2A2) : 6
cpeanne (2 AitAiazaz + 2 aiaiA2A2 + 2 AiaiAcaz) : 4 cBeTable
(2 ara1Azaz + 2 Araiazaz) : 1 Oeasle (a1a1azaz).

Bo Bropom rokoaeHnn Toapko 1/8 moToMkoB umeet eHo-
TUII OAHOM U3 poauTteabckux ¢gopm u 3/8 — gpeHorun rmdpmaos
nepsoro nokoaenus. Ocrasmmecs 1/2 — o0aagaTean HOBBIX (peHO-
THUIIOB IO IIPU3HAKY «OKpacKa KOXIi».

VHoraa oAMH reH nMeeT BAMSAHME Ha ABa U 00/ee IIpU3HaKa.
Takoe sBAeHMe HaspiBaeTcs Iaeitorpormeri. Hampumep, aanbu-
HIU3M y 4eA0BeKa 4acToO CBsA3aH C YXYAIIeHMeM CAyXa, pbDKas OK-
packa BoAoC — c 0oJee CBeTABIM IIBETOM KOXKM U IIOsIBAEHMEeM
BECHYIIIEK, CepIIOBMAHOKAETOUYHas aHeMUs — C YCTOMYMBOCTBIO K
Maaspyum. OcoOeHHO MHTepecHO pellecCHBHOe JAeTaAbHoe (IIpu-
BOAsdIIlee K CMepTH) AeliCTBUe HEeKOTOPBIX AOMMHAHTHBIX MyTa-
Uit (Haamdme XOXoJKa y JAOMalllHell KaHapelKy, MpaMOPHBINI
oKpac y cobak ITOpPOABl KOAAY, YKOPOUEHHBII XBOCT y KOIIIeK I10-
POABI MBHKC, CAOKEHHBIe VI Y KOIIeK IOpOAbl CKOTTUII (oA
(puc. 15)). B 3TOM cayyae mpu3HaK IPOBASAETCSA TOABKO Y reTepo-
3UTOT, a MyTaHTHBIN al4deAb B TOMO3UIOTHOM COCTOSIHUM IIPUBO-
AUT K TOeAI.

39



Puc. 15. Ko1ika 1mopoAs! cKOTTHII-P0A4 — HOCUTeABHUIIA AOMIHAHTHOI MyTalluyu
C peLieCCHBHBIM A€TaAbHBIM AEVICTBIEM

2.7. Cuyenaennoe HacAedoGaHue, KpOCcuHzo6ep U zeHemu4eckas
unmepPepenyus

/JBa TuIla HacAeAOBaHM: y 4eA0BeKa — CLeIAeHHOe C 10410M
AOMMHaAHTHOE M CIIellAeHHOe C II0AOM peIjecCMBHOe — OOBsICHs-
IOTCsA  AOKaAM3aliell  MCCA€AYeMBIX TeHOB B I10AOBOM
X-xpomocome. VIHpIMM caoBamy, 1104, pacCMaTpUBaeMBbI Kak
IIPOCTOV IIPU3HAK, M APYIOV M3ydaeMbIll INPU3HaK HACAeAYIOTCs
cosMecTHO. CIieriaeHue ¢ IoA0M — YacTHBIN CAy4ail CIIeILAeHHOTO
HacAeAOBaHUs, CMBICA KOTOPOTO 3aKAKYaeTcs B HapyLIeHUN
IIpUHITMIIA He3aBUCUMOTO HacAejOBaHMs ABYX U OoJee IIpU3Ha-
KOB IIO IIpMYMHEe HaXOXKAeH!s 00yCA0BAMBAIOIINX UX I€HOB B OA-
HOJI XpOMOCOME.

Ha Bonipoc o ToMm, siBAsIeTCs AU HacAeAOBaHMeE CLIeIIAeHHBIM
C II0AOM, MOTYT OTBETUTH PELUIIPOKHBbIE CKPeIIMBaHNA — KOIja
poauteapckrie GopMbl MeHSIOT Mectamu. Hampumep, BHavase
AOMMHAHTHOI POAUTEALCKON (POPMOI SABASIOTCS CaMKH, 3aTeM
camupl. PasanuHple pe3yabTaThl PeLMIIPOKHBIX CKpeIyBaHNI
CBUAETEABCTBYIOT O CLIEIIA€HUN IIPU3HAaKa C II0AOM.

" URL: http://cat.mau.ru/sfs/? p=care
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ITpumep

beaast okpacka raas y Apo3opuabl MOXeT OIpeaeAsIThCs
MyTaHTHBIM aadeaeM w (puc. 16). T'enm w aokaamsosaH
B X-XpoMOcoMe U1 MOXKeT OBITh IpeAcTaBAeH alleleM AUKOTO TH-
ra w* (KpacHas OKpacKa I4as) 1 MyTaHTHBIM aa4eleM w. ['omo- u
reTepO3UTOTHBIMM MOTYT OBITh TOABKO CaMKIH, a CaMIIbI BCerJa re-
MUBUTOTHBHI 110 A0KyCy W. Pe3yAbTaThl pelIMITPOKHBIX CKpelyBa-
HUII TpejcTaBAeHb Ha puc. 17. B caydae ckpemmBaHms
0eA0raa3pIX caMOK C KpaCHOTAa3bIMIM CcaMIlaMIU B IIEPBOM IIOKO-
AeHUM BCce CaMK! KpacHOTa3ble, a Bce caMIlbl — Oeaoraassle. Ecan
CKPeCTUTh KPacCHOTAa3bIX CaMOK C 0eA0TAa3bIMI caMIlaMI, TO Bce
IIOTOMKI He3aBUCUMO OT I104a OyAyT MMeTh KpacHYIO OKpacKy
raas.

Puc. 16. Mytaumst w y apo3ouast”

" URL: http://www.biologie.
uni-halle.de/entwicklungsgenetik/lehre/studenten/drosophila/mutanten/?lang=en
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Puc. 17. PerunipokHbIe CKpeluBaHus 445 yCTaHOBAEHS TUIIa
Hacaezo0BaHMs OeAoit okpacku raas y Drosophila melanogaster

Ecan aBa mam 6oaee MpPU3HAKOB OIPeAEASIIOTCS TeHaMl,
A0KaAN30BaHHBIMI Ha OAHOIN ayTOCOMe, TO TOBOPAT 00 ayTOCOM-
HOM ClLIeTIAeHNH (VAU IPOCTO CLIeIIAeHNN).

Cuenaenne Mo>keT OBITh IIOAHBIM, KOIda pPOAUTEABCKUE
KOMOMHAIINM asAlejell Bcerda mepejaloTcs IMOTOMKaM, YTO 00B-
SICHSITCSI OTCYTCTBMEM OOMEeHa ydJacTKaMIU XPOMOCOM (KPOCCHHIO-
Bepa) B palloHe MeXJy mccaegyeMbiMu reHamu. IIpearnoaoxum,
MeXAy TeHamn A 1 B — 1moaHoe crieriaeHne, Toraa:

P Q@ AABB X & aaBB
F1 AaBs.
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I'MOGpuABI MepBOTo MOKOAeHs 00Pa3yIOT CAeAyIOIie TaMeThI:

AB aB
AB AABB AaBs
aB AaBs aaBB

F21 AABB : 2 AaBs: 1 aass.

Ecan Ha ygacTke Mexxay A u B mpoucxoaut KpoccuHrosep
(pexkoMOMHAIN), TO KpOMe POANUTEABCKUX COUYEeTaHUII allelel,
Harpumep AB 1 aB, OyAyT HOSBASATLCS M peKOMOMHAHTHBIE COUe-
TaHus: AB 1 aB. I'ameTsl, HecyIyie peKOMOMHAHTHBIE COYETAHILI
aaaezeil, Ha3bIBAIOTCS KPOCCOBEPHBIMM IaMeTaMM, a IIPOVICIIe-
/e B pe3yAbTaTe UX CAVSAHNSA O0COOM — KPOCCOBEPHBIMU OCOOsI-
M1y. COOTHOIIIEHMST KPOCCOBEPHBIX ¥ HEKPOCCOBEPHBIX OCOO0elt
3aBJMICUT OT PacCTOSIHMSI Ha XpOMOCOMeE MeXAy M3ydaeMBIMIU Te-
HaMI — 4eM Jaabllle OHU APYT OT Apyra, TeM dallle CAyd4aeTcs
KPOCCHHIOBEp Ha y4JacTKe MeXKAy MeCTaMM MX AOKaAM3aluu U
TeM 004bIlle KPOCCOBEPHBIX OcoOeit. PekoMOmHaIIMOHHOE pac-
CTOsIHNE MEXAY ABYMs TeHaMI — ®TO OTHOIIIeHNe 4yuciaa Kpocco-
BEpPHBIX TaMeT K OOIlleMy 4YmicAy raMeT, YMHOXEHHOe Ha CTO.
EauHuiiein pekoMOMHAIIMOHHOTO PacCTOsIHUS sBAsAeTcs 1 caHTh-
MopraH (cM). CaeayeT OTMETUTH, YTO B aHAAUBHUPYIOIIEM CKpe-
myBaHuM Fa cOOTHOIIEHMe KPOCCOBEPHBIX UM HEKPOCCOBEPHBIX
raMeT OyJeT paBHO COOTHOIIEHMIO KPOCCOBEPHBIX I HEKPOCCO-
BepHBIX ocoOeit. Ecan oaHa poaurteanckas popma HeceT aBa A0-
MMHaHTHBIX aadeas (AB), a apyras ABa pellecCUBHBIX (aB) — DTO
COCTOSIHUE IIPUTSIKEHNUs], a eCAM poAUTeAbCKUe POPMBI HECYT I10
0JAHOMY JOMMHAHTHOMY U OAHOMY pelleCCUBHOMY aaaeaio (AB u

aB) — 10 cocTosIHME OTTAaAKMBAHMSL.
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ITpumep

Y aposodnabl yepHas oKpacka TeAa oIpeleasieTcs: aaleleM
b, a b* — aaaearp aukoro Tumna. Myraius pr B roMO3UTOTe IIPUBO-
AUT K IIypIIypHOIl OKpacKe raa3, HOpPMaAbHBII — KpPacHBIN I1BeT
raas ompegeasercsa aaaeaem prt. CkpelypaeM UYepHBIX MYX C
nypnypHeIMU raazaMmu (bbprpr) u ceppix MyX ¢ KpacHBIMU raa3a-
mu (b*bpriprt). OOpamraeM BHMMaHME Ha TO, YTO aAleAU Haxo-
AATCSL B COCTOSIHMM NpUTsDKeHusa. Bce rmmOpmapl  mepsoro
ITOKO/€HI:I TeTePO3UTOTHHI 1 MMeIOT (PeHOTUIT BTOPOIl POAUTEAD-
ckoi1 popmbl. B aHaamsupymoneM cKpelmusaHIy IOAydaeM:

cepoe Tea0, KpacHble raasa — 1000
cepoe Tea0, MypIlypHbIe raa3a — 64
YyepHoe TeA0, KpacHbIe raa3a — 62
yepHoe TeAo, IypIlypHble Taa3a — 831.

CaeayeT OTMeTHUTh, TOMO3UTOTHBIX PeliecCHBOB Bcerga He-
CKO/ABKO MeHbIIIe, Y4eM AOMIMHAHTHBIX TOMO3UTOT M3-3a HEKOTOPO-
IO CHVDKEHMS JKM3HEeCIIOCOOHOCT.

Herpyano paccunrarth peKOMOMHAIIMOHHOe pPacCTOsIHIe
MeXXAy TeHaMu b i pr.

(64 + 62) : (1000 +64 + 62 +831) x 100 = 6,4 cM.

Vcrioap3yst 00AbIIIOe YMCAO T€HOB — MapKepOB IeHeTude-
CKOTO aHaAM3a — MOKHO ITOCTPOUTH TeHeTUJIecKue KapThl XPOMO-
COM C YyKa3aHVeM B3alIMHOTO pPacCIIOAOXKEHVsS ¥ PacCTOSHIUS
Mexxay Mapkepamu (puc. 18). Kaxxaas xpomocoma OyaeT cooTseT-
CTBOBaTh OAHONI TpyIIle cuerdeHus. Ecam paccrosiHue MexAy
AByMs1 Mapkepamu 6o4siiie 50 cM (4TO COOTBETCTBYET IIPOLIEHTY
KPOCCHHIOBEpa IIpU HEe3aBUCUMOM HacJeJ0BaHUI), MapKephl Ha-
CAeAYIOTCs, He IPOsSIBASS CLeIAeHUsI APYT ¢ ApyroM. ITostomy
AAsl TIOBBIIIIEHUsI TOYHOCTY T€HEeTUIEeCKNUX KapT HeoOXOAUMO MC-
I10Ab30BaTh KaK MOKHO 0O/ bIllee 41cA0 Mapkepos. Ha TouHoCTS
ompeAeleHNs TeHeTUUeCKIX PaCCTOSIHIUI BAVSIET U sSIBAEHIE TeHe-
TUYeCKON nHTepdepeHInN — [I04aBAeHNsI KPOCCUHIOBepa Ha yJa-
CTKAX, HaXOAMIMXCS BOAM3M OT ydYacTKa, Ige y>XKe IPOUCXOAUT
peKoMOMHaIII.
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Puc. 18. TeHeTn4eckme KapThl AOMAIIHEN KypPUIbl®

" Tlo Bitgood J.J., Somes R.G. Linkage relationships and gene mapping // In: Poultry Breed-
ing and Genetics (R.D. Crawford ed.). Elsevier: Amsterdam. 1990. P. 469495
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2.8. I'enemuueckuil aHAAU3 Y MUKPOOPZAHUIMOB

Bce BrimeckasanHoe B raase II oTHOCKTCS K BBICIINMM DyKa-
puotam. Ilpu npoBegeHun reHeTMYECKOIO aHaAM3a y TPOKAapUOT
U HUBIINX DYKapUOT CAeAyeT PyKOBOACTBOBATbCS HECKOABKO
VMHBIMM IIPUHITUIIaMM MCXOAS U3 OMoAoTHMM OObeKTa 1ccaeloBa-
Hus. HecmoTps Ha MHOrooOpasue MUKpOOPTaHU3MOB, OCHOBHBIE
MeToANYecKre IOAXOAbl — CeAeKTUBHBIX CpeJ U OTIIeYaTKOB, 04~
XOAAT AAs1 OOABIIMHCTBA U3 HUX.

[Ipn BBIpanMBaHUM MMKPOOPTaHM3MOB (OOBIYHO Ha TBEp-
AOIl cpeJe) MOXHO BapbMpOBaTh COCTaB NMUTATEALHBIX BEIeCTB.
ITpoToTrpodamMm HasbIBAIOT MUKPOOPTAaHM3MBEI, CIIOCOOHBIE pacTy
Ha MIUHMMAa/ABHON AAs CBOETO BUJa cpeje, OOBIYHO OHU COOTBET-
CTBYIOT AMKOMY TuIly. MyTaHTHBIe (OPMBI, KOTOpBIE yTpaTUAN
CIIOCOOHOCTh pacTu Ha cpede 0e3 crelMaAbHBIX A400aBOK, Ha3bl-
BaloTcsA aykcoTpodamu. Hampumep, mramMm Aposkokeii, He CIIO-
COOHBIN pacTu Ha cpeje 0Oe3 aJeHIHa, Ha3bIBAIOT ayKCOTPOQPHBIM
II0 aJeHMHy. B KauecTse ceAeKTUBHBIX MapKepOB MOXHO UCIIOAb-
30BaTh U aHTUOMOTUKHU. TOraa yCTOMIMBOCTL, ANOO YYBCTBUTEAD-
HOCTb, K oIpejeAeHHOMY aHTUOMOTUKY CUMTAeTCS
DAeMeHTapHbIM INpU3HaKoM. /as INepeHeceHUs MUKPOOPTaHM3-
MOB C OAHON CpeAbl Ha APYIYIO MCIOAL3YIOT METOJ OTIIeYaTKOB
(pmc. 19). Koaonmeli MUKpPOOpPraHM3MOB Ha3bIBAIOT CKOILAEHIE
KAETOK AU pa3pacTaHue MUIeANs, BUAVMOE HeBOOPY>KeHHBIM
r1a3oM, IITaMMOM — M30AMPOBaHHYIO B OIlpeJeAeHHOe BpeMs U B
OIlpeJeAeHHOM MecTe KyAbTyPy MMKPOOPIaHM3MOB, KAOHOM —

IIOTOMCTBO OAHOM KAETKIU.
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KOIOHWM Ha
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POCT OTABNEHEIX ceneKTWBHan
KONOHWA cpega

Puc. 19. MeToa oTIie4aTkoB

Ms wunmcaa mnpoxapmor Hambolee pacHIpOCTpaHEeHHBIM
MOJeABHBIM OOBEKTOM TeHeTUKM SBASeTCs KUIIeyHasl Ialodka
Escherichia coli — rpamoTpuiiateabHas, $paKyAbTaTVBHO aHa®poO-
Has, He oOpasylolias ®HAOCIIOp OakTepus, KOTopasi oOuUTaeT B
HIKHel JacTy KUIIeYHMKa TeIOKPOBHBIX JKMBOTHBIX, KakK IIpa-
BI1A0, B KauecTse cuMOMoHTa. 10108011 ITpoliecc y KMIIIeYHOI I1a-
AOYKM TIPOMCXOAMUT IyTeM KoOHbIoranum u nepenoca /JAHK ot
KAeTKku-goHopa (F-tum) k kaetke-perunuenty (F-tum). IToaosoin
¢akrop (F-Ppakrop) — BHEXpOoMOcomMHas1 KoablleBast AHK — smm-
coMa, KoTopasl IepejaeTcs depe3 I10AoBble Boaocku (F-mmam).
Kaerxu, B xotopsix F-dpakTop nHTerpmnposaics B XxpoMocomy, Ha-
spiBatoTcst Hfr-kaetkn (high frequency of recombination — Brico-
Kasg dyacrora pekomOuHarum). Ilpu cMereHnn moOMyAAIUN
kaetok Hfr ¢ m3dprTounsm uncaom F- — KaeTok mpakTideckn Bce
KAETKM HaiiAyT ceOe IOAXOAAIIMX IapTHEPOB U HAYHYT KOHBIO-
ruposaTh (puc. 20). Ecam kKaeTKu HacUABCTBEHHO pa3beAVHSTh
IlyTeM MHTeHCMBHOTO BCTPSIXMBaHMU: depe3 OllpeseleHHbIe ITpo-
MeXXYTKM BpeMeHI, MOXHO OIpeAeANTh IOPsIA0K IeHOB Ha Xpo-
MOCOMe I PacCTOsHMe MeXAy HUMU B e AMHUIIaX BpeMeHN MeXAy
BCTpAXMBAHMAMMU. TaK CTpPOAT reHeTndyeckue KapThl OakTepuit
(puc. 21).
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KneTka F- Knetka F+ Knetka Hfr

Konoraqunc F+ Ellcmmewe
A A B C
OﬁpaﬁoTr:a BbIK.HILNt:HHI:!
AKPUAMHOBLIM
OpaHHEBEIM

KoHviorayua BuikniatieHue

U
Peuununent  [oHop Knetka F’
MNepeHoOC XPOMOCOMbI O6GpazoeaHue
¢axTopa F’

Puc. 20. BsanmooTHOIIeHM: MeXAy 110A0BbIMM Tuniamu Escherichia coli

140

129

Puc. 21. Tenetnueckast kapta Escherichia coli®

" URL: http://www.ncbi.nlm.nih.gov/books/NBK7908
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Vs uymcaa HU3MMX DyKapMOT HanbOoAblllee paclpocTpaHe-
HIe B KayeCTBe MOAeAbHOTO OObeKTa FeHeTHKI ITOAYINAN TIeKap-
CKHe ApOXOKU  Saccharomyces —cerevisite — OAHOKAETOYHBIE
MuKpockormyeckue (5-10 MUKpPOH B guamMeTpe) rpuOKu U3 poda
CaxapOMMIIETOB, IIIMPOKO MCII0Ab3yeMble B IPOU3BOACTBE aAKO-
rOALHOM ¥ XxAeOorekapHOI IpoAykiun. OcoOeHHOCTH SKM3HeH-
HOTO IMKAa DTOr0 MUKpoopraHmaMa (puc. 22) MO3BOASIOT
IIPOBOAUTH TeTPaAHbBINl aHAaAU3 — McCAeA0BaTh TE€HOTUII HPOAYK-
TOB Meli03a IIyTeM pasjeAeHUs U MHAUBUAYAAbHOTO KyAbTVBU-
poBaHMsl ackocrop. B aabGopaTopHBIX yCAOBMAX KYABTYPBI
APOXCKel oAaep>KuBaloT B rariaodase. Y Saccharomyces cerevisiae
ABa TIOAOBBIX TUIIAa — a U (, KOTOPbIe, CAMBAsCh APYT C APYIOM,
00pasyioT 3uroty. Jo0aBasisa B KyAbTypaAbHYyIO cpely alleTaT Ha-
TpUsI, MOKHO CTUMYyAMPOBaTh Melto3. CaydaitHyIo BLIOOPKY CIIOp
MOXKHO TOAYYUTH IIyTeM OOpabOTKM acKOB IHUIIleBapUTeAbHBIM
COKOM BUHOTpajHoM yAnTku. VIHagusuayaapHOe pasjeaeHie CIop
IIPOBOASAT IIPU ITOMOIIN IIperlapoBaAbHBIX UTA.

Puc. 22. Xuznennslit 1iuka Saccharomyces cerevisiae.
T'oayGeIM 11BeTOM OOO3HaYeHa Aguniaodasa, CpeHeBbIM — ranaodasa;
a Vi ot — TUIIBI ClTapUBaHILT; 1- Meit03, 2 — acK, 3 — aCKOCIIOPHI, 4 — KOy ASIIs, 5 — 3UTroTa
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Konmpoavtvie sonpocot u 3adanus

1. Onpegeaute TUIBI HacAeAOBaHUA B POAOCAOBHBIX, IIPU-
BeJeHHBIX Ha puc. 23.

2. Ilpu ckpelmBaHMM KOLIEK C pa3HOV OKPacKoI IepcTiu
OBL10 IOAYUEHO:

P camxu JE€pHbIE X CaMIIbl PbIDKIIE P camxu PphIXKME X CaMITbl YEPHbIE
F1 camku JgeperiaxoBble, F1 camxm JeperiaxoBrle,
CaMIIbl YE€pHbIE CaMIIbl ppIKIIE
F2 camku JgeperiaxoBble U YepHbIE, F2 camku JgeperiaxoBbie 11 PhIXKIE,
CaMIIbl YEPHbIE 11 PBIKIIE CaMIIbl YEPHbIE 11 PBIKUE.

OrnpegeanTte TeHOTUIIBI CKpeIllMBaeMbIX (POPM U A0KaAU3a-
IIIO TeHOB.

3. Kakme rpymmsl KpoBu BO3MOXHBI y peOeHKa, ecAl ero
poAnTeAu UMeIOT Ipynmsl Kposu A u B 1 oba sBasioTCs: a) rete-
posuroramu, 0) OAUH U3 pOAUTEAel TeTePO3UTOTEH.

4. TloremHeHMe 3yOOB oIlpeAeAsieTCs ABYMsl JOMMHaHTHBI-
MU TeHaMM, OAVH 3 KOTOPBIX HaXOAUTCsS B X-XpOMOCOMe, a Apy-
roil — B ayrocome. B cembe, r4e poauTean mMean TeMHble 3yOBI,
POAMANCH JeBOYKa M MaAbUMK C HOPMaAbHBIM IIBETOM 3yOOB.
Temurble 3yObl MaTepu ompejeleHBl T€HOM, CIIeIIA€HHBIM
¢ X-XpoMOCOMOI1, a TeMHble 3yOBl OTIIa — ayTOCOMHBIM T€HOM.
OrnpegeanTte TeHOTUIIBI pOAUTEAC U AETeA.

5. 3aboaeBaHne oOHapy>KUBaeTCs y AeTell, poAUTeAN KOTO-
PBIX SBASIAUCH ABOIOPOAHBIMM OpaTOM U CeCTPOIl U He CTpajaln
ot »Toro 3aboaesaHns1. Kak Hacaeayercs: 601e3HbB?

6. I13BecTHO, 4TO TeH reMopuUAUN U TeH JaAbTOHU3MA — pe-
IleCCHBHBIE, 10KaAM30BaHHEIE B X-XPOMOCOMe; PACCTOsTHIE MeXKAY
HuMu — 9,8 cM. 3a0poBas AeBylliKa, MaTh KOTOPOI AaAbTOHMK, a
oTerl — TeMOQUAUK, BLIXOAUT 3aMYK 3a 340POBOIO MY>KUMHY, PO-
AUTEAN KOTOpOTO 340poBbl. Ompejeante, KakoBa BepOSITHOCTD
IIOsIBAEHMS B DTO CeMbe 340POBBIX AeTeil.

7. Pe3yc—11010KUTEeABHOCTb ¥ DAAUIITOIIUTO3 OIPeAeAsIOT-
Cs1 AOMMHAHTHBIMM ayTOCOMHBIMU reHamu. /lokyc pesyc-gakropa
(D) 1 aoxyc saannrounTosa (E), BEI3bIBaIOIIEro oBaapHyIO GpOpMy
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SPUTPOLIUTOB, HAXOAATCS CLIETIA€HHO B OAHOI ayTOCOMe Ha pac-
crosHun 3 cM. Matb reTepo3uroTHa 1o oOOUM aHaAU3UPYEeMbIM
npusHakaM. Orel pe3yc — oTpuiijaTedeH U MMeeT HOpMaAbHbIe
sputpouutsl. OmnpegeanTte MHPOLIEHTHOE COOTHOIIEHNE BeposiT-
HBIX TeHOTUIIOB U (PEHOTUIIOB AeTell B CeMBe.

8. I'unepTpuxos nepegaercs yepes Y- XpoMOCOMY, a HOAU-
AaKTUAUS — KaK ayTOCOMHBIN IIpU3HaK. B cembe, rae orer; nmea
TUIIepTPUX03, @ MaTh — HOAUAAKTUANIO, POANAACh HOpMaAbHas B
OTHOIIIeHN! OOOMX IpM3HAKOB J0ub. KakoBa BepOATHOCTH POXK-
JeHIsI ceIHa Oe3 oDerx aHoMaAuI?

9. ¥V cynpyros ¢ HOpMaAbHBIM 3peHNEM POANAOCH ABa ChIHA
U ABe godepu. Y MepBOil gouepu 3peHNe HOpMaAbHOe; y Hee TpU
CBbIHA, ABa 13 KOTOPBIX AaAbTOHUKI. ¥ BTOPOI AO04epU U y ee AT
CBIHOBell 3peHye HopMmaabHoe. [lepBblll CHIH A4aABTOHMK; Y HEro
ABe Jo4epHu U ABa CbIHA, U BCe BUAAT HOpMaAbHO. Bropoii cbiH 1
4yeTBepO ero ChbIHOBel TaKKe MMeIOT HopMaAbHoe 3peHne. Kakosbl
TeHOTUIIBI BCeX pOACTBEHHIKOB?

10. Ha puc. 24 npuBeeHBl TeHOTUITMYECKUE AaHHBIE OCOOeI]
BTOPOTO ITOKOAEHNA CKpeIyBaHmsa Apo30pual. YCTaHOBUTE TeHO-
TUIIBI POANTEAEIN.

11. Ilpu kakxoM TuIle B3aIMOAENCTBISA aaleleil (PeHOTUIIN-
yecKye KAacChl IOAHOCTBIO COOTBETCTBYIOT TeHOTUIINYECKUM?

oLl
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Puc. 23. ITpumepsl poaocA0BHBIX (4451 3aaaun 1 x ra. II)
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Puc. 24. TeHOTUIINYECKIIe JaHHbIE OCODETl BTOPOTO IIOKOAEHM I CKPeIUBaHILs Apo30dua
(aas 3agaun 10 x ra. IT)
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I'rasa 3. MoaeKkyasipHble HOCUTeAN HacAeACTBEHHOCTH

3.1. Cmpyxmypa AHK u PHK

HyxaenHosple K11CAOTHI — IIOAMMEpPHBIe (COCTOsIINE U3 T10-
BTOPSIIOIIMXCSL eAMHUII) XMMMYeCKMe BellecTsa, coJep Kaljue
nHpOpMaIUIO O CTPYKType OeAKOBBIX MOAeKyA (KoAupyloliye
nocaeaosareabHoct AHK n marpuunas PHK), ynpasaenun mx
CUHTe30M (peryasTtopHble ntocaeaoBareabHoctu AHK u curnaan-
Hple rnocaegosateabHoct PHK) man Bpimoansiomue camMocTos-
TeAbHble (PYHKUMM, TaK MAM HHaye CBA3aHHBIE C Ilepejadeit
HacaeacTBeHHON mHpopmanum (pubocomuas PHK, Tpancropr-
Hasg PHK, mazas sagepnas PHK, maaas wmnTepdepupyromas
PHK).

AHK n PHK cocrosar ns HykaeoTnaos — GpocpopHBIX dPu-
POB HYKA€03UAOB (CBA3aHHBIX C caXapoM — Ae30KCUPUO0301 1A
pubO3011 a30THUCTBIX OCHOBaHMII) adeHO3uHa (A), ryanuausa (I),
tumuauHa (T), ypuauna (V) n nutnauna (L). Asotucrsie ocHOBa-
HUSL — TeTepOLMKAMYeCKNe OpraHnYecKue COeAVHeHNs, IIpOu3-
BOJHBIe ITypUHa — aJe€HIUH U I'yaHUH, AU IMPUMUANHA — TUMUH,
ypaiua, nurtosuH. KomraemeHrapHocTh (0OpaszoBaHme CBs3ell
MeXXAy B3aIMOAOIIOAHAOMUMU pparmeHTamMu MoAaekya) map AT
(AY) n I'll obecrieunBaeTcsl HaAM4IMEM ABYX UAU TpeX BOAOPOA-
HBIX CBsI3€Jl COOTBeTCTBEHHO. B 04HOII ey HyKAeOTHABI CBSA3aHbI
nyteM oOpasosaHus 5-3" caxapodocdaTHOI KOBaAEHTHOI CBA3U
(puc. 25). ITpn 9TOM KOMILA@MeHTapHbIe 1Iely OPMeHTUPOBaHbI B
IPOTUBOIIOAOKHBIX HallpaBAeHIsAX ogHa 5 —3’, a apyras — 3’ —5’

(oHM aHTUIIapaAAeAbHBI).
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Puc. 25. Ilepsuunas crpykrypa AHK

Y Bcex >KMBBIX CYII[eCTB, KpOMe HEeKOTOPHIX BUPYCOB, MOAe-
kyaa AHK nmeer cinpaapHyIO BTOPUYHYIO CTPYKTYPY, B KOTOPOIA
a30THUCTble OCHOBAHMSI HaXOAATCS BHYTPM, a caxapodocdaTHBIN
OCTOB — CHapy>Xu (puc. 26).
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Puc. 26. Bropuunas crpykrypa AHK

Vs nmpuHnmna KOMILA€MeHTapHOCTH (BO3MOXKHOCTU OOpa-
30BaHI: TIap ageHIHa C TUMIHOM (ypalnAoM) U I'yaHUHa C LIUTO-
3MHOM) cAeayeT npasuao Yaprapda:

® KOAMYECTBO aJeHlMHa PaBHO KOAMYeCTBY TUMIHA, a KOAN-
4ecTBO I'yaHIHa — KoandecTBy nurtosuna: A=T, I'=11;

® KOAMYECTBO ITyPMHOB PaBHO KOAMYECTBY NUPUMUANHOB!
A+T=T+L];

® KOAMYECTBO OCHOBAHMIA C IIeCTLI0 aMMHOTPYIIIaMI PaBHO
KOAMYeCTBY OCHOBaHMIA C 11ecThIO Ketorpyrnmamm: A+L=I+T.

Cootnomtennst AT- u I'1l- MoryT OBITH pa3AMYHEL B pa3HBIX
palionax  xpoMocoM. Hampumep, 'y  MaexonmTarommx
B G+-paitoHax npesaaupyior AT-nmapel, a B R+-paitonax — I'L.

VHTepecHo, 4TO OCHOBHas «MoAeKyaa Xusunm» — AHK — ca-
Ma 110 ceDe MepTBa M OKUBASETCS TOABKO B ITpoIieccax peranka-
IMY UM TPaHCKPUIIIUM IIPY IIOMOIIU OCOOBIX (PepMeHTOB —
roAuMepas, KOTopble 00ecIieunBaioT ee KOIMPOBaHMe U IIpoYTe-
HUe.
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CymrectByeT Heckoabko Tunios PHK, nmeroninx pasanynyio
BTOPMYHYIO U TPeTUYHYIO CTPYKTyphl. Hamboabiree 6moaormye-
CKoe 3HaueHUe MMeloT MaTpuyHas (uHpopmanmonHas) PHK
(MPHK), tparcnioptaas PHK (TPHK), pu6ocomnas PHK (pPHK),
Mazas sigepHas PHK (MaPHK) u mazas mnTepdepupyromas
PHK.

Marpuunas PHK (MPHK) komniaemenTapHa KOAUPYIOIIUM
nocaeaosateapHocTsaM AHK n cogepsxut napopmanmio od amu-
HOKIICAOTHO 10CAe40BaTeAbHOCTI CBOeTo OeAKOBOTO MPOAYKTa.
Cunreisanne MPHK mpoucxoaur B rporecce TpaHCASLINM — CUH-
Te3a Oeaka Ha ocHose MPHK. Kaxxao11 13 20 KaHOHMYeCKMX (YHU-
BepCaAbHBIX  AAd  OKMBBIX ~ OPraHM3MOB)  aMMHOKICAOT
COOTBETCTByeT HaOOp M3 TpexX TPUILAeT-HyKAeOTUAOB — KOJOH.
Oganol1 aMMHOKICAOTE MOXKeT COOTBETCTBOBATh ABa AN HECKOAb-
KO KOZOHOB — B HTOM 3aKAI04aeTCsl BBIPOXKA@HHOCTh TeHeTYeCcKO-
ro xoga. Tpu KogoHa He KOAUPYIOT aMMHOKNCAOT, IOSTOMY
cuHTe3 OeaKa Ha HUX OCTaHaBAMBAaeTCsA. DTO CTON-KOAOHBI VAU
HOHCeHC-KOAoHBI: YAI' (am0Oep), YT'A (omaa) u YAA (oxpa). Kpo-
Me cogepKalliell KOAOHBI (TpaHCAMPYeMOI) 00aAacTy, 3peaasd
MPHK cogepxut HeTpaHcaupyemsble 004acTi, KOTOpble peryau-
PYIOT CTaOMABHOCTL MOAEKYABI UM MHTEHCUBHOCTh CUMTBIBAHIA.
Mouaekyasr MPHK mHOrga mmeror AsylierioyedyHble y4dacTKU —
IINNABKA U TICEBAOY3/bl, — KOTOpbIe MOIYT y4acTBOBaThb B pery-
AALAY TPAHCAALAN.

Tpancnopthas PHK (TPHK) nMeer BTopuuHyIO CTPYKTYpY,
HaIOMIHAIOIIYIO AUCT KaeBepa (puc. 27). Ha nenTpaapHoil erae
HaXOAUTCS aHTUKOAOH — TPUILAET, KOMILA@MEeHTapHBI KOAOHY
COOTBeTCTBYyIOMmeN daHHOM Moaekyae TPHK ammnokmucaorsr. K
IIPOTUBOIIOAO0KHOMY KOHIy Moaekyasl TPHK npukpenasercs
aMMHOKICAOTA.
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Puc. 27. Tpancniopraas PHK

Pub6ocomuas PHK (pPHK) Bxoautr B cocras pubocom
(puc. 28) 1 BBIIIOAHSIET KaTaAUTUIECKYIO (PYHKIIUIO IIpU 0Opaso-
BaHUU ITeNTUAHBIX CBA3€l MeXXAy aMMHOKVCAOTHBIMIU OCTaTKaMU
B IIpoliecce TpaHCAsSUMU. Masast dacTuiia pubOOCOMBI BYKapuUOT
IpeAcTaBAseT co00i PMOOHYKAEOIIPOTENHOBHIN KOMILAEKC Ha OC-
HoBe cyOpeayHUIIBI PHK ¢ KOHCTaHTOI ceguMeHTarum (CKOpOCTU
ocaxaenns npu uentpudyruposanun) 40S (S — eaununa Csea-
6opra), kotopas cocrout 13 moaekya 185 PHK. Ocnosoit 604b-
IITOM YacTUITBI pUOOCOMBI sIBAseTCsl cyObeauHuIia 60S, koTopas
coctout u3 tpex Moaekya pPHK - 28S, 5,85 u 55. Pudocomnas
PHK cocraBastet oxo4a0 70 % ot obmiero koandecrsa PHK B kaet-
Ke. MUTOXOHAPUM MMEIOT CBOM OCOOBIe PUOOCOMBI, COCTOsIIIVE
n3 50S n 30S cyOpeannun (mogoOHO OakTepMaAbHBIM pUOOCO-
Mam).

59



Bonmbirag gacTHiia

[eHTpanbHBIA Mamaa yacTHUa

npoTyoepaHel]

Puc. 28. Cxema crpoeHust pubocoMsl”

Maaas saepnas PHK (MmaPHK) npeacrasaena moaekyaamm
AauHoi1 100-300 HYKA€0THAOB ¢ HOABIIUM CcOAep>KaHUeM ypUAU-
Ha, KOTOpBIe BXOAST B COCTaB MEAKNUX PUOOHYKAEOIIPOTEMHOBBIX
rpanya sigpa. @ynknusa storo Tuna PHK 3akarogaercsa B yuactun
B co3pesaHnu Mmoaekya MPHK.

Maaas unrtepdepupyromas PHK mnpeacrasaena KopoTku-
M (20-25 HyKA€0TIAOB) ABYLIEIIOYEYHBIMU MOJAEKyJAaMM, KOTO-
phle, cBa3bBasch C oTdeapHpiMu  MPHK  mo nmpunnmmy
KOMIL1eMeHTapHOCT!, MOIYT IIOAABASATh CUHTE3 OIlpeeAeHHBIX
0eAKOB U MPUBOAUTL COOTBETCTBYIONYyI0 Moaekyay MPHK k ge-
rpagauyu. B sTom 3akarouaercs sisaenne PHK-maTepdepenmum.
Ocoboe 3uauenne stor Tun PHK umeer B oHTOTEHE3€e — MHAMBII-
AyaAbHOM Pa3BUTUN OPTaHU3MOB.

" URL:
http://www.cartage.org.lb/en/themes/sciences/zoology/animalphysiology/anatomy/animal
cellstructure/Ribosomes/Ribosomes.htm

60



3.2. Penauxayusa AHK

Pertaukanua AHK — »T0 mporecc yaBoeHUsI MOAEKYABI Ae-
30KCUPUOOHYKAEMHOBOM KUCAOTH ¢ OOpa3oBaHMeM MAEHTUYHBIX
AOYEPHIX MOAeKyA. Y yeaoBeKa perauKaIius Mpoucxoiut B gase
S xaerounoro 1ukaa. Penankarmio AHK ocymectsaser pepmeHT
AHK-nioanmepasa.

A5 poTeKaHUs Ipoliecca peranKaliuy HeoOXoauMo pac-
raecTu ApoyiHyio crmpaar /JAHK, Bpamjats Makpomoaekyay u
yAep>KMBaTh ee B pacIlAeTeHHOM COCTOSHUM. DTu QYHKIIUU BBI-
IIOAHSIOT THpasa (pacraeTeHne CliMpaAan), Xeankasa (pasjeaeHue
Hureir), u /AHK-cBaspBaomine OGeakn (yaep>kaHme). TodHOCTBH
pernaukanuy obecrieunBaeTcs MPUHIIUIIOM KOMILA€MeHTapHOCTI
nap ocHoBaHmi1 u csorictsamu JAHK-moanmepasel, 6aarogapst Ko-
TOPBIM BTOT (PepMEeHT CIIOCOOeH pacIlo3HaTh U MCIPaBUTh OIINO-
Ky. Y ®yKapMOTMYeCKMX OPTaHM3MOB B IIpollecce perauMKalun
NPUHUMAIOT y4dacTye Heckoabko tunos AHK-noanmepas. Ilocae
YABOEHUsI IIPOMCXOAUT CyllepcrmpaAu3alusl CUHTe3MPOBaHHbBIX
MOAeKyA U AaabHenmas koMmmaktudanusa AHK. Iporece peran-
Kaluu TpeOyeT 3aTpaTr SHepTIU.

Panee cymiecTBoBaau Tpyu MOJAeAU MeXaHU3Ma perauKalim
AHK. CoraacHo KOHCepBaTMBHOMY MeXaHU3MYy B pe3yabTaTe pe-
naMkauum ogHa Moaekyaa /AHK cocTtout To4pKO M3 pogurtean-
CKUX 1lemlell, a Apyras — TOABKO M3 JAOYEPHUX Iellell.
AucriepcoHHas MOAeAb IIpealioaraaa, 4To Bee II0Ay9MBIINecs B
pesyabTate perankauuu moaekyarsl AHK cocrosar ms neneit, oa-
HI Yy49aCTKM KOTOPBIX BHOBb CHMHTEe3VMPOBaHbI, a ApyTUe B3ATHl 13
poauteabckonn Moaekyasl AHK. IloaykoHcepBaTMBHBEIN Mexa-
HI3M penAuKaluM 3aKAI04YaeTcssl B TOM, 4TO KaXJas MOJeKyaa
AHK cocrout 13 0aHOM Llenu UCXOAHONM POAUTEALCKONM MOAEKY-
ABI I OAHOJ BHOBb CMHTe3upoBaHHON nemnn. IloaykoncepsaTus-
HBIII MexaHu3M OblA A0KasaH B 1958 1. orrpitamu M. Meseabcona u
®. Craas.

ITockoapky AHK-moanmepasa He yMeeT HauMHaTh CUHTeE3
HOBOJ HUTU Ha OAHOHMTEBOM MaTpulle, a MOXeT TOALKO IIpU-
KpeIAsTh HOBBle HYKAEOTHABI K y>XKe MMeIOLIeNcs Ileny, MHU-
IManus  penAuKaluy — IPOMCXOAUT  IIyTeM  OOpa3oBaHMs
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Heboapmtoro yyactka AHK-PHK npu nmomomu ¢pepmenta JHK-
nparmMasel. K 3’-konny PHK-3atpaskun AHK-moanmepasa ao6as-
asteT HoBble HyKaeoTuabl, a PHKasa H norom paspymaer PHK B
rMOPMAHBIX yJacTKaX. /lurasa cImBaeT CHHTe3MpOBaHHBIe (par-
menTsl AHK (puc. 29).

AHK-noanmepasa MOXeT BeCTU CHMHTe3 TOALKO B HaIlpas-
aenmm  5— 3, T. e. TPUCOEAMHATL HOBBII HYKAEOTUJ
K 3’-KOHIly y>Ke CUHTe3MpPOBaHHOI JacTu. /ByHuTeBas CTpyKTypa
AHK mpeanoaaraer He0OXOAMMOCTL CHMHTe3a B ABYX HallpaB/e-
H1sIX 5’ — 3’ u 3’— 5. Dra 3a4aua perraercs myreM oOpa3oBaHILA
Y-00pas3HO! CTPYKTYypHl — pPeNAMKAlMOHHOV BUAKM (puc. 29).
IIpu sTom nens 3'— 5 ABAseTC AMAUPYIOIIel — CUHTe3 Ha Hell
AT HelpephIBHO, a Lemb 5 — 3’ — oTcraiomieii, ITOCKOAbKY Ha
Hell CMHTe3 MJeT B OTAeABHBIX yJacTKax — ¢pparmenTax Okasaky,
Ka>KAbIN 113 KOTOPBIX HaunHaeTcs ¢ Hopoli PHK-3aTpasku.

5 ¥

Tnpasa ——p
—— X KAt

JOHK nonume pasa-._,__‘“

PHEK sarpaska

PHKasa H—*
Jparmenrs
Oxasakn \

JITK nuraza ———gm

~— Jlupupyoman nens
2

COreTamman Memh ——=

3’

193 ]

Puc. 29. Cxema peramkamyioHHONM BUAKU

62



3.3. Tpatckpunuyus

Tpanckpunumen HasbiBaerca cuHre3 MPHK na marpune
AHK. Ilponecc cuntesa PHK mporexkaer B HammpaBAeHNH OT 5'- K
3'- koH1y, T. e. mo Marpuunoin nenn AHK AHK-3asucumas PHK-
noauMepasa — (epMeHT, OCYIIeCTBAIONINII TPaHCKPUIIIINIO —
ABVDKeTCs B HallpaBAeHny 3'—5', IIpUKperiasis HOBbI pUOOHYKA€eo-
3uaTpudoOcTaT K 3'-KOHILY y>Ke CMHTe3MpOBaHHO MoAeKyasl PHK.

VMaunmanys TpaHCKPUIIIUM — CAOKHBIN ITPOIIeCC, 3aBUCs-
muit ot nocaegosareabHoctu AHK, Haxoasd1mericsa B6AM3M TpaHC-
KpuOMpyeMoIl I0cAej0BaTeAbHOCTI — IIPOMOTOpa M OT Ooaee
YAaAeHHBIX OT TOYKM HayaJa CMHTe3a yJacTKOB I'eHOMa — DHXaH-
cepoB (aKTMBUPYIOIIMX TPaHCKPUIILIMIO) M CallA€HCePOB (4e3aK-
TUBMPYIOIIMX TpaHCKpunimuio). Bo Bcex »Tmx ydacTtkax ectsb
CaTHI CBA3BIBAHM TPAHCKPUIMIIMOHHBIX (PaKTOPOB — 0eAKOB, pe-
TYAUPYIOIIMX IIPOLIeCC TPaHCKPUIILIMM M BXOAAIMX B COCTaB
TPaHKPUIIIMIOHHOTO KOMILAeKca.

IIpu mepexoae TpaHCKPMUIILIMM OT MHULIMALIMA K CAEAYIO-
el CTaAuM — ®AOHTalMU — IMPOMUCXOAUT AMCCOLMAII CBA3eN
mexxay PHK-moammepasoir, mpoMmotopoMm u ¢dpakTopaMy MHMU-
LMalyy TPaHCKPUIILINIL.

B nepmnog »aonranum 8 AHK pacniaereno npumepso 18 nap
HyKAeoTuA0B. lIpmmepno 12 HyKAe€OTHMAOB MaTpUYHOM HUTHU
AHK obpasyer rmbpuanyo compaas ¢ pacrymgein nemnpio PHK.
I'To mepe asmxennsa PHK-noanmepassl mo MaTpulie Briepeau Hee
IIPOVICXOAUT pacllieTaHue ApyxieriodedHoli moaekyanl AHK, a
noszaau gepmenTa AsoiiHas cnmupaab AHK Boccranasansaercs. B
HTOT MOMEHT W13 KOMILAeKca OCBODOKJaeTcsl ouepejHOe 3BEeHO
pacrymieit e PHK ¢ marpunei u PHK-noanmepasorii. Bece a1
IepeMellleHnsl  MOApa3yMeBalOT  OTHOCUTeAbHOe  BpallleHue
PHK-noanmepaser u AHK. ITosTOMY A5 IpeaoTBpalieHns TaKo-
ro Bpamtenus asuramomyyiocsa o AHK PHK-nmoanmepasy compo-
BOXKAAIOT Tornomsomepassl. Ha cragum saonranum B Iiponecce
TPaHCKPUIILIMM HEeMaAOBaXXHYIO pOAb UIPalOT TaK’Ke OCHOBHBIE
DAOHTUpYIONe (aKTOPhl, KOTOpble HeOOXOAMMBI AAsl IPeAoT-
BpallleHNsl NpeXXAeBpeMeHHOV TepMUHaIUM MaTPUYHOIO IIpO-
1ecca.
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Caeayromias ¢asa Iporiecca TPaHCKPUIIIINY Ha3bIBAeTCs
TepMMHaLMell. B 5TOT MOMeHT pacTymiuii TpaHCKPUIIT OCBOOOXK-
Aaercst u mponcxoaut aucconmanna PHK-moanmepassr n AHK-
Matpuipl. Ilocae 3aBeprieHns craaum TepMUHaUUU TPaHCKPUII-
uuyn nponcxoaut paspesanue PHK, a sarem K e€ 3' KoHIly ¢ I1O-
MOIIBIO (epMeHTa NOAMA-TIoAUMepasbl aoOaBasercst 100-
200 ocHOBaHUII ageHMHa, KOTOpble OKa3blBalOT BAMAHME Ha CTa-
OMABHOCTD IIOAYY€HHOTO TPAHCKPUIITA.

3.4. IIpoyeccunz PHK

Cospesanne MPHK nHaspiBaercs npoueccuHroM. bmoaorm-
9yeckoe 3HadeHMe IPOIIeCCHMHIa B DYKapMOTUYEeCKOlM KAeTKe 3a-
KAIOUaeTCsl B BO3MOXKHOCTY MOAYYeHIsI Pa3AMIHBIX KOMOMHAIUIA
DK30HOB TeHa, a 3HA4YUT, M0Ay4eHUs OO0AbIIero pasHoOOpasys
0eAKOB, KOAMPYEeMBIX OAHON HYKAEOTHAHON II0cAe]0BaTeAbHO-
creio AHK. Kpome Toro mogudmkaumsa 3'- n 5-konunos MPHK
CAYXKUT A4Sl PeryAsSLIMI ee DKCIIOpTa U3 s4pa, TIoA4e P KaHns CTa-
OMABHOCTM B LIMTOILAA3Me U AAs yAy4IIeHUs B3aMOAENCTBUA C
pubocomaM.

Eme a0 3aBepieHus TPaHCKPUIILIMU ITPOUCXOAUT IOAU-
ageHnanposanne 3’-koHua (pasgea 6.3). K 5'-konny MPHK mo-
CpeACTBOM TpudocdaTHoro MoOcCTa IIPUCOEAVHACTCS
7-MeTUATYaHO3UH, COeAVMHSIONIUIICA B HEOOBIYHON IO3UIIUN
5'=5', u mpoucxoAUT MeTnAMpoBaHue pudo3 AByX IMEPBBIX HYK-
A€0TUAOB. DTOT IPOIIeCcC Ha3bIBAETCS KOIIMPOBaHUEM.

IIponecc BrIpesaHus onpeseaeHHBIX HyKAeOTUAHBIX I10CAe-
AoBaTeabHOCTelt 13 Moaekya PHK m coeamnenms mocaeaosa-
TEABHOCTEV, COXPAHSIOIINXCA B «3peAoil» MOJAeKyle, B XoJe
nponeccunra PHK, naspiBaercs ciaaricunrom. B xoge criaanicnun-
ra n3 MPHK yugactkn, He kogupyionine 6e40K (MHTPOHBI), yAaas-
IOTCSl, @ DK30HBI — Yy4acTKM, KOAMPYIOIIUe aMMHOKUCAOTHYIO
110CAe40BaTeAbHOCTD, COeAMHSIOTCS APYT C APYIOM, I He3peaas
npe-MPHK nipespamiaercs B 3peayio MPHK, ¢ koropon cunresu-
pyIoTcs (TpaHCAMPYIOTCs) OeAKU KAETKI.
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AAast ciaavicuHra HeOOXOAMMO HaAUdme CHeruaAbHBIX 3'- U
5'- mocaegosateapHocTelt. CriaaiicMHI KaTaAU3UPYeTCs COCTOs-
myM n3 PHK 1 6eakoB 004ApIIINM KOMILIEKCOM, KOTOPBIN Ha3bl-
BaeTcs craavicocomoit. CrzarcocoMa BKAIOYAeT IISITh MaAbIX
saepHbIX pubonykaeonpotengos (MsaPHIT) — Ul, U2, U4, U5 u
Ué6. PHK, Bxogsmias B cocras MaPHII, BsanmoaerncTsyer ¢ mHTpoO-
HOM I, BO3MO>KHO, yJacTByeT B KaTraamuse. OHa HpMHUMaeT y4a-
CTHe B CILAaliCMHTe MHTPOHOB, cogep>Kamux B 5' camre I'Y, u AI' B
3' cniaaricuHT-caiTe.

Muoraa MPHK B miporiecce co3peBaHms MOIYT IIOABEePTaThCs
aAbTepHAaTUBHOMY CIIAaVICUHIY, KOTOPBIN 3aKAI0YaeTCsl B TOM, YTO
nmeromuecs B cocrase npe-MPHK mHTpoHEI BeIpesaloTcs B pas-
HBIX aAbT€PHATVBHBIX KOMOMHAIIMAX, IIPY KOTOPBIX BBIPE3alOTCs
U1 HEKOTOpBIe HK30HBI. HekoTopsle 113 IpOAYKTOB aabTepHATUBHO-
ro crnaaiicunra npe-MmPHK HedyHKIIMOHaABHBI, KaK Halpumep,
IIpU OIIpeAeAeHUN 10Aa Y MA0AOBOM MYIIKM ApPO30(pUABI, OAHa-
KO 4acTo B pe3yAbTaTe albTepHaTUBHOIO craaricuHra npe-mPHK
0AHOTO TeHa oOpasyiorcs MmHorouncaenssie MPHK 1 nx Geakossie
HPOAYKTHI.

B HacrosIlee BpeMs M3BECTHO, UTO Yy 4eaoBeKa 94 % reHos
II0ABEP>KEHO aAbTEPHATVBHOMY CIIAAVICUHIY (OCTaAbHBIE 6 % Te-
HOB He coJep>KaT MHTPOHOB). A/AbTepHATUBHBLI CIIAAVICUHI Y
MHOTOK/AETOYHBIX BDYKapMUOT sBAsAETCA KAIOUeBBIM MeXaHU3MOM
yBeANYeH!s] pa3HOOOpasusi O0eAKOB, He CO34aBasl M3OBITOUHBIX
KOIINI T'eHa, a TakKe I03BOAseT OCYIIeCTBAITh TKaHecrenudde-
CKYIO U CTaAyecrneriupruecKyio peryAsumio 9KCIpeccuu (Iposis-
A€HUSI) TEHOB.

3.5. Tpancaayus

Cunre3 0eAKOBBIX MOJEKYyA M3 aMUHOKUCAOT Ha MaTpulie
MPHK npu ygactun pu6ocom u TPHK HasbiBaeTcs TpaHcAsAIIMIEI.
IIponiecc mponcxoAUT B UUTOINAa3Me Ha IOAMCOMaX — KOMILAEK-
cax, cocrosammx 13 MPHK 1 MHOrIX pu6ocom ¢ mpuxperaeHHbI-
mu moaekyaamu TPHK (puc. 30).
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Puc. 30. Cxema Tpancasuym: 1 — mHMIMams, 2 — 9A0HraIms, 3 — TepMUHaIs

ITpornecc coctont M3 mHMIManun (ysHaBaHMs prOOCOMOIL
CTapTOBOIO KOJOHA U HayaJa CUHTe3a), DAOHTaluuu (CHHTe3a Oea-
Ka) 1 TepMuHauyy (y3HaBaHMS CTOI-KOJOHA U OTAeAeHus OeaKo-
BOTO IPOAYKTa).

ITocKoABKY KaKABII KOAOH COCTOUT M3 TpeX HYKAeOTHAOB,
Kakjasl 110CcAe]0BaTeAbHOCTh MOXKeT OBITh IIpouYnTaHa TPOSIKO —
HauMHas C IIepBOTo, BTOPOIO ANOO TPeThero HyKAeoTNAa, UHBIMU
CA0BaMU, IMeeTCsI TP BO3MOXKHBIX paMKI cunTeiBaHus. Ctapro-
BBIM KOAOHOM ITOUTH Bceraa siBastercss AYI. PamMku cauthiBaHmsL,
HauMHAIOIIeCs C BTOTO KOJAOHA, Ha3BIBAIOTCA OTKPBITHIMU. JAas
nHuIanyuy puoocoma ckanupyet MPHK, roka He HalizeT KOA0H

AYT. O6p1yHO OHa BOCHPMHMMAaeT TOABKO Te CTapTOBble KOAOHBI,
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KOTOpBIe HaxoAsTcs BOAM3u 5 -ksna. CrienmaapHble 6eaxku — dax-
TOPBI MHULIMAaLMY TPaHCASILIUM — YYacTBYIOT B y3HaBaHUU CTapTO-
BOIO KOAOHa WM IIpucoeauHeHnu uHunuaropnon TPHK,
codepkalen aHTUKOAOH Y AlLl, coOTBeTCTBYIONMINII aMUHOKIICAO-
Te MetnonuH. K sron TPHK MmeTtnonmn npmcoeauneH npm Io-
morn ¢pepmenta amuHoauna-TPHK-cunTerassr. Buauase maaas
gacTuiia pubocomsl (cama nan B komraekce ¢ TPHK) cagurcs Ha
MPHK, a 3ateM K Heil mpucoeanHseTcs 00AbIIas YacTUIa, U IPo-
UCXOAUT OTcoeAyHeHre GpaKkTopos MHMIManymu tpacainun. Co-
OpaHHasg pubocoMa HauMHaeT 3JAOHTMPOBATh Iemb. B xoae
®A0HTaLN 0AUH OeakoBbll (pakTop nepenocut TPHK B ammHoa-
LIVMABHBIN LEHTp pUOOCOMEHI (A-1IeHTp), a rocae GpopMUPOBaAHILI
NeNTUAHON CBA3U B IeTuauabHoM neHtpe (II-1ieHTpe) BTOpOII
¢akTop ®A0OHTALINN KaTaAU3UPYeT CMellleHre pIOOCOMBI Ha OAVH
tpumnaet (puc. 30). Korga pubocoma 40X0AUT A0 OAHOTO 13 HOH-
ceHC-KOJO0HOB — YAI' (am0Oep), YI'A (omaa) man YAA (oxpa) -
noaxogsamment TPHK He oOperaetcst 1 HOBasi IIeNTHAHASI CBA3b He
obpasyetcs. [log aeiicTBueM crernaabHBIX O€AKOBBIX (PaKTOPOB
IpoNCcXoAuT otgeaeHne pudocomsl or MPHK n ocsoboxaenne
TOTOBOII O€AKOBOI MOAEKYABL.

Konmpoavnvie 6onpocot u 3adanus

1. YcraHoBUTEe COOTBETCTBIE MEXAY MOHITUAMHU, COJeprKa-
IUMUCA B CAeAyIomux croabnax. Aas sToro psigom ¢ nudpoi
IIepBOrO CTOAOIIa IOCTaBbTe OYKBY COOTBETCTBYIOIIETO ITOHATILA
13 BTOPOTO CTOAOIIa.

1) nykaeorng a) AHK
2) penaukauus 0) criaavicuHr
3) uHTpOH B) PHK-3arpaska

2. 3asepmure ¢Qpasy, BHIOpaB IIpaBUABHOE CyKAeHUe I3
Hepe‘{I/IC/leHHbIX BapI/IaHTOBI

Tpanckpumimsa — 970...

a) I3MEHEeHIe dricaa XPOMOCOM, KpaTHOG Fal'IAOI/IAHOMy;

6) MyTaI_[I/I}I 3aMeHbl OAHOTO HyKAeOTI/IAa ApyFI/IM B COCTaBe
AHK;
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B) mponecc cuHTe3a nHPopmanyonsoi PHK na martpuiie
AHK;

I) OAVMH 13 BUAOB B3aIMO/EIICTBIsI HeaAAeAbHbIX TeHOB.

3. Omnpegeante mpaBUABHOCTD CAeAyIOIell Ppashl:

VMuTtponsl — s10 HerpaHcaupyeMsble ydyactku MPHK, koro-
phle BLIPe3aloTCsl IIPU ee CO3PeBaHN.

4. YcraHOBUTe COOTBETCTBUE MeXKAY MOHATUSAMU, COAep>Ka-
IIMMICS B CAeAYIONUX cTtoabnax. Jas ®Toro psaiom ¢ nudpoir
IIepBOTO CTOA0IIa ITOCTaBbTe OYKBY COOTBETCTBYIOIIETO ITOHATHS
113 BTOPOTIO CTOAOI1a.

1) TpancaALIMA a) AOMIHUpPOBaHIe
2) ¢pparment Okaszaku 0) pubocoma
3) aaaean B) pellAMKalIOHHAas BIAKA

5. VickaounTe AuniliHee MOHATHE B IIPUBEACHHOM psAy.
YkaxuTte o0oOI1ao1Iee cA0BO 4aHHOTO psija:

PHK-nmoanmepasa, penankanus, AHK-nmoanmepasa, ¢ppar-
meHTHI OKaszaku, ToronsoMepasa, pudocoma.

6. YcTaHOBMUTE COOTBETCTBME MeXAY ITOHATHUAMM, COoAeprKa-
IIUMICS B CAAYIONIMX cToA0Iax. Jas 9Toro psaaom ¢ nudpoir
IIepBOTO CTOA0IIa ITOCTaBbTe OYKBY COOTBETCTBYIOIIETO ITOHATHS
113 BTOPOTIO CTOAOI1a.

1) pubocoma a) AUAMpYyIolas Lelb
2) mpoMoTOp 0) 6ea0x
3) penankans B) TPaHCKPUIILIV

7. Ilpogoaxure ppasy:

B cocras AHK BxoasT caeayroniyie HyKA€OTUABI. . ..
8. 3akoHunTe Pppasy:

PruGocomsl y9acTBYIOT B IIpoI1iecce. ..
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I'rasa 4. OCHOBBI ITMTOT € HETUKI

LInToreHeTNKa — Hayka O CBA3U BHYTPUKAETOUHBIX CTPYKTYP
1 HacaeAcTBeHHOCTH. OHa HaXOAMTCS Ha CTBIKE TeHeTUKU (HayKu
O HacAeACTBEHHOCTM ¥ M3MEHYMBOCTM) M IIUTOAOTUM (HayKu O
KAETKe).

4.1. Buympuxiemoutvie HOCUMEAU  HACAEICHEEHHOU
undopmayuu — 10po, MUMOXOHOPUYU U HAACHUIbL

Slapo (aat. nucleus) — opraHeaaa dyKapUOTUYECKOW KAETKH,
cogepxamas moaekyanl /JHK, xoropbie HecyT IeHeTUYeCcKyro
nadopmaiuio. B sape mpomcxoaAT BaKHeNIIMe AAd SKUSHU
IpOLIeCCHl: pernaukaumus — yasoenme moaekya AHK, a taxke
TpaHckpunnus — cunTed moaekya PHK na moaekyae AHK. 3aecn
Xe cuHTe3upoBaHHble MoaeKkyabl PHK moapepraiorcs psiay mo-
AuduKanmii ¥ TOABKO IIOCAe HTOIO BHIXOAAT B IIUTOINAasMy. B
OCOOBIX CTPYKTypax BHYTPHU sApa — AAPBIIIKAX — IPOVCXOANUT 00-
pasoBaHue CyOBeAVHUL] prOOCOM.

Slapo oTAeaeHO OT IIUTOILAA3MBI sIAepHOI 000A0YKOI, 00-
pa30BaHHOJ 3a CYET pacCIIMPEeHIs U CAUSHUS APYT C APYTOM IIVIC-
TepH DHAOILAa3MaTUIeCcKOl CceTU TaKuM oOpasoM, 4YTO y sjpa
00pa3oBaAnCh ABOIHbIE CTEHKU 3a CYET OKPYKAIOIIMX €r0 Y3KMX
KOMITapTMeHTOB. I1oa0CTh s4epHOII 000A0YKM Has3bIBaeTcsl AIo-
MEHOM AN TIepUHyKAeapHbIM IIpOCTPaHCTBOM. BHyTpennss mo-
BEPXHOCTh 0DO0AOUKMU sApa IOACTUAAETCA SIAePHONM AaMMHON —
JKECTKOII 0eAKOBOI CTPYKTYpoOii, OOpa3oBaHHON OeAKaMI-
AaMIHaMM, K KOTOPOJ HpUKpernaeHsl Hutu xpomocomuon AHK.
/laMMHBI TPUKPENASIOTCA K BHYTpeHHeil MeMOpaHe sjepHOi
000404KM TPV TIOMOITK 3asKOPEHHBIX B Hell TpaHCMeMOpaHHBIX
0eAKOB — pellenNTOpoB AaMIUHOB. B MecTax cAnsHNI: BHyTpeHHe!l 1
BHeIIIHell MeMOpaH s4epHOJ 000A0YKM OOpas3yroTcs TaK Hasbl-
BaeMble sJepHble IIOPhl, Yepe3 KOTOphle IMPONMCXOAUT OOMeH Be-
IIIeCTB MEXAY SAPOM U LUTONAa3MoI. 11opa He sABAsIeTCs ABIPKOI
B sigpe. DTO CAOXKHasl CTPYKTypa, OpTaHM30BaHHAas HECKOAbKIMU
AecATKaMI 0COOBIX 0eAKOB — HyKAeoropnHOB. C ITIOMOIITBIO DAeK-
TPOHHO} MMKPOCKOIINM OBIAO yCTaHOBAEHO, YTO sJepHas Iopa
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IpeAcTaBAseT coOOM CTPYKTYPY, COCTOSIIYIO M3 BOCBMU CBsI3aH-
HBIX APYT C APyroM OeAKOBBIX TpaHyA C BHeIIHel, U BOCBMU — C
BHYTpPeHHell CTOPOHBI sI4epHOIi 00010YKM.

SIAPBIIIKO — CTPYKTypa, HaXoAdAIlascs BHYTPU spa, He
MMeroIas coOCTBeHHO MeMOpaHHO 060A04YKH, OAHAKO XOPOIIIO
pasandmmMast Kak 1104, CBeTOBBIM, TaK U 1104 9A€KTPOHHBIM MUKPO-
ckorioM. OcHoBHas (QYHKIUA sApBIIIKa — CUHTe3 pubocom. B
XpOMOCOMax MMeEIOTCs TaK Ha3blBaeMble sAPBIIIKOBbIe OpTaHIU3a-
TOPHI — CHeljalbHble Y4acTKH, coJepKalliye IreHbl prOOCOMHOI
PHK (pPHK), Boxpyr KOTOpBIX U pOPMUPYIOTCS AAPBIIIKI. B s14-
priike noammepasa I cunresupyer pPHK. Ilocae cospesanm:
sroin PHK mpomncxoaut coopka pmbocoMmHsIx cyOdacTtmil. B s1a-
PBIIIKe A0KaAMU3YIOTCS OeAKy, IpMHMMAIOIMe yJacThe B DTUX
nporieccax. /145 HEKOTOPHIX U3 BTUX OeAKOB XapaKTepHO Haau4due
0Cco0O0iI aMIMHOKUCAOTHOI I10CAe40BaTeAbHOCTU — CUTHaJa s4-
poimikoBolt aokaam3anun. CaejyeT OTMETUTh, YTO B SAAPBIIIKe
AoKaamnayetcsi okoao 600 BMAOB pa3AMdyHBIX OeAKOB. DTO camas
BBICOKasl KOHIIeHTpanms Oeaka B KaeTke. CumTaercs, 4TO AAsd
ocyllecTBAeHNsT PyHKINI SAPBIIIKAa HeoOXoAuMa AUIIL HeDOAb-
Imas 4acTh 9TUX 0eAKOB, a OCTaAbHBIE ITOIAaJaloT TyJa HecIeIu-
Juaeckn.

IIpumMeHeHne METOAOB 9A€KTPOHHOV MMKPOCKOIIUM IIO3BO-
AUAO BBIAGAUTH B SIAPBIIIKE HECKOABKO CyOKOMIIApTMEHTOB: Tak
HasbIBaeMble (PUOPUAASPHBIE LEHTPHI, OKPY>KeHHbIe yJacTKaMMU
IIA0THOTO (PUOPUAASIPHOTO KOMIIOHEHTa, TAe M IIPOMUCXOAUT CUH-
te3 pPHK, n rpanyaspHble KOMIIOHEHTBI, KOTOpbIe pacIioJaraor-
Csl CHapy>Xu OT IIA0THOTO (GUOPUAASIPHOTO KOMIIOHEHTa U
IIpeACTaBASIOT CODOOI CKOILAeHIe CO3PeBaloNX PUOOCOMHBIX
cyOuacTuiI.

ITpn aeaenun xaetok oraeabpHble moaekyanl AHK moasep-
raloTcsl KOMINAKTU3alMM, CTAaHOBATCS Ppa3ANdMMbl XPOMOCOMBI —
HYK/A€OIIPOTEMHOBbIe KOMILAEKChI, COCTOAIINEe U3 ABYX XpOMaTuJ,
COeAVHEHHBIX LIEeHTPOMepOIi — IePBUYHOMN IlepeTsKKo (puc. 31).
ITockoabKy XpoMaTHABI ABAAIOTCSA Pe3yAbTaTOM peIlAuMKaluu
(yasoenmst) ogHout Moaekyasl AHK, nx Ha3bIBaIOT ceCTPUHCKUMIU.
Kaxpaas xpomarnga pasjeseHa LIEHTPOMEpOI Ha ABe JacTU —
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naeun. OOBIYHO I11€4YM XPOMOCOM He PaBHBHI 110 AAVHE, BBIACASIOT
KOpOTKOe (0003HaJyaeTcsl AaTMHCKOI OYKBOI P) 1 AAMHHOE I11e40
(obo3HavaeTcs Oyksoit q). OTHOIIIeHMe AAMHBI KOPOTKOTO I11€4a K
AAVIHE BCell XPOMOCOMBI, Ha3bIBAIOT LIEHTPOMEPHBIM MHAEKCOM.
Pazanyaior MeTalieHTpUYecKrie XpOMOCOMBI (LIeHTPOMePHBIIi MH-
aexc 0,35-0,50), cybmerauentpuueckue (0,25-0,35) u akpolieH-
Tpudeckne (< 0,25). KoHlleBble palioHBI XpPOMOCOM Ha3bIBAIOTCS
TeAOMePBHI.

Tenomepa

KOpOTKOe
nneuo (p)

LieHTpomepa
Xpomatipa

ONyWHHOe
rneyo (q)

Tenomepa
Puc. 31. CxemaTuyeckoe n3o0pakeHye XpoMOCOMBI

MuroxoHgpum — opraHeAaAasl, MMeIONINecs B IJUTOILAa3Me
MHOIUX ®YKapMOTUYeCKMX KAeTOK. VIMeHHO B MUTOXOHAPUAX
npoucxoauT cuHTe3 AT® — OCHOBHOTO MCTOYHMKA XUMUYECKON
sHepIuu KAeTKU. DPPeKTUBHOCTh PabOTHI MUTOXOHAPUII OY€Hb
Bpicoka. Ha ¢ortorpadumsax MuUTOXoHApMUIT BUAHO OOMAVE BHYT-
peHHMX MeMOpaH (puc. 32). Koangectso 1 ¢popmMa MUTOXOHAPUIA
CIABHO Pa3AM4aloTCs B pa3HbIX TKAHAX U 3aBUCAT OT MHTEHCUBHO-
cTu oOMeHa BerrecTs. HampuMep, B 04HOI KAeTKe IIeYeHU MJe-
KommTatomx Moxet 651Th 1000-1500 MUTOXOHAPMIA.
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Puc. 32. DaextponHas MuUkpodoTorpadus cpeza MUTOXOHAPU

O604109Ka MUTOXOHAPUIT COCTOUT U3 ABYX MeMOpaH, MeXXAy
KOTOPBIMU MMeeTcsl MeXXMeMOpaHHoe IpocTpaHcTso. ITpocTpan-
CTBO, OTTpaHMYeHHOe BHYTpeHHel MeMOpaHOIl, Ha3blBaeTcsl Mart-
puxcoMm. B maTpuxce pacrioaaraiorcs muroxongpuaasneie JHK,
PHK u pubocomsl, cogepskartcst pepMeHTHl, yJacTBYIOIIe B IIMK-
ae KpeOca, mpoTekaloT peakIMy OKUCAEHUs KMPHBIX KHUCAOT.
BuyTpennsis1 MmemMOpaHa oOpasdyeT MHOTOYNC/AEHHBbIe IpeOHeBUA-
HbIe CKAaAKM — KPUCTHI, CyIIIeCTBeHHO yBeANdYMBaiolye I110111aab
ee ropepxHoctu. Ha obparrieHHoOlT K MaTpUKCy CTOpOHe BHYTpeH-
Hell MeMOpaHbl MUTOXOHAPHUI A0KaAU3YIOTCS 0COOBIe MOAEKYAbI
AT®-cuHTa3BI, COCTOSAINE U3 TOAOBKM, HOXKKM 1 ocHOBaHM:. [1pn
IIPOXO>KAEHUM depe3 HUX IPOTOHOB IpoucxoAnut cunrted ATO. B
OCHOBAaHMM YaCTHUII, 3aIllOAH:s COOON BCIO TOAILY MeMOpaHBI,
pacrioaaraioTcsi KOMIIOHEHTHI AbIxaTeAbHOM mnenu. Hapyxknas
MeMOpaHa MUTOXOHAPUII MMeeT MaJdeHbKIe OTBepcTus, oOpaso-
BaHHBIe CITelMaAbHBIMU OeaKaMl, yepe3 KOTOpble MOTYT ITPOHMU-
KaTh HeDOAbIlIMie MOAeKyAbl UM MOHBL. BHyTpeHH:ss MmemOpaHa
TaKMX OTBePCTUII He MMeeT. B MecTax conmpuKOCHOBeHIsI HapyXK-
HOJ M BHYTpeHHell MeMOpaH HaXOAUTCs CHeIjMaAbHbIN OeaoK-
pelenTop, CIOCOOCTBYIOIINII TPaHCIOPTY MUTOXOHAPMAABHBIX
0eKOB, 3aKOAUPOBAHHEIX B sI4pe, B MAaTPUKC MUTOXOHAPUML.

" URL: http://fusionanomaly.net/mitochondria.html
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MuroxoHapnaabHbIi TeHOM 4YeAOBeKa IIpeAcTaBAeH KOAb-
uepoit Moaexkyaon AHK aannoit 16569 m.H. (map HyKAeoTUAOB),
KOoTOpas cogep>kut 37 reHoB (13 13 HUX KOAMPYIOT OeaAKky, QPyHK-
IIMIOHAaABHO CBs3aHHBIE C DHepreTMYecKM OOMeHOM, 22 — TpaHC-
noptaele PHK n 2 — pubocomaasnyio PHK) (puc. 33). AHK
MUTOXOHAPUII HacAeAyeTCs MCKAIOYUTEeABHO IIO MaTepPUHCKON
anHun. B murtoxonapuaasson /AHK nabaiogaercs BbicoKast dac-
ToTa MyTanui. Myranmun mutoxoHapuaasHon AHK aBasgiorcsa
IIPUYMHOI 11€10TO psja HacAeACTBEHHBIX 3a001eBaHMIl YeA0BeKa,
OOBIYHO CBSA3aHHBIX C TSKeABIMM HapyIIeHAMU OOMeHa BeIlecTs.

VHrepecHo, 4TO Te€HOM MUTOXOHAPUII pacTeHMI 3Hauu-
TeAbHO 004bllle, 4YeM Yy >KMBOTHBIX. OH MOXeT AoCTUTIaThb
370 T.I.H., ¥ YMCAO IeHOB TaM IIPMMEePHO B CeMb pa3 IIPeBOCXOANUT
TaKOBOE Yy Yea0BeKa, YTO OObsACHSeTCs CyIecTBOBaHIEM B MUTO-
XOHAPUAX PpacTeHUI AOMNOAHMUTEABHBIX IyTell ®AeKTPOHHOIO
TpaHCIOPTa, He CONPs>KEHHBIX ¢ cuHTe3oM ATO.

D-netns
(NPOMOTOP W OPWANWH PENIMKELMN)

TPHK

TPHK theHunanaHuHa TPHK TpeoHuHa

BanuHa
"C 128 pPHK

YOUXMHOM-LMTOXPOM-C-
oHCUAopeayKTaza

TPHI-{’np onuHa

TPHK

FNYTAMUHOBOA KACNOTHI —
NADH

Aerngporedasa g

NADH

165 pPHK
AernaporeHasa s

TPHK neayuHa
TER N__

S TPHK neiypHa
_~TPHK cepuHa

“TPHK ructugmHa

NADH
AernaporeHasal

PHK n
U "““3" q“Hi_ Fﬁwgumla NADH
e AernaporeHasza 4
it Memo:jﬁﬂﬂna*_' TPHK anauvHa

TPHK acnaparwHa
TPHE uncTenHa
TPHK TuposuHa NErKAA UEML

Aerwaporeqasa 2

T TPHK aprisuHa

TPHK Tpuntodana §
LMTOXPOM-C aernaporeHasa 3
okcnaasza 1 y TPHK rnuumHa
UWTOXpOM-C-OKCWaa3a 3
ATd-cuHTaza 6
é‘.{’cﬁ‘ﬁ,’;’;" -gc- ATd-cuHTaza 8
PHIC acnaparuHogon TPHK nusuHa TAKENAA LEMb

KACNOTRI

Puc. 33. Mutoxongpuaasnas AHK geaoseka
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Y $oTOCHHTE3UPYIONINX OPTaHM3MOB MMEIOTCs CIeljalb-
Hble OpraHOMAbI — I1AaCTUABL, KOTOPbIe MOKPBITEI ABOMHON MeM-
OpaHOII 11 MMEIOT B CBOEM COCTaBe MHOXKeCTBO KOIINIT KOAbLIeBOI
AHK. CoBOKyITHOCTD T1AacTu/ KAeTKU oOpasyeT raactugom. Cy-

IIeCTBYET Tpu Hanboaee PacIIpOoCTpaHeHHbIX TUIIA I1AaCTUA:

1. XaopomnaacTel — mnaacTuapl, KOTOpbIe coaep>KaT XAOPO-
¢uaanl — nurMeHTH, HeoOXO0AMMBIE A doTocuHTe3a. OHU, Kak
IpaBUAO, UMEIOT 3eAEHYIO OKpacKy (puc. 34).

2. XpoMoI11acThl — OKpallleHHbIe B JKEATBIN, KPacHBI 1A
OpaH>KeBBbIN I1IBeT IAacTuapl. VIX okpacka orpegeaseTcs HaKoOII-
AeHUeM KapOTMHOUAOB — JKEATBIX, OPaH>KeBBIX U KPaCHOBAThIX
IIUTMEeHTOB. XpOMOIIAaCThl ONpeAeAsIOT OKPacKy OCeHHUX AVCThb-
€B, AelecTKOB 11BeTOB, KOPHEeIl1040B, CO3peBINX 1110408. OObIu-
HO TakKHe I11aCTUABl IIPOUCXOAAT U3 XAOPOILAacTOB IIpU IOTepe
MU xAopoduaia.

3. /lelikornaacTsl — HeOKpallleHHble I11aCTUAbl, KOTOpbIe
OOBIYHO BBINIOAHAIOT 3allacalollylo (GYHKOUIO ¥ 00pasyloTcs
IIpeMMYIIIeCTBeHHO B 3allacaloIlyX TKaHAX — KAYOH:IX, KOpHeBU-
max. Y BBICIINMX pacTeHUIl 1104 AeVICTBMEeM CBeTa OHIU MOTYT IIpe-
BpallaThCsl B XA0POILAACThl A XPOMOTIIAACTBL

ITaactugnas AHK umeer koablesyio ¢opMy, ee aanHa
BapbMpyeT B INPOKNX pegeaax (oopraHo 100-200 t.11.1H.). K naa-
cTuAHOMY TreHOMY 00BI9HO oTHOCsATCS: reHsl TPHK, pPHK, yacts
TeHOB, KOAMPYIOIINX OeAKOBble KOMITIOHEHThI CUCTEeMBI (POTOCHH-

Te3a 1 0eAKOB DAeKTPOH-TPaHCIIOPTHOM cucteMsl (puc. 35).

74



Puc. 34. X20pomnaacThl B KAETKaX BOAOPOCAN”

TPHK neaywHa

23S pPHK
233 pPHK

168 pPHK 165 pPHK

CyBLeamHmLib
PHK-nonumepazs

—— TPHK TpunTothaHa
TPHK apriHiHa

Pubynozobucgocdatkapborcunasa

TPHK rucTngnHa TPHK meTnoHuHa

TPHK TpecHuHa

Puc. 35. Tlaactugnas AHK aannoit 121 T.m.H.
rieueHouHuKa Marchantia polymorpha

" URL: http://shutov-sparkle.livejournal.com/397336.html
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4.2. Mumos, meiio3 u 0cobeHHOCMU CO3pe6aAHUs NOAOBbIX
KAemox yeroseka

/A1 GOABIIMHCTBA HOPMAABHBIX KAETOK DYKapMOTUYEeCKUX
OpraHU3MOB XapaKTepHO JeAeHle IyTeM MUTO3a — YIOpsA0ueH-
HOTO PacXOXXKAeHMsI XpoMaTH/, K IT0AI0CaM KAeTKU IIPY IOMOIII
BepeTeHa JeAeHMs C IocAeayionum GopMUpOBaHIeM TeHeTide-
CKU UASHTUYHBIX J0YepHMX KAeTOK. KAeTOUHBIN IIMKA COCTOUT U3
nHTep(assl — epuola MeXAy AByMs KA€TOYHBIMU AeAeHUSIMU —
u murtosa (puc. 36). Vintepdasa skaodaet Pasy Gi — cuHTe3 Oea-
Ka, mpeatrectsyomuii yasoennio AHK, ¢asy S — penamkarus
(yasoenne) AHK n ¢asy G2 — nmocrpenankanyioHHBIN CUHTe3 Oea-
Ka. VHoraa xaetkmu nepexoadar B ¢asy Go — npoandepaTuBHOIO
ITIOKOsI, KOT4a OKOHJYaTeAbHO CIlelaAN3pOBaHHbIe KAETKH I1epe-
craioT Aeanthbcsd. Ha cragum S yacto mpomcxoAsT cecTpUHCKUe
xpoMatnansie ooMensl (CXO, puc. 37), 9acToTa KOTOPBIX 3aBUCUT
OT BAMSHIUA BHeNTHMX (aKTOPOB Ha KAeTKy. CreljnaabHble MeTO-
ABl OKpammBaHys 1103B0AsIOT BeABAATE CXO. Ilopbimennas vac-
toTa CXO CAYXUT MHAUKATOPOM BpPeAHBIX BAVSIHUIT Ha KAETKI.

MuTo3 BKAIOUaeT cAeayIolie CTaaun:

I — npogasa. Konaencamus xpoMaTtHa IpUBOANUT TOMY, UTO
XPOMOCOMBI CTaHOBATCS BUAVUMBIMU, CECTPUHCKNME XPOMaTUABI
TeCHO IpuaeXaT APYT K APyTy. SIApBIIIKO McyesaeT, KapuoleMMa
(oboaouka s1Apa) pacTBopsieTcst, PoOpMUPYeTCs BepeTeHO AeAeHIAS;

II — memaghasa. XpoMOCOMBI pacrioAaraioTcsi B 9KBaTOpualb-
HOII 1AockocTy KAeTku. K 1ieHTpoMepaM IpuKpernaeHbl HUTH ax-
POMaTHMHOBOIO BepeTeHa, Apyrue KOHIIbI KOTOPBIX 3aKpeIL1eHbl B
LIEHTPUOASAX Ha I10AI0CaX KAeTKMU. XpOoMaTUABl HauMHaIOT OTJe-
AATHCS OAHA OT APYTOI, OCTaBasICh COeAMHEHHBIMM TOABKO B IeH-
TpoMmepax. LleHTpoMepnl pasbeAMHSIOTCS, U CeCTPUHCKUeE
XpOMaTHUABI HAYMHAIOT pacXoXKAeHMe K I10A10caM KAeTKI;

II — anagasa. CecTpMHCKME XPOMATHUABI PacXoAATCA K IIO-
A10CaM KAeTKI;

IV — meaogasa. TIpoucxoaut AekoHAeHcalusl XpomaTHHa,
popmupylorcst gouepHue s4pa, BepeTeHO AeleHUs Ae3UHTerpu-
pyeTcsl, osBAsIeTCs IIepeTsKKa MeXAy A04epHUMH KAeTKaMI.

76



meTadasa

aHadasa npodasa

Puc. 36. Ctaguy KA€TOYHOIO IMKAa

XpOMOCOMBI Aydllle BCETO BUAHBI Ha cTaiuu MeTtadasbl, I10-
HTOMY OCHOBHBIM METOAOM IIUTOTEHETVKU SIBASETCs MeTa(asHbIi
aHaans. /a5 TOro 4ToOBl HAKOIINUTh AOCTaTOYHOE KOAMYECTBO KAe-
TOK Ha cTagum MeTadasbl, UCIOAB3YIOT KOAXWUIIMH — BeIIleCTBO,
KOTOpOe pacTBOpsIeT TPYyOOUKM aXpOMaTMHOBOIO BepeTeHa, IIpe-
IATCTBYSI arperanuy MOJeKyA TyOyAMHa, U3 KOTOPOTO COCTOST
MUKPOTPYOOUKIA.
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CecTpuncKkue
\'I‘.!(! MaTH/IHHIE
0BMeHH

Puc. 37. CecTpuHcK1e XpoMaTUAHBIE OOMEHBI:
A. ®ayopecrieHTHDIIT BapuaHT
b. HepayopecuenTheit sapuant (¢poro E.I'. Heponosoir)

" URL: http://www.crios.be/genotoxicitytests/sister_chromatid_exchange_test.htm
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C Toukm 3peHUs INepejauy HacAeACTBEHHON MHQpOpMaUn
BCe KJAeTKM MOXKHO IIoApa3AeANTh Ha ABa THUIIA — TeHepaTVBHbIe
(rToa0BBIE), T. €. Te, KOTOPbIe YJacCTBYIOT B (pOPMUPOBAHUY T€HO-
TUIAa IOTOMKOB, ¥ cOMaTu4deckue (OT AaT. soma — TeA0), TEHBI KO-
TOPLIX He IlepelalOTcsl IOTOMKaM. Ecam a4 comaTmyeckmx
KAETOK XapaKTepHO MUTOTUYECKOe AeleHNe, TO 4451 GOpMUpOBa-
HILST TIOAOBBIX KAETOK (TaMeT) HeoOX0AUM Meiio3. Merios (oT rpe-
YecKOIO 11ei0SiS — YMeHbIIIeHle) — 9TO TUI AeAeHNs KAeTKU, IIpu
KOTOPOM 4ICAO XPOMOCOM YMeHbIIIaeTcs BABOe — KaXKaas Aouep-
HASl KAeTKa I0AydaeT IO Talla0MAHOMY Habopy XpoMocoM, T. €.
HaOoOpy, Iae KaXkJasi XpoMOcOMa IIpeAcCTaBAe€Ha OJHUM TOMOAO-
IOM U3 ABYX, IPUIIEAIINX OT Ka’KAOIO U3 poAuTeaeil MHAUBU-
ayyma. lamaomgxoe 4umcao XpoMocoMm oOOO3HadaeTcs 1N, Y
yesoseka n = 23. Takoe u1mca10 XpOMOCOM UMEIOT SNLIEeKAETKU U
criepmartoszonapl. ComaTyeckye KAeTKU codepsKaT AUMAOUAHOe
4I1ICA0 XpOMOCOM 2n = 46. buoaornyeckoe 3HadeHMe Melosa 3a-
katogaercs (1) B popMupoBaHUM TallAOMAHBIX KAETOK, KOTOpBIe
NP CAUSTHUM MOTYT AaTh Hauyal0 AUILAOMAHOMY OPTaHU3MY U (2)
B peKOMOMHaIIMM XPOMOCOM — KPOCCHHIOBEpP IIPOUCXOAUT B
npodase I, a B anadase I roMmoa0rIIIHbIE XPOMOCOMBI CAYYaTHBIM
00pa3oM pacxoAsITCs K I0AI0CaM KAETKM, 9TO CAYKUT AAS YBEAN-
YeHsI TeHeTMIEeCKOTO pa3HOOOpas3ysi OpraHM3MOB.

Meiio3 BKaAIOUaeT ABa AeAeHUs — pPeAyKLVOHHOe, KorJa
BABO€ YMEHBIIIAeTCsl YMCAO XPOMOCOM, U DKBAIIMOHHOE — OOBIU-
HBIII MUTO3, KOT4a BABOE YMeHbIIIaeTcsl unca0 Xxpomartug (puc. 38).
PeayknuonHoe geaenne (aeaenne I) skatodaer npodasy I, merta-
dasy I, anadasy I u teaodasy 1. B mpodasze I Brigeasior caeayro-
e CTaAumn:

e JenrtoTeHa (cTaagust TOHKMX HuTern). CTaHOBSITCS BUAU-
MBIMI AAVIHHBIE XpPOMOCOMHBIE€ HUTI;

e suroreHa. Haumnaercst criapusaHme (KOHBIOTaIusi) TIO-
MOAOTUYHBIX XpoMocoM. OOpasyioTcsi OMBaAeHTH — CIIapeHHBbIe
TOMOAOIVYHbIE XPOMOCOMBI. Ka’kap1ii OMBaA€HT COCTOUT U3 de-
TeIpex XpoMatnA. IToa0Boi1 O1BaAeHT pe3Ko OTAMYAeTCs OT APY-
rmx — X- 1 Y-XpOMOCOMBI coeAVHeHbl TopLaMmu. PopMuUpyorcs
CHHaIITOHeMa/bHble KOMIIAEKCHl — XapaKTepHble CTPYKTYpPHl B
MecTax KOHTaKTOB XpOMaTHJ, MMeIOIle AByXCAOMHOe CTPOeHIe;
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e maxuTeHa. [Iponcxoant gaapHeiias KOHAEHCALIVS XPO-
MOCOM;

e aumaoTeHa. PacmagaloTcsi CHUHaNTOHeMa/JbHBIE KOM-
naekcel. ITponcxoaut pasjeseHne HeceCTPUHCKIIX XpOMaTid, KO-
TOpBbIe OCTAIOTCs CBSI3aHHBIMU APYT C APYTOM B OTAEABHBIX TOUKAX,
rAe 06pasyioTcst X-06pasHble CTPYKTYPBI — XIa3MBbl;

e amakuHes. [IpomcxoAnT TepMmHaAM3aIMs XMa3M — XU-
a3MBI CABMUTAIOTCSI K TeaoMepaM. IIpoucxoaut moaHoe paszese-
HII€ TOMOAOTMYHBIX XPOMOCOM.

B xoHn1e MeTadassr I roMoa0ryHbIE XPOMOCOMBI HAYMHAIOT
pacxoxJeHue K roaiocaM kaetku. Anadasa I u teaodasza I mpo-
XOAAT aHaA0TMYHO aHadase 1 Teaodaze OOBIYHOTO MUTOTUIECKO-
IO AeA€HUs.

DKBaI[MIOHHOE JeJeHIie SIBASETCsI OOBIMHBIM MUTOTHYECKUM
AeleHNeM TarnaonaHon kaetku. OHo BkaiodaeT mpodasy II, me-
tadasy II, anadasy Il n teaodasy II.
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Puc. 38. O600111IeHHas cxeMa MelOTIYeCKOTO A€ ACHUS:
1-5- Hpo(])asa I, 1 — aenToreHa, 2 — 3uroreHa, 3 — nmaxmureHa, 4 — AUILAOTeHa, 5 — AMaKMHe3,
6 — metadasa I, 7 — anadasza I, 8 - reaodasa I, 9 — mpodasa II, 10 — metadasa II,
11 — anadpasa II, 12 - Teaodasa II
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Y 4geaoBeka QopMMpOBaHIE MYXKCKMX ITOAOBBIX KAETOK —
CIIepMaTO30MAOB U SKEHCKUX — ANIeKAeTOK MMeeT CyIlleCTBeHHbIe
O6moaorngeckne ocooeHsocTu (puc. 39, 40).

Haunzast ¢ MOMeHTa II010BOTIO CO3peBaHUs (B MOCTIIyOep-
TaHTHBI IIepIOA) CllepMaToreHe3 y My>K4IH IIPOUCXOAUT ITOCTO-
SIHHO. B ceMeHHMKax criepMaTOLUThI — KA€TKU-TIpeAIleCTBeHHUKI
CIIepMaTO301AOB IIOABEPTalOTCA MeVoTUYecKoMy JeaeHuio. V13
OAHOTO CIlepMaToOLIMTa I10Ay4JaeTcsl JeThlpe clliepMaTo3onaa, Ka-
>KABIN U3 KOTOPBIX COAEP>KUT IIAOTHO yITaKOBaHHBIN rallA0MAHBIN
Ha0Op XPOMOCOM U MUTOXOHAPMUIO, KOTOpas CAY>KUT A4Sl BhIpa-
OOTKM DHepIUN AAS XKIyTUKa. JKIyTUK I03B0OAsIeT CIIepMaTO30MUAY
OBICTPO IepeABUTATHCS B XKIAKOI cpede. CaesyeT OTMETUTD, YTO
OT 3avaTusi A0 Hadada Melo3a B CeMeHHUKaX KJAEeTKU-
IIpeAIIeCTBEHHIKI CIIepMaTO30MA0B IIPOXOAAT OOABIIOE YICAO
MUTOTUYECKUX AeAeHNI, B XOA4e KOTOPBIX MOTYT HaKaIlAMBaThCs
MyTauuu. B 9TomM mposBasieTcss 9BOAIOLMOHHAs POAb MY>KCKOIO
roJla Kak HOCHUTeAs HacAeACTBeHHOV M3MeHuYnBocTH. Tak, Iipu
cpaBHeHMH nocaegosaTteabHocTeit AHK xpomocom mmmnaHse u
Ye/10BeKa BBISICHIAOCH, UTO OBICTpee BCETO0 HAaKaIlAMBAIOTCS 3aMe-
HbI HYK/A€OTIAOB MEHHO B Y-XpOMOCOMe, UTO CAY>KUT IIpeKpac-
HOW MAAIOCTPpalyiell HTOTO IIOAOXKEHM L.

DBOAIOIIMOHHASL POAb JKEHCKOTO I104a KaK XpaHUTeAs yXe
YCTOSABIIMXCSI HacAeACTBEHHBIX M3MEHeHUIl, KakK IIpaBuao,
MMEeIOIINX aJalTUBHYIO (IIPUCIIOCOOUTEABHYIO) IIEHHOCTD, BHIpa-
>KaeTcsl ¥ B OCOOEHHOCTSIX Co3peBaHIs siilleKAeToK. Meito3 Haun-
HaeTcsd B sANYHUKAX  JAeBOYeK Ha  TpeTbeM  Mecslle
BHYTPUYTPOOHOTO Pa3BUTNsA, KOTAa C MOMEHTa OIA0AOTBOPEHIIs
IIPOIIAO He TaK MHOTO MUTOTUYECKUX AeA€HUI U ellle He yCIleAn
HaKoIIMThCs MyTanun. /o cegbMOro mecsna Aeasiiuecs KAeTKU
HaXOASTCs B CTaAUM A€ITOTEHHI U 3UroteHsl. OT cegbMOTO Mecsiia
AO POXKAEHU: yCIleBalOT MPOMTH HaxUTeHbl 1 AUILAOTeHbI, 3aTeM
Meli03 OCTaHaBAMBAETCs, OOPaA3YIOTCs KapModeMMa U SIAPBIIIKO.
Drta ocobast cragusi — AMKTUOTEHa — IPOAOAKAETCs A0 IepBON
opyasauun. Ilpm poxaennn y AeBoYku mmeercs okoao 2,6 x 10°
OOIINTOB, U3 KOTOPBIX 00ABIINMHCTBO (0k040 90 %) AereHepupyer.
3a BCIO >KU3Hb >XKeHIIVHbBI TOABKO 0K040 400 0OLIMTOB CO3peBaioT
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IIOZHOCTBIO. B sIM4HIMKe Ka’KABIil OOLIUT OKPY>KEH CAOeM BIINTe-
AMAaABHBIX KAETOK U ABYMsI CAOSMM CO€AVIHUTEABHON TKaHM — 9Ta
CTPYKTypa HasbIBaeTcsl (POAAUKYA. B mocTiybepTaHTHBIN IepHOA
(B cpeaneM c 12 2eT) B IIepBOII ITOAOBUHE IIMKAA IO/ A€VICTBUEM
AIOTEVHM3UPYIOIIETO TOPMOHA HaulHaeTcsl AMaKkuHes. B xoze pe-
AYKIIVIOHHOTO JeA€HUs O0pasyercsl IepBoe IOASpHOe TeAablle.
IlepBoe moasipHOe Teablle, KaK IIPaBMUAO, TO3AHee IIPOXOANUT DK-
Bal[MIOHHOe AeaeHMe. Jazee mMerio3 mpoxoAut Ao Mertadassl I n
OCTaHaBAMBAETCS AO BCTPeUM ANIIEKAETKU CO CIIEpMaTO30MAOM B
¢aaaommesort TpyOe. IIpoHMKHOBeHME cIiepMaTo3ouia CTUMY-
AUpPYeT pacxoXAeHue xpomarind, GopMuUpoBaHue sIAePHON MeM-
OpaHBbI, >KEHCKOTO ITPOHYKA€eyca I BTOPOTO ITOAsPHOIo Teabla. V3
XpOMaTHHa CIIepMaTo30uAa 0Opasyercsi MY>KCKOV ITPOHYKAEYC,
KOTOPBIN Yepe3 HECKOABKO YacOB CAVMBAETCS C SKEHCKUM IIPOHYK-
aeycoM, o0pasys 3UTOTY — OIL10JOTBOPEHHYIO siileKaeTky. [ly-
TeM ApOOAeHNs 3UTOTHI 0Opa3yeTcsl SMOPUOH.

o

& cnepmMaToroHwi
MUTO3 +
3 & cnepmatoumr |
7. nopsagka
peayKuMoHHOEe AeneHne
meiio3a / \
3* * cnepmaToumnT! |l
B 7 nopsagka
3KBaLWOHHOE
fOeneHve /
melo3a
#5 i’s i!g cnepmartuabl
anddepen-
LUMpoBKa ¢ ¢ # l

cnepmato3ongbl

Puc. 39. CnepMaToreHe3 JeAaoBeKa: CriepMaTOTOHUM — ITpeAIle CTBEeHHUKIN
CIIepMaTOLIITOB, CITOCOOHBIE K MHUTOTNYECKOMY A€A€HUIO,
CrIepMaTOLUTBL I nopsAKa — AUTIA0NAHDBIE IIPOAYKTBI MUTOTUYIECKOTO A€ A€HMS
CII€pMaTOIOHIEB, CIIEPMAaTOLMTEBI 11 TIOopsIAKa — rarrA0uAHbIe IIPOAYKTBI peAYKIIMOHHOI'O
A€AeHNs CliepMaTOLIMTOB I TIOpsIAKa; CriepMaTUABI — raltA0MAHbBIE IIPOAYKTbI
YKBAIJMOHHOTO AeA€HMsI CIIepMaTOLUTOB 1T IIopsAKa
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. OOrOHWIA

MWTO3 l

#®  ocouutlnopaaka

pPedyKUMOHHOE feneHne
Meino3a

1-e nonapHoe
ooumt Il nopagka
Tenoue ] u PAR

3KBaUWMOHHOE
aeneHve
Menosa

2-e nonAapHoe
TensLe

ooTnga

Puc. 40. OoreHe3 4ye0BeKa: OOTOHUU — npeaineCTBeHHNKI OOLIUTOB,
CITOCOOHBIE K MUTOTNYECKOMY A€AeHUIO; OO ThL I TIopsIAKa — AUTIA0UAHBIE ITPOAYKTBI
MUTOTUYECKOTO AeAeHNsI OOTOHVEB; OOLUTHI 11 TopsiAKa — rarrA0MAHbIE ITPOAYKTbI
PEAYKIIMIOHHOI'O A€A€HMsI OOLIUTOB I TIopsAKa; 00THAa — KpyIIHas1 ANIeKAeTKa,
BO3HMKIIIAsI IIPY SKBaIJIOHHOM JA€A€HUN OOITa 1T opsAKa

4.3. CmpyxkmypHo-PYHKUUOHAALHASA OPZAHUIAYUSL XPOMOCOM

XpoMmaTuH — BTO BelllecTBO, 3 KOTOPOIO COCTOAT XPOMOCO-
MBI BYKapUOTUYECKIX KAEeTOK, IIpeAcTaBAsollee COO0I KOMILAEeKC
AHK, PHK n 6eakos. VIMeHHO B cocTaBe XpOMaTIHa IIPOMCXOANT
peaausanysl TeHeTHYecKol MHPOpMaINY, a TakKe perAnKals
n penapanysa AHK.

OcHOBHYIO Maccy XpoMaTlHa COCTaBASIIOT OeAKM ITICTOHBI,
KOTpble OTBETCTBEHHBI He TOABKO 3a yKaaaky AHK, HO BeIoaH:-
10T U peryasTopuylo ¢pyHkiuio. I'mcronsr H2A, H2B, H3 1 H4 06-
Pas3yIoT HyKAe0COMBI — 0COOBIE CTPYKTYPHI I1alib0BUAHON (POPMEI
BLICOTOM 6 HaHOMeTpoB U 11 HaHOMeTpPOB B AMaMeTpe, ydacT-
ByIOIIIMe B caMOM IepsBoM sTamne ynakosku JAHK B xpomocoMbl
(puc. 41). B coctas Ka>kA0J1 HyKA€OCOMBI BXOAUT IO AB€ MOAEKY-
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ABI KaXKAOTO U3 yKa3aHHBIX BIAOB IMICTOHOB (BCETO BOCEMb MO/e-
Ky/, TaKle KOMILAeKChl Ha3bIBalOT OKTamepamm). VI3-3a Toro uro
HYK/A€0COMBI pacIioAararorcsi 6oaee nau MeHee peryAspHo, oopa-
3yloIascsl CTpyKTypa HamomuHaeT Oycwl (puc. 42). HambGoaee
KPYIIHBIN 13 BceX IMCTOHOB — ructoH HI1 — ceaswiBaercs ¢ AHK Ha
yJacTke MeXXay Hykaeocomamu (puc. 41). Kommakrusanus u ae-
KOMIIaKTM3alus XpOMaTUHA Ha ypPOBHe HyKA€OHeMBI (HyKaeo-
coMHOI HuTH) peryaupyercs ructonoMm HI. Ilpu penaukanym —
yasoenun Hutu AHK — HykaeocoMbl He pacriajarorcs, a mepexo-
ASAT Ha OJHY M3 AOYepHMX HUTeN caydaiHbIM oOpaszoM. Hegoc-
Talolle OKTaMephl CHHTe3MPYIOTCA 3aHOBO. CaMblil IepBbIN
ypOBeHb YKAaAKU XPOMOCOM — HyKJA€OHeMHBII — oDecrieunBaeT
komnakrusanuio AHK B mects—cems pas.

Hykneocoma

Puc. 41. CxemMa HyKA€OCOMHOJ OpraHM3aIMy XpoMaTiHa.
BsanmHoe nmpocTpaHcTBeHHOe pacrioaoykeHnne rucronos H2A, H2B, H3 n H4 ne orpakeno

Puc. 42. HyxaeocoMHast HUTh — HyKA€OHeMa

Huts AHK ¢ HykaeocomaMmu oOpasyeT CTPYKTYpy TOAIIN-
HOI 0Kk0A0 30 HaHOMeTpOB, TaK HasbiBaeMyio 30 HM puUOpMAAY
(puc. 43). Ee MOXHO yBHAeTh Ha Ipernaparax Bbl4eA€HHOIO Xpo-
MaTuHa. YJaleHne gaxke HeKOTOPOI 4acTu MOAeKyAa rucroHa Hl
IpUBOAUT K  pacrnajeHuio  Gubpmaael A0  TOAIIVHBI

10 HaHOMeTpOB, YTO COOTBETCTBYeT HPUMEPHON TOAIMHE HYK-
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A€0COMBI. DTO CBUAETeAbCTByeT O TOM, uTo rucron HI1 wurpaer
KAIOUeBYIO POAb BO B3aIMOAENCTBUM MeXXAy HyKaeocomamu. Ha
yposHe ¢puopuaas 30 HAHOMETPOB AOCTUTAeTCs IIPUMEPHO COPO-
kakpaTHas komnakruzanusa AHK. Ha takom yposne crimpaaunsa-
LMY CYI[eCTBeHHO CHIDKaercs: criocooHocts AHK cBsasbiBaThCs ¢
OeakaMy, Yy4aCTBYIOIIMMM B TPaHCKPUIMIIUM, YTO IPUBOAUT K
YMEHBIIIEHUIO TeHeTNYecKO aKTMBHOCTM YIaKOBaHHBIX B (uo-

puaay 30 HAHOMETPOB y4aCcTKOB.

Hykneocoma

OHK

Puc. 43. Pubpuasa roamunoit 30 HaHOMETPOB

Oxko40 20 % Bcex 6eAKOB XpOMaTMHa COCTABASIOT HETMCTO-
HOBbIe Oeaku. VIMEHHO OHI MMeIOT 3HaueHue Aas1 60aee BHICOKIUX
ypOBHell KOMITaKTU3allMy XpoMaTiHa. BrlsiBasieMble Ha Ipenapa-
TaX KAETOYHOIO siapa Inapuku auamerpom 100 HaHOMETpOB
(XpoMOMephI) MMEIOT IIeTAeBYI0 PO3eTKOBUAHYIO CTPYKTYpPY
(puc. 44). Dto TpeTuit ypoBeHb KOMIIaKTM3alliM, OoOecIednBalo-
it npumepHo 600-700-kpaTHOe ykopouenne JAHK.
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Puc. 44. IleTaeBoit gomeH: A — CTPyKTypa B BuAe poseTku; b — xpomonema

Ha mpemaparax MUTOTMYECKMX XPOMOCOM MHOTAa MO>KHO
YVBIUAETh CHUpaab, OOpa3OBaHHYIO HUTYaTON XPOMaTMHOBOI
CTPYKTYpOIi TOAINHON 0K0A0 200 HaHOMETPOB — XPOMOHEMOI]
(puc. 44, 45). DTO YeTBepTHINl YPOBEHDb YKAaAKM XpoMaTuHa. But-
KII XpOMOHeMBI O0OpasylOT XpOMaTHAy TOAIIMHON IIPUMEpPHO

500 HaHOMeETpPOB, uTO OOecreunBaeT yKopodenne AHK mpumepHo
B 10* pas.
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Puc. 45. XpOMOHeMHaH OpraHu3sanu MUTOTIUYECKO XPpOMOCOMBI

44. Aupgepenyuarvroe oxpawmueanue u  OAOUHAA
OpAHU3AYUUA XPOMOCOM

[Tpn oxpammsaHUM MUTOTUYECKMX XPOMOCOM aIina0Ppuab-
HBIMU (T. €. CBA3BIBAIOIIMMIICA C KUCAOTaMI) KpacuTeAsMH, Ha-
IIpyMep DO3MHOM, MAM HecreUMPUIecKMMU K HYKAeoTHAaM
¢ayopectienTHEIMU KpacuTeasiMu (pAyopoxXpoMaMm — BelllecT-
BaMI, CITOCOOHBIMM M3Ay4aTh CBETOBBIE BOAHBLI OOABIIEN AAVHBI
IIpY BO3OY>KAEHUI CBETOM C MeHbIIIel AAMHO BOAHBI) BBISBASET-
Cs1 MMPaKTUYecKy paBHOMEpPHBIN PUCYHOK Oe3 mcuepueHHOCTH. Ta-
Kasl OKpacKa HasblBaeTCsl pyTUHHOI (puc. 46).
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Puc. 46. MuToTHYECKIIE XPOMOCOMBI Y€ A0BeKa, OKpallleHHbIe Py TUHHO,
KpacuTeab POMaHOBCKOro-I'MM3BI — pacTBOp D03MHa U METHAEHOBOTO CHHETO”

Ecan mepes okpamimpaHueM MUTOTUYECKMe XPOMOCOMBI
0OpaboTarh II1eA0YHBIMM pacTBopamy, BhMbIBatomumu /JAHK B
IIepByIO odepeab U3 paliOHOB C HU3KOM IIOTHOCTBIO XpOMaTHHa,
MOXXHO Ha0A104aTh MHTEHCUBHOE OKpallliBaHNe IIpUIleHTpoMep-
HBIX PallOHOB BCeX XPOMOCOM I ITPaKTUYeCKM MOAHOe MHTEeHCUB-
HOe OKpalmsaHue Y-XpoMocoMbl (puc. 47). Takoit moaxog,
HasbiBaeTcst C-MeTogoM  AuddepeHInalbHOTO  OKpaIllMBaHMI
xpomocoM nam C-GenamuroM. C-mmoaoXKmTeabHbIe (MHTEHCUBHO
OKpallleHHble MPY MCIIOAb30BaHUM HTOTO MeToJa) palloHBI Xpo-
MOCOM COOTBETCTBYIOT yJaCTKaM I'eHeTHYecKy MHePTHOTO XpoMa-
TUHA — IAM TeTepoxpoMaTtuHa. PasanyHasi cTereHb OKpalBaHMs
paitoHoB xpoMocoM Iipu C-OKpacke CBUAETEABCTBYeT O HeOAHO-
POAHOCTU pacIipejeAeHNsl reTepoxXpoMaTiHa IO AAUHE XPOMO-
COM.

" URL: http://131.229.114.77/microscopy/galllm.html
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Puc. 47. MuToTHYeCKIIE XPOMOCOMBI YeA0BeKa, OKpalleHHbIe 110 C-MeToay
(¢poto E.I'. Heporosoii)

B 3aBucmMMocCTM OT cTeneHN IAOTHOCTU yHaKOBKU $puOpma-
a1 30 HaHOMETPOB pa3zANJaloT 0olee KOHAEHCUPOBAHHBIN XPO-
MaTMH — TeTepoXpoMaTMH — U MeHee KOHAEHCUPOBaHHBIN
syxpoMmaTuH. ['eTepoXpoMaTHOBBIE yJacTKM OYeHb MHTEHCHBHO
okpamusaoTcsa npu auddepeninaaprHoi C-okpacke XpoMOCOM
113-3a 0OAbIIIel IIAOTHOCTY U XOPOIIIO BUAHBI 10/, MUKPOCKOIIOM.
AHK, Haxoad11asicst B reTepoxpoMaTiiHe, He TPaHCKpUOUpyeTcs U
COAep>XUT OO0ABIIIOe KOAMYECTBO ITOBTOPSIONIMXCS II0CAe]0Ba-
TeabHOCTell. Ha cragum muTepdassl rerepoxpomMaTiH 4acTo pac-
110.araeTcst 10 nepudepun saApa (IpuUCcTEeHOYHBIN
rerepoxpomaTuH). B syxpomatune AHK yrakosana cpaBHUTeAB-
HO HerA0THO. ['eHbl, HaXOAMAIIMeCs B DYXPOMAaTHHOBBIX palloHaXx,
aKTUBHO TpaHCKpuOuMpyiorcs. [110THOCTL yImakoBKM XpoMaTHHa
3aBUCUT OT MOAUPUKAIINIL TUCTOHOB (MeTUAMPOBaHNs, alleTUAN-
posaHms1, pochopuANpPOBaHILs), B IIEPBYIO O4epeAb 9TO OTHOCUT-
ca K ructony HI. I'etepoxpomaTuH y MA€KOIMUTAIOMIMIX COCTOUT
npeumyiiectseHHO 13 AT (ageHMH-TMMIH)-00OTaIIleHHON BbICO-
konosTopstomericst AHK. Takum ob6paszom, C-okpacka 11o3BoAasieT
BBIABAATL Hanboee pa3Andaroliyecs 0 CBOeMy COCTaBy U IA0T-
HOCTH paliOHBI XPOMOCOM.
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Ecan oOpaboTkn mepes OKpalliypBaHUeM IIPOBOAUTH Ooaee
MATKO, MOXKHO OOHapy>KUTD ITOIIePeYHYIO MCUYepUYeHHOCTh MUTO-
TUYEeCKUX XpoMOcoM. Dt1o anddepennmaabrHas G-oKpacka AN
G-6enannr (puc. 48). G-1oA0XuUTeAbHBIE pallOHBI COOTBETCTBYIOT
0o0/ee KOMITaKTM30BaHHBIM, MeHee HaCBIIIIeHHBIM reHaMI y4dacT-
KaM XpOMOCOM, KOTOphle codep>kaT koamdectso AT-map 06oab-
mee, uem G-oTpunareapHnle paitonHsl. Kak mpasmnao, B
G-nmoaoxnteapHbIx parioHax (G+-010Kax) HaXoAsATcsA TKaHecIle-
nuduyeckre U crajyecrenyduyeckye TeHbl, TPaHCKPUIIIIN KO-
TOPBIX Hy>XXHa He BO BCeX KJAeTKax. B ®Tom 3akaiouaercs
O6uoaormyeckoe 3HayeHHe OAOYHON OpraHM3AIUM XPOMOCOM —
TeHbl, KOTOpble OAMHAKOBO HY>KHBI BO BCeX KAeTKaX, HaxoAATCs B
6o1ee 4eKOHAeHCMPOBAHHEIX ydacTKax xpomocoM, rae AHK 6oaee
AOCTYITHa AAs (pepMeHTOB TpaHCKpunmun. Jas rnoaydyeHus oT-
geTAnBOM G-OKpacku OOBIYHO MCIIOAB3YIOT MATKYIO 0OpabOTKY
XPOMOCOM PacTBOPOM TPUIICKHA C ITOCAeAYIOIIUM OKpaIllBaHN-
eM kpacureaeM Pomanosckoro-I'mMsel. I1o oOmienpuHATO Tpex-
OyKkBeHHOII HOMEHKJAaType, KOTOpasl 4YacTO WCIOAb3yeTCs B
3amycy IUTOreHeTMYecKOro AMarHosa, Takasli OKpacka oOO3Haua-
ercsa GTG (G-okpacka — Tpurncus — I'mmsa).

Puc. 48. MuTtoTI4eCKIie XpOMOCOMBI YeA0BeKa, oKpaleHHsie 1o GTG-mertoay”

" URL: http://www.subtelomeres.com/ClinicalDiagnosis_6.html
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G+-0610K1 Tak>Ke MOTYT OBITh BBIABAEHBI IIPU OKpaIllBaHUU
xpomocom AT-cnienmpuueckumu payopoxpomamu (DAPI, Xexcr
33258) — at0 AnddepennuasrHas Q-okpacka mam Q-OeHAVHT
(puc. 49). AT-Ooratpie G-IOAOKUTEABHbIE PaMOHBI CBSA3BIBAIOT
OoabIllee KOANMYECTBO KpacuUTeAs, YTO MPUBOAUT K UX 0oaee MH-
TeHCUBHOM (ayopecrieHIun. Vicrmoap3oBaHmne STOro MeroJa IIO-
3B0AseT UAHTUPUIIMPOBATh Y-XpOMOCOMY JaXke B uHTepdase,
IIOCKOABKY 3HauMTeAbHas ee dYacTh COCTOMT M3 HeoObIYaliHO
AT-0Ooratoro rerepoxpoMaTruHa, KOTOPBINI HpPU CBA3BIBAHUU C
¢payopoxpomamnu gaeT OpUAAMAHTOBOE CBeUYEHNe.

Puc. 49. MuTtoTH4eCKII€ XPOMOCOMBI 4eA0BeKa, OKpaIlleHHbIe 110 Q—MeToA,y*

Pucynok, obpartHbiii G-0eHAMHIY, ITOAy4YaeTcs IpU ITOMO-
mu R-metosa andepenIinaibHOro OKpalBaHus IIyTeM TeIrao-
Boll geHarypaumu (puc. 50). I'll-mmaps, KoTOpeIx 0OoOabIIe B
G-oTpuIiaTeAbHBIX palloOHax XpOMOCOM, 00.4ee yCTOMYMBEI K DTOI
nponeaype. Ilogasasiomniee 60apmmHCTBO GH+-paifloHOB COOTBET-
crByer R- m Haobopor (puc. 51). Camo HasBaHMe DTOTO MeTOAa
IIPOMCXOAUT OT aHIAMIICKOTO caA0Ba reversed — oOpaTHBIIL.
R+-paifoHBl penAUIupyIOTCs B IIepBOii M0A0BUHe (asbl S Kae-
TOYHOTO I11KAa, a G+-parioHsl — Bo BTOpoit. CyIecTByIOT MeTOAN-

" URL: http://www.translational-medicine.com/content/3/1/21/figure/F4?highres=y
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K1 BBLABAeHM:sI R-OeHAMHIa myTeM BBeJeHMS B KAeTKU MoAudu-
LIMPOBaHHBIX ITpelecTseHHNKOB cuHTesa JHK B cepeaune ¢asn
S. Toraa R+-paitoHsl He OyayT cogepKaTb MOAUDUIIMPOBAHHBIX
HYKAe0TIA0B, a G+-paitoHbI — OyAyT.

T emgs®

Puc. 50. MuToTH4eCKII€ XPOMOCOMBI 4eA0BeKa, OKpaIlleHHBIe 110 R—MeToAy*
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Puc. 51. CxemaTi4eckoe 1300pa>keHue OAHO U TON >Ke MUTOTIYECKOI XPOMOCOMEI,
OKpalIIleHHO1 IIPY IIOMOIIY Pa3ANYHBIX METOAOB A depeHIiaAbHOrO OKpaIlIyBaHs:
A — C-metog, b — G-metog, B — R-metog, I' — T-meTog

" URL: http://www.currentprotocols.com/protocol/hg0402
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ITpn Goaee MHTEHCUBHOI TEIIA0BOI 0OpabOTKe BBIABASIIOT-
cs1 T-cerMeHTHI, pacroA0KeHHbIe TPeMMYIIeCTBeHHO B IIPUTeA0-
MepHBIX palloHaXx XpoMmocoM (puc. 52). VIx aokaamsaums
COBIIajaeT Cc Haumboaee OAM3KUMU K TeaoMepe R-cermeHTamMmu
(puc. 51). Coaep>xanne reHos B T+-pailioHax Ha ITOPsIAOK OOAbIIIe,
yeM B CpedHeM IO AAMHEe XPOMOCOMBI, 11 0OAbllle YeM B OTHOCU-
TeAbHO OOoOTralleHHBIX TeHammu R+-paitonax. Hexoropsle ¢yHK-
IIMIOHaAbHble OCOOEHHOCTM IIO3BOAAIOT CYMTaTh T-cerMeHTHI
Hanboee BrIpa’keHHbIMI R-cermenTamu. B Takmx parioHax Haxo-
AUTCSI OCOOEHHO MHOTO T€HOB, CBs3aHHBIX C HamboJee Ba’KHBIMU
PyHKIMAMM K1M3HeoOecIiedeHNsl KAeTKM — TeHOB JOMalllHero Xo-
3sJICTBA 11 OHKOT@HOB, MyTall/sl KOTOPBIX MOXKeT IIPUBECTH K 340-
KauyeCcTBeHHOI OIlyXoAu. OTO ollpejeaseT ocoOoe 3HauyeHUe

T€A0MEPHBIX paﬁOHOB B OHKOrIeHe3e.

Puc. 22. MuToTH4eCcK1e XpOMOCOMBI 4eA10BeKa, OKpallleHHbIe

o T-MeToAy — pAyOpecLieH THBII BapUaHT IMOPUAN3ALIUA C MCIIOAb30BAHIEM
Alu-ciermduaeckux AHK-308408 (ra. VIII)®
ParioHsl siApbIIIKOBBIX oprann3atopos (SIOP), coaepskarmx
rens! pubocomuorn PHK 1 dopmupyromux B narepdase sapoiii-
K1, MOTyT OBITH BBLISIBACHDI IIpu 1nmoMommn OKpacKu HUTpaTOM ce-

pedpa (AgNO:s). Takoit TuII OKpacky HasbiBaeTcst N-ODHAUHT.

" URL:
http://www.statemaster.com/encycopedia/Image:PLoSBiol3.5.Fig7ChromosomesAluFish jpg
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A5 0003HaUeHNs XPOMOCOMBI Yel0BeKa MCIO0Ab3yeTcs a-
opesuarypa HSA (or aaTmHcKOro BMA0BOro HassaHus Homo
sapiens) u 1m¢pa, COOTBETCTBYIOIIasi HOMepy Xxpomocomsbl. Ha-
npumep, HSA21 - xpomocoma 21 wyeaosexka. B kamnHmueckoin
npakTuke obosHaueHne HSA mHoraa omyckaroT, IOCKOABKY sICHO,
4TO peub UgeT o yeaoseke. /a1 ya00cTBa onpejeleHns OTAeAb-
HBIX PailOHOB XPOMOCOM MX 00O3HaYaloT YicAaMi, KaK ITOKa3aHO
Ha puc. 53. ITocaeanss nmudpa 4ncA0BOro o0O3HaueHs yKasblBa-
eT Ha OIlpejeAeHHBbIl O9H/ — TT0A0CKY, BhIABAsIeMYIO Iipu Audde-
peHIIMaAbHOM OKpalllMBaH!M, IepBas Indpa yKasdblBaeT Ha
YCAOBHYIO 4aCTh XpOMOCOMBI, COCTOSIIYIO 113 HECKOABKUX ODHAOB.
ITo ymMOA4aHUIO MPUBOAAT OOO3HAYEHNsI CETMEHTOB, BBISBASIEMBIX
G-metogom. Teaomepnr obo3HavaroTes ter. JAMHHOe 1 KOPOTKOe
1aeuy 0003HAYaIOTCs q U P COOTBETCTBEHHO.

Ipumepor:

HSA14p11 - paiton 11 KOpOTKOTO I1.1€4a XpOMOCOMBI 14 ye10BeKa;
HSAXqter — Teaomep A4aMHHOTO 111€49a X-XpOMOCOMBI YeA0BeKa;
S5pter-p11 — yuacTOK, orpaHM4YeHHBII TeaAoMepoM U OeHaoMm 11 xo-
poTKoro naeda xpomocomsl 5 (Bkatodaet 5pll, 5p12, 5p13, 5pl4,
5p15.1, 5p15.2 n 5p15.3) (puc. 23).

Aas 0003HaUEHMsI XPOMOCOM APYIMX OPIaHM3MOB TaKKe
JCIIOAB3YIOT TpexOYKBeHHYIO abOpeBMnaTypy. XpOMOCOMBI A40MO-
BoI1 MbIN — Mus musculus — MMU, KpynHOTro poratoro ckorta —
Bos taurus — BTA, gomarunen xomiku — Felis catus — FCA, cobaxu —
Canis familiaris — CFA, gomamnen kypuusl — Gallus gallus — GGA,

sroHcKoro neperneaa — Coturnix japonica — CJA.
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Puc. 53. Cxema 0603HaueHNs pallOHOB XPOMOCOM Ha IIpIMepe XPOMOCOMBI
5 yeaosexa (HSAS), audPepenimmaasrso okparntenHoit mo G-meroay
(yposens paspemenns 400 cerMeHTOB Ha KapMOTHII)

AAs TIOBBIMNIEHMs] TOYHOCTU ITUTOTE€HETUYECKOTO aHaAu3a
9acTO MCIOAB3YIOT IpoMeTadasHble U JaKe MpodaszHbIe XPOMO-
COMBI, 4TO M03BOAsIeT YBeAMIUTDb YICAO pacIliO3HaBaeMbIX CerMeH-
TOB AuQPepeHITNaibHOIO OKpAIIMBaHU XPOMOCOM 4eA0BeKa A0
850 1 1700, cooTBETCTBEHHO.

XapakTepHble 4451 XpOMOCOM 4YeAOBeKa TUIIBI PUCYHKOB
AnddepeHIIaabHOTO OKpaIlIMBaHNsl HabAIOAAIOTCA y BCEX MAe-
KOMNUTAIOMIMUX U OTUL,. Y APYTUX HO3BOHOYHBIX JKMBOTHBIX MOYKHO
BBISIBUTD He Bce BUABI AuddepeHIInaibHOIO OKpaIllMBaHILs, U He
BCerJa OHM AOCTaTOYHO OTYETAVBO BbIPa’kKeHHl.
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4.5. Tubpuousauusn in situ, XpOMOCOMHbIL NeUHMUHZ
u cpasHumerviasn zenomnas aubpudusavus (CGH)

AHK nmeer ABYHUTEBYIO CTPYKTYpPy. DTO JaeT BO3MOX-
HOCTbH IIpOBeCTU I11aBAeHle (deHaTypanuio), T. e. nepesectu AHK
B OJHOHUTEBYIO (POPMY, 3aTeM BOCCTAaHOBUTH ABYHUTEBYIO CTPYK-
TYypy II0 IPUHLUIY KOMIILA€MEHTapHOCTU C MICIIOAb30BaHMEM OA-
HOHNTeBON Moaekyabl AHK-30H4a — MHBIMU ca0BaMM, ITpOBeCTU
rmopuansanuio Asyx moaekya AHK. Ecan moaekyaa AHK-30Haa
COAEp>KUT MedeHble HYKAeOTUAbI, ee MOKHO BBIABUTHL IIPU IO-
MOIIV OAHOM U3 CUCTEM AeTeKIUM IMOPUAN3AIIIOHHOIO CUTHAAA.
Imbpuamsanyss HyKAeMHOBBIX KICAOT in situ (OT AaT. in Situ — Ha
MecTe) IIoApa3yMeBaeT IIpoBeJeHle IIpoliedyphl HEIIOCpeACTBEeH-
HO Ha LUTOAOTMYECKOM IIperiapare XpOMOCOM, WHTep(asHBIX
s4ep UAY IIUTOILAa3MBL.

VMsHavaabHO MeTOA TMOpMAM3anuy in situ IpuMeHsACS
TOABKO AAsd AOKaAM3allMU IIOBTOPSIOMIMXCS ITOCAeA0BaTeAbHO-
CTell, CIpyNIIMPOBaHHLIX B OAHOM AV HECKOABKIUX palloHaX MU-
TOTUYECKNX XpOMOCOM, ©Oaarogaps YeMy OHM OOpasyioT
OTHOCHUTEABHO KPYIHBIN y4acTOK CBS3bIBAaHMA (MUIIIEHDb) A4 MO-
A€KyA 30HJa.

B 80-e rr. XX croserust craAm IIOSBASATHCS COOOIIIEHMs O
IIpUMEHEeHN MeToAa TMOpMAM3anuu in Situ AAs AOKaAM3aIlUM
YHUKaABHBIX I10C/Ae40BaTeAbHOCTe)I Ha MUTOTUMYECKMX XPOMOCO-
Max C MCIIOAb30BaHMEM CTAaTUCTUUYECKOTO aHaAM3a.

BrraBaeHne yHnKaAbHbIX HocaegoBaTeabHocteit AHK B mu-
TOTMYECKIIX XpOMOCOMax TpeOyeT cobA10AeHUsI TpeX ycAoBuil. Bo-
IIepPBBIX, 30HABI AOAKHBI OBITh HaAeKHBIMI: YeTKO OXapaKTepu30-
BaHHBIMI M YUCTBIMI. BO-BTOpPBIX, HEOOXOAMMSBI CIIeIVIaAbHbIE
npueMsl, 00erdaloliye cBs3plBaHlle MOAEKyA 30HAa I MUIIIEHN B
XpOMOcCOMax. B-tpersnx,  Hecmenmduueckoe  CBs3bIBaHUE
AHK-30H4a ¢ IMTOAOIMYECKMM MaTepraloM AOAXKHO OBITH CBe-
A€HO K aDCOAIOTHOMY MUHUMYMY. BbITT0AHEeHNe TIepBOro yCAOBIs
B HacTosillee BpeMs IIpaKTIYeCcK! He BbI3blBaeT 3aTPyAHEeHMI, I10-
CKOABKY Aas1 ntoaydenus: AHK-30HA0B MOXKHO MCII0Ab30BaTh TeX-
HOAOTUIO TeHHOIl UHXXeHepuu. Bropoe ycaosme Takxke
BBIIIOAHNMMO O/arogapsl MCIOAB30BAaHMIO AeKCTpaH cyabdaTa —
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areHTa, 3Q@eKTUBHO NoBbIIIapIero (mpuMepHo s 10 pas) cko-
PpOCThb peHaTypanuu ogHorerodednsix moaekya AHK B pactsope.
DTO CHOCOOCTBYeT 0Opa3oBaHMIO ITPOTSKEHHBIX COTOBMAHBIX
KOHI10MepaToB OJHoIleroueuHplx Moaekya /AHK, csasaHHBIX
MeXKAy CODOI 3a CYeT CAydallHO PacIiOAOXKEeHHBIX ABYXIleIllodyey-
HBIX y4aCTKOB.

Vcrioap3oBaHne B KauecTBe METKU pPaAMOaKTUBHBIX M30TO-
1oB 1103B0AsieT 9PPeKTUBHO A0KaAU30BaTh Jake HeOOAbIINe
¢parmentsr AHK - mopsigka 1-2 T1.1m.H. OCHOBHBIMU HeaOCTaTKa-
MI M30TOIHOIO BapuaHTa IMOpUAN3alNN ABASIOTCS OTHOCUTEAD-
HO HM3Kas paspeltaionias CIOCOOHOCTb, HEOOXOAUMOCTD
AAUTEABHOM IpolleAyphl aBTOpajmMorpadpuu 1 TeXHUIeckue u
CAOXKHOCTH, CBs3aHHBIE C XpaHEeHIeM U MCII0Ab30BaHUeM paayo-
aKTUBHBIX BEIIeCTB.

HeraTusHble acmekThl MCIOAb30BaHUsA PasMOaKTUBHONM
METKI CAYKUAU CTUMYAOM AAs TIOIBITOK pa3dpadoTaTh HKBUBA-
AeHTHBIe TI0 ®PPeKTUBHOCTH, HO 00Aee OGe3oIacHble, ObICTPhIE I
AellleBble MeTOABl. B pesyapraTe OblAM paspaOOTaHBI METOALI
rmopuAn3auu € MCIOAb30BaHMEM HepaAMOaKTMBHO MeJeHBIX
30H/O0B, BBIABASEMBIX IIOCPEACTBOM Pa3ANIHBIX MMMYHOXUMIYe-
CKIX MeTOJ0B. Bp110 ycTaHOBAEHO, 4TO HOBasl TeXHOAOTUs TMOpHU-
Auzanun odalajaeT psAOM IMPEUMYIecTs, K KOTOPBIM OTHOCUTCS
ee 1104Has 0Ge30IacHOCTh AAs MccAeaoBaTeas. JpyruM IOA0XKM-
TeAbHBIM CBOIICTBOM HepaAMOaKTUBHO MeUeHBIX 30HAOB SBASeTCs
X XMMHYecKas yCTOMUMBOCTL B TedeHMe HeCKOABKUX MecsIieB.
IIpumeHeHne HepaAMOaKTUBHBIX METOK oDecrieunBaeT 0oee BhI-
COKYIO pa3pelaloniyio cliocoOOHOCTh, YeM paboTa C M30TOIIaMH, a
B psJe cAydyaeB IOBBIIIaeT yposeHb MHpopmaTusHOCTH. Hemso-
TOIIHAsl TMOPUAM3AIINS [T03BOAsIeT KApTUPOBATh (T. €. OIpeaeasTh
MeCTOIT0A0KeH!e Ha XpOMOCOMe) YHUKAaJAbHBle TeHBl pa3MepoM
okoz0 1 1.1.H. Hakoneri, pesyabpTarsl ruOpuau3aniiy MOKHO aHa-
AUBUPOBATh Cpasy Iocae IpoBeJeHNs DKcrepuMeHTa. Takum o6-
pasoM, IpeuMmyllecTBa HepaAMOaKTMBHOTO MeJeHMs 30HAOB
3aKAI09aIOTCs B BRICOKOM paspeltalolieli ClioCOOHOCTY, TOYHOCTH,
BOCIIPOM3BOAMMOCTH, JellleB/3He 11 Oe30IIacHOCTI.
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UyBCTBUTEABHOCTh AQaHHOTO MeTOJAa 3aBUCUT OT pa3Mepa Te-
Ha, KOAMJecTBa eTo KOIuii, crieruduaeckoil akTUBHOCTY 30HAQ, a
TakkKe OT KoAnJecTBa MOAeKyA (PAyOpOXpOoMa, IPUCYTCTBYIOIITIX
B THOpMAe Ha 3aKAIOUNTEABHON CTajuM DKCIIepUMEHTa.

HenzoTonHei BapMaHT TMOpMAM3annu in Situ MO3BOASET
UCIOAB30BaTh Heckoabko /HK-30HA0B, MeuyeHHBIX pasHBIMU
areHTamu, Ha OAHOM IJUTOAOIMYECKOM IIpenapare (MHOTOLIBETHasI
rmopuansanus). Takoit MOAXOA MCIOAB3YIOT AAsS TOHKOIO VH-
Tepda3HOro KapTUpPOBaHMA C paspelraloleil CIIOCOOHOCTRIO A0
100 T.11.H.

IToBpimieHNIO CrIenMPUYHOCTY MeTOJa CAYXKUT CYIpeccys
(mogasaeHne) HecrenUQpUUIECKON IMOpUAM3AIUM IIyTeM A00aB-
AeHUsT B TUOPUAMBALMIOHHYIO CMeCh HeDOABIIOro KOANYecTBa
koHKypupytorieit AHK. Takas nmponeaypa HeoOXoauma IIpU HC-
IM0AH30BAHUM B KaueCTBe 30HAOB OOABIINX TEeHOMHBIX ITOCA€40Ba-
teapHocTen JHK.

B Hacros1iee BpeMsi Hamboee 9acTO MCIIOAB3YEeTCS METOZ
OMOTMHOBOTO MeuyeHMs. Ero HmpuHINMII OCHOBaH Ha CHUABHOM
B3aMOJENCTBUM OMOTHHA ¢ OeAKOM aBUAVMHOM BCAEACTBUE WX
BBICOKOTO CcpoacTBa. MoaeKkyaa aBMAMHA IOTEHLMAaAbHO MOXKeT
oOpasoBaTh YeThIpe XIMMIUECKIe CBsI3), TIODTOMY I10CAe CBS3bIBa-
HIS €70 C OMOTMHOM TP CBSI3M OCTAIOTCS CBOOOAHBIMM, UTO MC-
[10Ab3yeTcs MpU AeTeKUNU CUTHala THOPUAM3aLIINL.

IIpurorosaeHye XpOMOCOMHBIX IIpellapaToB IIPOU3BOAUTCS
COTJaCHO CyHIecTByIOIIUM MerogukaMm. Ha caeayiomem srame
MeTadpazHble XPOMOCOMBI IToABepraioTcss oopadorke PHK-az0i1 ¢
neanio yaaaenus ceasannon PHK. Jaasee AHK 3oH20B 1 Xpomo-
COM JeHaTypUpYIOT, cO3JaBas OAHOLIeIOYeYHble CTPYKTYpPHI.
XpoMocoMHBIe MpernapaTsl MHKYOMPYIOT C 30HAOM B TeUeHIe OII-
peAeAeHHOro BpeMeHN. 3aTeM yaaAsioT u30bTok MevyeHoit /AHK,
He cBs3aBlIelcs ¢ geHaTypuposaHHoit AHK xpomocom, nocpea-
CTBOM CIlell1aAbHOV OTMBIBKU Ipenapartos. Ilocaegnum sranom
DKCIIEpUMEHTa SBASeTCs AeTeKIus cainTos rubpuansanum. CyTsb
ero csogurcs K caeayiomemy: AHK, cogepkarias B ceoeM cocrase
OMOTMH, A€TKO pacliO3HaBaeMa IIpM KOHTaKTe ee C aBUAVHOM
(cTtpenrtaBuguHOM). IlocaeaHmii, B cBOIO ouepeab, MOXKET OBITH
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BBIABAEH (payopecrieHTHO. Takoil M0AX0/4 B Hallle BpeMsI SBASIeTCs
HanboJee pacIpOCTpaHEHHBIM U HasbIBaeTcs (payopeclieHTHas
rmopuansanus in situ (FISH — fluorescent in situ hybridization)
(puc. 54).

Puc. 54. AByuBeTHBII BapuaHT (pAyOpecleHTHO! TMOpuan3aImm in situ”

B mocaegnue rogpl A44s KapTUpPOBaHMsA T€HOMOB BBICIINIX
DYKapMOTOB MCIIOAB3YIOT IpoTsKeHHble JHK-30HABI BeAMYMHOM
10-150 T.1.H., KOTOpBIE, KaK IIPaBMAO, KAOHMPYIOT B KOCMMAAX
MAM B VCKYCCTBEHHBIX XPOMOCOMAaX APOXCKeN MAM OaKrepuit
(ra. 6). IIpumeHeHne  mepeKpBIBAIOIIVIXCS HPOTSI>KEHHBIX
AHK-KA0HOB (KOHTUIOB) IIO3BOAsIeT CBA3aThb XPOMOCOMHBIN 1
MOAEKYASPHBIN YPOBHY KapTUPOBaHN: TeHOMOB.

AAs BBISIBA@HVS TOHKMX XPOMOCOMHBIX IlepecTpoeK U AAsl
OBICTPOI MASHTU(PUKAIIUY XPOMOCOM IIPUMEHSIOT METO4 XPOMO-
COMHOTO IISIIHTMHIA — B 9TOM CAydJae B KadecTBe 30HJa AAs TUO-
puan3annun UICHOAB3YIOT IOCAeA0BaTeAbHOCTU u3
xpoMocomocrerudraeckux o0nbdanorek. OZHOBpeMEHHO MOKHO
JICIIOAB30BaTh HECKOABKO XpOMOcCOMocHenuQpUIecknux 30HAOB U

" URL: http://qwickstep.comsearchchromosome-12.html
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IIOAY4UTh M300pakeHne, IAe KaXJas XpoMocoMa IpeAcTaBAeHa
csouM 118eToM (puc. 55). [Ipucyrcrsue ¢pparMeHTOB ApPyroro Ijse-
Ta Ha XpoMocoMe OyAeT TOBOPUTH O XPOMOCOMHOII TIepecTpoiKe.

Puc. 55. XpoOMOCOMHBIIT TIEIIHTUHT
(MyabTuFISH 1an criekTpaAbHbIT aHaAU3 Kapuoruia)”

B nocaeanue roanl 445 BBIABAEHMS TOHKMX XPOMOCOMHBIX
IepecTpoeK, pa3Mep KOTOPBIX MOXKeT AeXKaTh 3a IIpejeaoM pas-
pelaonieil CrocOOHOCTM MMKPOCKOIA, JVCIOAB3YIOT METOJ,
cpaBHUTeABHOM reHoMHOM ruOpuansanum (CGH — comparative
genomic hybridization). CyTts MeTOa 3akaAl09aeTCsl B KOAMYECT-
BeHHoN olulenke /JAHK, cBsaspiBaromiencs ¢ MOA€KyA0 KOPOTKOIO
30HAa Ha O6uounte (puc. 56). Bce XxpoMOCOMBI 1 OTAeAbHbIE paii-
OHBl IIpeACTaBAEHBI  CIHeUM(PUUECKMMU TOABKO A4S  HUX
AHK-30n2aM11, 3akperniseHHbIMM Ha crekae. KoopamHaThl KaK-
AOVI TaKOM IOCAeA0BaTeAbHOCTU BBEAEHBI B CIIeIMaAbHYIO ITpO-
rpammy.  AHK  or  anaamsupyemoro  mHAUMBMAYYyMa U
KOHTPOABHBIN OOpasel] MeTsT pasHbIMI (PAYOPOXpOMaMI U TUO-
PUAN3YIOT Ha Omountte. ITocae OTMBIBOK CKaHep CUUTHIBAeT Ypo-
BeHb (AyOpecIieHIIMI B OTAeABHBIX TOYKaX Ha Omouwnrie. DTOT
YPOBeHb IIPSIMO MPONOPLIVOHAAeH KOAMYEeCTBY CBs3aBIIeCs

" URL: http://people.musc.edu~hazardsWebBiolnformaticsSKY_CGH.htm
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AHK c onpeseaeHHBIM 30HAOM, A0KaAu3alysl KOTOPOTO M3BeCT-
Ha. CHIDKeHMe BABOe ypOBH:s (pAyOpeclleHIIMM B MecTaX pacIio-
AOKEHMSI 30HAOB U3 OIIpeAe]eHHOIO palioHa IO CPpaBHEHUIO C
HOPMa/AbHOM KAETKOW CBUAETeABCTBYeT O IeTepO3UTIOTHOCTHU II0
Aeaenum (yTpaTe) 4aHHOIO pailioHa. Y TOMO3UIOT IO AeAelunu
¢ayopecrieHIINs 30HAOB U3 AeAeTUPOBAHHBIX PallOHOB OTCYTCT-
ByeT BOBcCe. Y TeTepO3UIOT MO AyNAuKanum (yABOSHMIO XPOMO-
COMHOTO paiioHa) dayopecnientus 30HAOB u3
AYTILAMLIMPOBaAHHOTO paliOHa B IOATOpPa pasa BbIIle, YeM y Kapuo-
TUNMYECKM HOpMaAbHBIX MHAMBUAYYMOB.

WCCNEAYEMBIA HOPMA
UbPASELL (KOHTPOIb)

BMOYMN

Q Q KPACHBIF - IYTUTMKALIMA

- ¥ 4

3EMEHBIA - AENELMA

Puc. 56. Cxema MeTOAa cpaBHUTeAbHON reHOMHOII rubpuansarmu (CGH)
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4.6. Teopus cmapenus 6 cés3u ¢ OUHAMUKOL CpPpYKmMypol
meaomepot

Tesaomeprl — 9TO KOHIeBble ydacTKu XpomocoM (puc. 31).
TeaomepHble y4acTKM XPOMOCOM BBIITOAHSIOT 3aIlIUTHYIO (PYHK-
IIMI0, OHU He CIIOCOOHBI COeAUHATLC C APYIMMI XPOMOCOMaMM
nan ux pparMeHTaMm;.

Y G0oABIIMHCTBA DYKapMOT TeAOMepHble I10cAe]0BaTeAbHO-
cru AHK npeacraBasier coboil KOpOTKMe TaHAEeMHbIe ITOBTOPBI
(TTOBTOPBI OAMHAKOBO OPMEHTMPOBAaHHBIX eAMHUI). B Teaomep-
HBIX ydacTKax xpomocoM /AHK BmecTe ¢ Geakamu, crienmduyaeckn
CBA3BIBAIOIIMMICS C TeAOMEpPHBIMU ITOBTOpaMM, oOpasyeT HYyK-
A€OIIPOTeUAHBIN KOMIIAEKC — KOHCTUTYTUBHBINA (CTPYKTYPHBIII)
TeAOMEepPHBIII reTepoXpomMaTuH. TeaoMepHbIe TIOBTOPEI — BechbMa
KOHCepBaTMBHbBIE II0CAeA0BaTeABHOCTI. Y BCeX IIO3BOHOYHBIX, B
TOM 4lICAe Y YeA0BeKa, OHU IPeACTaBAsSIOT CO00V MHOTOKpaTHbIe
NOBTOPHI ecTy HykAeoTnaos — TTAITT.

Ms-3a Toro uyto AHK-moanMepasa He criocoOHa CUHTE3NPO-
BaTh AMHelHyI0 Moaekyay AHK o camoro xoHna, ¢ KaXXAbIM
LIMKAOM AeA€HMSI TeAOMephbl KAeTKM YyKopaumpaioTcs. /aHHbIN
¢eHoMeH HasbIBaeTCs KOHIIEBON HeJoperAMKallyell ¥ CIUTaeTcs
OAHUM M3 BaKHeMmuXx ¢aKTOpoB OMOAOTMYECKOTO CTapeHMs.
Oganako BcaeacTBUe HTOTO ABACHMS TeAOMePhl 40AXKHBI yKOpaun-
BaThCsl OYeHb MeAAEHHO: 0 3—6 HyKAeOTHAOB 3a OAMH aKT perl-
AvKauuu. JVI3BecTHO oOrpaHmMyeHme 4mcaa JeAeHUN OAHOM
AuddepeHIIIPOBaHHON KAeTKM — ITpejea Xelidanka, KOTopoe y
yeloBeKa paBHO 52. Takum oO6pa3oM, 3a DTO UMCAO AeAeHUI Te-
AOMepBI MOIYT CTaTh KOpoye Bcero Ha 156-312 HyKaeoTnA0B, 4TO
COBEpPIIIEHHO He CyIeCTBeHHO, YYMThbIBas MHOTOKpaTHOE IIOBTO-
penne TeaoMmepHoli nocaegosareabHoctr TTAITT. Cymecrsyer
SIUTeHeTHYecKas: TeOpusl CTapeHMs, COr4acHO KOTOpON IIOCTe-
IIeHHas yTpaTa MapKepoB penpeccuu (II0AaBAeHIs) HeaKTUBHOTO
XpoMaTHHa IPUBOAUT K aKTUBAIIMM IepeMeIleHNs] MOOMABHBIX
»aeMeHTOB. KaeTka 3amyckaeT MeXaHU3MBI y4aAeHUsl BbI3BaHHBIX
STUMU TIepeMellleHIAMI TTOBPeXXAeHNI, 4TO IIPUBOAUT K YKOPO-
YeHUIO TeAOMep B AeCATKM U COTHU pa3.

B cTBOAOBBIX 1 ITOAOBBIX KA€TKaX aKTMBHO pabOTaeT 0COObIN
depmeHT — Teaomepasa, KOTOPBIN IIpM ITOMOIIM COOCTBEHHON
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PHK-marpuiibl gocTpamBaeT TeAOMepHBbIe IOBTOPHI U YAAUHSET
TeaoMmepsl. OAHaKO B 00ABIINHCTBe AM(PPepeHITIPOBaHHBIX Kae-
TOK TeAoMepa3a 3a0A0KIpOBaHa, YTO IPUBOAUT K HEMUHYEMOMY
YKOPOYEeH!M TeAOMep W IOBBIIIEHNIO BepPOATHOCTU MyTalui
pacrioA0KeHHbIX B T-AMCKaX OHKOTEHOB ¥ I'€HOB AOMAIIIHeIro XO-
3sI1ACTBA.

4.7. HopmarvHolil Kapuomun 4eAroeexa

Kapnorumn yeaoseka B HOpMe COCTOUT U3 23-X Hap XpOMO-
COM, KOTOpPBIE pacIioJaraioT 1104 HoMepaMIl B IIOpsigKe YObIBaHIIA
UX AVHeVHBIX pa3Mepos (puc. 57). AyTocoMBbI (BC€ XPOMOCOMEBI
KpOMe II00BBLIX) OOpa3yloT OAVHAKOBBIN HAOOp y 000MUX MOAOB.
My>kckoit Habop 10A0BBIX XpoMocoM XY, sxeHcknit — XX. Kak n y
BCeX MAEKONMTAIOIINX, reTeporaMeTHBIM I10A0M y 4YeaAOBeKa SB-
AsIeTCSI MY>KCKOIL. Y-XpOMOCOMa COCTOUT HPeUMYIeCTBeHHO U3
rerepoxpomaTiuHa. HeGoplmas o gamHe syxpoMaTUHOBas 4acThb
cogep>xut 397 reHos (mpu oOllleM 4ricle TeHOB y YyeaoBeKa 0oee
25000 aas1 0AHOM M3 CaMBIX KOPOTKMX XPOMOCOM ®TO HeMaao).
A KOoMIIeHcallui AO3bl TeHOB B KAeTKaX >KeHCKOTO OpraHmusma
MPOMCXOAUT MHAKTUBaLs OAHON 13 X-XpOMOCOM. X-XpOMOCOMa
cogep>xut 1606 renos. llpumedyaTeabHO, YTO B Hell OCTaeTCs He-
0o/plIasl HeMHAKTMBUPOBAHHAs 4acTh, cojeprKalliasl IpUMepPHO
4eTBepTh T€HOB, UTO ypaBHUBAET 403y pabOTaIOMINX I€HOB y 000-
1x 10408 (mpumepHO 400 reHOB IT0A0BBIX XPOMOCOM IIpeAcTaB/e-
HO ABYM:I KOIMAMN).

CoraacHo oOIIeNPUHATON MeXAYHapOAHOI HOMEHKAaType
KapMOTUII IIPUHSTO 3alNCHIBaTh CAeAYIOIINM 0Opa3oM: BHadale
3alMCBIBAIOT OOIIlee 41cA0 XpOMOCOM, 3aTeM — II0AOBBIE XPOMO-
compl. Ilpu HOpMaabHOM KapuOTUIle BTUM U OIpaHMYMBAIOTCS,
IpY HaAWMYMM XPOMOCOMHBIX HapyIIeHMiI MX ONMCBIBAIOT IIpU
IIOMOIIY CIIeMaAbHBIX OOO3HAYeHNI, KOTOpble OyAyT paccMOT-
PpeHBI IIpU U3A0KeHN! MaTepluasla O Ka’KAOM U3 HUX.

ITpumep

46, XX — HOpMaabHasl >KeHIIHa;

46, XY — HOpMaAbHBII My>KUlMHa.

XpoMOCOMBI Yyea0BeKa IIPUHATO YCAOBHO MOApa3aeAsTh Ha
BOCEMb TPYIII, KOTOpBle 0003HAYaIOT AQTMHCKUMM OykBamu oT A
20 G. Takoe nogpasgeaeHne BpI3BaHO Te€M, YTO He Bcerga MO>KHO
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TOYHO OIIpeaeAnTb HOMEP XPOMOCOMBI. Pacnpezl,eAeHI/Ie XpOoMoO-
COM IIO IpyIIiaM OBLAO BBIITOAHEHO Ha OCHOBAHUU VX MOpCl)OAOI'I/I-
YeCKIMX OCO6€HHOCT€I?I, BUAVIMBIX IIPV PYTMTHHOM OKpalllMBaHMN.

3413
L0 (0 A

16 17 18

b

Puc. 57. HopmaabHas MetadasHas I1acTiHKa (A)
u packaajxa (B) anddepenimaasio okpaieHHBIX 10 G-METOAy XPOMOCOM YeA0BeKa”

" URL: http://homepage.mac.com/wildlifeweb/cyto/human/index.html
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I'pynma A BkaiogaeT xpoMocomsl 1, 2 1 3 — 9TO MeTalleH-
TpUJecKue 1 cybMeTalleHTpudecKrie XpoMOCoOMbl. XpoMocoma 1 —
caMblii 00ABIIION MeTalleHTPUK B KapuoTuile. XpoMocoMa 2 siBAsI-
eTcsl caMOll KPYITHOM cyOMeTaljeHTpUIecKoil XpoMocomoit. Me-
TalleHTpHuJecKkas XpoMocoMma 3 oTAndaeTcs ImpumepHo Ha 1/5 mo
AAVIHEe OT XpOMOCOMEI 1 11, IT0DTOMY, A€TKO MOXKeT OBITh MAeHTU-
¢unmposana. B nmpokcumaabHOM (HaxoasiieMcs O6A1kKe K IIeH-
TpoMepe) palioHe AAMHHOTO Ilde4a XPOMOCOMBI 3 MHOpu
UCII0AB30BaHMUM (Q-OKpacKy BBIABASETCS OYeHb SIPKUII CeTrMeHT,
KOTOPBIN Tak>Ke IT03BOAseT 0e30IMOOYHO OIpejeAnTh BTy Xpo-
MOCOMY.

I'pymma B BkarouaeT XpoMocoMmsl 4 1 5 — KpyIiHbIe cyOMeTa-
eHTpukn. OTAMYUTDL UX APYT OT Apyra OIpy PYTMHHOM OKpalln-
BaHIM HEBO3MOJKHO.

I'pynna C mpeacraBaeHa xpomocoMamy 6-12. B sty xe
TPyHIly BXOAUT I0Ao0Basi X-xpoMocoma. Bce xpomocomsl ®Toit
TPYHIIbI — MeTalleHTPUKM CpegHero pasMmepa. VlHausnuayaabHO
pasaAMumUTL MX MOXKHO TOoapko Tipu momomu G-, R- man
Q-oxpackn.

I'pyrma D BkaiogaeT Tpy mapsl aKpOLIEHTPUYECKMX XPOMO-
coM cpegHeit AanHbl — ¢ 13 o 15. Bce oHu cogep>kaT BTOPUUHYIO
IepeTs KKy — Mecto aokaausanuu SJOP (saapbIIKooOpasyommx
PaiioHOB), OTAEAAIONIYI0 HeDOABIION MO AAUHE CIIYyTHUK OT OC-
TaAbHOM YacTM KOPOTKOTO I1aeya. PasMepnl CIlyTHMKOB 3aMeTHO
BapbUPYIOT Y Pa3HBIX MHAMBUAYYMOB. VIHOrAa HaOa04a10TCA ABa
CITyTHHMKA.

K rpynmne E oTHOCAT KOpOTKIe MeTalleHTpuJecKne 1 cyo-
MeTalleHTpudecke XpomocoMsl ¢ 16 mo 18. Xpomocoma 16 —
MeTalleHTPUK, ee AAMHa COCTaBAsSeT OKOAO TpeTU OT AAMHBI
xpoMocoMmbl 1. Xpomocomer 17 n 18 6amu3ku no 1jeHTpoMepHO-
My nHaekcy (oxoao 0,30) 1 Heckoabko (5-10 %) pasanyaoTrcs o
AAVHE.

I'pynma F oObeauHseT ABe MadeHbKNE MeTalleHTpUJecKue
xpoMocomsl 19 u 20, mpaktudeckn Hepazamdumsle 0e3 audde-
PEeHIIaAbHON OKPaCKIL.
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I'pynmma G BKaAIOYaeT MaJdeHbKMe aKpOLIeHTpUYecKye Xpo-
MocoMbl 21 m 22. K 9TOI IpymIe OTHOCAT U IIOAOBYIO Y-
XpOMOCOMY, KOTOpas OTAMYAeTCsl OT APYTMX XPOMOCOM BTON
TPYHOIIBI TI0OAOXKEeHNeM XpoMaTu/j AAUHHOIO IJeda — y Y-
XPOMOCOMBI OHM PacIOAOXeHBI OAM3KO, a y XxpoMocoMm 21 u 22 —
IIMPOKO paccraBaeHbl. Pasmep Y-xpoMocoMmbl BapbupyeT B IIN-
POKNX IpeJeaax 3a cyeT M3MeHeHNs pa3MepoB IeTepoXpoMaTu-
HOBOTO 0.0Ka, He OKAa3bIBAIOIIero CYIIeCTBEHHOTO BAMSIHUS Ha
¢enorun. Takas BapmabeaAbHOCTh BUAHA JAake B MHTepQasHBIX
saapax npu okpamusaHun AT-cniennduyecknmu ¢payopoxpoma-
M. B kopoTkux naegax xpomocom 21 u 22 oOHapy>KMBaeTcsl BTO-
pMyHas TepeTskKKa — IIO4OOHO XpomMocoMaM TIpymmbl D oHu
cogep>KaT palioHbI SIAPBIIIKOBLIX OopranusaTopos (JIOP). Pucynkn
AndPepeHIIaabHON MCIePUeHHOCTI XpoMocoM 21 u 22 cyrrect-
BEHHO Pa3AMyaloTCs, 4TO MO3BOASeT IPOBOAUTH UX MHAUBUAY-

aABHYIO UAEHTU(UKALINIO.

4.8. IloAumettvie XxpOMOCOMbL

I'raHTCKMMe XPOMOCOMBI, Ha3BaHHbIE IMOAUTEHHBIMU (OYK-
BaAbHO — «MHOTOHUTEBbIE»), BIIepBble OBlAM OOHAPY>KEHBI
E.I'. BaarOuanm B 1881 1. B CAIOHHBIX KeAe3aX MOTBIAS (AMIUMHKU
KoMapa-3BoHIIa poda Chironomus). OHU mpeAcTaBAsIAU COOOM
AAVIHHBIE A€HTHI C TIOIIepPevHol1 ncyepuyeHHOCThIO (puc. 58). [Tosa-
Hee HTUM >Ke aBTOPOM ObLAM OOHapy>KeHBI IT0A00HBIE CTPYKTYPHI
B MaKpoHyKAeyce nHPpysopuit. OgHaKo CBsI3b OOHaPY>KEHHBIX TO-
I4a KAETOYHBIX CTPYKTYp C HacAeACTBEHHOCTHIO Oblla ITOKa3aHa
ToABKO uepe3 50 aer B paborax H.K. Koasnosa, 3. Xaiia u
X. bayspa. IlogpoOHble KapThl TeMHBIX y4aCTKOB ITOAMTEHHBIX
XpPOMOCOM ApO30(pUABL — AVICKOB VM CBETABIX — MEXKAMCKOB OBLAU
IIOCTPOEeHbI OAHVM U3 cOTpyAHUKOB T. MopraHa — aBTopa XpoMo-

comuom teopun — K. bpuaxecom B 1935 1. (puc. 59). D1t nuroao-
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ruJeckue KapTel XxpomocoM Drosophila melanogaster MCcrioAb3yIOTCs
A0 cux nop. MHoxectBeHHas peaynaukarnus AHK Oes murosa
(PHAOpeNAMKAIU) C COXpaHeHNeM CBA3M XpoMaTu/ B uHTepdas-
HOM sApe TIPUBOAUT K IHOSBACHUIO IOANTEHHBIX XPOMOCOM, B KO-
Topeix Kaxaas Huth AHK mpeacrasaena Teicsiqamy Komnmii. DTo
AelaeT MOANWTEHHbIe XPOMOCOMBI 3aMedaTeAbHOM MOAEABI0 AAs
reHeTUKOB. boaee uyeM ThICAYeKpaTHOe yBeAudeHMe pa3MepoB
XpOMOCOM ¥ HaAM4le Ha HMUX eCTeCTBEeHHOIO, YHUKAaAbHOIO AAs
Ka’k/J0I'0 palioHa pUCYHKa 4240 BO3MO>KHOCTb Jake IIPU CpaBHMU-
TeABHO cAab01 MUKpOCKOIuecko TexHuke 1930-x rr. 61ecTsie
IIOATBEPAUTH XPOMOCOMHYIO TeOPMIO Ha OOABIIIOM 4YuCAe Iepe-
CTpoek, uMelonux ¢gpeHoTUIMJIeckoe IpossaeHne. Pacrmpocrpa-
HEHHOCTM STOIl MOJeAM HeMalo CII0cOOCTBOBala AerKOCThb
IIPUTOTOBAEHIs AABAEHBIX IIperiapaToB B MOAOYHONM AU YKCYC-
HOII KICAOTe U HaAu4ye IIOAUTEHHBIX XpPOMOCOM Y APO30(puUABI —
O/AHOTO U3 U3A100A€HHBIX OOBEKTOB TeHeTMJyecKoro aHaamsa. Ha
IIOAMTEHHBIX XpOMOCOMaX Ha0AI0AaeTcsl BUAMMOE IIpOsBAeHUe
TpaHckpunuuu — nygsl (puc. 60). buoaornyeckoe sHaueHue I10-
AUTEHUU — yBeAndyeHne oObeMa CIIelMaAM3MPOBAHHBIX A aK-
TUBHOTO CMHTe3a OelKa KAeTOK (HaIpuMmep, CeKpeTOPHBIX) U
yBeAMdeHe 4yucAa KONIMI TeHOB AAs YCUAeHUs UX TPaHCKpUII-
1yn. VIHTepecHo, 4TO Mpy NOAUTEHNM, Kak MpaBnao, HabAlo aeT-
Csl  COMaTMYeCKMI CHHAIICUC — TOMOAOTMYHBIE XPOMOCOMBI
IIA0THO IIpMUAETraioT ApPYT K Apyry. Ecan oaHa 13 roMoA0TrMIHBIX
XpOMOCOM COAEPKUT AeAeTHPOBaHHbIN Yy9acTOK — ApyTas B 9TOM
paitoHe oOpasyeT neraio. Aynankanny, TpaHCAOKallMU U ApyTye
XpPOMOCOMHBIE IIepeCTPONKM TakKe 3aMedaTeAbHO BUAHBI Ha IIO-
AUTEHHBIX XPOMOCOMaX C MCIOAb30BaHMeM OOBIMHOTO CBETOBOTO

MIKPOCKOIIA.

107



Puc. 58. A. IToauTteHHsle xpoMocomsl Chironomus salivary”;
b. immyHodaypecrieHTHas OKpacka XxpomocoM Drosophila melanogaster

ok

" URL: http://www.wikidoc.org/index.php/Polytene_chromosome
" URL: http://mbg.cornell.edu/cals/mbg/research/lis-lab/researchdetails.cfm
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Puc. 59. Llutoaorudyeckue KapThl MOAUTEHHBIX XPOMOCOM
Drosophila melanogaster”

" URL: http://www.nenno.it/karyotypedb/showimage.php?ids=KARY-1000010,IMG-
1000010-002
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Puc. 60. ITyd”

B HeKOTOpPBIX KAeTKaX pacTeHMI U XKMBOTHBIX (HarpuMep, B
Tpo¢0061acTax MAEKONNUTAIOIINX) Ha0AI0AaeTCsl TOAUTEHNs C He-
IIOAHON KOHJeHcalyeln (CKpbITasi MOAUTeHNs:A) — TOAbKO OTAeAb-
Hbple paliOHBl XPOMOCOM (KakK IIpaBMAO, IeTepOXpOMaTHHOBLIE)
IIpeACcTaBAeHbl IOAUTEHHBIMM yJ4acTKaMy, B OCTaAbHBIX palioHax
MHOTOKPaTHO pPeAyIlAUIPOBaHHbIe XpOMaTHUAbBI He CBA3aHbI APYT
¢ apyrom. IlosTOoMy cKpbITasg ImOAUTEHNUs He Halllda HaCTOAbKO
IIIMPOKOTO IIpMMeHeHNs B 00111ell TeHeTUKe, KaK VICTUHHAas IOAN-
TeHII XPOMOCOM /ABYKPBLABIX HACEKOMBIX.

" URL: http://www.sbs.utexas.edu/genetics/genweb/images/puff.gif
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4.9. Xpomocomvt muna Aamnoeoix wemox

B oorenesze HEKOTOPBIX >KMBOTHBIX (3€MHOBOJHBIX, PeITH-
AWIA, TTUIL) BCTpedaeTcs ocobas ¢dpopma XpOMOCOM, OTAMYAIO-
mascs KPyIHBIMIU  pasMepaMii M XapaKTepHOM IeTAeBON
CTpyKTypoii (puc. 61), KOTOpble 13-3a CXOACTBA C €pIIMKaMU AAs
YICTKM 111apOHOB KEPOCHHOBBIX AaMIT Ha3BaAl XpOMOCOMaMI THUIIa
AaMIIOBBIX 1IeTOK. OHI MpeACTaBAsIoT cOO0M OMBaAEeHTHI Ha CTaAly
AuriaoteHsl mpodpassl I Meitosa (pasa. 4.2).

Puc. 61. Xpomocoma 2 gomatuseit Kypuiist (GGA2)”

" URL: http://www.biomedcentral.com/1471-2164/9/168/figure/F3?highres=y
111



Kaxxap1i1 OMBaA€HT COCTOUT M3 ABYX TOMOAOIMYHBIX XPOMO-
COM, COCTOSIIINX B CBOIO 0o4epeab U3 ABYX CeCTPMHCKIUX XpOMaTnA
(puc. 62). ITomapHO cuMMeTpUYHBIE TTeTAM OOpa3OBaHBI aKTUBHO
TPaHCKPUOVPYeMBIM XpoMaTUHOM. IIpy momomu 1eKTpOHHOTO
MMKPOCKOIIa MOXKHO YBUAETh HECKOABKO TPAHCKPUIITOB Ha KaK-
AON IeTAe, IIpuyeM, Kak IpaBiAO, AAVHA TPaHCKPUIITOB BO3pac-
TaeT OT OAHOTO YydacTKa IIpUKpeIldeHUsl IIeTAU AO APYTOrIo.
HacToAbpKO MHTEHCUBHAS TPAHCKPUIIINS TpeOyeTcs B X0Ae Co3pe-
BaHM:A >KEHCKIUX ITOAOBBIX KAETOK AAs IIpeBUTeAAOTeHe3a — HaKo-
naenust MPHK nepes ¢popmmpoBaHueM >keATka 1, B MeHbIIIEN
CTeIleH!, BUTeAJOTeHe3a — COOCTBEeHHO (POPMMPOBAHMSA >KeATKa.
OnpegeaeHHBII PUCYHOK IleTeAb XapaKTepeH AAs OTAeAbHBIX
XpOMOCOM ¥ OTAEABHBIX XPOMOCOMHBIX pallOHOB, T. €. IIeTAM MO-
IYT CAYKUTH MOpdoaornmdeckuMmy Mapkepamu. VIHTepecHO, 4TO B
XpOMOCOMaXx THUIIa AaMIIOBBIX IIETOK aKTUMBHO TPaHCKpUOUpyeTcs
00BIYHO «MoOAuaIas» Beicokomosropsomascs JAHK. B mecrax
NpUKpeIAeHns IleTelb Ha XpOMOCOMaXx BUAHBI y3€AKU — XpPOMO-
Mepbl, B KOTOPBIX HAXOAUTCS D04ee IIA0THO YIIaKOBaHHBIV MHEPT-
HBII1 B TPAaHCKPUIILIMIOHHOM OTHOIIIEeHU XpOMaTuH (puc. 62).

Hanboaee aeTtaabHO XpOMOCOMBI THIIA AaMIIOBBIX II[€TOK
M3YJeHHbI Y IrpeOeHYaToro TPUTOHA M AOMaIllHel Kypuiiel. Taxas
¢gopma xpoMocoM Halllda IpUMeHeHNe B KauyecTBe MOAeAbHOTO
00BeKTa 4451 U3YJIeHMsT OCOOEHHOCTEeN TPaHCKPUIIIIUN ¥ aHAAM3a
pacipejeaeHns COOBITUI TeHeTUIECKOV peKOMOMHAIINI 110 AAN-
He XpOMOCOM. B 1mocaeaHme roabl akTUBHO HPOBOAATCS UCCAEAO-
BaHMsA XpOMOCOM THUIIa AaMIIOBBIX IIEeTOK Ha HEeCKOABKMX BMAaX

IITIILI.
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Puc. 62. Cxema cTpoeHIsI XPOMOCOM TUIIA « AAMITOBBIX IIEeTOK»
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I'rasa 5. OCHOBBI TeHEeTUKM I104a

HecMmoTps Ha TO 4TO pasanmums MeXAy HoAaMI CAOXKHBI U
MHOTOOOpa3HBI, B 0OIleM BUAe 1104 MOXHO paccMaTpuBaTh Kak
IIPOCTOM AVICKPETHBIN NPU3HAK, MMEIOIINII, Kak IIpaBuao, ABa
aAbTepHATUBHBIX IIPOsBAEHI — JKEHCKUM Y MY>KCKOIA.

CymiectsyeT 00A4bIlIOe 4YMCAO TUIIOB OIpejeAeHNus IIoAa.
[IpuHIMIIMAABHO MX MOXXHO pa3AeAUTb Ha TeHeTUYeCKU TUII —
CBA3aHHBIN C Pa3AMYMSIMY T€HOB U1 XpPOMOCOM y pa3HBIX II0A0B — I
HeHacAeACTBeHHbIN. K rmocaegneMy oTHOCATCA cuCTeMBl OIpe/e-
A€HIs T0Aa IO0J BAUAHNEM YCAOBUI OKpysKalomlel cpeabl. Ha-
npuMep, y MOpPCKOro uepBsa Bonellia viridis aAumdmHKa,
IpUKpenuBIascsa K XoO0Ty caMKH, pa3BMUBaeTCs B caMIla, KOTO-
PBIll IPOBOAUT BCIO JKM3Hb B €e MaTKe, 3aHMMasCh UCKAIOUUTeAb-
HO OIIA0AO0TBOpeHueM sAull. Ecam amdmHKa HpUKpenasercs Ko
AHY, OHa pa3BMBaeTCs B CAMKY — CAMOCTOSITEABHYIO 0CO0b. ¥ Kpo-
KOAMAOB 1104 AeTEHBIIIel oIpeeAseTcs TeMIlepaTypoil MHKyDa-
LM UL B CpejHell TpeTu rnepuoja SMOPMOHAaABHOTO PasBUTHSL.
Hanpumep, y HUABCKOIO KpOKOoAMAa Ipu Temnepatype ot 31,7 °C
20 34,5 °C ¢popmMupyiorcs camiibl, Ipyu 601ee HU3KOI 1AM Ooaee
BBICOKOII TeMIlepaType — caMKI. Y HeKOTOPBIX PBIO 1104 MOKeT
M3MEHATHCS HECKOABKO Pa3 B TeUeHMe KU3HI.

B cayuae reHeTmyeckoro orpejeleHus IoJa HeDOABIIIOe
41ICAO TeHOB, KOTOPBIe paclOAOXKeHBl, KaK IPaBiAO, B II0AOBBIX
XpoMocoMax (HabOp KOTOPBIX pa3AndaeTcs Y pasHbIX I1010B), Ha-
IIpaBAseT pa3BUTHE IO KeHCKOMY MAM MY>KCKOMY ITyTu (puc. 63).
Cucrema XpOMOCOMHOTO OIlpeJeAeHus I104a TallA0UA-AUIIAONJ,
BCTpeJaeTcs Y HeKOTOPBIX ITepellOHYaTOKPhIABIX — U3 OILA0A0TBO-
PEHHBIX AUI] Pa3BUBAIOTCSA AUILAOMAHBIE CAMKU, a U3 HEOILA040-
TBOPEHHBIX — TaIlA0MAHbIe caMIlbl. buoaormueckoe HasHaueHue

XPOMOCOMHBIX MEXaHI3MOB OIIpeaeAeHNsI 1101a CIICTEM XO, ZW n
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XY — noggep:KuBaTh paBHOE COOTHOIIEHIEe I10A0B A4S IOBBIIIe-
HIs Omoaormyeckoro pasHooOpasus. Cucrema X0 mpucyTcTByer y
HEKOTOPBIX HAaCeKOMBIX, CAMKI MIMEIOT ABe II0A0BBIX XPOMOCOMBI,
camIipl — ogHy. IIpsMo npoTuBonoAo>KHast KapTiHa Ha0AI0AaeTcs
y Tan. ITpy Haanmunm AByX I0A0BBIX XPOMOCOM pasandaior ZW n
XY cucremsl onpegeaenus 1moaa. Ecam rereporaMeTHBIM I1OAOM,
T. €. I0A0M, B Meli03e KOTOPOIO 0Opa3yIOTCsl raMeThl C Pa3HbIM
HabOpOM ITOAOBBIX XpPOMOCOM, SBAsSETCSl >KeHCKUil (Hampumep,
ITUIBI, HEKOTOphle penTuAuUM), Cucrema HasbiBaerca ZW
(puc. 63). Ilpu cucreme XY (Hampumep, Aposodrnaa, IiameHTap-
Hble MAEKOIMTAIOIINe) TeTeporaMeTHBIM II0A0M SIBASIOTCS CaM-
upl (puc. 63). VintepecHo, 4yTo B mocaejHeM cAydae IOA MOXKET
OIlpeeAsTLCA KaK IPUCYTCTBUEM Y-XpPOMOCOMBI, KaK y IlAaljeH-
TapHBIX MAEKOIMUTAIOIINX, TaK ¥ COOTHOIIEHNeM 4lcJa ayToCoOM
1 4nucaa X-XpoMocoM (0aaaHCOBBIM TUII), KaK Y Apo3oduasl. Y
Apo30pUABl IPU AUMLAOMAHOM HabDOpe ayTOCOM M HaAWYUM OA4-
HOM X-XpoMOCOMBI (POPMUPYIOTCS CaMIIbl O€30THOCUTEALHO Ha-
Armdaus M KoamdectBa Y-xpomocowm. Ilpucyrcrsme apyx  X-
XpOMOCOM Ha AUIIA0MAHBIN HaOOp BeJeT K Pa3BUTUIO CaMOK, ye-
My He IIPeIsITCTBYeT HaAudue Y-XpOMOCOMBL. VY IlAalleHTapHBIX
MAEKOIUTAIOMINX IIPUCYTCTBIE€ OAHOM 1AM O0Aee Y-XpOMOCOMEI
IpUBOAUT K (POPMMUPOBAHUIO MY>KCKOTO I101a, HECMOTps Ha AIO-
Oble UHBIE OOCTOSTEABCTBA. DTO OOBACHAETC HaAUMdMeM B
Y-xpomocome rena TDF-SRY, omnpegeasiomniero passutue IIO
My>Kckomy nytu (puc. 63). Ilpm TpaHcaoKamusx ydacTka
Y-XpOMOCOMBI, COAep>Kalllero 9TOT I'eH, Ha X-XpOMOCOMY y 4ea0-
BeKa BCTpeyaAlch MY>KUIHBEI ¢ HaOOpoM XxpoMocoM 46, XX 1 >keH-

IITHBI ¢ HA0OpOM XxpomocoMm 46, XY.
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Puc. 63. Tumsr XpOMOCOMHOTO OIpeeAeHM s TI0Aa Y KMBOTHBIX
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Y yeaoBeka, ITOAOOHO BceM ILAaljeHTapPHBIM MAEKOMIHUTalo-
UM, IIPUHATO pa3AndaTh YeThIpe YPOBH: 11040BON AnddepeH-
LUpPOBKU (puc. 64):

1) xpomocomnsit moa (XX nan XY);

2) TOHaAHBIN 1104 (SIMYHUKY MAU CEMEHHUKN);

3) ¢enoTHIIIUECKMIT TOA (PKEHCKMII VAV MY>KCKOJ; BHEIII-
HIIe TI00Bble IPU3HaKN);

4) moBeaeHYeCKMII U MeTabOAMYIeCKMII I10A (XapaKTepHble
MY>KCKMe MAM >KeHCKUe OCOOeHHOCTU IToBeJeHNs 1 oOMeHa Be-
IIIeCTB).

IToa Banstnuem TDF-SRY n3 3auaTka roHaAbl pOpMUPYIOTCS
ceMeHHUKN. ITpy OTCYTCTBUM DTOTO TeHa 3ayaTOK TOHaAbl Pa3Bi-
BaeTcs MO >KeHCKoMy TuIty. IToaossle opransl popMupyoTcs us
MIOAAEPOBBIX U BOABPOBBIX ITPOTOKOB, KOTOPBIE ITPOUCXOAAT U3
IIepBUYHON ITOYKM. Y KeHIIIUH MIOAAePOBBI IIPOTOKM pa3BUBAIOT-
cs1 B $paaA0MMeBsl TPYOBI M MAaTKY, @ BOAB(OBHI IIPOTOKM aTpopu-
pyiorcs. Y My>K4MiH BOAbQOBLI IIPOTOKM Pa3BUBAIOTCS B CEMEHHBIe
IIPOTOKM U CeMeHHbIe Iy3bIpbKl. B kaetkax Ceproam, pacrioao-
JKeHHBIX B M3BUTBLIX KaHa/AbllaX CeMEHHIUKOB, CUHTe3MpPYeTCs aH-
TUMIOAAEPOB  TOPMOH, KOTOPBHII ~ MHIMOMpYeT  pasBuUTHe
MIOAAEpPOBBIX IPOTOKOB M IIPMBOAMUT K ux atpodum. Kaerkn
/leiiagura, pacrioA0OXKeHHble MeXXAy KaHaAbllaMM B CeMeHHUKaX,
CUHTE3UPYIOT  CTepOMAHBIe  TOPMOHBI ~ TeCTOCTEpOH U
5-AUTNApPOTECTOCTEPOH, KOTOPbIe OIpeAeAsiOT pa3BUTHe TeHUTa-
AUt 1, 1o3aHee, pOpMMUpPOBaHUE MY>KCKMX BTOPUYHBIX ITOA0BBIX
IIpU3HAKOB (MY>KCKOJ TUII OBOAOCEHMs, HU3KUI I0A0C, OCOOeH-
HOCTI TeA0CA0XeHMs). VIHTepecHo, 4TO 4451 HOPMaAbHOTO Pa3Biu-
TUA IO  MYXCKOMYy  TuUlIy  TpeOyeTrcsi — HOpMaabHOe
pyHKIMOHMpPOBaHMe BCeX STUX KOMIIOHEHTOB, a pasBUTHE IO
>KEHCKOMY TUITy IIPOUCXOAUT «KOHCTUTYTUBHO». IloBeaeHUeckmit
1 MeTaboAMYecKuil oA (PpOPMUPYIOTCS TOCTeIeHHO, AOCTUTas
ITIOAHOTHI ITPOSIBA€HNUS B TIOCTIIyOePTaHTHBIN ITePHUOA.
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MYKCKOU KEHCKHMHK
XY xpomocoms XX xromocomsl

XPOMOCOMH IV
1O

1EH SRY

l

Meya KOPKOBEIH CTOH
AYATOK I'OHA/LBI TOHANHB  38YaTOK FOHALE ]
Y X
/ ol b non HMYHMEN
u A e l
AHTHMIONIEPOE TecTocTepON
FOpMOH 5
; (kmerrn Jleiigura)

(kmeTiu
Cepromm)

Perpeccun

MIOTICPOBLIX
EIPITIT'IK('FH
Y

(‘:(TZ‘\"J(‘HEIH“[‘. WEHCKUX TEHHTATWEH

Sa purnapo- g CoapeBaHne MyKCKIX 11 hOPMHPOBAHITe HAPYHKHBIX

i L TeHHTaNnIi A NONOBEIX PHAHAKOR
WEHOTMITHHECKMI
\ m{lp.\f“i,‘lll!a"“c 1o
HAPYHKHLIX TIOMOBLIX
NPHIHAKOB

Jcrpagmon + nporecTepo

l

TOREAEHYECKUI 11 METABOMIHECK I TTON

Puc. 64. Cxema orrpeseeHus 1104a y yeA0BeKa

Konmpoavtuie 6onpocot u 3adanus

1. Camka meaoHOCHOU ITyeanl Apis mellifera aunaonaHa, a
TpyTHU ranaouausl. CyliecTByeT, 0OAHAKO, AOKYC C MHO>KeCTBEH-
HBIMI aAAeAsIMY, BAVISIIOIINIL Ha OllpejeAeHue 1104a Y AUIIAOUA-
HBIX ocoOeit. Bce aumnaouaHele ocoOu, TeT€pPO3UTOTHBIE IO
aA/eAsIM DTOTO AO0Kyca — CaMK!, a TOMO3UTOTHBIE 110 AI000MY U3
aaaeaeil — camMibl. [OMO3UTOTHEIE CaMIIBl He AOCTUTAIOT ITOAO-
BO3PeAOCTH, IIOCKOABKY OOBIYHO IT0eJA0TCsI pabourMu IT9elaMu
Ha AVYMHOYHOI CTagui B II€PBBIE TPOE CYTOK I10CA€ BBIAYIIAE€HNSI
n3 simdek. TakuMm 0O6pa3soM, TOMO3UTOTHBI TEHOTUII B €CTECTBEH-
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HBIX yCAOBUAX AeTadeH. O4HAaKO USBATBHIX U3 YAbS AMIMHOK TaKIUX
caMIIOB MO>KHO J0BeCTU 40 CTaAuM OA0BO3peaocTi. B aTom a0-
Kyce HaCUMTBHIBAeTCSI OKOAO ABaallaTy asdleleli, 0OO3HavuaeMBIX
cumoaamu Al, A2, ..., A20. IlycTts B HOTOMCTBe HEKOTOPOI OIl-
AOAOTBOPEHHOI TallA0MAHBIM TPYTHEM MaTKM ANIIb ITOAOBMHA
SIM9eK CIIOCOOHA K Pas3BUTMIO (STO XOPOIIO 3aMeTHO, ITOCKOABKY
II0/AOBJHA s4eeK B COTaX OCTaeTCs ITyCTOM, U IyCThle sYeliKM pac-
IpeJeJeHsl 110 cOTaM CAyJaliHBIM 0Opa3oM). UTO MOXKHO CKa3aThb
O TeHeTMYeCKOI KOHCTUTYIIUI MaTKU U TPYTH:?

2. Paccunrarite COOTHOIIIEHNE [I0A0B y TMOPUAOB IEPBOTO
IIOKOAEHMsI OT CKpeluBaHis Apo3odua (puc. 65)

3. ¥V TyTOBOIO HIEAKOIIpsiga XPOMOCOMHBINI MeXaHU3M OIl-
peaeaenns noaa ZW. V3BecTHO, 4TO camIfpl 4afoT Ha 20 % 604b-
me 1reaka, uyem camku. CaMmipl  aAumHUU A SIBASIIOTCS
cOaZaHCUPOBAaHHBIMI T€TEPO3UTOTaMIU IO ABYM CLIEIIA€HHBIM C
II0/A0M AeTaAbHBIM MyTalMsM, a caMlbl AUHUN b — HOpMaabHbIe.
Kakyio anHUIO Aydllle MCIIOAB30BaTh B KauecTBe OTLIOBCKOW AAs
MIOAY4YeHVs TMOPUAOB AAs BBIKOpMKM? OTBET OOOCHYIITE.

Puc. 65. Cxema ckperBanus (445 3a4aun 2 K 14. 5)
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I'rasa 6. OcCHOBHBIE METOABI
U IIOAXOABI MOAEKY ASIPHOM e HeTUKI

6.1. Kronuposanue HYKAeUHOBHIX KUCAOM

KaonmuposaHne HyKA€MHOBBIX KUCAOT — IOAydyeHne 00ab-
IIIOTO YMCAa KOIIMII MHTepecyIoleil ocaeAoBaTeAbHOCTI B (op-
Me BOCIIPOM3BOAVIMBIX B KMBBLIX OpraHM3Max CTPYKTyp — BUPYCOB,
I11a3MI/, MCKYCCTBEHHBIX XPOMOCOM. BBegenme B opranHmsm uy-
>KepOAHBIX TEHOB OOBIYHO UCIIOAB3YIOT A4Sl IOAYYEeHMs IIPOAYKTa
sroro reHa — PHK mam, game Bcero, 6eaka. IlpuHnmmnmaasHO
BO3MO>KHO IPUMEeHEeHle MeTOAa 4451 TeHHO TepaIiniu.

Kaonuposarh MOKHO Kak OTAeAbHBIE (pparMeHThl TeHOMa,
tak 1 MPHK. B mocaegnem caydyae IpuMeHSAIOT crelyaAbHbBIN
JepmeHT — 0OpaTHYIO TPaHCKPUIITA3y, KOTOpasl MO3BOASET I0AY-
gnth AHK-xornmio ¢ PHK-marpunsl. [loayuennsie mytem oOpart-
HOM TPaHCKPUIILIN MO/AEKYABI AHK Ha3bIBaIOT
kommiaemenTtapHoin AHK (xkAHK). VIx n aurupyior (cmmsaior
IIpY IOMOIIU (pepMeHTOB-ANTa3) B BeKTOPBL.

Ka0np1, 110ay49eHHbIe 13 OTAE€ABHBIX TKaHel, XPOMOCOM UAN
TeHOMOB TPYIIUPYIOT B TKaHecHenuduieckue, XpoMOCOMOCIIe-
1puIecKe AV TeHOMHbBIe OMOAMOTEKN.

6.2. Tubpudusayusa HYKAEUHOBbIX KUCAOM

Inbpuansanys HyKA€MHOBBIX KIUCAOT — BTO OOpa3oBaHUe
in vitro AByLIeIIOYeYHBIX MOAEKYA HYKAEMHOBBIX KUCAOT M3 KOM-
I1IeMeHTapHBIX OAHOLIeTIOUeYHBIX MOAeKkyA. Ecam rmubpuausye-
Mble MOAEKyAbl IIOAHOCTBIO KOMILAeMeHeTapHBI, IIpolecc
IIPOVICXOAUT AOCTAaTOYHO ObIcTpo. IIpy romosorum (oOiieM mpo-
JICXOKAEHUH) M3ydaeMbIX I0CAel0BaTeAbHOCTel, KOTopas BbIpa-
JKaeTcsl B OIlpeJeAeHHOM IIpOlleHTe MAEHTUMYHOCTY OCHOBaHMIA,
IIporiecc MOXKeT IoTpebOoBaTh BapbUpPOBaHUS YCAOBUI TMOPUAN-
sanum. Bosmoxkna mmbOpuausanns AHK-AHK n AHK-PHK.
ITponecc mbpuansanumn AHK/AHK mposoantcsa caeayomum
obpaszoM. Jsyrenodyeunyio JAHK pasorpeBaloT B COOTBETCTBYIO-
meM Oydepe. Ha sTOM 3Tame BOAOPOAHBIE CBA3U MEXAY KOM-
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IIA1€MEHTapHBIMI a30TUCTBIMM OCHOBAHIUAMU CTaHOBATCA TePMO-
AVIHaMIYeCKM HEBBITOAHBIMM M IIeIIOYKHU pacxoaarcs. ITpomcxo-
ant aeHarypauusa /JAHK. Ilpenapar aenarypuposannon /JAHK
3aTeM cMmelIuBaeTcs ¢ Apyron geHarypuposanHon JAHK. Jaaee
®Ta cMech MeAJeHHO OXAaXJaeTcs. B »To Bpems ogHolerogeu-
nple /HK orxuraorcs apyr Ha apyra (00pa3yroTcst BOAOPOAHBIE
CBA3U MeXAY KOMILAeMeHTapHBIMI OCHOBaHMAMN) 1 OOpasyeTcs
rmopuaHas moaekyaa AHK.

AHaans CKOpOCTH peHaTypanum ogHouernodedynsix JHK
CAY>XKUT AAsl OLIEHKU CXOACTBA U pa3Andus I10cAejoBaTeAbHOCTeN
AHK pasHBIX BUAOB >KMBBIX OPTAaHM3MOB AU Pa3HBIX 0CODeil 04-
HOTO BIAA.

AoT-020T-TMOpUAM3aLINS IPOBOAUTCS B OAHON Touke. Ha
¢uarTp HaHOCAT MCcaeayemblit oOpasen. AHK-30H4 MeTAT pasn-
aKTUBHO, UMMyHOQEpPMEeHTHO 1Au MMMyHOopayopectieHTHO. Ha-
AM4ye  MOAOXKUTeABHOTO  TMOPMAM3AIIMOHHOIO  CHUTHaJAa
CBIAETEeALCTBYeT O HaAuduy B oOpaslle I0CcAej0BaTeAbHOCTH,
II0AHOCTBIO AU YaCTUYHO UAeHTHYHOM Moaekyae AHK-30Ha.

baor-rubpuanzanms o CaysepHy CAYKUT AAsl BBIABAEHNS
onpeseaeHHolt nocaeaosareapHocTn AHK (B obpasiie), koTopast
IIOAHOCTBIO MAM YaCTMYHO HUAeHTHMYHa Moaekyae /JHK-zonga.
DTOT MeTO/ codeTaeT 94eKTpodope3 B araposHOM Tele AAsd
¢pakumonnposanusa AHK ¢ MeTogamm mepeHoca IOAYYeHHBIX
¢parmenros AHK Ha MeMOpaHHBIT PUABTP A4 TMOPUAMAIIUANL.
Metoa moayuma coe HasBaHMe IIO MMeHH M3oOpeTaTeAs, aHI-
Aurickoro 6moaora D. CaysepHa.

Hosepn 0a0T-rubpuansanms (B aHIAMIICKOM Ha3BaHUU Me-
TOAa — UTpa CAOB southern — IOXKHBIL, northern — ceBepHBIN) IO-
AoOHa 6a0T-Tn6puansanyuy 1o CaysepHy, HO B KaueCTBe MUIIIEH!U
ncnoan3yior KAHK. MeTtog cay>xua Aas BBIABAGHUS U KOAMYECT-
BeHHOJ OLIeHKM YPOBHSI TPaHCKPUIILMU OTAeAbHBIX T€eHOB A0 pac-
npoctpaHenus Metoa [1LIP c o6paTHOI TpaHCKpUIIITIEN.
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6.3. I'enomnvte 6ubAUOMEKU

B0O3MOKHOCTL OBICTPOTO IOAYYeHMUs ITpellapaTUBHBIX KO-
amyects AHK nportsikeHHBIX (004ee 30 T.11.H.) pparMeHTOB TeHO-
Ma  sBAfeTCsl ~ HeoOXOAMMBIM  yCcAOBMeM  OOABIIMHCTBA
DKCIIePUMEHTOB 10 MOAEKYAsSPHO-TeHeTUYeCKOMY M LIMTOTeHeTH-
4eCKOMY aHaAu3y TeHOMOB. I'puanpoBaHHbIe TeHOMHBIe O1OAMO-
TeKM, T. €. MMeIollue aJpecHoe yKa3aHue WHAUBUAYaAbHBIX
KAOHOB, TIO3BOAAIOT II0Ay4YaTh NpOTsKeHHble ¢pparmentsl JHK,
cogepKalllye MHTepecyIOnlylo IccaejoBareseli I10CAejoBaTeb-
HOCTb, ¥ IIMPOKO MCHOAB3YIOTCS AAs aHAaAM3a TeHOMa C MICIIOAb-
30BaHMeM pa3ANYHBIX ITI0AX0A0B.

IlepBasi reHeTMyeckasl cucreMa AAs MacIITaOHOTO KAOHMU-
pOBaHIs IIPOTSKEHHBIX (pparMeHTOB reHOMa Oblaa cozgaHa byp-
ke B 1987 r. OHa Obl1a OCHOBaHa Ha VMICKYCCTBEHHBIX XpOMOCOMaX
apoxckent (YAC), BKAIOYAIONIMX LIeHTpOMepy, TeAOMephl, aBToO-
HOMHO-PeNANIMPYIOII/ecs I10CAe40BaTeAbHOCTH, CalT KAOHU-
poOBaHIMsA U TeHbl CeAeKTUBHBIX Mapkepos. Cucrema I103BOAsiAa
KAOHHMPOBaTh HYKA€OTHAHBIe rocaesoBareabHocTy A0 1000 T.11.H.
ITockoabky B Havase 90-X IT. MHTEHCUMBHO HPOBOANUAOCH CeKBeHU-
poOBaHIe TeHOMa 4eA0BeKa, TaK/e CUCTeMbl ObIAM OBICTPO BOCTpe-
OoBaHBI 1 MCIOAB30BaHBI A4Sl CO3JaHM T€HOMHBIX OMOAMOTEK.
OaHako cyilecTBeHHBIE HeAOCTaTKM DTOTO poja OMOAMOTeK —
BBICOKIII YpOBeHb XMepusMa (KOrja B OAHOM KAOHe oObeaVHe-
HBI pasHble YJacTKM TeHOMa), HeCTabMABHOCTL TeHOMHO BCTaBKI
U TPYAHOCTh HNPUTOTOBAEHNS MpeIlapaTuBHBIX KOANYEeCTB KAOHM-
poBaHHBIX nocaejosateabHocTell AHK — ne mossoaman mx uc-
I10Ab30BaTh B KadecTBe OCHOBHOTO MHCTPYMEHTa TIeHOMHOTO
KAOHUpOBaHU:A. boabpioe koamdyectso TaHAEMHBIX (OpMEHTHPO-
BaHHBIX B O4HOM HaIlpaBAeHIM) IIOBTOPOB TeHOMa MAeKOIIUTal0-
VX IIPUBOANAO B APOSKKEBOM CUCTeMe K CaiT-CIIenpuiecKoin
pekoMOMHaLMM 1 1oTepe (pparMeHTOB BCTaBKM, AM00 K 0Opaso-
BaHUIO XMMEPHBIX KAOHOB, T. €. KAOHOB, COAep>KalnX (pparMeHTHI
AHK 13 pasHbix obaacteii reHOMa—goHopa. Llutoaornyeckn xu-
MepHBIe KAOHBI BBIABAAIOTCS IIPU TMOPUAN3ALINY i Situ BCAGACT-
BIe A0KaAu3aIun B AByX 1 D0oaee caiTax.
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ITockoABKy ITpOKapMOTHYeCKUe CUCTeMBl peKOMOMHaII
OCTaBASIOT MeHbIIle BepPOATHOCTM HeXKedaTeAbHBIX OOMEHOB,
KpOMe TOTO SIMCOMBI IIPOKapMOT OTAMYAIOTCS OTHOCUTEABLHOM
CTabMABHOCTBIO ¥ MOTYT CyIIIeCTBOBATh B CYIIepCKpy4eHHOI (op-
Me, OaKTepum OKaszaauch OoJee IpuBAeKaTeAbHBIMU KaK Opra-
HI3MBI-X0351€Ba AAs TeHOMHBIX KAOHOB. [11a3M1AHbIe BEKTOPEI He
TOABKO IIPOIe XPOMOCOMHBIX 9YKapMOTUYECKMX BeKTOPOB (He
cogep>KaT IIeHTPOMephl, TeAOMepOB, U CAel0BaTeAbHO, KOHCT-
pyupoBaHue OMOAMOTEK C HUMU MeHee TPYJ0eMKO), HO U IO3BO-
AAIOT  CYHIeCTBEHHO  YIPOCTUTb  IIpOLieAypy  BblAeAeHU:d
kaoHuposanHol /HK 13 ocHOBaHHBIX Ha HMX KAOHOB ITyTeM
II0AHOTO pa3pyienus xpomocomuon JHK.

Ilepsrle reHOMHbIe OaHKM C MCIIOAB30BaHMEM KAETOK K-
I11eyHo maaouku Escherichia coli OblAM OCHOBaHBI Ha TPYIIIIe BeK-
TOpPOB — IIpou3BOAHBIX (ara asm0Oaa. CyrrecTByiOoT ¢arosnle
BeKTOpPhl TPaAMIIMOHHOM CTPYKTYPBI, IpeacTaBAAIONIe coOoi
moaekyanl AHK, criocoOHbIe TOABKO K AUTUYECKOMY pacliieriie-
HUIO in vitro. KocMuAHble BEKTOPBI (POPMaAbHO SIBASIOTCSA Ae-
dextHRIMUM  garamMm  —  I4a3MUAAMM  Pa3HBIX  TUIIOB,
cogep KaIluMM cos-ydacTku ara Aambia U He CIIOCOOHBIMU K
ansucy. Hakoner, parmuansiit (gar + naasmmga) BeKTop, Cyle-
CTBEHHOII OCOOEHHOCTBIO KOTOPOTO SIBASETCs CIIOCOOHOCTDh K AU-
TUYECKOMY Pas3BUTUIO I Uivo, MHOAACPXUBAeTCs B  BUAe
naa3MuAbl. Bce mogo0HBIe KOHCTPYKIIUM ITMPOKO MUCIIOAB3YIOTCS
AAsl TTIOAYY9eHUsI KAOHOTeK 1 6aHKoB reHoB. VIx oOmimm HejocTaT-
KOM $IBASI€TCS AOBOABHO 00ABIIIOE 41CA0 KAOHOB (40 10°), HeoO-
XOAUMO€ AAsl YBEePEeHHOIO IIpeJcTaBAeHMsl AI000ro ¢pparmeHTa
reHoMa MAeKOIUTAIOMINX UAU IITULL IIPY CpaBHUTEABHO HeOO0Ab-
oM pasmepe Bctasku — 20—40 T.1LH.

Ocobo cTouT yrnomsHyTh KOCMUABI — TLAa3MIABIL, COAepKa-
e cermeHT /AHK ¢ara A ¢ coeaguHeHHBIMU AUTIKMMY KOHIIAMU
(cos-caiiTer). BaskHOI1 yepTOil OOABIIMHCTBA KOCMIAHBIX BeKTOPOB
A4Sl KAOHMPOBaHMU: SABASETCA MX CIIOCOOHOCTh BKAIOYATh BCTABKU

20 45 1.1.H. Ecan xoapnesyro kocmnanyio AHK paspesars 110 xa-
123



KOMY-TO YHMKaJAbHOMY canTy, cMmernats ¢ ¢pparmenramu AHK,
coJeprKallMy AUIIKVE KOHITBI, M IIPOM3BECTU OTKUI, TO oOpa-
3yIOTCA AAVHHBIEe KOHKaTeMepbl (MOAEKYyAbl, COCTOsIIINE U3 KPYII-
HBIX IIOBTOpsIIOIIMXCsT  OaokoB). Ilpm  cmemieHmm — »Tmx
KOHKaTeMepoB ¢ OeaKaMM, OCYIIeCTBASIOMIIMY YIIaKOBKY ¢ara A,
OHIU paspesalorcs 1o cos-caitaM, n AHK ymakosbiBaeTcst B TO-
A0BKy (ara. DTOT Iporecc I03B0AseT OTOOpaTh BCTaBKU 0OAb-
IO HPOTSKEeHHOCTM, TaK KakK Aasg T1oro urooer /AHK
YIIaKOBBIBAaAacCh B TOAOBKY (para, pacCTOsIHIE MeXKAY COS-CaiiTaMu
AOAXKHO OBITh 38-52 T.11.H. Takas cMech MOXKeT codepKaTh par-
MEHTBI BOBCe 0e3 BCTaBKM MAU ¢ HECKOABKVIMU MOBTOPSIOIIMIICS
BCTaBKaMI, YTO OTpakKaeTcs Ha KauecTse IOAy4eHHOI Ondanore-
KU U 3aTPyJHseT ee IIpUMeHeHle A4 TeHOMHOTO aHaau3a. Peru-
MJEHTHBle KAETKM IIpYoOpeTaloT yIIaKOBaHHBIE KOCMIUABI B
pesyabTate MHPUINMPOBAHMS «(PaAbIIUBBIMI» (PAroBBIMU JacT-
I1aMy, IpuYeM BTOT Iporiecc 60aee aPpdeKkTuBeH, YeM TpaHCPeK-
LIVAST I1A1a3MUAHOM AHK. ITomaB B KAeTKY-XO351Ha,
pexomOuHanTHas AHK amnanduumpyercs u coxpaHseTcs B BAe
naasmuApl. IToayueHHble peKOMOMHAHTHBIE KAOHBI MOTYT OBITH
ITPUAVPOBaHbI — BRIpaIlleHbl Ha I11aTaX C yKasaHyeM KOOpAMHAaT
Ka>k40TO KAOHa. IloaydyeHne oTme4aTkos (pernank) Ha HUTPOLeA-
AIOAO3HBIX AU APYTUX PUABTPax AAs IepeHoca KAOHOB C II0CAe-
AYIOIIVIM ~ paspylIeHneM KAETOYHBIX CTE€HOK OakTepuil u
OTMBIBaHMEM 0eAKOB I03BOAsET IIPOBOAUTH CKPMHMPOBAHNE Ta-
KX OmbAmoTexk mpm momomu oObrgHOM A0T-020T AHK-AHK
rmopuansanun. HegoctaTkoM KOCMMAHBIX TEHOMHBIX OM0AMOTEK
sIBAsIeTCS OTHOCUTEABHO (IO CpaBHEHUIO C MICKYCCTBEHHBIMU XPO-
MOCOMaMI ApPOXCKel) HeOoAbIlas BeAMYMHA BCTaBKU (40
45 T.I.H.) U, cAeA0BaTeAbHO, 0OABIION 00beM OMOAMOTEKU (AAS
TeHOMOB MAeKONUTAIMINX 0KoA0 2 x 10° kaoHoB). Aast Toro 9To-
OBl COBMECTUTH MPEeNMYIIlecTBa KOCMIAHBIX OMOAMOTEK (BBICOKAs
crabuapHOCTh /JAHK-KA0HOB, OTHOCUTEABHO HM3KMII YPOBEHb XII-
Mepu3Ma, MPOCTOTa KOHCTPYMPOBaHU:, YAOOCTBO BblAeAEHI
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AHK) n aposxkessix 6mbanorex (0oabinasi AAMHA BCTaBKU U
KOMIIaKTHOCTb Bcell O10AnoTekn), ObL10 pa3dpabOTaHO ABe CUCTe-
MBI KAOHUPOBaHMS — Ha OCHOBE MCKYCCTBEHHBIX XpOMOCOM DaKkTe-
puit (BAC) 1 uckyccrseHHBIX XpoMocoM ¢ara P1 (PAC). Briepsrre
PAC Bextop (pCYPAC-1) Opla 1MCHOAB30BaH AA4sl IIepeHoca pe-
koMOunantHoit AHK B xaetku E. coli mpy TOMOIIM 9A€KTPOIIO-
pauun. PasjeaeHHple TIpM  IIOMOIIM  IyAbC-DAeKTpodopesa
¢parmentsr reHomHoit JHK yesoseka OblaM yriakoBaHBI B T010B-
K1 yactuil 6akreprodara P1. 3apaxenue Takumu (paroBpIMy Jac-
Tunamu mramMma E. coli, skrpeccupyioniero pekom6unasy Cre,
IIpUBEAO K BO3HMKHOBEHUIO SIIMICOMHBIX KONNII TeHOMa peKOM-
OmHaHTHBIX (paroseIx yacTuil. IToayueHnHas reHoMHas O1OAMOTEKA
cogepkaaa 15000 k10HOB co cpeaHuUM pa3mepom BcTaBku 130-
150 1.11.H. Tpuatats 4eTsipe KA0Ha OBLAM TMOPUAM3OBAHBI HA MI-
TOTHYECKNX XpoMocoMmax MetogoM FISH, mpu sTom He 6b110 BBI-
SABAGHO HU OgHOTO caydas xumepusma. IIpogoaxmureanHoe
KyABTUBUPOBaHNe OaKTepuil He BBIABIAO HeCTaOMABHOCTU BCTaB-
K1 Ha npyuMepe 20 KAOHOB.

VckyccTsenHsle xpomocoMsl OakTepuii (BACs) ocHoBaHbI Ha
F-¢axTope (Ppakrope PpepTnAbHOCTI) — HU3KOKOIIUITHOM I1Aa3MMU-
Ae, KOTopasi CyIleCcTByeT B OaKTepuaAbHBIX KAeTKaX B CyIlepCcKpy-
YeHHOII KOAblleBoll (opMe U MOXKeT BKAIOYaThb BCTaBKy AO
500 T.m.H. Penankanmsa ¢gakropa GpepTmAbHOCTU JKECTKO KOHTPO-
AUPYeTCs KAeTOYHBIMU MeXaHM3MaMM, YTO CyIIleCTBeHHO CHIKa-
eT ypoBeHb peKOMOMHAIINH B BIIIcOMax 9Toro poja. Kpome Toro,
renomHasa AHK Brnaa-qonopa HaxoAUTCs MPaKTUYECKN BCe BpeMs
B CyIIepCKPYYeHHOM COCTOSIHUM, CA€40BaTeAbHO BePOATHOCTDL He-
’KedaTeAbHBIX OOMEeHOB MeXXAy (pparMeHTaMM BCTaBKU TeOpeTu-
Jecky NMpubAarKaercs K Hyalo. Ilepsas Takas Omubamoreka Oblaa
roayJyeHa Ha ocHoBe BekTopa pBACI108L, Bkatouarorero ¢gpakrop
¢eptuarnoctu u cosN-cant. Pasmep BcTaBKu BapbupoBaa OT
10 20 300 T.m.H., cocraBasa B cpeaHeM 100 T.m.H. CTaOMABHOCTD
BCTaBK!M (1O MPU3HAKy COXpaHeHUs MPpOPUAs pecTPUKIIMOHHBIX
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¢parmenTos) noarsepkena B TedeHue 100 rmokoaeHns 6akrepu-
aABHBIX KAeTOK. IIpoBepka KAOHOB Ha XUMEPU3M MeTOAOM IUO-
puAM3anun in situ 1mM03BOAMAA OOHAPYKUTh TOABKO OAUMH CAy4Jail
obmeHa m3 28 caydariHO BBIOpaHHBIX TpaHcPOpMaHTOB. Jaab-
HeliIIe paboTHI C MICIIOAB30BAHMEM DTON OUOAMOTEKN TaKXKe I10-
KazaAy HU3KYI0 4YacToTy TpaHcAoKaumii. Caesyer OTMETUTH B
Cpe4HeM MEeHBIIYIO AAMHY KAOHMPOBAHHBIX (parMeHTOB B CHUC-
TeMaX VICKYCCTBEHHBIX XPOMOCOM OakTepuil II0 CpaBHEHMIO C
APOXCOKEBBIMU U OCHOBaHHBIMU Ha Oakrepuodare P1. Ognaxo
yKa3aHHBIE BBIIIIe HEAOCTATKU APOSKKEBBIX CIICTEM He IT03BOASIOT
M KOHKYpUpOBaTh C OakTepuaabHbIMU. lIpemmyiiectBoM ke
BAC-6ubanorex mnepes PAC-6mbamorexkamMm sBASETCSI OTHOCH-
TeAbHasl IPOCTOTA MX KOHCTPYMPOBAHMS: MICKAKOUAETCS VICIIOAb-
3oBaHue Oakrepuodaros, nepenoc gonopaon AHK mposoaurcs
py oMoy ooergHON TpaHcdopmaruu. Takum oOpasoM, orr-
TUMAABHBIMI CHCTEMaMI AAsl KAOHUPOBAHUS IPOTSKEHHBIX Te-
HOMHBIX IIOCAeJoBaTeaAbHOCTeNl 0Oosee 50 T.IILH. IpU3HAHBI
JICKYCCTBEHHBbIE XPOMOCOMBI OaKkTepuii, a 4451 pparMeHTOB MeHee
50 T.IL.H. (KOTOpbIe UMEIOT IIPENMYIIeCTBa AAs UCIIOAB30BAHUS B
HEKOTOPBIX JICCAEJOBAaHUSIX T€HOMOB) TAaKOBBIMU OCTAIOTCSI KOC-

MUABL.

6.4. IloAaumepasnas yennas peaxyus (IILIP)

IToanmepasnas uenHas peakuus (I1LIP) npumMensiercsa npu
HeoOXOAMMOCTY MHOTOKPaTHOTO YBeANYeHNs] MaAbIX KOHIJeHTpa-
LM OTAEABHBIX (PparMeHTOB HyKaAemHoBoi kucaotsl (AHK) B
O6moaornyeckoM Martepuade (oOpasne). I[Ipumenenne IILIP Ha-
CTOABKO MHOTOOOpPa3HO, YTO OAHO IlepeyliCAeHre CIIoCO00B IIpu-
AOXeHMsI DTOTO MeToda MOXKeT 3aHATh CYIIeCTBEeHHBII 00beM
TeKkcTa. B Haire Bpems B mpuHIIMIIe A100YIO ITOCA€10BaTeAbHOCTD
AHK MOXHO mMOAy4YuTh B IIperapaTMBHBIX KOAMYeCTBaxX 3Has

TOABKO 110 20-30 HyKA€0THAOB Ha ee rpaHNIIax.
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ITpyHIMII HOAMMEPa3HON LIEIHONM peaKuy 3aKA09aeTcs B
MHOTOKPaTHOM U30MpaTeAbHOM KOIMPOBaHUN (aMIIAMUKaIINI)
onpegeaénHoro ydyactka AHK, mposoaumom in vitro ¢ IoMOIIBIO
ocoboit AHK-rmoanmMepassl (HampuMep, noanMepassl taq), Bblge-
A€HHOI U3 DKCTpeMaabHO TepMOPUABHBIX OakTepuii (puc. 66).
Ocobast TepMOCTaONABHOCTD HTOTO (pepMeHTa MO03BOAsIeT IPOBO-
AuThb AeHatypaumnio asyHnutesoi AHK mpu 95 °C 6e3 motepu ak-
TUBHOCTM. YCAOBUA peakiuy IIOAOMpPalOTCs TaK, YTOOBI
aMIAnGUIpoBaAcs TOAbKO 3ajaHHblil pparmenT AHK 1 Toapko
B TOM cAydYae, eCAU OH IIPUCYTCTBYeT B lMccAeayeMoM oOpasle.
ITocae aenarypanun AHK xoporkue (18-30 H.11.) cuHTeTHYecKue
OAMTOHYKA€OTHUADI, HasblBaeMble IpaliMepaMi, IMOPUAMUBYIOTCS
AHK-maTpunent coraacHO NPUMHIUILY KOMILAEMEHTapHOCTU Iap
OCHOBaHMUII, uTO 00ycaoBAnBaeT crieruduaHocts ITLIP. Temmnepa-
Typa Ha 9Toun craguu 50-65 °C, TouHas TeMmIiepaTypa 3aBUCUT OT
I10CAeA0BaTeAbHOCTEN IIPaiMepPOB MICXOAS U3 MX HYKAOTUAHOIO
cocTaBa. DTa CTaAWs Ha3bIBaeTCsl OTXKUT man ruopuausanus. Ka-
KABIV 13 IIpaliMepOB KOMILAeMeHTapeH y4acTKy OAHOM U3 Lierein
ABYLIETIOYEUHOV MaTPUIILl ¥ OTPaHMYMBAET Hadyaao M KOHeL] aM-
nandunupyemoro ¢parMeHTa. 3aTeM TeMIepaTypy AOBOAAT A0
72 °C — ontuMyMa AAsi pabOTHl tag-moAnMepassl. DTO — CTaANs
noauMepusauun. JeHatrypanmuio, OTXKUI U MOAMMEPU3ALIIO
(kaxkaast IIPOBOAMTCS OT HECKOABKUX CeKYHJ, 40 IIOAYTOPa MUHYT)
noBTops10T 20-35 pas. Takum obpasom, uncao Konui amnandu-
1upyemMoro ¢pparmMeHTa yseAnduBaeTcs B 2" pas, I4e n — 4KCAO
IIMKAOB. 3aTeM peakI[MOHHYIO CMeCh MHKYOMPYIOT HeCKOABKO
MuHyT npu 72 °C, ytoObl IIoAMMepa3a CMOIAa AOCTPOUTH Heo-
II0AVMePU30BaHHbIe YJacTKM — CTagus DAOHTalMM. 3aKAIO4YU-
TeAbHasl CTagus — XpaHeHume — mnpoxoaut npu 4 °C.
Busyaamsammio pesyabTaToB OOBIYHO IPOBOASAT ITyTeM DAEKTPO-
¢opesa B araposHoM reae c okpackoir AHK ¢payopoxpomom sT1n-

AuyM Opomug, (puc. 67).
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Aasa anaansa skcnpeccun reHoB npuMenstoT PT-TILIP — mo-
AVMIMepa3HyIO LIelHyIO peakunio Ha Marpune KAHK, noayuennoit
myTeM oOparHo TpaHckpunuy MPHK.

C ncrioap3oBaHmeM crienmaabHbIX pudopos TP moxxHO
Ha0A104aTh B peXXKMMe peaabHOTO BpeMeHn (puc. 68). CyriecTsyer
HEeCKO/ABKO BapMaHTOB IIPOBeAeHMs Takol peakuyun. OAMH 13 HUX
— IIIIP, B XOTOpOJI B peakIIMOHHYIO CMeCh, IIOMUMO TpaAWUIIMOH-
HBIX KOMITOHEHTOB, A00aBAAIOT MHTepPKaAUPYIOMINUIl KpacuTeab
SYBR GREEN. CkaHupyiomuit Ay4d u3MepsieT ypoBeHb (pAyopec-
LIeHIMM KpacuUTeAs, CBA3BIBAIOIIEIOCs TOABKO C ABYHUTEBOMN
AHK, KoTopsIil npsiMO IpONOPLIMOHAAeH YMCAY KON aMILAK-
¢unmposanHoro ¢gparmenta. OnpejeseHne HoMepa I[MKAa, Ha
KOTOPOM ypOBeHb (pAyOpecIieHIINI A0CTOBePHO ITPeBBICUT (POHO-
BpIl (TOukM Ct), 1103BOAsIET IIPOBOAUTH KOAMYECTBEHHbIe CpaBHe-
Hust AHK B pasamunsix obpasnax (puc. 69). Ilockoasky aas
Ka’k40ro (pparmMeHTa CyIIeCTBYIOT CBOs TeMIlepaTypa JeHaTypa-
uun (rAaBAeHNus), HaAW4dMe TOABKO OJAHOIO IMKa Ha KpUBOM
IAaBA€HUs  CBUAETEABCTBYeT O CHelnu(UYHOCTM  peakIuy
(puc. 70).

Oranune ITHP ot mpouecca penamMkanumuy, IpoOXoAsIero B
KAEeTKaX >KMBBIX OPraHM3MOB, COCTOUT B TOM, YTO IIOAMMepa3Hast
Ile[THas peaklysl I03BOAAeT aMIAM(UIINPOBATh CPaBHUTEABHO
kopotkue ydactkn AHK (e 6oaee 3000 map ocHosanmit). Vic-
II0Ab30BaHNe CMeCH HeCKOABKNX IIoAuMepas, Hanpumep, Taq u
Pyu, mpu onpegeaeHHBIX yCAOBUAX IO3BOASET IPOBOAUTHL aM-
nandukanuio ¢pparmentos AHK aamuoir 2040 T.m.H., oAHaKO
9TU (pparMeHTHl BCé paBHO 3HAUMTEABHO KOpOYe XPOMOCOMHOIA

AHK syKapuoTndeckom KAeTK!.

128



1-31 MEN

15045'-:

3-1 uukn

T H A

S0-65°C

e - JIHK-matpina
ey - TpaiimMep

e - TIOMYMaTpiL

ey = AMTUTHGIL POBAHIBL
¢pam3:|r B

Puc. 66. Cxema ITLIP
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Puc. 67. Daexrpodoperpamma pesyasraros 1P (¢poro asr.)

o
B

Puc. 68. Amnandukarop iQ (Biorad). ITpubop moxeT ObITh MCII0Ab30BaH Kak Aas ITLIP
B peaAbHOM BpeMeHM, TaK U AAsl OObIuHON (KoHBeHImoHHOI) [P
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Puc. 70. ITpumepsl KpusbIx raasaenns npu TP B peaabHOM BpeMeHU
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6.5. Cexsenuposanue AHK

CexBeHIpOBaHNe HYKAMHOBBIX KICAOT — OIIpejeleHne 1x
IepBUYHON HYKA€OTUAHOM I10CAe40BaTeAbHOCTIL.

B nacrosiee Bpems 4451 ceKBeHMPOBaHM: IINPOKO MCIIOAD-
3yeTcs AUAE30KCUHYKAEOTUAHBII MeTO4, MAU MeTOJ «O0OphIBa
Lernn», paspadorannsiit ®. Conrepom B 1977 1. Jo Havasa cekse-
HuposaHns npoussodar IlIP-ammanduxanmio ydactka JHK,
110cAeJ0BaTeAbHOCTb KOTOPOIo TpeOyeTcs ONpeAeANnTh, C UCIIOAb-
30BaHMeM B KadecTse MpeAllleCTBeHHIKOB MOAEKYAbl AVAEe30KCUHYK-
aeosuarpudocdaros (aaHTD). Tlpn amaezokcuceKBeHMPOBaHUA
IIPOVICXOAUT TUOPUAMBALINS CUHTETIYECKOTO OAMTOHYKAeOTIAaA-
npanmMepa AAVIHOM 17-25 II.H., IIOCTaBASIIONIETO 3'-
TUAPOKCUABHYIO TPYHIy AAs MHUIIMALUMU CUHTe3a ILery, KOM-
II1eMeHTapHOJ MaTpulle, cO CrennpUIecKuM y9acTKOM OAHON
U3 llenell cekBeHMpyeMoro ¢gparmenra. PacTtBop ¢ mpaiimMepoMm
pacipeeasioT IO YeThIpeM IpoOupKaM, B Ka’KA0M 13 KOTOPBIX
Haxo4ATcs JeTbipe Ae3okcuHykaeotuga — AAT®, ALITD, aAI'TO n
ATT® (0auH 13 HUX — MedyeHBINl paAMOaKTUBHBIM M30TOIIOM) — I
0auH n3 4yetbipex 2',3'-AmAe30KcUHYKAe0TUAOB (AA4ATD, 2aTTO,
2ATT® man aallT®). 3aTeM IpOBOAAT OAMH IIMKA aMIAuQUKa-
uun. AnAe30KCMHYKA€OT!, BKAIOYaeTCs IO BCceM IMO3ULIMAM B
cMecH pacTyIIMX Liellell, ¥ MocAe ero IPUCOeAHeHNs POCT eI
Cpa3y ocTaHaBAMBaeTcs. B pesdyabTaTe ®TOro B KakAOM 13 YEThI-
pex mpoOMpoK oOpasyeTcs YHUKAABHBI HaOOp MOAMHYKAEOTH-
AOB pasHOl AAMHBL. B deTbIpex mpoOMpKax MOXKHO HaWUTH
nocaegosareapHoctTu AHK, paszangarommecs na 1 Hykaeortua.
Jasee B mpoOuUpkm A00aBASIOT popmMaMma A4 AeHaTyparun
¢parmentos AHK u mposoasTr saexrpodopes B IOAMaKpuia-
MIIAHOM TeJe Ha 4eThIpex AopoxkkaxX. Ilocae pasaesenms ¢ppar-
meHTOB AHK mposoasar paamoasrorpaduio, Kotopas I03BOASET
«IIPOYeCTh» HYKAEOTUAHYIO II0CAeA0BaTeAbHOCTh CeKBeHIPyeMOo-
ro cermenTta AHK (puc. 71).

B Hacrosmee Bpems AMAE30KCHMHYKAEOTHUABI MeTST 4e-
TBIPBMS Pa3HBIMU (PAYOPECIIEHTHBIMU KPAaCUTEASIMU U IIPOBOAAT
IILIP B oaHOIT TpoOupKe. 3aTeM BO BpeMsl 94ekTpodopesa B I10-
AVaKpUAaMUAHOM Te/e Ay4 Aasepa B OIpeJe]eHHOM MecTe reas
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BO30y>KAaeT (pAyopeclleHIMIO KpacuTeaell, U AeTeKTOp oIpeJe-
A51€T, KaKo¥l HyKAeOTN/ B HacCTOSIINII MOMEHT MUTpUpYeT depes
reab. CoppeMeHHbIe TTPUOOPHI UCIIOAB3YIOT AAsl CeKBeHMPOBaHIS
AHK xanmaaspueii saextpodopes (puc. 72).
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Puc. 72. DaexpodoperpaMma pesyAbTaToB ceKBeHuposaHus ¢pparmenra JHK.
BykBamu 0603HaueHBI COOTBETCTBYIOIINE HYKAOTHUABL: A — ajeHuH, C — IIUTO3UH,
T — umun, G - ryanus, cumBoa S 0003HayaeT BapuaHT
MOHOHYKA€OTHAHOTrO roanMopdHoro caiita (SNP) nuTos3us — ryaHnH

Puc. 72. Tenernuecknit anaansatop AB 3130 (Applied Biosystems).
ITpuGop MCIIOAB3YIOT AAs CEKBeHUPOBaHM:A I TEHOTUII POBAHIL
10 MOAEKYASPHBIM MapKepaM

133



6.6. Coopka cukeencoe 2eHOMO6

Mertoga, ApoOOBUKa (motran-
CeKBeHNPOBaHNEe/KAOHMPOBaHE) MOXeT OBbITh IPUMEHEeH AAs
cOOpKM CHKBEHCOB IIpOTsKeHHBIX ¢pparmenTos AHK, B ToM uncae
XpoMocoM 1 reHoMOB. B sTom caydae AHK cayudariHeiM oOpazoM
¢parmenTupyior. IloayyeHHble MeAKUe CETMEHTHI CEKBEHNUPYIOT
0OBIUHBIMU MeToAaMy, Hampumep MetoidoM CsHrepa. Iloayuen-
HbIe T10CAeA0BaTeAbHOCT IePeKPhIBAIOIINXCA CAyJallHBIX (ppar-
MeHTOB JHK cobupaior ¢ moMOIIbIO CrienaAbHBIX IIPOrpaMM B
04HY OOABIIYIO IOCAeA0BaTeABHOCTh. CyIIIeCTBEHHYIO TPYAHOCTD
pu cOOpKe MPeACTaBAAIOT IOBTOPSAIONIIMECs I10CAel0BaTeAbHO-
ctu AHK, Tak KaKk OHM MMeIOT y4acTKH IlepeKpbIBaHUs C 00Ab-
M 41CAOM JparMeHToB. /A5 TEHOMOB IPOKapMOT M HUBIINX
YKapMOT MeTOJ, ApOoDOBMKa OKaszaAcs MOoAXoAAImuM. I'eHom uge-
AOBEeKa COAEPKUT OTPOMHOE KOAMYeCTBO (DOABIIE ITOAOBVHEI)
pa3HOIo TUIa MOBTOPAIOMIMXCS IocAeoBaTeabHOCTell. IlosTomy
AASl TIOAy4eHNUs COBEPIIIEHHON cCOOPKI HeOOXOAVMO IIpUMeHeHVe
MNPOTSI>)KEeHHBIX TeHOMHBIX KAOHOB.

COopka mpy MOMOIIM IMPOTSI’KEHHBIX T€HOMHBIX KJAOHOB
IIPOBOAUTCS B HECKOABKO DTaIloB. BHauase HeoOXoAMMO cO34aTh
HECKOABKO T€HOMHBIX 010AMOTeK ¢ MoKpbITHeM 5-10 9KBUBaAEH-
TOB reHoMa (pa3a. 6.4). 3areM KAOHBI OPTaHU3YIOT B KOHTUIU
(puc. 73). KoHTUT — DTO COBOKYIIHOCTh B3alIMHO IlepeKphIBalO-
IIIVIXCSI TEHOMHBIX KAOHOB. /A5 cOOpPKM KOHTHUIOB OOBIYHO MC-
MOAB3YIOT T€HOMHOBII (pUHTepIIPUHTHHT. IroT METO,
nogpasymesaeT paspesanne JAHK-ka10HOB crienmaapHBIMI dep-
MeHTaMIl — pecTpuKTazamMu 1 010T-rudpuausanuio mo CaysepHy
C MCIIOAb30BaHMEM B KayeCTBe 30HAOB MIUHMCATEAAUTHBIX IIOCAe-
AoBaTeAbHOCTeN (HEOOABIINX ITOBTOPOB C IOBTOPSIONIENCS eAu-
HuIein 7 u 0oaee HyKAeoTnAOB, mMemomux 0oaee 1000 caritos
AOKaAu3aluuy B TeHOMe 4yeao0BeKa). B peayabraTe moaydaercs uH-
AVIBYAYaAbHBIN HA0OP IMOPUANIYIOIIUXCA C 30HAOM (PparMeHTOB
AAs Kaxaoro KaoHa. Ilpu »ToM coBliageHme AAMH HECKOABKUX
¢parmMeHTOB ABYX KAOHOB TOBOPUT O HAAMYMM yJacTKa ITepeKpHl-
BaHu:. IlonnapHoe omnpegeaeHne y4yacTKOB IepeKpblBaHUS ITO3BO-
AsleT  MOAYYUTb  KOHTHUI, COOTBeTCTBYIOLINII  AOCTaTOYHO
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IIPOTsKeHHOMY y4acTKy XpoMocoMmbl. 3atem metoaom FISH (pas-
4. 4.5) onipegeas10T A0KaAM3alMIO KOHTUTOB Ha XxpoMocome. I1po-
Ts>KeHHBble TeHOMHBbIe KAOHBI (PparMeHTUPYIOT € UCIIOAb30BaHNEeM
pecrpukra3. IloaydyenHrle mnocaegoBareabHOCTH AavHOM 500-
700 11.H. BCTpaBaloT B I11a3MIJHBIe BeKTOPHI. DTa IIpolelypa Ha-
3bIBAeTCs CyOKAOHMpPOBaHMeM. 3aTeM CyOKJAOHMPOBaHHEIE I10CAe-
AOBaTeAbHOCTU CEKBeHUPYIOT UM IIPM IIOMOIIM KOMIIBIOT@PHBIX
IIporpaMM COOMpPAIOT CMKBEHC BCErO I'eHOMHOTO KAoHa. O0bau-
HIB CMKBEHChI TEHOMHBIX KAOHOB, ITI0Ay4alOT CMKBEHChI KOHTUTOB,
a o0be AMHMB II0CAe HIe — CUKBeHChl XpoMocoM (puc. 74). Caeay-
€T OTMEeTUTh, YTO HEKOTOPBIe paifOHBl XPOMOCOM, COCTOSIIIIIE TIOUTH
VICKAIOYUTEABHO 13 IIOBTOPOB (HalpuMep, IIeHTPOMepHBIe paiiOHbI),
TeXHIYeCKM He I0AJal0TCsl KAOHMPOBAHMIO M CEKBEeHMPOBAHUIO U
00pasyIoT mpoOeAs! (T9IIbI) Ha KapTaX FeHOMOB.
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6.7. buounopmamuxa u cucmemnas 6uor0zUA

bruoundopmartnka mAM BBHUNMCAUTEABHAs OMOAOTUSA —
OAVH U3 pa3aeAoB OMOAOTUHU, IIPeAMETOM KOTOPOTO SIBASIOTCS
MOJEKYAsSpHBIe ITPOLlecChl, HO B AAaHHOM cAydae MCCAeA0BAHVII
IIPOBOASITCS He in vitro, a in silico, T. e. He B IpOOUpPKe, a IPU II0-
MOIIIV KOMITBIOTEPOB.

IToa 6uonHpOpPMaTUKOI MOHNMAIOT A1000€ UCIIOAb30BaHIEe
KOMIIBIOTEPOB 1 IIPOTPAaMMHOTO OOecriedeHs AAs aHaAu3a Ouo-
AOTMYeCcKNX AaHHBIX. Ha mpakTuke 4acTo 9TO MOHATHE Cy>KaeTcs
U BKAIOYaeT B ce0s1 TOABKO JCIIOAb30BaHIe KOMIIBIOTEPOB A4 00-
PpabOTK! DKCIIepMMeHTaAbHBIX AQHHBIX IO CTPYKType O1oAormde-
CKMX MaKpoMOAeKyAa (0eAKOB UM HYKAEMHOBBIX KICAOT) C IIeABIO
[IOAy4eHVs1 OM10A0TMYeCK) 3Ha4MMOT MHPOpMaLIL.

B OmomHdopmaTuKe MUCIOAB3YIOTCI METOABI IMPUKAAAHON
MaTeMaTMKM, CTaTUCTUKU U MHPopMaTtukin. Vccaeaosanms B 00-
AacTsax OnonHPOPMATUKN U CUCTEMHON OMOAOTUH 3a4acTyIo Iie-
pecekaiorcsi. OCHOBHBIE YCUANS MCCAeaoBaTeAeli, paboTaloIINX B
o61actu OnomHQPOPMATUKI, HallpaBAeHbI Ha M3ydeHle T€HOMOB,
aHaAU3 U IpeAcKasaHUe CTPYKTYpbl OeAKOB, IIpeAcKasaHue B3al-
MOAEVICTBIII Pa3AMYHBIX 0€AKOB APYT C APYIOM U APYTUMMI MOJAe-
KyZAaMI, a TakKe peKOHCTPYKINSI IIPOIIeCCOB DBOAIOLINI.

broundopmarnka momMoraeT y4eHbIM, JMCIIOAb3Ys I1OCAEA0-
BaTeapHoCcTn AHK, mporHosmposaTh CTPYKTYpPBHI M BO3MOJXKHBIE
PyHKIIUM KOAMPYEMBIX MMM OeAKOBBIX MOA€KyA, M TaKuM oOpa-
30M, CBA3bIBaeT TeHOMHBIE U IIPOTEOMHBIE IIPOEKTHI.

Beaunka poap OuonHdpopmMaTUKH B IIpoIiecce MapKUPOBAHIL
TeHOB U APYIUX 0OBEKTOB B ItocaegoBareapHocTy AHK.

DBOAIOLIVOHHASI OMOAOTUSI MCCAeAyeT IPOUCXOXKAeHUEe BI-
AOB U X pa3BUTHeE C TeueHNeM BpeMeHN. MeToArl OuonH$popma-
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TUKI aKTMBHO UCIOAB3YIOTCA OMOAOTaMU-DBOAIOLIVIOHICTaMHI
AASl pellleHns 11eA0T0 psija 3ajad:

e y3ydeHNe 5BOAIOLNM OOABIIOTO 4YucCJAa OPTAaHU3MOB,
BKAIOYas 9BoAONNIO Moaekya /HK, a He ToAbKO cTpoeHms nan
Jusnoaornu;

e CpaBHEHIe 1IeAbIX TeHOMOB, UYTO IIO3BOAsIET U3yJaTh TaKue
SIBA€HMS, KaK AyNAMKAIVs I TOPU3OHTAABHBIN IIEPEHOC TeHOB;

® IIOCTPOeHNe KOMIIBIOTEPHBIX MOJeAell MOIyAsSLNIl C Iie-
ABIO TIpeJCcKa3aH!s IOBeAeHIIsS CYICTeM BO BpEMEHIA.

CucreMHast 611040TMs BKAIOYAET B ceOsl 1IeABIN PsIA CyIIecT-
BYIOIIIMIX ¥ IIepCIIeKTUBHBIX HalpaBAeHNUil B Onoaorun. Cucrem-
HYIO O110A0TMIO MOXHO OIIpeAeANTh KaK MeXAUCHUIIANHAPHYIO
HayKy O >KM3HM, U3YYaIOIIYIO CAOXKHBIE B3alIMOAEVICTBUS B KU-
BBIX CMCTEMAX ¥ VICIIOAB3YIOIIYIO HOBBII I1I0AX0J, B OMOAOTUH: XO-
AV3M BMECTO peAyKIMOHM3Ma. 3ajadyaMM CUCTeMHOM O1moaornn
SIBASIIOTCSL JICCA€JOBaHNE U MOJAeAVPOBaHUE CBOVICTB CAOKHBIX
0110A0TIYECKIIX CUCTEM, KOTOpBIE HeAb3sl OOBSICHUTh CYMMOII CO-
CTaBASIIOIINX €€ CBOVICTB.

Aas Bepudukany co3gaBaeMbIX MoJdeAell cicTeMHas O1o-
Aorust paboTaeT C cCaMbBIMM Pa3AMIHBIMU TUIIAaMU DKCIIepUIMEH-
TaAbHBIX AAHHBIX, OIIMCBHIBAIOIINX KaK OTA€AbHbIE COCTABASIOIINE,
TaK U CUCTeMY B IleA0M. B crmcreMHOI O010A0TMM 9acCTO VICIOAB-
3yIOTCSI AaHHBIE, TIOAYJYeHHBIe B APYITX 0041acTsIX Omoaornu: 6uo-
xumny, 61odpusnke, MOAEKyAIpPHOV OMOAOTUN.

Broaornmyeckime cucTeMsbl SIBASIIOTCSI O4€Hb CAOKHBIMU 00b-
eKkTamMl. JAs MX OIMCAHMS UCIOAB3YyeTCs OTPOMHOE KOAMYECTBO
IIapaMeTpOB, IIepeMeHHbIX U YpaBHEHMI, a 3HaUUT, pa3BUTHE CO-
BPE€MEHHOII CUCTEMHOI OMOAOTMY HEBO3MOXKHO 0e3 MCII0Ab30Ba-

HMT KOMITBIOTEPHBIX TEXHOAOTUIA.
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Konmpoavnuvie 6onpocot u 3adanus

3aroaHuTe IMPOITyCKN B CACAYIOIINX YTBeP K ACHMSX:

1. C 1eapio pasmMHOXeHUs! (aMIANPUITUPOBAHIL) U TIOAY-
YeHMsI B UMCTOM BIJe TeX MAM MHBIX TeHOB, (PparMeHTHl ByKapuo-
tndeckorn  AHK  Moryr OBITh BCTPOEHBI B  CIelMaAbHO
IIOATOTOBAEeHHbIe DaKTepyaAbHble BUPYCHl MAU I1Aa3MIAbI, Ha3bl-
BaeMble

2. OrpeapHas KOAOHUs OakTepmii, KOTOpasi COAEPIKUT
I1a3M1Ay C BKAIOueHHBIM B Hee ¢pparmenTom JAHK geaoseka nan
APYTOIO >KMBOTO OpraHM3Ma, Ha3blBaeTCs ; HAOOP TaKuUX
GakTepuil, IIpeACTaBASAIONINII BeCh TeHOM Yea0BeKa MAU APYIOTro
>KMBOTO OpPTaHM3Ma, COCTaBUT

3. Cunraercs, 4TO MyTaluy, He HacJeJyeMble COIAacHO
npasuaaM Mengeas, IposIBASIOT U A0KaAn30Ba-

HBI, TIO-BUAVIMOMY, B FeHax OpraHeAA.

4. B renmax BBRICIIMX ®YKapMOT KOPOTKHNE CErMeHTBhI KOAM-
pyomen /JAHK, koTopble Ha3bIBaIOTCS , OOBIYHO pa3-
AeAeHbl AAVHHBIMM IIO0CA€40BaTeAbHOCTAMU  HEKOAUPYIOIIen
AHK, KoToprle Ha3bIBaIOTCS
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T'raea 7. TeHOMMKA

7.1. Ilonamus zeHOMUKU, MpaHCKPUNMOMUKY U npomeomMuxu

I'enoMmuka — HampaBAeHUe MOAEKYASPHON I'eHeTUKM, U3Y-
JaloIiee CTPYKTYPHO-(PYHKIIMOHAABHYIO OpraHM3aluio TeHOB I
TeHOMOB >KMBBIX OPTaHI3MOB.

I'enomuka cdopmuposasach Kak ocoOoe HaIlpaBAeHUe B
IIepuo/, CO3JaHMsl IePBBIX IIPOEKTOB 10 CeKBeHUPOBAaHUIO I€HO-
MOB HEKOTOPBIX BUAOB >KMBBIX Oprann3mos B 1980-1990-x rr. Ilep-
BBIM OBbILA IOAHOCTBIO CEKBEHIPOBaH reHoM Oakrepuodara P-X174
(5 368 1m1.1H.). DTO cOOBITHME TpOM3OIIA0 B 1977 1. B 1995 1. OB1A CeK-
BeHIpPOBaH reHoM Oaktepun Haemophilus influenzae (1,8 maH 1L.H.).
ITocae »TOro OBIAM TMOAY4YeHBI IOAHBIE CHKBEHCHI T€HOMOB ellle
HeCKOABKIX BUAOB, BKAIOYas reHoM deaoseka (2001 r. — mepBbiit
yepHoBOU BapuaHT, 2003 r.— mepBbIit 3aBepIleHHbIN peans). ITo-
cAeaHUII MO BpeMeHM peans — 37.1 — omyOAMKOBaH B aBIycCTe
2009 r. B Hem anHOTHMpOBaHO 34533 reHa. XoTeA0Ch OBl OTMETUTE,
4TO pas3BUTNEe TeHOMUKM CTal0 BO3MOXKHO He TOABKO Oaarogapsi
COBEPIIIeHCTBOBAHMNIO OMOAOTHMYECKUX U PUBUKO-XUMUIECKUX Me-
TOAOB, HO U MOsBA€HUIO 0OAee MOIITHOM BBIYMCAUTEABHON TeXHU-
KI, KOTOpas II03BOAMAa pabdOTaTh C OTPOMHBIMM MacCUBaMMU
AaHHBIX 1 0o0Jee COBEPIIEHHOIO ITPOTPaAaMMHOIO OOecITedeHNs].
IIpOTs>KeHHOCTh TEHOMOB Y >KMBBIX OPTaHM3MOB OY€Hb 4acTO W3-
MepseTcsd MHUAANapAaMU IIap OCHOBaHMI (TeHOM yeAoBeKa CO-
crout u3 3 MApA I. H.), YTO IIpearioAaraeT HeoOXOAMMOCTb
IIPUMMEHEeHMsI CYIIeCTBeHHBIX KOMIIBIOTEPHO MOIITHOCTeN AAs
a/eKBaTHOI 00pabOTKI codepsKalteiics: B HuX MHpopMaIum.

CrpyKkTypHas reHOMMKa — pa3jea IeHOMUKH, M3y4daloIuii
CTPYKTYpy TeHOB 1 reHoMmos. Ocoboe BHMMaHMe yAeAseTcsl BHYT-
peHHeMy CTPOEeHUIO I'eHa, COCTaBy M paclOAOXKEHUIO peryasTop-
HBIX I10CAeJ0BaTeAbHOCTeN, OCOOEHHOCTAM  MOAEKYASPHOI
OpraHu3aluy XpOMOCOM U XPOMOCOMHBIX pPaliOHOB, OOIIUM
IIPUHLNIIAM CTPYKTYPUPOBaH: II0CAeA0BaTeAbHOCTEN TeHOMOB.

dyHKIIMOHaAbHAs TeHOMMKA M3ydJaeT MeXaHM3MbI pabOThI
TeHOB U APYIMX (PYHKIIMOHAABHO aKTUMBHBIX D1€MEHTOB ITeHOMa.
IIporeccel ®KcIpeccuy IeHOB U ee peryAsnuy IIpU IOMOIIN
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0AM3KMX U yAaAeHHBIX DA€MEHTOB IeHOMa HaXOAATCA B IleHTpe
BHUMAaHI: 9TOM AVICUMUILAVHEL.

CpaBHnTeabHas (9BOAIOIMOHHAsA) TeHOMUKa — pasgea re-
HOMMKH, IPeJMeTOM KOTOPOIO SBASIOTCS ®BOAIOLMOHHBIE OTHO-
IIleHNs1 TeHOB U TeHOMOB. Bompochl romoaornm (ob1iHOCTH
IIPOMCXOXKAeHMs ABYX UAU OoJee CTPYKTYp), DBOAIOIIMOHHOIO
KOHCepBaTM3Ma U AUBepreHIuM (pacxoXX4eHus B IIpoliecce DBO-
A10UMn) HanboAee XapaKTepHBI 4451 9TOTO pasjeaa.

TpanckpunroMmuka — Kak caedyeT 13 ee Ha3BaHUA — HayKa O
TpaHCKPUIITOME.

TpanckpunToMoM Ha3bpIBalOT COBOKYIHOCTh BCeX TpaHC-
KPUIITOB, KOTOPble CMHTe3UPYIOTCS B OAHON KAeTKe VAN TpyIIIie
kaetok (B Tom uncae MPHK u nexoaupyiomume PHK). ITonstne
«TPaHCKPUIITOM» MOKeT 0003HaJaTh IMOAHBIN HaOOp TpaHCKPUII-
TOB, CMHTE3UPYEMBIX B JaHHOM OpTaHM3Me, UAU CrelnuIecKmit
Habop TpaHckpunrTos (Moaekya PHK), mpeacrasaenHslit B KaeT-
Kax oIlpejeAeHHOIO THIIa.

Ecau reHOM y Bcex KAeTOK O4HOM AMHUMU, KaK IIPaBIAO,
OAMHAKOB, TO TPaHCKPUITOM MOXKET OBITh BechbMa M3MEHYNB U
3aBMICUT OT YCAOBUI OKpy»Kamomiein cpeapl. llonsTme «rpaHc-
KPUIITOM» OTpa’kaeT MpoduAb DKCIIPeCCUM TeHOB B AaHHBI MO-
MeHT BpeMeHl, IOCKOAbKY BKAIO4aeT B ceOs Bce TPaHCKPUIITHI
AaHHO KAeTkn. Hanboaee yacTo B sKcriepuMeHTax 0 M3y4eHNIO
TpaHCKpUIITOMa VICIIOAB3YIOT O1OoUNIIBI (MeTog
AHK-Mukpoappei1, II03BOASIOIINII  aHAAU3UPOBAThL  YPOBHU
TPaHCKPUIILIUMA AECATKOB TBHICSY IT'€HOB O4HOBPEMEHHO) M IOAN-
MepasHyIO 1LIeIHYIO peaklMIO B peaabHOM BpeMeHM, KOTopas I10-
3B0AsIeT JaBaTh TOYHYIO KOAMYECTBEHHYIO OIIeHKY SKCIIpeccun
OTAeAbHBIX reHOB. CyIecTByIOT Oa3hl AaHHBIX 11O MPOPUAIM DKC-
IIpeccuM THICSAY IeHOB B Pa3AMYHBIX OpraHax M TKaHAX IIpU pas-
HBIX BO34eVICTBISIX (narpumep,
http://www.ncbi.nlm.nih.gov/guide/genes-expression).
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IIpoTteomMuKka — 9TO HayKa, M3y4aronias OeAKN U MX B3aIMO-
AEVICTBIA B XKMBBIX OpTaHM3MaX. YuéHble, paboTaomniye B 004acTu
IIPOTEOMMKH, VICCAEAYIOT OMOCUHTE3, IIOCTTPAHCAAIIMOHHbBIE MO-
Anduxanumy, B3aUMOAENCTBUA OeAKOB APYT C APYIOM U C APYIU-
MU BellleCTBaMI.

Beakn cayxaT AAs BBIIIOAHEHMSI OTPOMHOTO 4mcAa (PyHK-
LM B OpraHM3Me, TaKIX, HallpuMep, Kak:

¢ sH3UMHas (pepMeHTHasA). MHOIMIe 6eAKI cAy>KaT KaTaau-
3aTopaMu OMOXMMIYECKNX peaKIlNii, IIPOTeKaIOINX B JKMBBIX Op-
raHm3Max;

e TpaHCcTIOpTHas. HekoTopsle ©Oeaky, Takme Kak IreMOTAO-
OuH, TpaHCcpeppUH U Ap., HEPEHOCAT pa3AUIHBIE BelllecTBa OT
OAHUX KAeTOK, TKaHell 11 OpTaHOB K APYTUM;

e CTpyKTypHas. bBeaku BxoasaT B cocTaB I104aBASIONIErO
0OABIINHCTBA CTPYKTYPHBIX KOMIIOHEHTOB KAETOK U TKaHell >KI-
BBIX OpraHn3mMosB. Hammpumep, KoA4areH 1 ®1acTyH 00eCIIeanBaoT
(p1OpPO3HYIO OCHOBY COeAMHNTEABHBIX TKAaHEe Y JKMBOTHBIX;

e pesepBHasl (3amacHas) HexoToprle Geaky, Takne Kak Kase-
UH, SIBAAIOTCS TAaBHBIM MICTOYHIKOM aMMHOKWCAOT AAsl OpTaHM3-
MOB AETEHBIIIIEN MAEKOIMUTAIONIIX;

e peryasaTtopHas. I'opMOHEI, IpMHUMaIOLINE ydacTue B pe-
TYASUMY MHOTUX IIPOIIeCCOB, IIPOTeKaIOIINX B >KMBOM OpPTaHN3-
Me, IIO CBOENl XMMIUYEeCKOI IpupoJe sIBASIOTC OeaKaMu;

e pertenitopHasi. CyIecTByIOT 0OeAKM, BCTPOEHHBIE B MeM-
OpaHbI KA€TOK, KOTOpBIe pacIO3HAIOT XMMMYECKVe CUTHAABL, IIe-
pedaBaeMble APYTUMU KAe€TKaMU;

e MoTopHas1. CokpaTuMble OeAKH, TaKie KaK MIMO3UH, KOTO-
PpbIit urpaet 60ABIIYIO POAb B ABVMXKEHUN MBIIIILI;

e 3amuTHasA. beakaMm sBAAIOTCS aHTUTeAa, KOTOpPBIe 3a-
IIMITAIOT OPTaHU3M OT 00Ae3HeI.

Beaky cuHTe3MpYyIOTCS yepe3 MocpeAHNKa — PUOOHYKAEN-
HoBy10 Kucaory (PHK), crpykrypa koTopoit olpeseasercs IHO-
caeaoBaTeapHocTeiO AHK. ITponecc peaamsanym reHeTndecKkom
napopMmarun o crpykrype 6eaxa nay PHK HasbiBaeTcs skcmpec-

cueri. Moaekyasl 0eAKOB IpeAcTaBAsieT COOOM BBICOKOMOAEKY-
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AsIpHBIe OpraHnyecKye BelllecTBa, COCTOsAIINe U3 OAHON MAU He-
CKOABKMX aMMHOKMCAOTHBIX Liertodek. Ilopsiaok, B KOTOPOM BBI-
CTpaMBaIOTCsl aMMUHOKMCAOTBI, AMKTyeTCs I10CAeA0BaTeAbHOCTBIO
Hykaeotuaos B AHK.

Hanboaee kpymHOe AOCTVKEHUE ITOCA€AHUX AeT — KapTu-
poBaHMe reHoma uveaoBeka. Ilo gaHHBIM moOcaeaHero peamsa
(37.1 ot aBrycra 2009 r.) B ayrocomax Haxoautcs 32593 reHOB, B
I10A0BBIX XpoMocoMax — 2003 reHa 1 B MUTOXOHAPUAX — 37 T€HOB.
Koanyectso 6GeaAKoB B 4yea0BeYeCKOM OpraHU3Me IIPUMEpPHO B
10 pa3 Ooabire koamdecrsa reHoB. [lo oreHKaM OOABIIMHCTBA aB-
TOpoB, uX HacuurtbiBaercsi ©Ooaee 300 000, a umcao Oeaok-
0eAKOBBIX B3aIMOAEIICTBMII ¥ BOBCE He II044aeTcs IIOACYeTY.
Hanboaee mssecTHas Oasa AaHHBIX IO IPOTEOMMKE Yel0BeKa:
http://www.ncbi.nlm.nih.gov/protein.

Mmorne 001e3H1 MOTYT OBITH IIPOCAEKEHHI A0 M3MEHEHNI],
IIPOVICXOAAIINX Ha ypoBHe Oeakos. K mpumepy, mMsBecTHO, 4TO
IIpU CepIIOBUAHOK/AETOUYHON aHeMUM aHOMAaAbHBIN OeA0K remo-
r100MH BBI3BIBAET M3MeHeHre POPMBI KPacHBIX KPOBSIHBIX Teell.
AHOMaAbHBIE HPUTPOLIMUTHI UMEIOT ceproBugHyio ¢opmy. Cep-
IIOBUAHOKAETOUHAsl aHeMusI 0OycCAOBJAeHa MyTallueli, IIPUBOAS-
el K 3aMeHe TAyTaMMHOBOJ KMCAOTHI Ha BaAUH B Oera-lienm
reMoraodomHa (remMora00uH S). D10 3aboAeBaHMe SIBASIETCSI KAac-
CHYECKVM IIPUMEPOM IPUCIOCOONTEABHOTO 3HAYeHNs MyTalluii
— TeTepO3UTOTHI 10 3aMeHe IAyTaMMHOBON KMCAOTBI Ha BaAUH B
OeTa-11erniu TeMOTA00MHa 601€ee YCTOMIUBEI K MaAAPUY, TIODTOMY
JacTOTa ee BCTpedaeMOCTH BhIIIIe B TeoTrpadpuIecKiX palioHax pac-
MpOCTpaHeH! s MaAAPUITHOIO 111a3MOAVSL.

Yacro mocae cuHTe3a (TpaHCASALUM), AAs TOTO YTOOBI BBI-
MIOAHATDH OIIpejeAeHHble (PYHKIIUM B OpTaHU3Me, OeAKU TpedyIoT
Moaudukaruy. Hanpumep, Oeakn, KoTopsle BBI3BIBAIOT 00pa3o-
BaHIe KPOBSIHBIX TPOMOOB, OCTAIOTCsS HEaKTUBHBIMU A0 TeX IIOp,
IIOKa He IIpeTepIieBalOT COOTBETCTBYIOIINMX M3MeHeHnit. CaeaoBa-
TeABHO, HeIpaBUAbHAsA IIOCTTPAHCAAIIMOHHAA MOAUQUKALI
TakKe ABASeTC IPUYNHON HeNPaBUABHOTO (PYHKIIMOHVPOBAHII

0eAKOB.
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[TprunHa MHOTMX 3a00A€BaHNIT Yea0BeKa — MOAMpUKaIIII
0eAKOB 1 M3MeHeHIs XapaKTepa X B3auMoJeicTsuil. PesyabpraTs
nccAeA0BaHMII B 004acTy HPOTEOMUKM B IOCAeAHMe TOABI BCe
Jalle MPUMEHSIOTC] B OmodapMakoAOrny, KOTopas IloAydnaa
6aarogapst TOMy HajeXXHbIl TeopeTndeckuii pyHaament. Cero-
AHs1 Ooaee 95 % Bcex MMeEIOIIMXCS Ha pbhIHKe JAeKapCTBEHHBIX
CpeACTB OKa3hIBaIOT CBOe AelicTBIe MMeHHO Ha Oeakn. CucreMHble
II0AXOABI IMPOTEOMUKM IIOMOTalOT ropasao »¢pdexTusHee MAeH-
TUQUIMPOBATh U OIIeHMBATh HOBLIE IleAeBble OeAKM, a cAeloBa-
TeAbHO, YCKOPUTD Pa3dpaObOTKy HOBBIX AMAarHOCTUYECKUX CUCTEM U
TepaleBTIYecKIX CPeACTB U cAeaaThb ux 0oaee 5PpPeKTUBHBIMU.

7.2. Ilosmopatowmuecs u ynukarvrote nocredosamervocmu JHK

ITocaeaoBaTeabHOCTH, OAHOKpPATHO IpeAcTaBAeHHbIE B re-
HOMe, Ha3blBalOTCA YHMKaAbHBIMU. Bo/ee 1OA0OBUHBI reHOMa 4e-
AOBeKa IIpeACTaBA€HO B Pa3HOIl CTeIlleHM IIOBTOPAIOIIVMMCS
110cAeJ0BaTe AbHOCTAMU 1A HosTopaMy. OHM MOTYT OBITh Ooee
1AV MeHee PaBHOMEPHO paclipejeleHbl 110 TeHOMY (AMCIIepCHbIe
IIOBTOPHBI) MAU OBITh IPUYPOUYEHHBIMU K OTJAEABHBIM palioHaM
XpOMOCOM (KOHCOAMAMPOBaHHBIe MOBTOPHI). K uncay nocaeanmx
OTHOCST TaK Ha3bIBaeMble CaTeAAUTHI — IOCAEeA0BAaTEABHOCTH, KO-
TOpBle MIpPU LEHTPUQPYIMPOBAaHUN B TpajyieHTe IIAOTHOCTU CO-
CTaBASIIOT OTAeAbHBIN NUK (puc. 75). VIx HasBaau careaanTaMm
(criyTHMKaMH), IOTOMY 4TO COOTBETCTBYIOIIMII MM IMK Ha TIpa-
(JuKke comyTCcTByeT OCHOBHOMY. Y 4ea0BeKa, KaK U y BCeX MAEKO-
nuTamonnx, careaantHas AHK oboramena AT-mapamu u nMeer
MEHBIIYIO I1AaBy4yl0 IIAOTHOCTh IIO CpaBHEHMIO C TOTaAbHOI
AHK. B npuneHTpoMepHBIX palfOHaX BCeX XpOMOCOM 4YelO0BeKa
npucyrctsyeT aabda-careaantHas AHK man aasdponanas AHK,
uMelomas AAMHy HoBTopsomerncs eauanuubl 171 m.H. OHa ABAs-
€TCs OCHOBHBIM CTPYKTYPHBIM KOMIIOHEHTOM LIEHTPOMepBl U
gopMupyeT HpuUIleHTPOMEPHHII TeTepoxpoMatuH. Hekoropsie
pasanunsi MO HYKAEOTHAHON I10CAeA0BaTeAbHOCTM B pPa3HBIX
XpOMOCOMax I03BOASIOT MCHO0Ab30BaTh aabdpouanyio AHK B ka-
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gecTBe XpoMocomoctenuduyeckoro 3oHAa Aas1 FISH (Hampumep,
IIpy I[peHaTaAbHOV AMArHOCTVKE Ha UHTep(dasHBIX KAeTKax).
BerpeuaeTcst MHAMBUAYAaABHBIN TOAMMOP(U3M UICAa ITOBTOPOB
aapponanon AHK, xHe mmerommit (peHOTUIIMIECKOTO IIPOsIBAE-
Hus. bera-cateaantnas AHK, umeromas 4anHy HOBTOPSIOLIEIICS
eAVHMLBI 68 II.H., IIPUCYTCTBYeT B LIeHTPOMepHbIX paioHax HSA
1,9,13,14,15,21,22u Y.

OCHOBHOJ MK

CareymTHas JHK

OnTiyeckast MI0THOCTh

1 | | |
1,71 1,70 1,69 1,68

IInaByyas nnoTHOCTH
Puc. 75. Careaautnas AHK

Careaant 1 (aamMHa moBTOpSIONIENCS eAHULB 25-48 11.H.)
AOKaAM30BaH B TeTepOXPOMATMHOBBLIX palloHaX OOABIINHCTBA
XxpoMocowm, cateaauTsl 2 (5 m.H.) 1 3 (5 1I.H.) MOTYT OBITh BBIAB/eE-
HBI IIPaKTUIECKN BO BCEX XPOMOCOMaX.

CareaauTsl IIpeACTaBASIOT cOOOV TaHAEMHBIE ITOBTOPBI
(puc. 76) — moBTOpSIIOIINECS € AVHULIBI CAAYIOT APYT 3a APYIOM I
OAVHAKOBO OPMEHTUPOBAHBL. B MHBEpPTMpPOBaHHBIX IIOBTOpax
€AVHIIIBI OPMEHTVPOBAHBI B IIPOTUBOIOAOXKHBIX HaIlpaBAEHIAX
(puc. 77)
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Puc. 76. TanaeMHBIII ITOBTOP

AJTITATLT T L L T 1L T 3 A

Puc. 77. VInBe pTMpOBaHHBII IIOBTOP

Kpome kaaccmuecknx caTeAAUTOB B TeHOMe yeAOBeKa Ipu-
CYTCTBYIOT MUHM- I MUKPOCATE€AANUTEI.

MunncateAanTsl — TaHAEMHBIE OBTOPSIONIINECs 0CAeA0-
BaTeAbHOCTN C eauHuuern 10-60 I.H., MMelOLIeN ILeHTpaAbHBIN
motuB ITTTIAITA*T. Ouu aokaauzoBaHsr 60aee yem B 1500 cari-
Tax U OTAMYAIOTCS 3HAUNMTEABbHON BapyaOeAbHOCTBIO 13-3a 4acTO
IIPOVICXOASIIIETO HEPaBHOTO KPOCCHHIOBEpPa, YTO, COOCTBEHHO, Xa-
pakTepHO AAs BCeX TaHAEMHBIX MOBTOpoB. [lpm ©Oa0T-
ruopuausanuu rno Caysepny ¢pparmentuposansoin AHK ¢ munn-
CaTeAAUTHBIMU 30HAAMU BBISBASETCS MHAMBUAYAAbBHBIA PUCY-
HOK — TEHOMHBII (PUHTEPIPUHT, KOTOPBHII MOXKET OBITh
ICIIOAB30BaH AAd UAEHTU(PUKAIUU AUMIHOCTY VM YCTaHOBAEHU:
OTLIOBCTBa (puc. 78).

|

Puc. 78. ITpumep reromuoro ¢punrepnpunra (poro Science Photo Library)
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MukpocareaanTsl — KOpOTKME TaHAeMHbIe IIOBTOPHI C AAU-
HOJ TOBTOpsAIOIeiica eAuHuubl 1-6 mH. Oranyaiorcs 3HauM-
TeABHBIM MNOAUMOPPU3ZMOM U OOABIINUM YMCAOM PaBHOMEPHO
paciipejeseHHBIX IO TeHOMYy A0KycoB (okoao 100000). Dtu ob-
CTOATEALCTBA CAeAaAM MUKPOCATeAAUTHl YHUBEPCAAbHBIMU Map-
KepaM; AAsl TeHeTUYeCKOTOo KapTUpOBaHUs:A, UASHTUPUKAIIUN
AVYHOCTHM, yCTaHOBAeHUs poacTBa. [lockoabKy MMKpocaTeAAnUThI
uMeloT npueMmaeMmyio Aas INP-amnangukanum 4auHy U € ABYX
cropoH ¢aaHKMposaHbl yHuKaabHOM AHK (r4e MoxxHO pacrioao-
JKUTh UHAUBUAya/AbHble IIpaiiMepsl), Ipoliedypa OIlpeseAeHmns
aaaeaell TaKUX MOAUMMOPQHBEIX MapKepoB JOCTaTOUYHO IIpOCTa U
noajaercs apromaTtusanuu (puc. 79). Vicrioansys pasuble ¢payo-
POXPOMBI, MOKHO OAHOBPEMEHHO B OAHOIl ITpOOMpKe aHaAMU3M-
poBaTh TOAMMOPPU3M Cpa3y HECKOABKMX MUKPOCaTeAAUTHBIX
AOKYCOB. AHaAM3 AAUH aMIAUQUIMPOBAHHBIX (parMeHTOB
OOBIYHO IPOBOAAT IIPU MOMOIIY KalMAAAPHOTO AeKTpodopesa
C Aa3epHBIM CKaHMPOBAHMEM, YTO IO3BOASET BBIABUTH Pa3ANdls
AO OAHOTO HyKA€OTHAA.

Mate @

PefieHok E
Bl

Puc. 79. PesyabraTl aHaAu3a AAUH aaleleit

OTey,

OAHOTO MMKPOCaTeAAUTHOTO A0KYyCa B ITpejeaax CeMbU
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K xoHCOAMAMPOBAaHHBIM IIOBTOpPaM OTHOCAT TakKXKe TIeHbI
pPHK, obpasyiomme KaacTepsl (IPyHIIbI MOBTOPSIOITUXCS eAu-
HIII) B palioHaX BTOPUYHOM IePeTsKKM KOPOTKOTIO I11e4a XpPOMO-
com rpynmst D (HSA 13-15) u rpyniet G (HSA 21 n 22).

B oTanmune oT KOHCOAMAMPOBaHHBIX IOBTOPOB AVICIIEPCHBIE
IIOBTOPHBI PacIIOA0>KeHbI II00AMHOYKe, B Pa3HBIX yJacTKaX reHOMa.
Ogna u Ta >Xe MOBTOPSIONIAsCSA eAMHNIIA MOXKeT HaXOAUTLCS B
ThICAYAX Pa3AMYHBIX caliToB. K aucriepcHpIM IOBTOpaM OTHOCAT
rensl TpaHcrioptHolt PHK — TpaHCIIO30HBEI 1 IIC€BAOTeHBI, He CO-
Aep>Kalllyie MHTPOHOB KOIIMM TeHOB, KakK IPaBUAO, BO3HMKIIVE
IyTeM oOpaTHO TPaHCKPUIILINIL.

Vs ymncaa TpaHCIIO30HOB B TeHOMe yel0BeKa Hanboee -
PpOKO IIpeAcTaBAeHbl AAMHHBIe UHTepcrepcHble oBTOpHI (LINE) —
850000 xormit u 21 % reHoma, KOpOTKMe MHTepCIepCHbIe TTOBTO-
px1 (SINE) — 1500000 xommit n 13 % reHoma, peTpOTpaHCIIO30HbI C
AanHHBIMUI KOHIIeBIMU oBTOpaMu (LTR) — 443000 xormit u 8 %
reHoma, 1 AHK-Tpanciozonsr — 300000 xoruii u 3 % reHoMa.

K rpynmne LINE oTHOCAT 1mocaea0BaTeAbHOCTU AAMHOM OKO-
20 5 T.ULH., KXOTOphle cogep>kKaT IIpOMOTOp, Y3HaBaeMBbIN
PHK-noanmepaszoit II, ren o6paTHON TpaHCKpUIITa3hl ¥ MHOTJA
reasl PHKaszer H. Ha 3’-koHIle HaxoanTCsI curHaAa rnoamaaeHmnAn-
posanusa (AATAAA) n noanA-xsoct. Y yea0BeKa IMeeTCsl TOAbKO
oaHo cemericTBo mosTopos LINE - L1.

Kopotkne nnrepcriepcusie nosrops! (SINE) mpeacrapasior
coboit nocaegosareabHocTu 4o 500 ILH. 1 cogepKaT oOpaTHbIe
Tpanckpuntsl pparmenTtos TPHK, pPHK u MmaPHK. ¥ npumaros,
B TOM 4liCJe M y YeaoBeKa, 3HaunTeabHas 4yacTh SINE mpeacras-
AeHa Alu-mosropammy, umeomumu Aanzy 280 ILH. U He cojep-
KalllIMI TeHOB.

Ha puc. 80 mpusegena cxeMa KaaccupyUKalyy YHUKaABHBIX
U IIOBTOPSIOIINIXCS TTOCAeA0BaTeAbHOCTelA.
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Puc. 80. ITosTOpsiommecs mocae40BaTeAbHOCTY TeHOMa YeA0BeKa
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7.3. Komnosuyuonnas zemepozeHnocmo

Heoanopoanocrs  pacnpegeaenusa 1o renomy I1I- m
AT-oOora1reHHBIX paliOHOB, APYTUMM CAOBaMM, KOMIIO3UIIVIOH-
Has rereporeHHocTs AHK — ogHa 13 HanbOoaee Ba’KHBIX XapaKTe-
PUCTUK MOAEKYASPHOM OpraHM3aliyi TeHOMOB.

boaee copoka aet Hasag bepHapan u coTpyAHUKM IIpU HcC-
cAesoBaHUM TeHOMa MM Mus musculus OOHapy>XMAM, YTO
komriaekc AHK u cepebpa MoxkeT OBITH paszdeseH C IMOMOIIBIO
PaBHOBECHOTO ILeHTpUQYIUPOBaHNI B TIpaAleHTe ILA0THOCTHU
Cs2S04 1o vacrtoTe carnros Ha Moaekyae AHK, csaszasmmx cepeb-
pO. DTO OTKpBITHE II03BOAMAO C BBICOKOM TOYHOCTBIO Pas3AeAsTh
AHK Ha ¢paxun. JdaasHerinee usydenne stux ppaxumin AHK
NPUBEAO K OTKPBITUIO YeTKOV KOMIIO3UIIMIOHHOM TeTepOreHHOCTI
AHK. Komnosunmonno romorenssle cermentol /JAHK, nmpunaa-
AesKarye K HeDOABIIOMY 4ICAY CEeMEVICTB, pPa3AUJaloIIyXcs 110
IAaBydell MAOTHOCTM, OBLAM Has3BaHBI M3oxopamu. PpaxioOHN-
posanne AHK 1o maasydeil IAOTHOCTM HpU LIEeHTpUQPYTUpOBa-
Hum pparmenTos AHK B rpaanente Cs2SOs (1am caxapo3sbl) ObLA0
BBISIBAEHO y OOABIIOIO 4McAa BUAOB KMBOTHBIX. DTO OTpa’kaer
rereporenHocts JAHK mo nHykaeotmgHomy cocrasy: AT-OoraTsie
1ocAeJ0BaTe AbHOCTY 001a4al0T OOABIIIEN I1AaBydell IIA0THOCTBIO,
geMm ['TI-0oraTteie. OTHOCUTEeABHBIE KOAMYecTBa AHK B cemericTBax
130X0p (POpMUPYIOT TaK Ha3bIBa€MbII KOMIIO3UIIVIOHHBIN M30-
XOPHBINI TaTTEPH IeHOMa (Tak’Ke OH Ha3bIBAeTCsl TeHOMHBIM (peHO-
TUIIOM), T. €. XapaKTepHBII «PUCYHOK» U3 M30XOp, SABASIOLIMIICS
crenpUIHBIM A5 KaXKAO0TO OTpsIAa UAV ceMeliCTBa.

Y yesoBeka OBLAM BBISIBAEHBI ABa «/A€TKUX» CeMeNCTBa M30-
xop: L1 (1,698 r/cm3) m L2 (1,700 r/cM3), 1 TpU «TSKEABIX»:
H1 (1,704 r/cm3), H2 (1,708 r/cm3) 1 H3 (1,712 r/cm3). Y yeaoseka
cemerictBa L1 u L2 cocrasastior cBoimte 62 % Bcero renoma; H1 —

22 %, H2 — 9 %, cemerictBo H3 cocrasasier okoao 3 % reHoma.
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Hamnboablllee 3HaueHMe, ¢ TOUKM 3peHMS CTPYKTYPHO-
(YHKIIMOHAABHON OpraHM3aluy TeHOMa, IMeeT BOIIPOC O CBA3U
Pa3AMYHBIX CEMEIICTB M30XOP C KOAUPYIOIIMMHU IOCAeA0BaTeAb-
HocTssmMu AHK 1 ocobeHHOCTAMU MX ®KcIpeccun. B mepsuix uc-
CA€A0BaHIIX HTOTO BOIIpOca OBIAO MOKAa3aHO, YTO OOABIINHCTBO
n3 40 B3ATHIX B aHaAM3 TIeHOB YeAOBeKa pacIlOAOXKeHbI B
I'TI-OoraTeix cemericTBax. BrmocaeactBum aokaamsatiust in silico
(myTeM KOMIIBIOTEpPHOTO aHaamsa) 0ozaee 14000 reHOB yeaoBeKa
IpuBeAa aBTOPOB K TOMY >Ke CaMOMY BBIBOAY, I1034Hee IOATBep-
JKA€HHOMY Ha ellle OOABIINX BBIOOpKax KOAMPYIOMINX IIOCAEAO-
BareapHocTenr. Ha pmc. 81 mpeacraBaena  amarpamma,
AeMOHCTpUpYyIOllas pacrpeeleHre II10THOCTY TeHOB B KaXKA0M

3 CeMeVICTB M30XO0p y 4ea0BeKa.

50

40

IInotHoCTE
TEHOE
(umco resos
ua 1000 Tmm)
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Puc. 81. TIA0THOCTDH TEHOB B pa3AMYHBIX CEMENCTBaX U30XOP Y YeA0BeKa

BrisiBaeHye CBsA3M BpeMEHHBIX U MeXXTKaHeBBIX pa3ANduii
ypoBH: 9Kcripeccun reHos ¢ [1l-ypoBHeM, MHBIMM ca0BaMH, pac-
npejeAeHNs TKaHecHeI[npUIecKX reHOB I TeHOB JOMaIITHeToO X0-
3gJICTBA OTHOCUTEABHO M30XOP, SABASETCA He MeHee Ba>KHbIM

ACIIEKTOM XapaKTepUCTUKN Cl)yHKL[I/IOHaAbHOFO 3Ha4YeHI:sI KOMIIO-
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3UITMOHHOI TeTeporeHHoctu renomuoin JAHK. O6o0rmas gaHHbIE
II0 CTPYKType XpoMaTuHa I pacnpejeleHUIO TeHOB M M30XOp,
Ax. beprapau B 1993 1. mmcaa: «Cxopee Bcero, HarOOABIINIA
YPOBeHb TPaHCKPUILIMM BCTpedaeTcsl B cemelicTse m3oxop H3,
IIOCKOABKY TaM KOHIIeHTpalMsl TeHOB, IIpeXKJe BCero IeHOB J0-
MaIITHeTO XO3sICTBa, sABAsgeTcs HamboAabllel». ['umoresa o BbICO-
KOJ TPaHCKPUIIIMOHHOV aKTMBHOCTU T€HOB, AOKaAM30BaHHBIX B
cemerictBe H3, moarsep>kaasach 1 mccaeA0BaHMAMY HYKACOTUA-
HOTO KOHTeKcTa ctapToBbix AYI-xoaoHos. IIpusaeuenne gomoa-
HUTEALHOTO KPUTEPM:s — IIPOLIEHTHOIO COAep>KaHNs TyaHHa AU
LIMTO3MHA B TpeTbeM I1oaoXeHum kxogoHa (I'TI3-yposensn) — mo-
MuMo MoaspHoro otHomteHusa I'T] u AT (I'Ll-yposens) u cratu-
cTryeckmnit aHaaus nocaegosareapHocreit AHK 13 reHoMHbIX Oa3
AAHHBIX YeJ0BeKa I IIIopIeBoit Aarymku (Xenopus laevis) mo3so-
AVLAV YCTaHOBUTD, UTO TeHbI 4OMAaIIHero XO351CTBa

1) npeumymiectseHHO A0KaAn3oBaHbl B I'TI-6oraTeix cemeii-
CTBax M30XOp;

2) He cocTaBAIOT O0AbIINHCTBA reHoB B ['TI-6oraTeix cemeit-
CTBax M30XOp;

3) sBastoTcst He MeHee ['LIz-oOoralieHHBIMY, YeM TKaHecITe-
1¢uyeckre reHsl.

ITospiIeHHOEe CcoAep>KaHUe KOAMPYIOIIMX II0CAeAO0BaTeAb-
HocTell, 601ee BBICOKUII YpOBeHb peKOMOMHAIMM, 00ABIIIOe YNC-
20 T'TI-o0ora1reHHBIX KOPOTKMX MHTepcrecHbIX TOoBTOpoB (SINE) B
TsKeABIX M30XOpaX, B TO BpeMs KaK B AeTKMX A0KaAM30BaHO 3Ha-
YUTeAbLHO MeHbIlle TeHOB, HIKe YPOBeHb peKOMOMHAIIUM U HaXo-
AATcst  moutM  uckaounteapHo  I'Tl-obeanenHble  AAMHHBIE
nnrtepcriepcHsle 11osTophl (LINE), aaeT ocHoBaHme rosoputb 00
130X0paxX KaK CTPYKTYPHO-(PYHKIIMOHAABHBIX €AVHUIIaX OpTaHMu-
3anuy reHoMa. ['paHMIIbI MeXAY TSKeABIMM U AETKMMU M30XO-
paMu Ha HIpuMepe AeTaAbHO MCCA€A0BAaHHOTO B OTHOILIEHMU

KOMIIO3MIIMOHHOTO COCTaBa Ha MOAEKYAJPHOM YPOBHE KaacTepa
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reHos rucrocopmectumoct (MHC) uyeaoseka sABasioTcss Goaee
yeM KOMITO3UIIMOHHBIMM CTPYKTYpaMM — BpeMeHHBble T'paHMIIbI
peraukanum B ¢aze S KAETOYHOTO IMKAAa ITPaKTUIECKM TOYHO
COOTBETCTBYIOT (PU3NYECKUM TpaHNUIIaM A0KaAM3alliy U30X0p.

KommosunmnonHoe KapTuposaHue — 5TO M3ydeHMe paclipe-
AeJeHus 1O AAVHe XPOMOCOM pPa3AMJHBIX CeMeNCTB I30XOp.
Oco0OpliT UHTepec IpeacTaBAseT COOTHeCeHNe KOMITO3UIIMOHHBIX
U ITUTOTEeHeTUYeCKUX KapT XPOMOCOM, BBHISIBAE€HUE IPUYPOUYEeHHO-
ct $pakiuii n30Xop K MOpPoaornueckuM (IleHTpoMepa, Teao-
Mepa) n muroxummdeckuMm (G/R-6a0ku) mapkepam. Paszanuaror
«XPOMOCOMHO€» KOMIIO3UIIMOHHOe KapTHUpoOBaHMe (MeToAOM
ruopuan3anuu in situ pasAMdHbIX Qpakiiuii U30XO0p Ha XpPOMO-
coMax B npucyTcTsun Koukypupyiomieit /AHK, xotopas nossoas-
eT  HOoYTM  TIOAHOCTBIO  MCKAIOUUTL  HecrenupuIecKyio
TMOPUAN3aINIO IOBTOPOB) U «MOAEKYASIpHOE» — IIyTeM AOKaAl-
3anuy TeHOB BO (pakumax msoxop merogom IIHP mam 64ort-
ruopuausanunu rno CaysepHy.

Y MaexonmTaioniux OBLAO ITOKa3aHO HEOJHOPOJAHOe pac-
IpejeleHye pasHBIX ceMelicTs n3oxop. Camble «TsKeAble» U30-
xopsr H3 pacnoaoxensr B T-amckax (IpenMyIeCcTBeHHO
npureaomepHsle R-aucky, ¢ Hamboaee APKO BBIpa’kKeHHBIMIU
CTPYKTYpPHO-(QYHKIIMOHAABHBIMY XapaKTepUCTUKaMIU DTOM TPYII-
IIbI), KOTOpbIe XapaKTepu3yIOTcs HamOOAbIIell KOHIIeHTpalluein
reHOB, 0COOeHHO TeHOB JOMaIlTHero Xo3sicTBa 1 oHKoreHos. Ha-
6a104aeTcs oOmias TeHAeHIUs MPUYPOUYEeHHOCTM AerKux ¢pak-
1897071 K G-anckam (oTHOCKUTEABHO MHepTHbIE,
MIO3AHOPEeNAUITUPYIOIINeCs, BbIsABAseMble IIPU OKpalliBaHUN
KpacuteseM ['MM3bI), TAe 3HAUMTEABHO HIKe KOHIIeHTpaIius Tre-
HOB, yeM B R-auckax (oOpartHbple G-AMcKaM, paHOPeNAUIIUPYIO-
Iuecs,  OTHOCUTeABHO  (YHKIIMOHAABHO  aKTUBHBIE), U
PacIioA0KeHsl IIpeUMYIIeCTBeHHO TKaHecreruduyueckue TeHsl, a

TsKeAbIX 130X0p — K R-auckam. Tak, y yeaoseka T-gucku mpea-
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CTaB/AeHBl CaMBIM TsIKeAbIM cemelicTBoM msoxop H3 m wactmuno
cemericteamu H2 u H1, R’-aucku (R-auckm 3a mckamoueHreM 13
nx umcaa T-guckos) — cemerictsom H1l ¢ MuHOpHBIM y4dacTuem
cemericts H2 m H3 n cemerncreamn aerkux mszoxop L1 m L2, a
G-auckn — cemerictsamu L1 u L2 ¢ MuHOpHBIM KOMIIoHeHTOM H1.
Y A0MOBOII MBIV Ma>KOPHBIM KOMIIOHEHTOM T-AVCKOB sABASIOT-
cs1 m3oxopsl ceMerictea H2, R’-aucku npeacraBaeHbl ITpeuMyliie-
CTBeHHO msoxopamu cemerictsa H1 ¢ HesHaunTeABHBIM y4acTueM
L1 n L2, a G-aMCcK1 — IIOYTU MICKAIOUYMUTEABHO CeMelCcTBaMU Aer-
kux nsoxop L1 u L2. B uaTepdasHbIX sgpax 010 MTOKA3aHO IIO-
ASAPHOE OTHOCUTEABHO APYT Jpyra pacHoA0oXKeHue Haboaee
AeTKMX U Hauboaee TsKeABIX PppaKLNil M30X0p, U4TO, 10 BCell BU-
AVIMOCTH, OTpakaeT 6An30cTh Haboaee ['TI-OoraThIX TeA0MepHBIX
parioHos nHTep$asHbIX XxpoMocoM. Ha puc. 82 okaszaHo pacrpe-
Ae/eHIe U30X0p IO AAMHE XPOMOCOM deaoseka. ToHKoe dpusnye-
CKOe KapTHpOBaHIE M30XOp Ha IIpoMeTadasHBIX XPOMOCOMax
ye/0BeKa I103B0AMAO IOCTPOUTh KOMIIO3UIIMIOHHBIE KapThl BBICO-
KOTO paspellleHNs, COBMellleHHble C KapTaMy KOHTUIOB IIPOT:-
JKEeHHBIX TeHOMHBIX KAOHOB. Takume KapTol IIpeAcTaBAeHBl B CeTU
Nurepuer (http://bioinfo2.ugr.es/isochores), uto aaer BO3MOX-
HOCTb OBICTPO MOAYYNUTH KOMITO3MLIVIOHHYIO XapaKTePUCTUKY AIO-
6oro m3ygaeMoro paitoHa MAM (PpAAHKUPYIOIeil 061acTi 10001

I10CAe40BaTeAbHOCTN reHOMa 4eA0BeKa.
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Puc. 82. Pactipeaeaenue U30X0p IO AAMHE XPOMOCOM Ye10BeKa:

A.HSA1-10; b. HSA11-HSAY"

* Cm: Genome Researches. 2006. V. 16. P: 536-541.
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7.4. Opmoarozus u naparozus

IToaaraior, 4TO B XO4e paHHell HBOAIOIUN YacTO IIPOMCXO-
AUAU AYTIAMKAIIUY TeHOB, YTO IpUBeAO K OBICTPON AMBepTeHIINN
u crienmaaAnsanyy pepMeHTaTUBHBIX peaKlNii, OIpeAeAUBIIIX
pasHooOpasue Ku3HeHHBIX popM Ha 3emae. YBeaudeHue pasme-
POB TeHOMOB, BO3HUKHOBEeHVe HOBBIX (pepMEeHTaTUBHBIX peaKIIuii,
¢popmupoBaHme HMTOCKeAeTa, IOsIBAeHMe KOMILAeKCHBIX ITyTeil
MeTab0AM3Ma CYUTAIOT HPSMBIMU CAEACTBUSMM TeHHOW AyIAu-
KaIum.

IToHsITHE «TOMOAOTHS» MPUMEHSIOT II0 OTHOIIIEHNUIO K ABYM
CTPYKTypaM MAM IOCAeAOBaTeAbHOCTSAM (HYKACOTUAHBIM WUAN
aMMHOKICAOTHBIM), KOTOpBIe Pa3BUANMCh M3 OAHONM IpPeAKOBON
CTPYKTYpBl MAM IIOCAeAoBaTeAbHOCTH. YUTOOBI KaaccupuImpo-
BaTh pa3AM4HbIe TUIIBI TOMOAOTUM HIPUHATO MCIIOAL30BaTh Tep-
MUHBl  «OPTOAOIMSI» U «Hapadorusa». OpToaormyecKuMmu
Ha3BIBAIOTCSI CTPYKTYPBI MAM [OCAeA0BaTeAbHOCTU ABYX pa3And-
HBIX OPraHM3MOB, KOTOpble MHPOMU3OIIAU M3 OAHONM IpPeAKOBO
CTPYKTYpBl UAU I10CA€A0BaTeAbHOCTH, COBCeM He 00:3aTeAbHO
coxpansia QYHKIIUM MX IIpeAliecTseHHMKa. ITockoapky mpocae-
AUTDH 9BOAIOIIUIO CTPYKTYp MAM IOCAeJ0BaTeAbHOCTEeN Ha Hpak-
TKe He Bcerda IIpeACTaBAseTCsl  BO3MOXKHBIM, OOBIYHO
DBOAIOLVOHHBIN KOHCEPBAaTU3M CTPYKTYp MAU IOCAeJ0BaTeAbHO-
CTell CAY>KUT OCHOBaHMEM A5 TOTO, YTOOBI CIUTATh X OPTOAOTHU-
geckumu. Ilpumep oproaorum — [-1ernmm raoOuHa yeaoBeKa U
AoMOBOII MpImu. IIoHATHME «IIapaaorus» OTHOCUTCS K CTPYKTY-
paM 1AM IOCAeA0BaTeAbHOCTAM, BO3HUKIIUM B pe3yabTaTe AyTIl-
Aukaruy. OOBIYHO BTO IOHATUE IIPUMEHSIOT K TOMOAOTMYHBIM
CTPYKTypaM AU TIOCAeAO0BaTeABbHOCTAM B IIpejelax OAHOIO Te-
HoMma. Hampumep, [-1ierb rao6mHa yeaoBeka sIBAsI€TCs Iapalo-
TOM o-1IelM IA00MHa M MMOTrA00MHa YeAoBeKa, IOCKOALKY OHMU
BCe MPOM3OIIAN B pe3yabTaTe IOCAeAO0BaTeAbHbIX AYILAVMKALINIA.
Aas cepuii MapaAOTMYHBIX PaliOHOB, KOTOPBIe MOTYT CUMTaThCs
IIPpONCIIeAINTNMI OT OJHOIO IPeAKOBOTO paiioHa, MHpeAA0’KeH
TEPMUH «IIapaloroH». KomapasaoramMm Has3blBalOTCS T€HBI, HNPU-
Haj/JeXalyue K O4HOMY IIapaAOTOHY, He3aBUCUMO OT TOTO, SBAs-
IOTCSI AM OHU MeXXAy coboil mapaaoramMmu muam HetT. OOmumii
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IIpeAOK pPaliOHOB, BXOASIINX B OAVH IIapaJOTOH, Ha3bIBaeTCs
«IIPOTOIIaPaAOTOH».

JBa payHaa KpyITHOMACIITaOHBIX AYTIAUKALIVIL IPOV30IIAN
B XO4€e paHHell 9BOAIOLIMHY IT03BOHOYHBIX JKMBOTHBIX COTAacHO TaK
HasplBaeMol rumotese 2R (4pyroe HaspaHUe — MOJeAb «OAVH-K-
geTbIpeM»). CaeaoBaTeAbHO, KaKABII TeH JOAXKEeH OBITh IIpea-
CTaBAeH YeThIPbMSI TOMOAOTMYHBIMHU I10CA€AO0BATEABHOCTAMU B
KakgoM reHome. IIpomeccel amBepreHIuM U crelyaAm3aniiyn
MOTAU CYIIIeCTBEHHO M3MEHUTD CTPYKTYpHBIe U (PYHKIIMOHAAbHBIE
XapaKTepUCTUKI TOMOAOTOB, a AYNAMKALIVU U AeAeLIN — X YMC-
20. Haamume Ooapmioro umcaa mnapadoTMIHBIX HYKAEOTHMAHBIX
rocAaeAoBaTeAbHOCTeN, IIpeACTaBAeHHBIX ABYMs AN TPpeMsl reHa-
MM, CBUAETEeABbCTBYeT O BO3MOXKHOI MacCOBOIl IIOTepe IeHOB I10-
cAe  ABYX payHA0B  AyNAMKaIlMM B COOTBETCTBUU  C
BBLIIIEN3A0KEeHHO! IUIoTe3ol. /okaansanius B IlapaloroHax U
CXOACTBO IOCAeA0BaTeABHOCTEN ABYX MAM HECKOABKUX MOAEKYA
AHK MoxeT caAyXHUTb OCHOBaHUEM AAs IIOMCKa MX OOIIero
IpeAlliecTBeHHIKa, KaK 9TO IIOKa3aHO Ha IpuMepe TeHOB ceMelicTBa
WNT (romoaoros wingless-type reHoB 4p030(p111bI) UeA0BeKa.

Bompoc o ToMm, HackoapKo PpusmUecKas Kaacrepusanus (10-
KaAusaluus B OAHOM XPOMOCOMHOM palloHe) OTpakaeT (yHK-
LIMOHAABHYIO KAacTepu3aiuio HYKA€OTUAHBIX
Ioc/eA0BaTeAbHOCTEN 1, CAeA0BaTeAbHO, BO3MOXKHa AU KO9BO-
A1onus PyHKIVOHAABHO-CIIEIMAAV3MPOBAHHBIX PallOHOB XPOMO-
coM, OOCy>KJaeTcsl B TedeHle IOCAeAHUX AeCATH AeT. AKTUBaLIVs
OTAEABHBIX PallOHOB XPOMOCOM B OIpeAe/AeHHBIX KAeTOYHBIX AU-
HISIX MOXKET OBITh OOBsSCHEHMEM MPUPOABI MapalOTUYHBIX paii-
oHOB. Hammpumep, reHbI anieTMAXOAMHOCTEPA3hl U TUPOTA00yAUHA
MMeIOT TOMO/AOIUIO HyKA€OTUAHBIX I10CAeJ0BaTeAbHOCTell U pac-
II0AOXeHBI BOAM3M OT reHoB Heliponentuga Y (HSA 7) u man-
KpeaTtnyeckoro noaunentuga Y (HSA 17) coorsercrsenno. Takum
oOpaszoM, 4Ba TeHa 13 ITapalOTMYHOIO pailoHa XPOMOCOMEBI 7 DKC-
IpeccUpyIoTCsl B KAeTKaX HePBHON CICTeMBI, a ABa TeHa COOTBeT-
CTBYIOILIIETO palioHa XpOMOCOMBI 17 — B KAeTKax MMMYHHOI
cucTeMBl. AHaAu3 paclipejeleHlsl TeHOB, KOAMPYIOMINUX OeaKu,
BOB/A€UYeHHBle B pasAnyHble (PYHKIIMOHAAbHBIE KOMIIAEKCHI, IIO
AAVIHE XpOMOCOM 4Ye/JOBeKa I103BOAMA YCTaHOBUTH COOTBETCTBIE
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HEKOTOPBIX I1apal0TrOHOB 040KaM TeHOB, BOBAEYEHHBIX B OAUH
Kackag peaknuit. Takum oOpasoMm, mapaaorus MOXKeT OBITH CBs-
3aHa C (PYHKIMOHAABHOM CIlelMaAu3alyil OTAeABHBIX PaliOHOB
xpomocoM. C Apyroil CTOPOHBI, MOTYT IIPUCYTCTBOBATh MeXaHM3-
MBI, oOecrieunBalonive AnddepeHnnalbHyI0 SKCIIPeccUIo Iapa-
AOTOHOB B pPa3AMYHBIX  KAETOYHBIX  AMHUAX.  /aHHbIe
CPaBHUTEABHOTO M3Y4eHMs ITapaloTMYecKuX paiioHOB XPOMOCOM
Jyel0BeKa U ApO30(pUABI ITIOCAYXKUAU OCHOBAaHVEM AAsl TUITOTE3bI
KO®BOAIOINN (PYHKIIMOHAABHBIX KAaCTEPOB.

I'eHBI HECKOABKIIX CEMEICTB (I11a3MUHOTeHHbIe aKTUBaTOPBI,
aHKVIPUHBI, perielITOPEl pOCTOBLIX (PaKTOpOoB PuOP00AaCTOB, aa-
peHepruyeckue  perenTopbl,  Be3UKYAJpPHbIE  MOHOaMMH-
TpaHCIIOPTEPHl, AUIIOIIPOTENH AUIIA3bl), IpeACTaBAeHHbIe B ye-
TBIpeX palioHax XpoMocoM udeaoseka — HSA 4p16, HSA 5q33-q35,
HSA 8p12-p21, HSA 10q24-q26 — oxa3aauch npeAcTaBAeHbI B Te-
HOMaX ITO3BOHOYHBIX, BKAIOUas KOCTUCTHIX PhIO, B BiAe KOHCepBa-
TUBHBIX IIapaA0TOHOB. B TO >ke BpeM:l y UTA0KOKIX, HACEKOMBIX I
HeMaTo/, YKa3aHHbIe ceMelicTBa IIpeACcTaBAeHbl OAHNM TeHOM. VIn-
TepecHo, 4TO y 1104080 Mymiku Drosophila melanogaster n Hema-
TOABI (Kpyraoro uepss) Caenorhabditis elegans ToMoA0rM TeHOB
DTUX CeMeNICTB clereHsl. IIperoaaraior, 4to mporTonapaaoroH
CyIIIecTByeT CO BpeMeH! ITPOMCXOXKAEHUs MHOTOKAETOUYHBIX KU-
soTHBIX. Ha mpumMepe romeosucHbix reHos cemerictsa HOX n mn-
CyAMHOIIOAOOHBIX ~0eAKOB  IIOKa3aHO, 4TO CKOpee  BCero
TeTparnAouAM3alns UMela MeCTo Ha pyOeske 1edaaoxopAoBbie —
JyepertHble.

B nacrosmee BpeMs m3pecTHO 15 IMapaaoroHOB yeaoBeKa
(cepmit mapaaorMyecKux parioHOB, UMEeIOIINX ITPOVICXOXKAEHIe OT
O/HOTO IIPeAKOBOro parioHa) (puc. 83), KoTopble BKAIOYaIoT Ooaee
1700 reHoB, 4TO cocraBAsieT OKOAO 5 % oT oO0IIero umcaa TeHOB
yel0BeKa. BOABIIMHCTBO reHOB, BXOAAIIMX B ITapaAOTOHBI, Ipes-
CTaBASIOT OOIIMpPHBIE CeMeliCTBa, TaKle KaK MMMYHOTA00YAUHBI,
0Ab(aKTOpHbIe PeleNTOPhl, aHTUIeHbl TMCTOCOBMECTMMOCTH
nT. A
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Puc. 83. Ob001eHHas KapTa I1apaA0rOHOB YeoBeKa.
Ob6pamaer Ha ce6s BHMMaHME TOT (aKT, YTO paliOHbI XPOMOCOM PacIIOA0XKEeHbI
I10 YeThIpe — B cooTBeTCTBIN ¢ 2R-rumoresoin”

* Cm.: FEBS Letters, 2001, V. 491, P.: 237-242.
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Ha ocnHoBannmu mapasorum KapTupoOBaHMe I'€HOMa MOXKeT
IIPOBOAUTHCA OBICTpee — 3Hasl A0KaAMU3alMIO OAHOTO IIpeACTaBl-
TeAs CeMeliCTBa I'eHOB M NapaAoIuI0 ®TOTO XpOMOCOMHOIO paii-
OHa ApYIMM pailoHaM, MOXKHO IIpeAcKasaThb TpU HauOoaee
BEPOSITHBIX CaliTa A0KaAU3alluy APYIOro IIpPeACTaBUTeAsl TOTO Ke
TeHHOIO ceMelicTBa. 3Has A0KaAU3alMIO ABYX MAU TPeX TeHOB ce-
MeJICTBa, MO>KHO IIpeAcKa3aTbh COOTBETCTBEHHO ABa MAU OAVH
BO3MO>KHBIV palioH A0KaAMU3aLUN.

Hapsiay ¢ TpagumoHHBIMY MOP(POAOTMIECKUMI TTOAX0AA-
MU K M3Y4eHUIO DBOAIOIVIOHHBIX OTHOIIEHNI ¥ MeXaHU3MOB JaH-
Hble CpaBHUTEABHOIO KapTUPOBAHMSA XPOMOCOM IIO3BOASIOT
AeAaTb BBIBOABI O IIyTsX 9BOAIOLMN. B 9TOM cayyae ygacTku xpo-
MOCOM pPa3HBIX OPTaHM3MOB MOXXHO paccMaTpuBaTh Kak MOpdo-
AOTUYeCKNe CTPYKTYPhl, KOTOpble MOTYT IIPOsABASTh OTHOILIEHVIS
TOMOAOIMI ¥ aHAAOIUM MeXAy coOoii. BeIcTphINl mporpecc re-
HOMHOTIO KapTHPOBaHN, NPEVMYIIeCTBeHHO Ha Pa3dANYHBIX BU-
Aax MAEKONUTAIOIINX, IIO3BOANA IIPUMEHNUTD YKa3aHHBII IT0AXO0,
U BBISIBUTH HEOXKMAAHHO BLICOKII YPOBEHb HBOAIOIIMIOHHOIO KOH-
cepBaTN3Ma XPOMOCOMHBIX partoHOB. CpeAr >KMBOTHBIX HanOoAee
I0APOOHO (PeHOMEHHBI OPTOAOTUH V3yJeHBl B TeHOMaX 4e10BeKa U
AoMOBOVI MbIN. Berasaeno 202 paitoHa OpTOAOTHM, KOTOpLIE
BKAIO9aIOT 0Ooaee 1800 xoampyrommx I0oCAeA0BaTeAbHOCTEIN .
Hanboaee agetaapHas mHPpOpMaIus 006 ®BOAIOIMIOHHOM KOHCEp-
BaTM3Me XPOMOCOMHBIX pPaliOHOB MOXKeT OBITh IOAydeHa IIpuU
CpaBHEHUM IIOAHOCTBIO CEKBEHMPOBAHHBLIX T€HOMOB AU XPOMO-
COM pa3ANYHBIX BUAOB. B ®TOM caydae cTaHOBUTCS BO3MOKHBIM
BBIIBACHIVE TOYeK pa3pblBa OPTOAOIUY XPOMOCOMHBIX PallOHOB C
TOYHOCTBIO 40 HyKAeoTuga. CpaBHeHMe ITIOAHOV HYKA€OTUAHOM
rocAaeA0BaTeAbHOCTY XPOMOCOMBI 16 4OMOBOI MBIIIN (XPOMOCO-
MBI MBI Mus musculus obosznagaror MMU, nannpumep, MMU
16) 1 reHoMa yea0OBeKa MO3BOANAO OXapaKTepuU3oBaTh Ha MoOAe-

" URL: http://www.ncbi.nlm.nih.gov/Omim/Homology
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KyASdPHOM YypOBHE SBOAIOLIMOHHBEIN KOHcepBatusM MMU 16 n
HSA 3, HSA 8, HSA 12, HSA 16, HSA 21, HSA 22. Xpomocoma
16 Gp1aa BEIOpaHa 445 CpaBHEHNs], IIOCKOABKY OBLIO M3BECTHO, UTO
€CTh IIPOTsDKeHHBIN yJacTOK ee roMoAorun (0koao 25 MAH map
OCHOBaHMII) C XOPOIIO OXapaKTepu30BaHHOI XpomocoMoii 21 ye-
A0BeKa. B otHomennm kogupyomux nocaegosareabnocrent AHK
¢ HeuspecTtHON QyHKumeir (ESTs) mpuuAT Kputepmii opToA0TNY-
HocTu — 604ee 80 % romoaornu HyKA€OTUAHON ITOCAeJOBaTeAb-
HOCTM Ha mpoTsokeHum Ooaee 100 map ocHosaHmil. B aanHOI
paboTe roKaszaH 9BOAIOIIMOHHBIN KOHCepBaTU3M AoKaausarum 11
822 KOAMPYIOIIUX I10CAe40BaTeALHOCTeN CO CpeAHNM 3HadyeHNeM
UASHTUYHOCTY HYKAEOTMAHOM mocaejoBaTteabHocTu 88,1 % wm
cpeAHell AAMHON OPTOAOTMYHBIX reHoB 198 map ocHosanmii. B
cpeJHeM Ha KaXkaple 8 ThIC. Map HyKACOTUAOB MPUXOAMNACI OAVH
KOHCepBaTVUBHBIN MapKep.

DBOAIOLIVOHHBIN KOHCEPBaTU3M COCTaBa KOAMPYIOIIUX IIO-
cAeA0BaTeAbHOCTEe B OPTOAOTMYHBIX PalloHaX MOKeT OBITh BBIAB-
AeH TIpY TIOMOIIM  CTaHAAPTHBIX METOA0B  (PU3MYECKOTO
KapTuposaHusi. CpaBHeHNe MeXJAy CO0OM KpYITHOMAacIITaOHBIX
110cAe40BaTeAbHOCTell pa3AMYHBIX T'€HOMOB I103BOAsIET yCTaHO-
BUTH HaAM4ye KOHCepBaTMU3Ma IOpsigKa PacoA0KeHNs TeHOB 110
OTHOILIEHUIO APYT K APYIY Ha y4acTKaX, TPyAHOPa3pelluMbIX 415
OOBIYHBIX MeTOAOB. B caydae korga Tpu mocaeloBaTeAbHOCTU B
Ipejeaax KOPOTKOTO MHTepBala Ha XpPOMOCOMe paclOA0KeHHI B
TOM >Ke TIOpsigKe, 4YTO ¥ TOMOAOTMYHbBIe MM I10CAe40BaTeAbHOCTI
Ha XpOMOCOMe APYIOIO BI4a, 9TO MX OTHOIIEHMEe OIpeaeAseTcs
KaK «KOHCepBaTU3M CUHTeHuM». OKa3aa0ch, 4TO 010K KOHCEpBa-
TUBHOV CUHTEHUM 4Yea0BeKa U AOMOBOJ MBIIIN MOTYT BKAIOYaTh
OT HECKOABKMX A0 HECKOABKMX COT TeHOB, IIp1yeM OTMedaeTcs B
cpeaHeM OoapmMii PU3NMYECKUII pa3Mep CUHTEHHBIX 040KOB ye-
aoseka. CymMMmapHasi gAMHa CHUHTeHHBIX 04a0koB Ha MMU 16—
92 MAH map OCHOBaHMII, a B OPTOAOTMYHBIX €1 palioHaX XPOMO-
coM yeaoBeKka — 108 MaH nmap OCHOBaHMIA.
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HOMI/IMO, 6€3yCAOBHO, 0OABIIIOrO 3HAYEHU S A4l TeopeTrmnde-
CKOW Oumoaoruu Cl)eHOMeH OpTOA0TUIM OKa3a/Acs O4YeHb I104e3€H
A4l KapTUPpOBaHIA T€HOMOB, ITOCKOAbKY, OCHOBBIBAsICb Ha KOH-
cepBaTnaMe N3ydaeMbIX paﬁOHOB, MO>KHO BDKCTpalioAmpoBaTb
AaHHbI€ II0 KapTUPOBaHNIO TeHoMa Doaee V3Yy4€HHOTIO B DTOM OT-
HOIIIEeHVUM BIJda Ha MeHee M3y‘~I€HHbII7I. HOCKOAbe B HaCTOsJAIIee
Bpemsl Hanboaee N3Y4€HHbIM BUAOM JBASIETCA 4Y€A0BEK, BbISIBAE-
HIEe OopToAO0IMmM HYKA€OTMAHBIX moc/AeA0BaTeAbHOCTEN U XpOMO-
COMHBIX paﬁOHOB 2100010 Blriga ITIO3BOHOYHBIX JKIMBOTHBIX U
yea0BeKa 1uMeeT 0co0oe 3HaYeHme.

7.5. I'enomnoie 6a3vt daHHbIX

I'enomHble 0a3bl AaHHBIX MPEACTaBASAIOT CODO DAEKTPOH-
Hble OMOAMOTEKN U cAY>KaT AAs 000OIIeHns U XpaHeHus1 MHPOP-
MalMi O TreHaX, TeHOMaX, TeHOTHuIIaX, (PeHOTHUIIaX U AIOOBIX
AAQHHBIX, IMEIOIIIMX OTHOIIIeHNe K HacaeAcTBeHHOCTH. Kak mmpasu-
210, AOCTyn K HuUM HeorpaHmdyeH. C A1000ro KOMIIBIOTEpa, MOA-
KAIOUeHHOTO K ceTu VIHTepHeT, MOXHO HPOBOAUTH ITOUCK
nHpoOpMaIUM KaK MCXOAS U3 Ha3BaHNUs TeHa MAM MyTaIluM, TaK U
ncxoas u3 (PpEeHOTUIINYECKOTO ITpM3HaKa (Halpumep, HacAeACT-
BEHHOTO 3a00.1eBaHIs).

Hamnbosee noanas n ynopsgodeHHas MHpopMaIus Io Te-
HOMY  YeJoBeKa  XpaHuTcsas Ha  mnopraze NCBI -
www.ncbi.nlm.nih.gov, xoTopslit MOAAep>KMBaeTCs COTPYAHMKA-
My Hanmonaasasix nHcTuTyTOB 320p0Bbs CIIA (National Insti-
tutes of Health).

[Touck mo ¢geHoTnUaM OOBIYHO HAUMHAIOT C Ga3bl JaHHBIX
OMIM (www.ncbi.nlm.nih.gov/omim), naTepdeiic KoTOpOIt IO-
KazaH Ha puc. 84. HaspaHme (peHOTUIIMUECKOTO MpU3HaKa IO3BO-
AseT TOAYYUTh CBeJeHNs O Pa3AMJYHBIX I'eHaX, CBSA3aHHBIX C eTo
IIpOsIBA€HNeM, UX AOKaAMU3allMy Ha XPOMOCOMaX, M3BEeCTHBIX MY-
tanysx. Cripasa HaXOANUTCS TUIIEPCChIAKaA Ha CBs3aHHbIE PeCcypCh
— MOXHO IIOAYYUTh HYKAEOTUAHYIO ¥ aMMHOKMCAOTHYIO ITOCAe-
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AOBAaTE€AbHOCTY, Y3HATDh B KaKIMX TKAHJX U Ha KaK1X CTaaVsX IIPO-
MICXOAUT DKCIIpecCus, eCTb AN aAbTepHaTVIBHbII?I CITAQVICUHT, Ccy-
mIeCTBYIOT AN KOMMeEpUYecKme cpeacTBa ANMarHOCTUKIUL. Taxcke
MO>KHO y3HaTbhb Ha3BaHILI 11 ajgpeca Aa6opaTopM171, rae 1poBOAsT
MOA€EKYyAsIpHBbIE TECTDI A4 AAHHOTO Cl)eHOTI/Il'Ia.
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Region Displayed: 0-59M bp Download View Sequence/Evidence
Tdsogran2lx] Contigx] s UniGHA Genessead Syl o] Links
o : i PLCXD1 " HGNC svprdlev mmhm sts
LOCIB0015 + HGNCsv  dlevimm  sts
TSPY4 - HGNC svprdlev mmhm st
REMY3AP + HGNCsv  dlevmm
LOC642796 + HGNCsv dlevmm  sts
RN1852P * HGNCsv  dlevmm  sts
C2orf27AP] * HGNCsv  dlevimm
b XGPY * HGNCsv  dlevmm  sts
‘ P— 1 OFDIP2 + HGNCsv  dlevrmm  sis
l.' ACTGIPI1 + HGNCsv  dlevinm st
| BCORL + HGNC svprdlevmm  ste
1 INF886P HGNCsv  dlevmm
! ZNF884P ¢
| FAMIO7Y 10 ¢

Puc. 87. VIntepdeiic cucremsr MapViewer

Konmpoavnvie sonpocot u 3adanus

1. MuxpocaTeAAUTH OTHOCATCS K TPYIIIIe:

A) AuCTIepCHBIX IOBTOPOB;

B) KoHCOAMAVPOBaHHBIX TIOBTOPOB;

B) TpancniosoHos.

2. Ha puc. 88 mpeacraBaeHbl AaHHbIE T€HOMHOIO (UHTEp-
npuHTHHTra. OnpejeanTe poACTBEHHBIX UHAVBUAYYMOB.
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Puc. 88. AanHble reHOMHOTO GUHTEPIIPUHTHHTA (445 3a4a4M 2 K I 1. 7)

3. ®opMaabHbIil OTel] pebeHKa COMHeBaeTcsl B CBOeM 0110.410-
rgeckom otuoscrse. CripaBeAAMBEI AU €TI0 OITaceHNsl 110 AaHHbIM
MIUKPOCATeAAUTHOTO aHaAM3a, IPUBEeACHHBIM Ha puc. 89?
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Puc. 89. JlanHple MUKpOCaTe AAUTHOTO aHaAu3a (445 3a4aun 3 K I4. 7)

Matk

=

PefieHok

oTey,

4. TTonck 1o HyKA€OTUAHBIM I10CA€40BaTEABHOCTSIM Ay4dIlle
IIPOBOAUTH B CUCTEME:

A) BLAST;

b) OMIV;

B) PubMed.
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T'raea 8. 'eHeTMUecKast UI3BMEHUYUBOCTDH

8.1. Ilonamue u kraccupurxayus zenemu1eckol UsMeH4U60Cmu

Iloa M3MeH4YMBOCTBIO IIOAPa3yMeBaeTCsl CBOMCTBO >KMBBIX
OpPraHN3MOB M3MEH:STh CBOM Ipu3Haku. Ee mpuHATO moapasse-
AATh Ha MOAUQUKALVOHHYIO M3MEHUMBOCTb, IIPU KOTOPOI He
IPOUCXOAUT M3MEHeHNs TeHOTUIIa OpTaHM3Ma UAV KAETKU, M3-
MEHSIeTCsl TOABKO IPOsABAE€HME TeHOB, U TeHeTUYecKylo, KoTopast
CBsI3aHa C M3MEHeHleM TeHOTHIIa B peayAbTaTe MyTaluil (MyTa-
LIMIOHHAS M3MEHUMBOCTS, pasa. 3.10) nanu nepekoMOMHMPOBaHNEM
reHoB (KOMOUMHAIIMOHHAsSI M3MeHUYNBOCTh). KoMOuHamonHas ms-
MEHUYMBOCTbL OPraHM3MOB OIlpeJeAseTcsl KPOCCMHIOBEpOM, He3a-
BIUCUMBIM pacXOXJeHIeM XpPOMOCOM BO BpeMsl Melo3a U
CAy4dallHBIM COYeTaHeM XPOMOCOM BO BpeMs OIA0A0TBOPEeHM:.
Myraunum — Hacaesyemble M3MeHEHUsI TeHETUUYeCKOIo aIlrapara.
OOBIYHO UX MOAPA3AEASIOT Ha TeHOMHBIE, XpPOMOCOMHBIE U T€H-
Hble. B AByx mocaeaHux caydasx M3MeHeHUs IIPOVUCXOAAT BHYTPU
XpPOMOCOM MAM BHYTPU OTAEABHBIX I€HOB COOTBETCTBEHHO.
Ilog reHOMHBIMM MyTaLMsAMM HOHMMAIOT M3MEHEHMUs 4ucaa
XpOMOCOM.

8.2. Pexombunayus

I'eneTnueckass pekOMOMHAIIUS — IpoIecc, IpU KOTOPOM
IIPOVICXOAUT Pas3phlB MOAEKYABl HYKAEMHOBOM KICAOTHI (OOBIYHO
AHK, vo Bo3amoxxHO 1 PHK) 1 coeannenne ¢ Apyroit MoaeKyA0i
AHK. PexoMOMHaIMsI MOXeT IIPOMUCXOANUTH KaK MeXAY CXOAHBI-
My moaekyaamu JAHK — romoaormyHas pekoMOMHAIMS, Tak U
MEXAY Pa3ANJalomIVMICS — HETOMOJAOTMYHasl peKOMOMHAITVSL.
Y sykapuoT peKoMOMHaIusI IMPOUCXOAUT B IIpoIjecce Melio3a B
X04e KpOCCUHIOBepa I MHOI4a B cOMaTuU4deckux Kaetkax. IIporecc
KPOCCHHIOBepa MPUBOANUT K IOSIBAEHMIO ITOTOMKOB C KOMOMHa-
LVMAMY T€HOB, OTAMYHBIMI OT POAUTEABCKUX, U MOSIBAEHUIO HO-
BBIX XMIMEPHBIX adJeaeil. Y OpraHM3MOB, MMeIOIINX alallTUBHYIO
MMMYHHYIO CICTEMY, MMeeTCsl ocoDas cucTeMa peKOMOMHAIUM,
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0aarogapst KOTOpOI1 OBICTPO 0OpasyeTcst 00ABIIOe pa3HOOOpasue
AMMQOIINTOB, CIIOCOOHBIX Y3HaBaTh HOBbIe aHTUTeHBL. B renHoit
UHXXeHepun 1o/ pekomOnHantHol JHK noHmmaior Moaekyasl,
IoAy4eHHBle B pe3yAbTaTe MCKYyCCTBEHHO OCYII[eCTBAEHHON pe-
komMOuHanum moaekya AHK, gacto mpuHagaexamimux pasHbIM
BUAaM. /lydniuM IIpMMepOM TaKOTO IO0JAXOJa sBAsSeTCs Ioayde-
HIle PeKOMOMHAHTHBIX OeAKOB, HaIlleAlINX CBOe IIpMMeHeHlUe B
Japmakosornm 1 MeAUIIMHE. DTOT METOJ, OYeHb BasKeH A4s1 O1o-
MeAMIIMHCKUX MUCCAeAOBaHUII, IIOCKOABKY IIO3BOAsdeT WU3ydaTh
9 PeKTH oIpeseseHHBIX TeHOB. B mporiecce pekomOuHanm 3a-
AEVICTBOBAaHO MHOKeCTBO Pa3ANJHBIX (PepMeHTOB, Ha3blBaeMBIX
pekoMOnHa3aMu.

B Meriose B mpoljecce KpOCCHMHIOBEpa IMPOUCXOAUT PeKOM-
OuHaIMs MeXAy CIlapeHHBIMU TOMOAOTMYHBIMI XPOMOCOMaMH,
yHacJeJ0BaHHBIMU OT Ka>kKA0To U3 poauTteaeii. B xoae mpodassr 1
BCe YeThIpe XpOMaTUAbl pacliOAO0XKeHbl 40CTaTOYHO 0AM3KO ApPYT
OT ApYTa, TaK YTO ABe XpOMaTUABI MOIYT IepeKpelBaThcs OAHa
C APYTOI, U B ®TOT MOMEHT MOXeT IPOUCXOAUTh OOMeH IreHeTHu-
geckoii MHQpOpMaIyern B FOMOAOTUYHBIX CalTax.

8.3. I'enommvie mymayuu

Ecan m3aMmeHeHMme 4mcaa XpPOMOCOM KpaTHO TallA0MAHOMY
qIICcAy XpOMOCOM (HalpuMmep, y yeaoseka — 23, y cobaku — 39, y
Apo30duabl — 4), TO TaKue TeHOMHBIE MyTaIly OTHOCST K IIOAN-
IIA0MAVIAM, €CAM M3MeHeHNe He KpaTHO TallA0MAHOMY 4YHCAY
XpOMOCOM (HallpuMep, O4Ha AOTIOAHUTEeAbHAs MAU OJHA Hez0C-
Talollasi XpoMocoMa) — K aHeynaouauam. Iloannaouauio, cps-
3aHHYIO C KpaTHBIM yBeAN4YeHeM TallA0MAHOTO YlcAa XPOMOCOM
O/HOIO BMJA Ha3bIBAIOT apTomnoaAmuriaougueir. Ecanm mpoucxoanr
KpaTHOe yBeAnyeHIe XPOMOCOMHBIX HaDOPOB pa3HBIX BUAOB, TO-
BOPAT 00 aA10II0ANIIAOUAVIL.

[Noannaonans 3HaAYUTEABHO Yallle BCTPeYaeTCsl cpeau pac-
TeHUI, YeM cpeayt KMBOTHBIX. OOBIYHO MOAUIIAOMAHbBIE pacTeHMs
OTAMYAIOTCs YBeAMYeHHBIMM pa3MepaMyl KAeTOK U OpTaHOB, U3-
MeHeHIeM CPOKOB IIBeTeHMs U A0AO0HOLIEeHMS, YCUA€HHBIM CUH-
Te30M psAa XMMIUYECKNX BEIleCTB.
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AHeynaouans — TeHOMHasl MyTalMsl C HeKpaTHBIM TaIlao-
AHOMY HaOOpy M3MeHeHNMeM 4lcda XpOMOCOM. Y AUILAOMAHBIX
OpraHM3MOB HaAW4YMe AOTOAHUTEABHOM XPOMOCOMBI Ha3bIBAIOT
TPMUCOMMeN IO OIlpeseAeHHOV XpOMOCOMe (HarpuMep, CMHAPOM
Aayna y yeaoseka — TpucoMusa no HSA21), orcyrcTBue kakoii-To
XPOMOCOMBI — MOHOCOMIEJ, a OTCyTBMe OOeUX TOMOAOTIMYHBIX
XpPOMOCOM — HYAAVICOMUEIA.

8.4. BuympuxpomocomHbie nepecmpotiku

BHYTpMXpOMOCOMHBIE TIepecTpONKI 1AM abeppaliuy Moj-
Ppa3AeAsdIoT Ha HeCKOABKO TUIIOB:

e Jejelusl — yTpaTa ydacTKa XpOMOCOMBI (0OO3HavaeTcs
<<del») (pI/IC 90);

e seduIiieHCH — KOHIleBas Jdelenys (0OOO3HavaeTcs 3HAKOM
paspsiBa «:») (puc. 91);

® AyIAMKaINs — yABOEHIe yJacTKa XpOMOCOMBI (0OO3HaJa-
etcst «dup») (puc. 92);

e amran@uKaIUs — MHOTOKpaTHOe IIOBTOpeHUe ydacTKa
XpOMOCOMBI (0603HauaeTcst «amp») (puc. 93);

e yHCepLUs — BCTaBKa JAONOAHUTEABHOTO XPOMOCOMHOIO
parioHa (oOo3HavaeTcs «ins») (puc. 94);

e rapareHTpudecKkas MHBepcus — rmosopor Ha 180° ygacTka
XPOMOCOMBI, He coAepKalllero IieHTpoMepy (00o3HadaeTcs «inv»)
(puc. 95);

e epulleHTpUYecKasl MHBepCus — NoBOpoT Ha 180° ygacTka
XPOMOCOMEBI, COAep>Kalllero IieHTpoMepy (0OO3HadaeTcst «inv»)

(pmc.96);

® TpaHCAOKaIlM — ITIepeHOC yJacTKa ¢ OAHOI XpOMOCOMBI Ha
Apyryio (obosHavaercss t UM 3HAKOM pa3pbIBa-CAVMSHUS —«:i»)
(puc. 97);

® pelIIPOKHAasl TPaHCAOKAIUsI — OOMEeH yJacTKaMI MeXAy
HETOMOAOIMYHBIMU ~ XpoMOcoMaMy  (ODO3Ha4aeTcs  «rcp»)
(puc. 98);

® poOEpTCOHOBCKasI TPaHCAOKAIIMsI — CAMSHNE ABYX aKpo-
LIEHTPIYEeCKUX XpOMOCOM C obpasoBaHIIEM OAHOM

(cyb)MeTtanenTpudeckon (puc. 99). MexaHmnsMm, Kak IIpaBUAO, Ta-
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KOI1: IIPOMCXOAUT OOMEH I11e4aMy MeXAY ABYyMs aKpOlleHTpuyJe-
CKUMM XpOMOCOMaMU, IIPUBOASAIINI K IOABAEHUIO ABYX
(cyO)MeTarieHTpUYecKX XpOMOCOM, COCTOAIIMX TOABKO U3 AAVH-
HBIX I11€4 BOBJEYeHHBIX B OOMeH aKpOIIeHTPUKOB, ¥ TOABKO KO-
porkux. ITockoapKy XpomocoMa, cOCTaBA€HHas W3 KOPOTKUX
I1ed, Mcye3aeT B XOAe IepPBBIX >Ke I10CAe BO3HMKHOBEHUs Ilepe-
CTPOVIKM KAETOYHBIX AeleHUil, eAMHCTBeHHBIM pe3yAbTaToM po-
OepTCOHOBCKOI TpaHCAOKAIlUMM SIBASIETCS IOsBAeHNe HOBOI
(cyb)MeTanieHTpudecKoit XpoMocoMbl. ODo3HauaeTcst «rob».

Puc. 90. Cxema ageaermu
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Puc. 91. Cxema aedpurrencu

Puc. 92. Cxema agynankanmm
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- X-E-X-1-X )
0000000

Puc. 93. Cxema aMl‘I/lI/ICl)I/IKaLH/II/I

o)~ N - -X -

Puc. 94. Cxema uHCcep1mn
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000006
00000806

200006
20000606

Puc. 95. Cxema napalieHTpUYeCcKOl MHBEePCUM

0000090
0000006

Puc. 96. Cxema nepuIeHTpUYeCKON MHBEPCUU
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Puc. 97. Cxema TpaHCAOKaIMI

“

Puc. 98. Cxema pelMIIPOKHOI TpaHCAOKAIUU
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Puc.99. Cxema pobepTCOHOBCKOI TPaHCAOKaIU

ITpumeprr:

46, XY, del (10) (q11 — g21) — My>KCKOJI KapMUOTHII C Aee-
uueint paiona 10q11-21;

46, XX, del 5p- — >xeHCKMIT KApMOTHUII C AeAelyiell KOPOTKOTO
I.1e49a XpOMOCOMBI 5;

inv 9 (pl1; ql13) — nmepuLieHTpUYeCcKas MHBEPCU B XpOMO-
come 9;

inv 5 (q21; q31) — mapaueHTpuyecKkas MHBEPCUs B XPOMOCO-
Mme b;

5q33: — gedpurieHcn AAMHHOIO I14€4a XPOMOCOMBI 5, pa3phIB
pacrioa0XeH B paioHe 5q33;

t (2; 5) (q21; g31) — penunpokHas TpaHCAOKaLIMA XPOMOCOM
2 u 5. PaspbIBBl U BOCCOeAVHEHNs TPOU30IIAN B partoHax 2q21 u
5q31. D1y Xe TpaHCAOKAIIMIO MOXKHO 3aIycarh 0oaee moapoOHO:

t (2, 5) (2pter — 2q21 :: 5q31 — 5qter; Spter — 5q31 :: 2921 —
2qter).
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VMnoraa npu IMTOreHeTUYECKOM aHaAM3e BBIABASIIOTCS M30-
XPOMOCOMBI, COCTOSIIIINE U3 OAMHAKOBBIX I11€4 — TOABKO KOPOTKMX
AU TOABKO AAMHHEIX (puc. 100). Takas abeppaHTHas XxpoMocoma
00O3HavYaeTcst «i».

nnwn

Puc. 100. Cxema 130XpOMOCOMBI
Jeaeniiut KOHIIEBBIX paI7IOHOB 000UX I11€4 MHOTAa IIpUBOAST

K (POpMUPOBAHMIO KOABIIEBOII XPOMOCOMBI (OOO3HAYAETCS «I»)
(puc. 101).
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Puc. 101. Koasniepast XxpoMOcoMa B KapMOTHIIE YeA0BeKa
(¢poto E.I'. Heporosoii)

XpoMOCOMBI € ABYyMs IleHTpOMepaMM (AUIleHTpuJecKue
xpomocoMmel) (puc. 102) m xpoMocomHbIe (pparMeHTH Oe3 IleH-
TpoMepsl (arjeHTpudeckne ¢parmenTsl) (puc. 103) BO3HMKAOT
IIpY HapyIIeHN! CllapUBaHMs TOMOAOTMYHBIX XPOMOCOM B Meiio-
3e y TeTepO3UTIOT II0 NapalleHTpu4eckuM MHBepcysiM. OOBIYHO B
X0/ HeCKOABKMX MUTOTUYECKNX AeAeHNil alleHTpudeckne ¢par-
MEHTBI TepsAIOTCA, a AULIEHTPUKM (OPMUPYIOT XapaKTepHbIe
«MOCTBI» B aHadpase 1 pasphIBalOTCcs, 00pasys B MHTepdase MUK-
posigpa — XpoMaTHHOBBIE Teablla B nToIAasme. ITogooHoro posa
IIepecTpONiKM MOTYT IIPOMCXOAUTH M B COMaTUMYECKUX KAeTKax
10/ BO3/eMCTBYeM CUABHBIX MyTareHoOB (HaIlpuMep, paAualiun).
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Puc. 102. AurieHTprdecKas XpOMOCOMa B KapUOTHIIE YeA0BeKa
(¢poto E.I'. Heporosoii)

L

't

Puc. 103. AuenTpuyecknuii ¢pparMeHT B KapUOTHIIE YeA0BeKa
(¢poto E.I'. Heporosoii)
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B HeKOTOPBIX MOMyAsSINMAX YeldoBeKa IIMPOKO pacIpocTpa-
HeHbl epulleHTpudeckue nupepcun inv 9 (pl1; q13) (puc. 104) u
inv 10 (p11; q21) (puc. 105), He nMeronIMe PeHOTUINIECKOTO IIPO-
SIBA€HUs, XOTs HEKOTOpPble aBTOPhI YKa3blBalOT Ha BO3MOXKHOCTD
CHVDKeHMsT (epTUABHOCTH Yy X HOCUTeAel, IIOCKOAbKY MHBepCUn
3aTPYAHSIOT KOHBIOTAIIUIO TOMOAOTMYHBIX XPOMOCOM Y TeTepo3u-
TOT U IIOAABASIIOT KPOCCMHIOBEp Ha CBOMX yJacTKaXx.

{ 88 it 1t

b8 22 BE 82 28 3° &%
P8 56 2B 88 82 88

16 17 18

5% a8 e 2d § @

19 28 Z1 22 x ¥

Puc. 104. Tlepunientpudeckas nasepcus HSA9 (poro E.I'. Heponosoit)

N2 Ko
IR RIRIRIRIR]
¢ 28 £0 &6 @b ad
68§ 882 ad 23 ‘ P

21 22 X ¥

Puc. 105. Tlepunientpudeckas nusepcus HSA10 (¢poto E.I'. Heporosoit)
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B momyasnmsax yeaoseka 4acTo BCTpeyaeTcs HoAUMOpPu3M
(buoaormyeckoe paszHOOOpasue) AAMHBI TeTepOXPOMaTUHOBBIX
palioHOB, B TOM 4liCJe BTOPUYHBIX IepeTsKeK. Takue n3MeHeHus
IpUHATO 0OO3HayaTh h+ — yBeanMdeHMe reTepoXpoMaTMHOBOIO
palioHa (B TOM 4ucJe BTOPUYHBIX MepPeTsKeK) IO CPaBHeHUIO C
HopMmoIT 1 h- — ymenbienne. Kak mpasnao, ¢peHOTUIINYeCKOTO
¢ PekTa Takme noauMopPHble BapMaHTHI He IMEIOT.

Ipumepvor:

46, 15 ph+ — yBeandeHne AAMHBI BTOPUYHOI IEPETSKKU B
KOPOTKOM IL1€4e XpOMOCOMEI 15;

46, 21ph- — yMeHbIIleHe AAVHBI BTOPUYHOM IEPETSIKKIU B
KOPOTKOM IL1e4e XpOMOCOMEI 21;

46, XY, Ygh+ — yBeanueHne TeTepOXpOMaTIHOBOIO paifoHa
Y-XpOoMOCOMBI;

46, XX, r (D) — >xeHCKMII KapMOTHUII, CcOAep>Kallluil OAHY
KOABIIeBYIO XpOMOCOMY 13 rpytisl D;

46, X, i (Xp) — >KeHCKMIl KapuOTHUII, B KOTOPOM OJHa
X-xpoMocomMa HOpMaabHasl, a ApyTasi — M30XpOMOCOMa, COCTOSI-
111as1 U3 KOPOTKOTO I11eya.

8.5. I'etinvte mymavuu

I'ennble MyTaluyu OPUHATO MOApa3AeAATb Ha CIIOHTaHHBIE
(caMOIIpOM3BOABHO BO3HMKAIOILIVE B TeUeHMe BCell KU3HU opra-
HI3Ma B YCAOBMAX OKPY>KaIOIIel cpeabl, SBAAIONINXCA HOpMaAab-
HBIMI A4S AAHHOTO OpraHM3Ma) U MHAyLMpPOBaHHBIE -
BO3HUKAIOIINE I104 BO3JeNCTBeM HeOAaronpUsATHBIX YCAOBUIL
OKpY>KaloIllell cpeAbl MAM B XOAe DKCIePUMEHTOB B Aabopartop-
HBIX ycAOBMsAX. YacToTa BO3HMKHOBEHM: CIIOHTaHHBIX MyTallMii
Koaebaetcs B mpedeaax 10 ~° — 10 ~!2 Ha HyKAe0THJ, 3a KA€TOU-
HYIO TeHeparuio.

B >x1BOII KaeTKe IIOCTOSIHHO ITPOMCXOAAT TaKye IPOIeCChl,
kak penaukanusa AHK, penapanua AHK n renernyeckas pekom-
OuHalMs, B XOAe KOTOPBIX IOCTOSHHO BO3HMKAIOT MyTaumu. K
BO3HMKHOBEHMIO MyTalMii HPUBOAAT CIIOHTAHHBIE M3MEHEHIs
XMMIYECKOM CTPYKTYPbl HyKA€OTIA0B, KOTOPbIe IIPOUCXOAAT P
penaukanun. Tak HampuMep, IpU 4e3aMUHUPOBaHUI IIMTO3MHA
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B oanou us neneit AHK obpasyercs yparna. B sTom caydae Bme-
CTO KaHOHMYecKoll napbl ocHoBaHuil I'l] nosasasiercsa napa I'Y. B
AaAbHeNIIeM B IIpoliecce pernAuKaluy B HOBYIO IeIlb KOMILAN-
MeHTapHO ypaluAay BKAIOUaeTcs yXKe adeHIH, 11 oOpasyeTcs Hapa
AY, a B caegyronieM LMKJe pelAuKaly OHa 3aMeHseTCs Ha Ka-
HoHMueckylo napy AT. Takum oOpasom, TPOUCXOAUT TPAH3UIIN
— TOYeYHas 3aMeHa OAHOTO NIMPUMUAVHA Ha APYTON IIMPUMUAVIH.
AHaA0TMYHO MPOMCXOAUT U 3aMeHa OJHOIO IIypuHa Ha JApyroe
IIypMHOBOE OCHOBaHMe.

Vs Bcex pekOMOMHAIMOHHBIX ITPOIIECCOB MyTallMyM dyalle
BCETO IIPOMCXOAAT B XO4e HepaBHOIo KpoccuHrosepa. Kax nmpasu-
A0, HePaBHBIVI KPOCCUHIOBEP IIPOMCXOANUT B TeX ydacTKaX XpOMO-
COM, IAe A0KaAMU3yeTCcsl HeCKOABKO KOIIMI OAHOTIO M TOTO JKe I'eHa,
BO3HMKIINX B pe3yabTaTe AyNAMKaLUNM UAY MyABTUILAUKALIUU U
COXpaHMBIINX BBICOKYIO CTelleHb romoaoruu. B pesyapraTe He-
PaBHOTO KPOCCUHIOBepa B OAHON 13 XpPOMOCOM IOSBASETC Jeae-
111151 HEKOTOPOTIO y4acTKa, a B APYTON — eTO AyILAMKAIIVA.

B Teuenme >xusHM 100011 KAETKM AOBOABHO 4acTO IPOMC-
X0AsT crioHTaHHble nospexaennst AHK. Aas Toro uro6s! ycrpa-
HATb 9TU TOBPEXAEHMs, CYIIeCcTByIOT ocoOble ¢epMeHTHbIe
cHucTeMBl — cucTeMbl pernapanyu. Ecan mo kakmMm-ambo mpudn-
HaM B paboTe cuCTeM pelapanyuy IIPOMCXOAUT OO, BO3HUKAIOT
MyTanum. MyTramuy MOTYT HOABAATBCSA U B IeHaxX, KOAMPYIOMIMX
cammu epMeHTHI CUCTeM penapaliuy, YTO IPUBOAUT K PE3KOMY
ITOBBIIIEHNIO (MyTaTOPHBIN DPPEKT) NAU CHUKEHUIO (aHTUMYyTa-
TOpHBI 9(PPeKT) YacTOoThl MyTalluii APYTUX TeHOB. Y ueaoBeKa
13BECTHO 3aboJeBaHMe MUIMEeHTHas KcepoJdepMa, IpU KOTOPOM
1104 AeNCTBUeM yAbTPapMOAeTOBOTO OOAy4YeHMs BO3HUKAIOT
AepMaTuUTHI, a II03JHee I 3/]0KadyeCTBeHHble HOBOOOpa3OBaHIL
koxu. IlpuumHoit gaHHOTO 3a004eBaHUs SBASETCS MyTallus, B
pesyabTaTe KOTOPOII HapyIlaeTcsl paboTa CICTEMBI perlapaliyi.

Cy1ecTBeHHO yBeANYNTh YaCcTOTy MyTalliii MOTYT He TOAb-
KO M3MeHeHIs B cucTeMax (pepMeHTOB pelapanyuiy KAeTKH, HO U
MHOTHe Apyrie (aKTOphl, KOTOpble Ha3bIBAIOTCS MyTareHHBIMMU.
Pasanyaror xummdeckue BellecTBa (BbI3bIBAIOIIVe MyTalluy, Ha-
IpyMep, HUTPO3OMeTUAMOYeBIHa, STUAEHUMMH U Ap.), pusude-

cK1e (MOHU3MPYIOIee U yAbTpadpuo1eTOBOe U3AYIeHNs, BBICOKas
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TemIlepatypa " T. A.) U Omoaormdeckue (peTpOBUPYCHI, peT-
POTPaHCIIO30HBI) MyTareHbl.

I'ennble MyTanmy BCTpevyalOTCsl 4allle, 4eM ApyTue TUIIbI
myTaumii. [eHHbple MyTal[uM MpeacTaBAsSIOT CODOI 3aMeHBl, Jele-
LM M BCTABKM OAHOTO MAM HECKOABKMX HYKA€OTHAOB, TPaHCAO-
Kaluy, AyNAMKaIUM M VMHBEPCUM Pa3AMYHBIX dYacTell TIeHa.
Myranus, 3arparmsaioas TOABKO OAVH HyKAeOTN/, Ha3bIBaeTcs
TOYKOBOJ. 3aMeHBl OAHOTO HyKAeOTHAa APYIMM Ha3bIBAIOTCS
TpaH3ULMAMHU (3aMeHa IIypUHa Ha NypUH UAU IIMPUMMAVHA Ha
NUPUMUAVH) UAW TPaHCBePCUAMU (3aMeHa ITypuHa Ha NUPUMMN-
AuH man Haobopor). IlocaeacTBus TOYKOBBIX MyTallMii MOTYT
ObITh pazamyHbIMU. Ecam B pesyabTaTe 3aMeHBI HyKAeOTHAa
CMBICA KOJOHa COXPaHseTCs U3-3a BHIPOKAEHHOCTY TeHeTHYeCcKo-
o KOJa, TO TaKasl 3aMeHa Ha3blBaeTcs CMHOHMMuMdeckoi. Hykaeo-
TUAHAs 3aMeHa MOXKeT U3MEeHUTh CMBICA KOAOHA U IMPUBECTU K
3aMeHe COOTBETCTBYIOIero JaHHOMY KOAOHY aMMHOKMCAOTHOTO
ocTaTKa B IOAMIIENTUAHOM Iienm (MMUcceHC-MyTanus). B pesyan-
TaTe 3aMeHbl O4HOTO HYKJeOTIJa BO3MOXKHA TakKe IIpeXJAeBpe-
MeHHasl ~ TepMMHAIMs  TPaHCAAIIMM  U3-3a  OOpasoBaHUsA
OGeccMbICA€HHOTO KOogoHa: ambep — YAI, oxpa — YAA nan onaa
— VYI'A. Tloao6HBlE MyTallMyM Ha3BIBAIOTCSA TakXKe HOHCEHC-
MyTanuaMu. BosMo>KHBI Taxoke MyTalny, IpUBOAAIINE K 3aMeHe
CTOI-KOAOHOB Ha CMBICAOBEIE.

M3-3a TpUILA€THOCTM TeHETUYeCKOTO KOJa, B cAydyae ecaAu
IIPOVICXOAUT AeAelyisl AN BCTaBKa 4lcAa HyKAeOTUAOB, He KpaT-
HOTO TpeM, IPOMUCXOAUT CABUT paMKIU CUMTHIBAHM, OOeCCMBICAN-
BaIOLINIA TPAHCAALAIO.

Caeayet pasanyaTh IIepBUYHYIO (IIPAMYIO) MyTallMIO U pe-
BepCUIO MAYM OOpaTHYIO MyTallMIO, T. €. TaKyI0 MyTalllIO, KOTopas
BOCCTaHaBAMBaeT MCXOAHYIO CTpyKTypy renHa. OaHako He Bcera
JenoTUIIIUECKAsT peBepcysl ObIBaeT 0OyCA0BA€Ha OOpaTHOM My-
tanueir. IlogoOHoe sBAeHMe MOKeT OBITH 0O0YCAOBAEHO CyIIpec-
COPHOM MyTalluel, KOTopasl MOXeT IPOM3ONTHU KaK B APYTON
002acTy TOTO >Ke caMOTO reHa (MHTpareHHas CylpeccopHas MyTa-
L1s1), TaK ¥ B APYIOM HeaAAeAbHOM reHe (®KCTpareHHas CyIipec-
copHas MyTanus). HekoTopsle myTanum KapauHaAbHO M3MEHSIOT
IIpOIIecchl, MpoTeKalone B KAeTke. Takas KAeTKa, Kak IpaBuao,
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pacrio3HaeTcsl CUCTeMaMl KOHTPOASl ToMeocTasa (IIOCTOSHCTBa
BHYTpEHHell cpeAbl OpTaHu3Ma), IIPOMCXOANUT 3aIlyCK IIpOrpamMm
arionTo3sa (IMporpaMMUIpPyeMOll KAeTOYHON CMepTH), U KAeTKa I10-
rubaer. Ecam mo KakuM-TO NpUYMHAM M3MeHeHHas KJAeTKa He
Obl1a ®AMMMHIPOBaHA, OHa JaeT Hauyalo HOBOM IOIyAAIINN KAe-
TOK C M3MEHeHHBIM TeHOTUIIOM U, KaK CAeACTBUe C HOBBIMU
$ynkumsamu. Ecan nmogobHast MyTanms Ipousolida B coMaTmde-
CKOJI KA€TKe, TO HTO MOXKeT IIPMUBeCTU K pa3BUTUIO 310KadeCTBeH-
HBIX MAM AOOpOKauecTBeHHBIX HOBOoOpasoBaHmil. Ecam B
reHepaTUBHON KAeTKe — K IIOSIBA€HUIO HOBBIX OPTaHM3MOB C CO-
BepIIIeHHO HBIMM CBOVICTBAMM.

[ToaaBasoniee OOABIIMHCTBO MyTallUil IPUBOAAT K CHU-
>KeHUIO KM3HEeCIIOCOOHOCTY OPTaHM3MOB U KAETOK BILAOTh A0 MX
rubean. OgHAKO O4YeHb PeAKO IPOMCXOAAT MyTalluu, KOTOphIe
IIPUBOASAT K IOSIBAEHUIO Y MyTaHTHBIX OCOOel! IT0Ae3HbIX ITpU3Ha-
KOB 1 OKa3hIBAaIOT IOJA0KNUTeAbHOE BANsHIME Ha IPUCIOCO0AeH-
HOCTb K yCAOBUAM cpeabl. Takue MyTaunm sBASIOTCSA CPeACTBOM
ajanTaluuy KAETOK U OPTaHU3MOB K YCAOBUAM OKpY>KaroIien
CpeAbl ¥ Ha3bIBAIOTCS aJalTallVIOHHBIMIA.

MyTanuyu, 3aTparuBalolye «MoAdaIlye» yJacTK/ TeHOMa,
U CUHOHMMUYECKUe HYKAeOTM/AHBIe 3aMeHbl OOBIYHO He MMeIOT
¢enoTunmyueckoro npospaeHuA. VIx Mo>XHO 0OHapy>KUTh TOABKO
C IpuUMeHeHNeM COBPEeMEHHBIX MOAeKyAsSpPHO-0MOAOTIeCKIX
MeTo40B. [IpuHuMas Bo BHMMaHMe TOT (aKT, YTO IOJAaBAsIOIIee
GOABIIIMHCTBO MyTalMil SBAAIOTCSA CIIOHTAHHBIMM, 4acTOTy BO3-
HUKHOBEHMSI MyTallMii MOXKHO CYMTaTh BeAMIMHOJN ITOCTOSHHOIA.
Ha sTOM OcHOBaHO M3ydyeHme MyTauMil B «MOAYaIIMX» TeHax C
11eAbI0 McCAeA0BaHMsl PUAOTeHNN (ITyTeil DBOAIOIUN) Pa3ANIHbIX
BIJOB, B TOM 4lCAe U 4yeaoBeka. PesyabpTaThl mMccaea0BaHMUIT My-
Taluil, 3aTparMBaioOlIMX MUTOXOHAPMAABHBI T€HOM, U Hacae-
AYIOIIUIXCSL MICKAIOUMTEABHO II0 MaTePUHCKONM AMHUM, a TakXke
MyTaluli, A0KaAU3yIOIINUXCA B Y-XpOMOCOMe, KOTOpble Hacaeay-
IOTCSI TOABKO IO MY>KCKOM AMHUM, HaXOAAT IIMPOKOe IIpUMeHe-
HII€ B ®BOAIOIVIOHHON OMOAOTUN U STHOTEeHeTHKe.
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8.6. Penapavus AHK

Penmapanusa — ucrpapaeHMe IMOBpPeXAeHUII B MOJAeKyAax
AHK, BosHukmmmx ns-3a ommuodok AHK-nmoanmepass B mpornecce
perauKanuy AU BCAeACTBIE BO3AeMCTBIA (PU3MYECKUX UAN XU-
Mmyeckux areHToB. [Ipo1jeccel perapamym ocyIecTBAsSIOTCs CIie-
IMaAbHBIMY  (PepPMEHTHBIMU  cucTeMaMut  KAeTKu.  dedexTs
JepMeHTOB cucTeM perapanuy IPUBOAAT K pa3BUTUIO psja Ha-
CAeACTBeHHBIX 3aD0AeBaHMII, TaKUX KaK IIMTMeHTHasl KcepoJepMa.

Vmeetcst o KpaiiHell Mepe Ase pepMeHTHbIe CUCTEMBI pe-
Napauuy — HnpsaMas U skciusuonHast. [Ipu npsiMoit penrapauyn
3agericTBoBaHbl crerudrueckue GpepMeHTh, OBICTPO (OOBIYHO B
OJHY CTaAUIO) YCTpaHSIONINMe COOTBETCTBYIOIIee IOBPeXJAeHNe,
BOCCTaHaBAMBasl UCXOAHYIO CTPYKTYPYy HYKA€OTUAOB. DTO Hambo-
Aee TIpoCToM IyTh ycrpaHeHns nospexaennit AHK. Tak aenictsy-
er, Hanpumep, O6-Metnaryanus-JAHK-merunarpancdepasa,
KOTOpasi MepPeHOCUT MeTUABHYIO TPYIILY C a30TICTOTO OCHOBAHMS
Ha OAVH 13 COOCTBEHHBIX OCTAaTKOB I[MICTeMHa.

DKCIM3MOHHAs pernapauns 3aKAl04aeTcs B yaaAeHUU (9KC-
LIM3UM) OBPEXAEHHBIX a30TUCThIX ocHoBaHmUi1 13 AHK ¢ nmocae-
AYIOIIIVIM BOCCTaHOBA€HI€M HOPMaAbHOM CTPYKTYPhl MOAEKYABL.

Cucremnl pennapany BKAIOYaIOT CAeAYIOI/ie KOMIIOHEHTBL:

e pepMeHT, CIIOCOOHBIN Yy3HaBaTh M3MEHEHHBIe yJacTKU B
nermn AHK 1 geaats Hagpes 11eny BOAU3Y OBPeXKASHIA;

e pepMeHT, yAaA[IoIINil ITIOBPEKAEHHBIN yJacTOK;

e pepment (AHK-moanmepasa), CMHTE3UPYIOMINIT COOTBET-
creyromuin ygactok e /JHK B3amen yaaaénnoro;

e pepment (AHK-aurasa), BoccTaHaBAMBAIOIINII HeIpe-
PBIBHOCTD ITOAVMEPHOI IIeTIN.

8.7. I'ennas xoneepcus

I'enHas KoHBepcusl — IpoIiecc, Ipu KOTOpoM MHPOPMaIIVLI
nocaegosareabHoctn AHK mepegaercs (mepeHocuTcst) ¢ 0AHOM
Hutn AHK, koTtopast ocraeTcsi HeM3MeHHON, Ha APYIYIO HUTD
AHK, mocaeaoBaTeAbHOCTh KOTOPOI M3MeHsAeTCsA. DTO OAUH U3
MeXaHI3MOB TeHHBIX MyTanuii. I'eHHas KOHBepcusl MOXET OBITh

HpI/I‘{I/IHOﬁ HeMeHAe1€eBCKOIo HaCae40BaHVIs.
186



Taxast KOHBepCHSI OAHON aAleAu B APYTYIO IIPOUCXOAUT IIO
NIpUYNHe perapaniuy HeIIPaBUABHO CIIapeHHBIX OCHOBAHMIL B XO-
Ae pexomOuHarum. [Tpy KOHpIOTalIM OAHOM U3 YeThIpexX HUTEN ¢
APYTO¥ U3 TOMOAOTUYHON XPOMOCOMBI peliapaliisl HelIpaBUAbBHO
CIIapeHHBIX OCHOBAHMII MOXKET IPOWTH IO MaTpuIie Apyroit Xpo-
MOCOMBI, 4YTO IPUBOAUT K 3aMeHe aaaeas (puc. 106).

B HOpMe AUIIAOVAHBIN OpPraHNU3M HeceT I10 OJHOMY aAleAro
OT Ka’k40TO U3 poauteseit (COOTHOIIeHe TaMeT B Meriose 1A:lay
retrepo3urotsl). [Ipy KoOHBepcUM HTO COOTHOIIEHME M3MEHSeTCs
(BA:1a, 1A:3a, 5A:3a nam 3A:5a). I'enHBle KOHBEpCUM MOTYT OBITH
IIPUYMHO HacAeACTBEHHBIX 3a001eBaHMUIA.

Puc. 106. Konsepcus reHOB
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8.8. I1odsuxxHvie aIremeHmvl z2eHOMA

MobuapHsle reHeTnyeckue saemMeHTsl (MI'D) mpeacTraBasioT
cobont ygactkn AHK, criocobHble TepeMemiaThes Mo reHomy. K
HIIM OTHOCSTCS:

® TpaHCIIO30HB — mocaejosareabHoct JHK, criocoOHbre
IlepeMeIaThCs IPY IIOMOIIY TPaHCIIO3ULINIA;

® I1.1a3MMABI — KOAblleBble HexpomocomHble JAHK Gaxrepmir;

¢ GakTepnodaru — BUPyChl OaKTepuii;

® HTPOHHI IPyNIIEI 2 — 004ajalonye aBTOKaTaAuTUIeCcKO
cr1ocob6HOCTHIO prbo3uMBI (pepmenTaTusHasA PHK).

Aas MaexonuTaomux us scex MI'D Hanbosee xapakTepHBbI
TPaHCIIO30HBIL. TpaHCcIIo30H — 9TO 11ocaegosareabHocTs AHK, Ko-
TOpas CIOocOOHa IlepeMelaThCs BHYTPU IeHOMa B peayabTare
Iporiecca, KOTOPBIN Ha3bIBaeTcsl TpaHcro3uumell. Berpausasics B
TeHOM, TPaHCIIO30HbI MOTYT BBHI3bIBaTh pa3AM4YHbIe MyTalluM, B
TOM YIIC/A€ U XPOMOCOMHBIE ITepecTpoiikn. TpaHCIIO30HbI OOBIYHO
COCTOAT U3 ABYX IPAMBIX LAY MHBEPTUPOBAHHBIX ITIOBTOP IO X~
cs1 mocaeaosareabHocTent AHK, Mexxay KOTOpBIMM HaXo4sATcsl Te-
HB, HeoOXoAuMble AAas TpaHcmosunuu. VIHoraga B cocTase
LIEHTPaAbHOM YacTU TPaHCIIO30HOB HaXOAATCS TeHbI, KOTOpPbIe
oOecrieunBaloOT DBOAIOIIMIOHHOE ITPeMMYIeCTBO AAs OpraHU3Ma,
cogep:Kalllero MOOMABHBIN DaeMeHT. Pasamuaior ABa Kaacca
TPaHCIIO30HOB: K II€PBOMY OTHOCAT PeTpOTPaHCIIO30HBI, IIepe-
MeIlleHe KOTOPBIX II0 TeHOMY IIPOMCXOAUT IyTéM OOpaTHOI
TpaHcKpunuuy, Bropoit kaacc — JAHK-tpancmosons, nepeme-
IJAOIIecs IyTEM MPSIMOTO BhIpe3aHIs U BCTaBKM C MCII0Ab30Ba-
HyeM (pepMeHTa TPaHCIIO3a3hl.

Tpancrosons! MOIyT UrpaTh BaXkKHYIO pOAb B TeHOMe OpTa-
HusMa. Tak, Harpumep, HeKOTOpble TeHbI-peryAsTOphl, obecriedn-
BalOlIMe ajeKBaTHYIO peakIMI0 pacTeHMii Ha M3MeHeHMNs
OCBeIIeHHOCTH, TIOSIBUAMCDH B pe3yabTaTe BCTpauBaHUs B IX TEHOM
TPaHCIIO30HOB. TPpaHCIIO30HBI MOTYT OBITH MPUYMHON AeCcTaduAN-
sanuyu reHoma. He menee 80 % MyTtanmii sIBASIOTCS CAeACTBYEM
aKTUBHOCTY STX MOOMABHBIX DA€MeHTOB.
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Konmpoavnvie sonpocot u sadanus

1. IIpounTaiite KapyOAOTMIECKIIT AVIATHO3!

a) 46, XX, t (1; 22), (q24; q12);

0) 46, XX, inv 7 (p11; p13);

B) 47, XY, +22, r (5);

r) 48, XXYY;

a) 46, XX, inv 4 (q11; q21);

e) 45, X, inv X (p11; q13);

X) 46, XY, i (4q);

3) 48, XX, +21, +16p+;

n) 45, X, 22ph+.

2. IlocTaBbTe KapMOAOTMYECKMII AMATHO3 Ha OCHOBe (POTO-
rpadpuii MUTOTMIECKIIX XpOMOCOM Ha puc. 107.
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I'raéa 9. OCHOBBI ITONY ASIIIMIOHHOV T'eHe TYKI

[Tomy AA1TMOHHBI MeTOA MMeeT 0coOoe 3HaueHle B TeHeTH-
Ke Je/0BeKa, II0CKOAbKY OH I03BOAseT U3yJaTh TeHbl ¥ TeHOTUIIBI
0e3 ITOCTAHOBKM CKpellMBaHMil. B ocHOBe ®TOro Meroda AeXuT
3aKkoH, cpopmyanposaHHbi B 1908 T. aHTAMIICKMM MaTeMaTUKOM
I'. Xapau n Hemenikum BpadoM B. BaitnGeprom HesaBuCHMO ApyT
OT ApyTa, ¥ Ha3BaHHBIN 3aKOHOM Xapau-BaitnOepra. Ycaosus aas
BBITTOAHEHIISI DTOTO 3aKOHa CAeAyIolye:

® IONyASLNS AOAKHA MMeTh HeOTpaHNYeHHBINI pasMep
(BBITH A0CTAaTOYHO MHOTOYMCAEHHOI IT0 MepKaM CTaTUCTUKMN);

® TeHOTUII 110 M3yJyaeMbIM I'eHaM He J0AKeH BAMUATH Ha BbI-
0op OpauHOrOo IHapTHepa (CKpeIuBaHMe AOAXHO OBITH CBOOOA-
HBIM, T. €. He aCCOPTaTUBHBIM);

e MUTpallMsl He AOAXKHA CYIIeCTBeHHO M3MEeHSATh IeHOTUII
IIOITY ASAITUN;

® J0/KeH OTCYTCTBOBaTh OTOOP IO aAAeAs M M3ydaeMbIX TeHOB.

B OGoapmmHCTBe IOMyAsAINiI yeAoBeKa AAsl OOABIINHCTBA
IIPU3HAKOB BTU yCAOBUA coDAoAaroTcA. VIckaioueHus, Koraa 3a-
KoH Xapan-BaitHOepra He MO>KeT BBIIIOAHATLCS:

® OCTPOBHbIe, OTJaJdeHHble U BBICOKOTOpPHbIE ITOMYASIINH,
r/e 13-3a HeDOABIIIOTO YncAa 0codell cAydariHble PaKTOPhl MOTYT
ITOBAVSTH Ha YacTOTHI aAaaeaelr;

® 30MpaTeAbHOCTh (aCCOPTATUMBHOCTDL) CBsA3€M, HPUBOAL-
mux K poxaeHnio agereir. Hampumep, B CIITA 6pakn 6eAbIX My>K-
9yH ¢ OeABIMM >KEHIMHAMM U YepHBIX MYXXUMH C YepHBIMU
KeHITMHaMM BCTPeYaloTCsl HAMHOTO Jallle, YeM CMeIllaHHBIe.

e MMUTpAIMs OOABIIOTO YMCAa HOCUTeAel peAKUX B IIO-
Ty AAITN TeHOTUIIOB;

® reHBl, aAleAu KOTOPBIX ITO-pasHOMY BAMSIOT Ha >KM3He-
CIIOCOOHOCTH U PeIPOAYKTUBHYIO (PYHKIIMIO.

Ecam vactora B momyAsliuy AOMMHAHTHOTO asldeas A co-
CTaBAsleT p, TO YacTOTa pellecCUBHOTO aaleast a Oyder q =1 — p.
CoraacHo mepsoMy IOAOXKeHMIO 3akoHa Xapau-BarinOepra stm
3HaueHUs OyAyT HeM3MEHHBI U3 IIOKOAeHUs B IOKoJAeHue (Ipu
YCAOBUM BBIITOAHEHMsI TpeOOBaHUII, M3A0KEeHHBIX BBIIIE) — DTO
COCTOsIHIE TeHeTNYecKoro papHosecus B romyasnun. CooTHOIIIe-
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Hlle paBHOBECHBIX YacCTOT TeHOTUIIOB OyJAeT OIpeAeAsThCsl BO3Be-
A€HleM COOTHOIIIeHNs YacTOT aAleleil B KBaAdpaT — BTO BTOpOe
II0AOXKeHMe 3akoHa. VI coraacHo TpeTbeMy IOAOKEHMIO 3aKOHA
Xapau-BaitHOepra paBHOBecue 4acTOT T€HOTHIIOB AOCTUTAETCs 3a
OJZHO IIOKOJAEHME U OCTAaeTCs HeM3MEeHHBIM. MaTeMaTU4ecKyl OH
MO>KeT OBITh 3allliCaH CAeAYIOIIIM 00pa3oM:

(p+q?=p*+2pq+q’, 1ae

P —9acToTa AOMMHAHTHOIO aAleas A;

g — 4acToTa peLleCCUBHOIO aAleAs a;

p? —4acrora reHotuna AA (A0MIHaHTHbIe TOMO3UIOTEI);

2pq —4acroTa reHoTuIIa Aa (TeTepO3NUTOThL);

g? —4acToTa reHOTMIIA aa (TOMO3UTOTHBIX PeIjeCCUBOB).

ITpumep

Ogna u3 Qopm aapOMHM3Ma (OTCYTCTBMSI IUTMEHTAIIUN
KO, Pajsy>’kKHOI U IIUTMEHTHON 000.04YeK raasa) y 4deaoBeKa
00yCAOB/A€Ha peJKNM peLleCCUBHBIM alleleM a (MyTanus B IeHe
TUPO3MHA3BI). B HeKOTOpoll IOmyAslMM dYacToTa aAbOMHOCOB
pasHa 0,0001. Toraa,

g —4YacToTa pelecCUBHOTO aAleAs a — v 0,0001 =0,01;

p —4actoTta AJoMMHaHTHOTO aaaeas A —1-0,01=0,99;

p? — dacroTta reHotuna AA (4OMMHaHTHbIE TOMO3UIOTHI) —
0,992=10,98;

2pq — yacrora reHorumna Aa (rereposurotsl) — 2 x 0,99 x 0,01
=0,02.

M3 mpumepa BUAHO, YTO T€TEPO3UTOT IO TeHy aAbOMHI3Ma
B oty Asiuyu B 200 pas Ooablire, yeM aaAbOMHOCOB.

B cayuae MHO>KeCTBEHHOIO alJeAu3Ma MCII0Ab3YIOT aHaA0-
TMYHBIe PacyeThl.

ITpumep

B monyasnum uHaycos I rpynma KpoBu BCTpedyaeTcs C Jac-
toroi 0,314, II - 0,189, III - 0,410, IV - 0,087.

Ilyctp yactora aasaeasn I° —r, aaaeasn I* —p, aaseasn I¥ — q.
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Toraa Hocuteaen renoruma I° I° (I rpynma) 6yaet r2. Takum
oOpaszoM,
r2=0,314;

r=" 0,314 _ 0,560.

O61mas yactota aaaeaeit [* u IB (p +q) =1-r=1-0,560 = 0,440

CymmapHas yactora rpynn kposu I u III pasna (q + r)> Ta-
KIIM 00paszoM,

(q+1)2=0,314+0,410=0,724

(gq+r)=" 0,724 _ 0,851

q=0,851-0,560 = 0,291

p=1-q-r=1-0,291-0,560 = 0,149.

Wrak, yactoTel aaaeaeit rpynn kKposu cucremsl ABO B no-
Ny AUy MHAycos caeaytomue: I° — 0,560, 14 - 0,149, I - 0,291.

B GoapmimHCTBe MOMyAsAnuii HabA0AaeTcsa Apelid reHOB —
M3MeHeHle JacTOT addelell 104 BAMUSHUEM CAydaliHBIX (PaKTo-
poB. DpdeKT OYTBLA0UHOTO TOPABIIIKA — CAYJaliHON I1beau HO-
cuTeAell TOTO WMAM WMHOTO TeHOTHUIIa IIpM  CYyIIeCTBEHHOM
CHIDKeHMI pasMepa HONyAslUU — sABAsSeTCs HamboJee JacToil
NpuanHOM Apeiida TeHOB. B HeOOABIIMX IOMyAAIMAX MOXKHO
BCTpeTUTh PPeKT ocHOoBaTeAs! — KOTrda o4Ha 0coOb (ITOUTH BCeraa
MY>KuliHa, HanpuMmep YmMHIM3XaH) OCTaBAse€T OIPOMHOEe 4YMCAO
IIOTOMKOB, BCA€ACTBU€ 4Yero M3MeHseTCs COOTHOIIeHMe YacTOT
aAAeaeil Vi TeHOTUIIOB.

Vcxoas ns 3akoHa Xapau-BaitnOepra HeTpyaHO yOeAuThCs,
4TO OTOOpP MPOTUB TOMO3UTOTHBIX pereccuBOB Hed(PPeKTMBeH:
DAUMMHAIMA (yCTpaHeHMe) 2 HocuTeAell TeHOTUIIa aa He BAUseT
CyIIIeCTBEHHO Ha YacCTOTHI alaeeil. BoAbIIMHCTBO HOCUTe el pe-
IIeCCHBHOTO aa4eas SBASIOTCs reTepo3urotraMu. B sTom nmpnunna
reHeTMYeCcKOIo Ipysa B HOMyASIMAX deloBeKa — 3HauMTeAbHOIO
9ycAa TeTepO3UTOTHBIX HOCKUTeAell AeTaAbHBIX (IMPUBOAANINX K
CMepTH) aadelell U aadeael, CBA3aHHBIX CO CHVDKeHMeM >KIU3He-
CIIOCOOHOCTU U pernpoayKTusHoi ¢yHkiuu. IToHsaTue reneruye-
CKOTO TIpy3a sBAseTcs (PyHAaMEHTaAbHBIM B IIOIYAAIIMOHHOM
reHetuke, ero seea I'. Meazep B 1950 r. B cBoent kuure «Har rpys
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MyTanuii». Jas pacyera HNOpsAKOBOIO HOMepa mokoaeHus (t), B
KOTOPOM Hayda/bHas 4acToTa PelecCHMBHOIO aadeas (qo) IpuMeT
OXIJaeMoe 3HadeHMe (: IpY OTOOpe IPOTNUB TOMO3UTOTHBIX pe-
11€CCUBOB, MICIIOAB3YIOT GOPMYAY

_ Lt
qt qo
ITpumep

Yacrora perteccusHOTO AetaapHoro aaaeas 0,01. TpeOyetcs
YCTaHOBUTD, CKOABKO NOTpeOyeTcsl ITIOKOAeHUI 4451 ee YMeHbIIle-
Hys B 10 pas npu ycA0BUM OTCYTCTBYSL HOBBIX MyTalllii?

qo=0,01
q:=0,001
1 1
t=—————=1000—100 =900 .
0,001 0,01

Wrak, 245 yMeHbIIIeH: 4aCTOTHI PelleCCUMBHOTO A€TaAbHOTO
aaaeas c 0,01 g0 0,001 morpeOyetcs 11eapx 900 TTOKOA€HMIA.

Konmpoavnvie sonpocot u 3adanus

1. PaccunraiiTe 4acTOTHI aAAeAeil TPYHII KPOBU CUCTEMBI
ABO B monyasnum aHramdas, rae I rpymnma Kposu BcTpedaeTcs C
vactoron 0,462, I1 - 0,436, 111 - 0,074, IV — 0,028.

2. VIsmeHseTcst AU TeHeTM4eCcKuil Ipy3 B MOy ASIIUX Yeao-
BeKa co BpemeHeM? Ecan aa, To 6aarogaps AeiicTBUIO Kaknx ¢ak-
TOPOB?

3. Ha oaHOM ocCTpoOBe guKapu HNPUHOCUAU B KePTBY BCex
aABOVHOCOB A0 AOCTVKEHMS VMU I1010BO3peAoro Bodpacra. V13-
Hava/AbHasl 4acTOTa BCTPEYaeMOCTM HOCUTeAell BTOro (peHOTHIIa
65122 0,0001. Hackoapko oHa n3MeHnaach yepes 180 moxoaeHmit?
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TI'rasa 10. DriureHeTUKAa

IToa TepMIMHOM «®IIUTEHETVKa», B HACTOsIIee BpeMsI IIOHM-
MalOT HacAedyeMmble B PsIAy MUTOTUYECKUX VM MEMOTUYECKUX JAe-
AEHUI COCTOSIHMs XpOMaTHHA U DKCIIPeCCUI T€HOB, KOTOphIe He
CBSI3aHbl C M3MEHEHUAMM B HYKACOTUAHON IT0CAeA0BaTeAbHOCTU
AHK.

B ocHOBe snmreHeTHYeCKON NaMATU A€XKUT OMOXUMIIecKast
MoAnUKaIMs CTPYKTYpBl XpOMaTHHa. Y CTaHOBAEHO, YTO OCTaT-
ky umurosuHa B cocraBe CpG-niocaegosareapnocrent AHK y sxnm-
BoTHBIX 1 CpNpG-n1ocae0BaTeAbHOCTI Y pacTeHMIT MOTYT OBITh
MeTnAnposaHsl. Takas MoauduKanys xapakTepHa 445 HeaKTVB-
HOI'O XpOMaTMHa, TPAaHCKPUIILNS C KOTOPOIO He OCYIIeCTBASETCS.
Ilepenoc MeTMABHON TPYHIIBI C S-a4e€HO3MAMETMOHIHA Ha OCTa-
TOK IJUTO3MHA OCYIIECTBASIETCS HeCKOABKMMM I'PyIIIIaMi MEeTUA-
TpaHcdepas. OgHa TIpyIllla OCYIIeCTBAseT I0AJep>KMBaloliee
MeTUAMPOBaHME BHOBb CUHTE3MpPOBaHHON aodepHent Hutu JAHK
Ha OCHOBE PMCYHKa METUAMPOBAHMA MaTEPUHCKON HUTHU, a APY-
ras TpyIIa IIPOU3BOAUT MeTUAMPOBaHUe de 10vo B OTBET Ha CUT-
HaAbl KAETOYHON AudQPepeHINpoBKY ¥ pa3AndHble (paKTOPBI
BHEIIIHe CpeAbl.

C moandukanueinn AHK compsikeHa Takke (pepMeHTATUB-
Hasl MoAuduKamus Apyroro KOMIIOHeHTa XpoMaTiHa — IMCTOHOB.
UYeTsIpe KOPOBBIX TMCTOHA OOPa3yIOT HYKA€0COMY — CTPYKTYpPY, Ha
koTopylo HamoTana Huth AHK. Cymiectsyer MHOXKeCTBO BapuaH-
TOB MOAM]UKAIINMIT aMUHOKMCAOTHBIX OCTaTKOB I'ICTOHOB, C pas-
HBIM cpoactBoM K AHK m xapakTepHbIX 445 pasaMdHbIX
COCTOSIHUI XpOMaTuHa. B cBs3m ¢ 9TM ga’ke MOABMAOCEH IIOHATHE
«TMICTOHOBOTO KOAa» — Habopa MoAM(pUKAIINI, COOTBETCTBYIOIINX
TPaHCKPUIIVIOHHO aKTUMBHOMY, TPAHCKPUIILIMOHHO HEaKTMBHOMY
AV KOHACHCMPOBAHHOMY XPOMAaTUHY MUTOTUYECKMX XPOMOCOM,
a Takxke rucronaMm, cMemaomunmcsa ¢ AHK B S-dase kaeTounoro
nukaa. Tak, aueTnmaMpoBaHue OCTaTKOB AM3MHA U aprUHMUHA
OOBIYHO CBsI3aHO C TPAHCKPUIIIIMOHHO aKTUBHBIM COCTOSHVEM
XpOMaTMHa, a METUAVPOBaHME DTUX aMUHOKUCAOTHBIX OCTaTKOB,
HaoOOPOT, CO CHIKeHMEeM TPaHCKPUIIIIMIOHHOTO CcTaTyca.
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Moaudukanmus xpomaTuHa A€XKUT B OCHOBe TaKOTIO sBe-
HISI, KaK TeHOMHBIN MMIIPUMHTUHI (3ariedaTAeHne). OTOT TepMUH
nossuAaca B 1960 r. u meppoHa4aabHO OTHOCUACS K BHIDOPOYHOI
DAUMUHALUM OTIJOBCKMX XPOMOCOM Y HEKOTOPBIX HaCeKOMBIX.
MccaeaoBanusa mo TpaHCIAaHTaLUM SAepP IMOAOBBIX KAETOK MBbI-
meit B 1980-x IT. moKa3aAy HEBO3MOXKHOCTb Pas3BUTIS DMOPUO-
HOB, HeCyIIUX TOABKO MaTepUHCKMe WAU TOABKO OTIIOBCKUE
IIpOHyKAeychl. boaee Toro, saxe Haanume AMIIL ABYX I'OMOAO-
TMYHBIX XPOMOCOM OT OAHOTO pOAMTeAs MOKeT IIpUBeCcTH K Iude-
an smbpnona. Okxazaaoch, YTO HpUYMHA AAHHOTO SIBAEHMS —
pasanuns metuanposannsa AHK B My>KcKux m >KeHCKIX rameTax.
Bcaeactsue »TOrO InosBAeHNe B TeHOMe ODOMX KOIIMII alaeler,
IIOABEPTIINXCS MUMIIPUHTUHIY (BBIKAIOYEHUIO), IPUBOAUT K DIIN-
reHeTM4YeCKOli HeI0AHOIIeHHOCTU ®MOpPMOHa, XOTsA C TOUYKU 3pe-
HIUs KAACCHMYeCKOV TeHeTUKM, OH MMeeT HOpPMaAbHBEI Habop
reHoB. Y dYelOBeKa Ha CeTOAHAIIHUII JeHb OOHapyKeHO Ooaee
30 UMIOPUHTUPOBAHHBIX T€HOB, a ODIIlee MX YICAO OIleHUBaeTCs B
npegeaax 200-500.

[T1poKO M3BeCTHHII HNpUMep TeHOMHOTO MMIIPUMHTUHIA Y
gyeaoBeka — cundpomot [1padepa-Burru u Arzeaomana, KoTopble 00y-
CA0BAeHBI MUKpoJeaennen B paitoHe HSA15q11-q13. Ecan abep-
paHTHas XpOMOcCOMa IIPUXOAUT OT OTIa, pa3BMBAETCSA CUHAPOM
IIpagepa-Buaan (oxupeHne, CKAOHHOCTL K IlepeeJaHNIO, IMIIO-
TOHYC, HapyllleHle KOOpAVHAIUN ABVKE€HUI, MaJdeHbKUe KUCTU
U CTOIIbI, HU3KUII POCT, IOBBIIIEHHAas COHAMBOCTb, KOCOIJasue;
IIOHVDKeHHasl IIAOTHOCTh KOCTel, IMIIOTOHaAM3M, pedeBasl 3a-
Aep>KKa, 3a4eprKKa IICUXMYeCKOTO Pa3BUTHUs, OTCTaBaHMe B OCBOe-
HUM HaBBIKOB 00mIeit m Meakoir Mmotopuku) (puc. 108). Ecan
aHOMaJbHas XpOMOCOMa IIOAy4YeHa OT MaTepy, TO pa3BMBaeTCs
cuHApOoM AHreabMaHa (pa3Mep IO4O0BBI MeHbIIIe CpeJHero, He-
Pe4Ko ¢ yIJoIlleHueM 3aTblAKa, 3a4ep>KKa B pasBUTUN HaBBIKOB
00111eil MOTOPMKHY, 3ajep>KKa pedeBOro pasBuTus, AepUUNUT BHU-
MaHIs U TUIePaKTUBHOCTD, CAOKHOCTU C OOydYeHMeM, 4acTo DIIN-
Aericusl, HeOOBIYHbIE ABVDKEHNSI — MeAKUII TpeMOop, XaoTudecKue
ABVDKeHIs KOHeYHOCTell, YacThlil cMex 0Oe3 1oBoJa, Xoab0a Ha He-
rHymuxcs Horax) (puc. 109). Pazanuns B MeTMAMPOBaHUU ITUTO-
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3UHa B MY>KCKOM I JK€HCKOM OpTaHM3MaX IPUBOAAT K pa3AMIHO-
My IPOsBAEHUIO OAHOI U TOM >Ke MyTallM B 3aBUCHMOCTH OT TO-
To, KTO U3 pojuTeaeil Ilepejal aHOMAaABHYIO XpPOMOCOMY
pebeHKy.

Puc. 108. Cunapom ITpasepa-Braan”

*URL: http://www.medico.ru/cgi-
bin/medatlas/comment.pl?rlink=&publ=1115220228_01_168&page=
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Puc. 109. Cunapom AHreapmaHa”

K 2aBHO M3BeCTHBIM M OAHMM U3 XOPOIIO M3YYEHHBIX BIIN-
reHeTM4ecKX (HPeHOMEHOB OTHOCUTCA WMHAKTUBAIUs I1010BOA
X-XpOMOCOMBI y caMOK IJalleHTapHBIX MAEKOIMUTAIOINX (Aaiio-
Hu3auusA). B comaTmdeckmx KaeTkax caMOK MAEKOIIMTAIOIINX
IIPUCYTCTBYIOT ABe X-XPOMOCOMBI, COOTBETCTBEHHO 11 HaDOp TeHOB
Ha HUX /ABOJMHON, IIO CPaBHEHMIO C COMaTMYeCKUMM KAeTKaMU
CaMIIOB, y KOTOPBIX B sIApe HaXOAUTCA TOABKO 0OgHa X-XpOMOCOMa.
Aas KOMITIeHcalluM AO3bl TeHOB Y CaMOK OJHa 13 X-XpOMOCOM
MHaKTUBMpYyeTcs: ¢ GOpMUpOBaHUEM CIIeNM(UUecKo sIAepHOI
CTPYKTYpBbI, Ha3BaHHOI1 TeablleM bappa. B ocnose »Toro nmpoiecca

* URL: http://www.primehealthchannel.com/angelman-syndrome-symptoms-pictures-

causes-life-expectancy-and-treatment.html
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aesxut sxcrapeccust PHK XIST, koropas He koanpyeT 0eaok. OHa
B3alIMOJENICTByeT ¢ XpOMaTUMHOM X-XpPOMOCOMBI, KaK Obl 00.er1-
A5 e€, U IIpuUBAeKaeT OeAKOBbIe KOMIIAEKCHI, aKTUBMPYIOIIue
AHK-MeTnAaspl 1 TMCTOHOBbIE alleTiAasbl, CAeACTBIeM paboThI
KOTOpPBIX siBAseTcst dopMmuposaHmue (paKyabTaTUBHOTO TeTepo-
XpoMaTHHa ¥ MHaKTUBaluKu X-XpOMOCOMEL VIHTepecHo, 4TO ®Kc-
npeccust gpyron Hekoaupymwoiiern PHK TSIX antucmbicaosoit K
XIST nipensTcTBYeT €€ SKCIIpeccun B akTMBHON X-XpOMocoMe.
HoGeaeBckass mpemeHM IO MeaAuIlMHe U (PU3MOAOTUN
2006 r. O6p1aa mpucyxgeHa 9. Pantepy u K. Meaao 3a oTkpsI-
THe APYTOTO WMHTEPEeCcHOTO SINUIeHeTHYecKoro (eHoMeHa -—
PHK-unaynmpyeMoro mnojaBAeHMs SKCIPeCCU T€HOB WUAU
PHK-unrepdepenunn. Viccaeaosatean oOHapy>Kmau, 4To BBeje-
HIe B OpTaHU3M Kpyraoro uepss Caenorhabditis elegans AByxije-
noueunont PHK  Beger k cmenuduueckoil — pernpeccun
TOMO/AOTUYHOTO eJi II0 HyKAeOTHUAHOM I10CAe40BaTeAbHOCTH TeHa.
ITosxxe PHK-mHTepdepennus Oplaa oOHapy>keHa ITOYTU Yy BCeX
DyKapMOTHYeCKIX opraHus3moB. Ha mepsom sTame sTOro snmre-
HEeTUYeCKOTo Ipollecca IPOUCXOAUT paciiieriaeHne (pepMeHTOM
PHK-sna0nYK2€a3011 III THma sk3orennon asyienodeunon PHK,
IIOIIaBIIell B KAeTKy, Ha HeDoAblllNe, AByXllellouyeyHble ¢pparMeH-
TBI AAMHON 20-25 HYKA€OTIAOB, Ha3BaHHBIE MaAbIMM UHTepQde-
pupyomumn PHK. Ogna wn3 Hurtein Takux ¢parMeHTOB
IepexoAuT B COCTaB CrennduIeckoro HAOHYKAea3HOTO KOM-
IL1eKca U, B3aMOACICTBY: C KOMILA@MeHTapHO I10CAe40BaTeAb-
HocTpi0O MaTpuuHolt PHK, paspymraer nocaeanioo, ambo B
cocTaBe ApYTOTO KOMILAeKca, IIoIlajas B 54pO, IepeBOJUT B
TPaHCKPUIILIMOHHO HeaKTMBHOE COCTOSHIE XpOMaTMH C KOMILAe-
menTapHoit AHK. ®yuxunm PHK-uaTepdepennunm Ha yposHe
KAETKM CPaBHMBAIOT ¢ PYHKIIMAMU MMMYHHOI CCTEMBI Ha YPOB-
He opraHmaMa. Cunraercs, uro PHK-mHTepdepennus sapasgercs
BHYTPMKAETOYHBIM aHAaA0TOM MMMYHHOI CHCTeMBl, IIpeoxpa-
HAIOIIUM dyKapuoTudeckyio kaeTky ot PHK-supycos 1 Mmobnan-
HBIX TeHeTMYeCcKMX 9AeMeHTOB (TPaHCIIO30HOB). Beayrcs
aKTUBHBIE pabOTHI IO CO3JaHUIO AeKapCTBeHHBIX CPeACTB Ha OCHO-
Be wuHTepdepupyomux PHK, nossoasomux 3aba0kmposarh
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CHHTe3 IPOAYKTOB, IPUHUMAIOIINX yJacTue B pa3BUTUN 3a00.e-
BaHUII YeA0BeKa; 04HaKO 9P PeKTUBHBIX 1 Oe30I1aCHBIX BeKTOPOB
aas agoctasky nHTtepdepupyionux PHK B kaeTky moka He Haiije-
Ho. [lepcmexTuBHO IpuUMeHeHMe MaAbIX UHTepdepUPYIOIIIX
PHK 1 B OMOTEXHOAOTUYECKUX LIeASX.

V3BecTHO, YTO TeHOM pacTeHMIi MeTUANUPOBaH B 3HAYUTeAb-
HO 0OABbIIIell CTereHn, YeM KMBOTHBIX. B repBMYHOI HyKA€oTnA-
HOJ I10CAeA0BaTeAbHOCTM 5-MeTUALMTO3UH BCTpedaeTcs aake
Jalie, 4yeM HeMeTUAMPOBAHHBIN IUTO3MH. 3HauMTeAbHas 4YacTh
TeHOB y pacTeHMII HaXOAUTCSI B HeaKTMBHOM cocTosHun. Ilokasa-
HO, YTO IIpMMeHeHle AeMeTUAUPYIONINX areHTOB MPUBOANUT K Ha-
caeayeMoOil B pPsAAy IOKOAeHMII aKTMUBAalUM IIPOMOTOPOB U
DKCIIPeCCUM paHee BHIKAIOUeHHBIX reHOB. Takoe n3mMeHeHne ¢eHo-
THUIIa HalTOMMHAaeT OOBIYHYIO MYyTaIMIO.

Ao HejaBHEro BpeMeHM CUMTaA0Ch, YTO BIUTeHeTUIeCKUI
PMCYHOK reHOMa MAEKOHUTAIOMIuX GOopMUPYeTCs B Iepuos HM-
OpP1OHAABHOTO Pa3BUTHUS U BIIOCAEACTBUI OCTAeTCsl HEM3MEeHHBIM.
XoTs STOT Hepuo/ IO-TIpe’KHeMy CUUTaeTCs SINUTeHeTHYecK!
Hanbo/ee Ba’KHBIM, OAHAKO BDKCIIEPUMEHTHI C Aa00paTOPHBIMU
JKMBOTHBIMHU IIOKa3aAl, 4To yIoTpeOJAeHMe psiga BellecTs OIlpe-
Ae/eHHBIM 00pa3oM CKa3bIBaeTCsl Ha MeTUAMPOBAaHUY Pa3AMYHBIX
y4acTKOB XpoMaTuHa. Tak, HegocTaTok 1au, Ha0OOPOT, N3OBITOK B
IIMIIe BeIllecTs, CAy>KallluX IIpeAllecTBeHHMKaMI 4451 CyOCTpaToB
metuanposanusa AHK, ckasbiBaeTcs Ha moggep>KaHUM MeTUAN-
posanns JAHK. Kpome Toro, ps14 Beliects MOXXeT BAVUATDH Ha DIIN-
reHOM I yepe3 60.1ee CA0KHBIE MeXaHI3MBI.

Konmpoavnuvie 6onpocut u 3adanus

1. Kakne mMogudukanyum IMCTOHOBBIX O€AKOB MPUBOAAT K
aKkTMBalMM, a KaKye — K MHaKTUBal XpoMaTiHa’?

2. B cempe poamacs peGeHOK ¢ CMHApPOMOM AHreAbMaHa.
Kro m3 ero poauresenn spasercsi HOCUTedeM abeppaHTHOI
15-11 xpoMocoMBI?

3. B uem 3akatogaercs siBaeHne PHK-naTepdpepentmm?
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TI'rasa 11. TeHeTHKaA U ceAeKITVISI

11.1. Ombop, nod60op u oyenka 2eHOMUNA 6 ceAexyuu

Cezexums, no caosam H.V. Basnaosa, npeacrasaser coooit
®BOAIOIINIO, HallpaBAsieMylO BoJeil yeaoseka. [loa ceaekimern
IIOHMMAIOT COBOKYITHOCTh METOAOB CO3JaHMs HOBBLIX IOPOJ, THU-
II0B, KPOCCOB M AMHMI >KMBOTHBIX, COPTOB U AMHUII pacTeHWUI],
IIITAMMOB I KAOHOB MUKPOOPTaHI3MOB, 001a4al0MINX JKeAaTeAb-
HBIMI AJAsI 4eAOBeKa CBOJICTBaMU. TeopeTmdeckoir 0a3oil ceaexk-
TN SIBASIETCSI TeHeTUKa.

OcHOBHBIE METOABI CeAeKIuM — OTOOp (IIOAHOe MAM Yac-
TUYHOE yCTpaHeHe KaKoi-A1bo JacTy ocodeil OT pa3MHOXKEHN:T)
1 noadop (popMupoBaHUE MHap POAUTEABCKMX (POPM C IIeABIO
IIOAY4YeHMsI TTOTOMCTBa, 001ajaloIero >KelaTeAbHBIMM IIpU3HA-
KaMI) Ha OCHOBEe OIIeHKU reHOTHuIa. [ €eHOTUI MO>XHO OIleHUBaTh
UCXOAs U3 (PEHOTUIINUIECKMX OCOOEHHOCTel caMoOil O0coOM MAM
(HammpuMep, B cAydae OrpaHMYEHHBIX ITOAOM IIPU3HAKOB) IO Pe-
HOTHUIIaM CHOCOB, poANUTeAell MAM MOTOMKOB. Tak Hampumep, B
MO/AOYHOM CKOTOBOACTBE HamboOee TOYHasI OIleHKa reHOTHIIa ObI-
KOB (II0 KOTOPBIM IIPOBOAUTCSI MHTEHCUBHBIN OTOOP) IOAyJaeTcs
10 IPOAYKTUBHOCTHU VX AOYepei.

3aa0roM ycrexa CeAeKIIMIOHHBIX MepOHpUATUIL SBASIETCA
BBICOKasl HacAeAyeMOCTb IIpU3HaKa, C KOTOPBIM IIPOBOASAT padoTy.
Meporii HacaeayeMOCTH cauTaeTcst KO9(pPUIINMEeHT HacAeAyeMOCT!
h? — oTHOmIeHNe reHOTUIINYECKON Avcriepcuu (IokKaszaTeab W3-
MEHUMBOCTU BHYTPU TeHeTN4ecK OAHOPOAHON IPYIIIEI) K peHO-
TUIINYECKON  Aucrepcun  (IlOKazaTeAb  M3MEHUMBOCTM B
MO ASILIVIN).

ITpumep

VmeroTcs ABe AMHNMM Kyp € pa3HOM TOAIIMHONM CKOPAYIIBI
silla — TOHKOM M TOACTON. Y OAHOW AVIHUM IITULL CPeAHss TOA-
muHa ckopaynsl 320 MKM, aucnepcus 12, y Apyroi cOOTBeTCT-
BeHHO 320 MM m 16. Y ruOpuAOB MEepPBOIO ITOKOAEHIII
(reHeTHYeCKM OAHOPOJHBIE T€TE€PO3UTOTHI) AMCIIEPCUs COCTaBUAA
14. Y ruOpnaoB BTOpPOTO MOKOAEHMI (OHU y>Ke IeHeTIYeCKl reTe-
porennst!) aucnepcus 39. IloHATHO, 4TO M3MEHYMBOCTL y pOAU-
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TeAbCKUX AVHUI 1 F1 00yca0BAeHa TOABKO BAMSAHUEM CpeAbl, a B
F2 — BansAHMeM reHotuna m cpelosbix ¢akTopos. PaccunTeiBaem
CPeAHIOI0 AMICIIEPCUIO POAUTEeABCKUX AuHU 1 F1 (oHa pasHa 14)
U TOTAa:
ne = 39-14

39

PaccMOTpMM OCHOBHBIE TIOHATUS CeAeKLMM Ha IIpuMepe
SKIMBOTHOBOACTBAa. B pacTeHMeBOACTBEe U ceAeKIMM MMKpPOOpTa-
HI3MOB MIMEIOTCS OTANYNS, OIIpejeAseMble O110A0T1ell OOBEKTOB.
[12eMeHHBIM >KVMBOTHBIM Ha3BIBAIOT OCOOB, KOTOpasl MMeeT IIOA-
TBEpP>KAEHHOE ITPOVICXOXKAEHNE VI MOKET OBITh MCIIOAb30BaHa A5
BOCITPOM3BOACTBa OIIpeAeAeHHOI 1opoasl. [Ipu sToM naemeHHas
II€eHHOCTH >KMBOTHOTO — YPOBEHb TeHeTHYECKOTO ITOTeHIIaja Iae-
MEHHOTO KVMBOTHOTO M BAUSHIE AQHHOTO T€HETUYECKOTO ITOTeH-
I[1aJa Ha XO3AVICTBEHHO I10/A€e3Hble MpU3HaKy otoMcTsa. ['pymiry
oco0ell, MHTEHCHBHO NCIOAB3YIOIIUXCA AASl BOCIIPOM3BOACTBA,
Ha3bIBAIOT IL1€MEHHBIM SIAPOM IOPOABL. AAs oueHKN 3PpPeKTIB-
HOCT!U CeAeKLVM CAy>XKaT HOHATHS «(PEHOTUIINMIECKNUIT CABUT» —
U3MEeHeHle IIpU3HaKa 3a OIIpejeleHHbINI Iepuoj BpeMeHN, «Te-
HeTMYeCKUIT IIPOrpecc» — PasHOCTh MeXAY CpeAHell I1eMeHHOI]
IIEHHOCTBIO ITOTOMCTBa, OTOOPaHHOTO A4Sl BOCIIPOM3BOACTBA PO-
AUTeAel, U CpeAHell II1eMEeHHOI IIEHHOCTBIO IOy ALY, U3 KO-
TOPOI OTOOPaHbI POANUTEAN, U «CeAEKIIVOHHBIN AnddepenIinal»
— Pa3HOCTh MeXAY CpeAHMM 3HadyeHUeM IIpU3HaKa B JMICXOAHOI
IOy ASIINM Y CPeJHNM 3HauyeHIeM TOTO >Ke IpM3HaKa y ocobei,
OTOOpaHHBIX B OAHOM U3 ITOCAEAYIOUINX ITOKOAeHmit. Jas Koau-
YeCTBEHHOI OLIEHK! peaKLNV IPYIIIB 0co0ell Ha OTOOp MCIIOAB-
3YIOT CeAeKIMOHHBII OTBeT — IIpou3BeieHue Koa(pPulieHTa
Hacaegyemoctu h2 u ceaexnmonsoro auddepeniuasa. Tosap-
HBIM Ha3bIBAIOT XO3SICTBO, TAe MPOU3BOAAT IPOAYKIIUIO, ILAe-
MEHHBIM — TJA€ PasBOAAT MOAOAHAK AAsl BOCIIPOM3BOACTBA
oIpeJe/€HHOI TIOPOABL.

[Toa AVHUAMM B ceAeKUMM IIOAPa3yMeBalOT HE COBCEM TO
K€, 9TO T10J, YUCTHIMY AVHVSIMU — TPYIIIIaMJ TOMO3UTOTHBIX OCO-
Oell — B TeHeTUKe. BbIAeAsIIOT reHeaa0rMyecKue AMHUU — IPYIIIIBI
ocoberl ¢ OOIIMM ITPOUCXOXKAEHNEM U 3aBOACKUE AMHUU — IPYII-
IIBI 0COOEN! C OOIIUM MPOUCXOXKAEHNEM U OAUBKUMU ITPOAYKTVB-
HBIMU U DKCTEPBhEePHBIMU IIPU3HaAKaMIU.

=0,64 .
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B cBUHOBOACTBE M NTUIIEBOACTBE TOBapHbIE XO3SAMCTBA JC-
MIOAB3YIOT ABYX- MAU TpeXAMHEeNHble KPOCChl — IMOPUAOB OT
CKpelllMBaHMsI MaTepUHCKMX AMHUI, KOTOpble 4acTo 001ajaioT
reTepo3NncoM (rMOPUAHON MOIIHOCTBIO) IO >KeAaTeAbHBIM IIpU-
3HaKaM.

B nocaeanme roanl Bce OoabIlee pacIipocTpaHeHNe HaXOAUT
MHAEKCHasl ceAeKIus — oTOOp 1 oADOp Ha OCHOBE KOMIILAeKCHO
OLIEHKM IIPOAYKTUBHBIX Ka4yecTs. B ceaeKImMoHHbBIN MHAEKC BXOAAT
OCHOBHBIE€ ITPOAYKTUBHBIE U1 DKCTepbhepHble HPU3HaKM, Ka’KAOMY
13 KOTOPBIX NMPUAAETCS CBOV KOD(PPUITMEHT MCXOAd U3 OObeK-
TUBHO LIEHHOCTM 4aHHOTO IIpM3HAaKa 4451 IIOPOABL.

Boapmoe 3HaueHme a4s ceaeKUM MMeeT COXpaHeHUe Te-
HO(pOHAA MaAOUNMCAEHHBIX TIOPOJ - TPYIII PeAKO BCTPedalOIXCs
JKMBOTHBIX OIIpeAeA€HHOM IIOPOAbl, OTAMYAIONIMXCA TeHeTUKO-
CeAeKIIVIOHHBIMM OCOOEHHOCTSIMM ¥ HaXOASAIIUXCS 104, YTPO30ii
VICYEe3HOBEHIL.

11.2. Ceaexyusi Ha O0CHO6E MOAEKYAAPHLIX MapkKepos
U 2eHOMHAS OUeHKa

BoABIIMHCTBO XO35AMCTBEHHO IIEHHBIX NPU3HAKOB JOMalll-
HIX >KMBOTHBIX U KyABTYPHBIX pacTeHMI UMeIOT CAOXKHBIN I10AU-
TeHHBIII THUI HacAeAOBaHUS ¥ KOHTPOAMPYIOTCSI MHOIVMU
reHaMl, pacllOAOXKeHHBIMM B AOKycaX KOAMYECTBeHHBIX IPU3Ha-
koB — QTL. Aasa swrasaennsa QTL 1ucroap3yioT MOAHOTeHOMHOe
CKaHMpOBaHMe — aHaAUBUPYIOT TeHeTuJecKoe  CliellleHne
(pa3a. 2.7) OOABIIIOTO YMCAa PaBHOMEPHO pacIipejeAeHHBIX II0
XpOMOCOMaM MOAEKyASPHBIX MapKepoB (HaIpumep, MHUKpoOca-
TeAAUTOB) C U3ydaeMbIMU IPU3HaKaMU (HaIlpuMep, yAOM y KO-
POB, ANIIEHOCKOCTb y HeCylleK, CKOpOCTb pocTa y Opoiiaepos).
ITocae ycranosaeHmusa paiioHa aokaamszauyuu QTL Ha renermue-
CKOI KapTe IIPOBOAAT TOHKOe KapTUPOBaHME IO CLeILAeHHOMY
HacJeA0BaHUIO ¢ Hamboaee OAM3KO pacroAOKeHHBIMI MapKepa-
mu. Onpegeaenne rpanny; QTL mossoasier IpoBOAUTH TTO3UIIN-
OHHOe K/JOHMpOBaHle — [10Ay4yeHle TeHOMHBIX KAOHOB U3 palioHa
ero aokaamsauyu. ViccaeaosaHue oAydeHHBIX TEHOMHBIX KAOHOB
IpY IHOMOIIM MOAEKYAsIPHO-TeHeTU4YeCKIX MeTOAOB AaeT BO3-
MO>KHOCTb BBISBUTDH TeHBI-KaHAUAATHI A5 U3y4aeMOTIo IIpU3HaKa.
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CpaBHeHMe »KcIpeccuy TeHOB-KaHAMAATOB B TKaHAX, y4acCTBYIO-
mux B GOPMUPOBAHUYU ITpU3HAKA, Y OPTaHMU3MOB C Pa3HBIM €ro
IIpOsIBA€HNMEeM JaeT BO3MOXKHOCTh ONpeAeAUTh IeH, OKa3bIBalo-
I BAMSIHUE Ha NposBAeHMe Ipu3Haka. CeKBeHpOBaHIe pery-
AATOPHBIX UM KOAUPYIOIIMX 00JacTell BLISIBA€HHOTO TIeHa
I103BOAsIeT HAlITU eT0 aAAeAbHble BapMaHThl, CBA3aHHbBIE C IIPOsB-
AeHyeM MpU3HaKa, 10 KOTOPBIM MOKHO IIPOBOAUTL OTOOp — reH-
HYIO ceAeKIMIO (Pa3HOBUAHOCTL MapKepHOII cesekunn). B 6oaee
o0111eM caydyae MapKepHOI celeKIlMell Ha3hIBalOT OTOOp U IO4-
Oop 10 aAaeasiM MOAEKYASAPHO-TEHETUYeCKUX MapKepoB, KOTO-
pble  TPOSBAAIOT TeHeTHYecKoe CleNAeHNue WA  UMeIOT
puU31M0A0TIUECKYIO CBA3D C JKeAaTeAbHBIM ITPU3HAKOM.
Kaaccuyecknit npumMep co3gaHus CUCTeMbl MapKepHON ce-
Aexknuy — BpisiBaeHne reHa DGATI, aaaean KOTOPOTO OIpejeAst-
IOT pa3HYIO KMPHOCTh MOAOKa y KPYHHOTIO pOraToro CKOTa Ipu
IIOMOIIM MO3UIIMOHHOTO KAoHupoBaHus. IlocaegoBareapHoe co-
KpalieHue muHrepsada aokaausauyyu QTL merosom aHaamsa Ko-
cerperanuy >KMPHOCTU MOAOKA C aAAeAsAMU MUKPOCAaTeAAUTHBIX
AOKYCOB ITO3BOAMAO aBTOPaM YCTaHOBUTD, UTO IeH-KaHAUAAT HTO-
ro Ipu3HaKa HaXOAUTCI B XPOMOCOMHOM paliOHe BeANYMHON
3 cM, orpannyenHom mukpocateaantamu BULGE13 n BULGEO09.
CkpuHMpOBaHUe TeHOMHOI 610AMOTeK) KPYITHOIO pOraToro CKo-
Ta C UCIIOAb30BaHUEM STuUX Mapkepos B KaudectBe JHK-30Ha0B
AAs TUOpUAM3AINY, TO3BOAMAO TOAYYUTH IPOTIKEHHBIe
AHK-ka0HBI TpaHuiy »roro paioHa. MeroaomM «Iporyakmu 1o
XpoMocoMe» (KOHIIbI KAOHOB OBLAM CeKBeHMPOBAHBI 1 MX IOCAe-
AOBaTeAbHOCTU MCIIOAB30BaHbI 4451 co3ganusa JAHK-3ona0B g4as
cepun IocAeA0BaTeAbHBIX CKPMHIHIOB) U C IPUBAEYEHMEM JaH-
HBIX II0 TeHHOMY COCTaBy OpPTOAOTMYECKOIO pailoHa XpPOMOCOM
gel0BeKa ObLA TTOCTPOeH KOHTUT 13 50-T1 MCKYCCTBEHHBIX XpOMO-
coM OakTepmii, KOTOPHINI TpOeKpaTHO IepeKphiBal palioH MHTe-
peca. ITpu CeKBeHVPOBaHNN HYKA€OTUAHBIX
IIocAeA0BaTeAbHOCTe)l ®TOTO KOHTUTa OblA OOHapy>KeH TIeH
DGATI (arma-xodpepMeHT A — AMaIUATAUIIEPOA arfuATpaHcPe-
pasa), KOTOPHIi IO PU3NOA0TNIECKOMY ACTICTBUIO MOT OBITh KaH-
angatom  aas ganHoro  QTL. Amnaama  HyKaeoTHAHOI
I10CAe40BaTeAbHOCTI 9TOTO IeHa y HOpOJ, KOPOB C aabTepHaTUB-
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HBIM IIpOsBA€HMEeM Ipu3HaKa >KMPHOCTM MOJOKa II03BOANA
MAeHTU(PUIUPOBATh TOUKOBYIO MyTarnuio K232A, xotopast okasbl-
BaeT pellaollee BANSIHIE Ha IIPOsABAEHUS HTOTO IIpu3HaKa. B Ha-
CTosiIllee  BpeMsl 9Ta HYKAeOTHAHasl 3aMeHa 00s3aTeAbHO
YUUTBHIBAeTCsA BO BCeX CHCTeMaX MapKepHON ceAeKIUU KPYITHOIO
pOraToro ckoTa MOAOYHOIO HallpaBAeHI.

Cucrema MapkepoB IIA0AOBUTOCTH, CTPECCOyCTOMYMBOCTH,
KayecTBa MsICa M Pe3UCTEeHTHOCTY K HeKOTOPHIM MH(pEKIAM -
POKO IIPUMEHSIETCs B CeAeKIUN CBUHEIA.

B nocaeanne roanl B ceaeKuy KpPYIHOTO POTaTOrO CKOTa
MOJOYHOTO HallpaBAE€HMs UCIOAL3YIOT T€HOMHYIO OLIeHKY IIpU
ITIOMOIITY OMOYNIIOB, COAep KalyX 00ABIIIOe YncAo (KaK IpaBuAo,
250 000) MapkepoB MOHOHYKA€OTHAHOTO noanmopdpusma (SNP).
CrienlmaapHOe IporpaMMHOe obecIiedeHne IT03B0AseT C BBHICOKOI
BepOATHOCTLIO (rtopsiaka 0,6 — 0,8) npeackazaTb MOAOYHYIO ITPO-
AYKTUBHOCTD gO4epeli Ha OCHOBe U3BEeCTHOV KOoppeAAluu (cTaTu-
CTUYeCcKON cBsA3u) aadesein SNP m mHTepecylommux HpU3HAKOB.
CaeayeT oTMeTUTh, 4YTO TeHOMHas OlleHKa IIOKa OCTaeTcs A0CTa-
TOYHO NPUOAM3UTEABHON, a HauboAee TOYHOI (C BEPOSITHOCTBHIO
0,95) sABaAseTcs OlLleHKa IO KayecTBY ITIOTOMCTBA. AHa/AOTIMYHBIE
CHICTEMBI CO34AI0TCSl B IITUIIEBOACTBE.

Konmpoavtvie sonpocot u 3adanus

1. Y HeKOTOpPBIX TOPOA KPYITHOTO pOraToOro cKoTa 0eAKOBO-
MOAOYHOCTh MMeeT KoapuineHt HacaeaosaHms 0,85, a ycroii-
9IBOCTh K MacTuTaM (3aboaesaHysiM BeiMeHn) — 0,18. Ilo kakomy
U3 9TUX IIPU3HAKOB ceaeKIus OyaeT 601ee 9pPeKTIBHON?

2. lVImeercsa ABe AMHUU KPOAMUKOB. Y OAHOM I1A0IIaAb
IIKypKM uMeeT aucnepcuio 1,8, a y apyroi — 2,6. Y mbpusos
IIepBOTo ITOKOAeHms aucnepcust 2,3, a B F2 — 4,2, Paccuuraiire xo-
¢ PuLIeHT HacaeA0BaHUsI HTOTO IIPU3HaKA.

3. Mo>XHO A1 OTKasaThCs OT TPaAMLIMOHHBIX CeAeKIIVIOHHBIX
MeTOJ0B M JCII0Ab30BaTh TOABKO MapKepHYIO CeAeKLMIO U re-
HOMHYIO OLIeHKY?
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I'raga 12. TeHeTHUKa M1 MeAUITIHA

12.1. bAusneyo6vii memoo

B npeapiaymux raasax peub HpeuMYIIeCTBEHHO IIla O Ha-
cAeJ0BaHMU AVICKPETHBIX (KaueCTBEeHHBIX) MPU3HAKOB. BoAbIIMH-
CTBO MOP(POA0TUIECKIX (POCT, TeA0CA0XKeHe, popMa OTAeABHBIX
qacreil TeAa), PUNOAOTMIECKUX (MHTEHCHBHOCTh OOMeHa Be-
IIIeCTB, CKOPOCTb pOCTa) U IICUXOAOTUYECKIX (TeMIlepaMeHT) IIpu-
3HAKOB SBASIOTCA KOAMYECTBEHHBIMM, MX MOXKHO BbIpa’kaTh
YIICAOBBIMI 3HAUEHVSIMU U CpaBHMBATh MeXXAy codoit. OgHuM u3
II0AXOA0B TeHeTUYeCKOIo aHaAM3a KOANYEeCTBeHHbIX IPU3HAKOB Y
Yye/10BeKa SIBASIeTCSI OAM3HEI[OBBIN METOA.

Caeayer pasamyath ABa HPUHUMIINMAABHBIX TUIIa OAU3He-
LIOB — Pa3HOSANMIIOBbIE (AMBUTOTHBIE), KOTOPble BO3HMKAIOT IIpU
OII040TBOPEHUN ABYX Pa3HBIX SMILIEKAETOK ABYM: pa3dANIHBIMU
cIlepMaTo3oujgaMy, U OAHOSNIIOBble (MOHO3UIOTHBIE), KOTOpbIe
MOABASIIOTCSI B pe3dyAbTare ApoOAeHUs! yXKe OILA0A0TBOPEHHOI
SIAIIEKAEeTKN (3UTOTHI). AM3UTOTHBIE OAM3HEIIHI HUYEM He OTAMU-
YalOTCsI OT OOBIYHBIX COCOB. MOHO3UTOTHBIE OAV3HELIBI SIBASIIOTCS
KAOHaMU — FeHeTNYeCK) MASHTUYHBIMY OpraHM3MaMI.

VsBecTHBI cAy4day, KOTAa AVIBUTOTHBIE OAM3HEIBI UMeAN
pasHbIX OTIIOB. B ®TOM cayuae, ¢ TOUKU 3peHMs TeHeTUKY, OHU sB-
AAI0TCs ToAycuOcamu. PoskaeHne 0AHOOABIX AUBUTOTHBIX O0AM3-
HeIIOB CAy4YaeTcs HeCKOAbKO uallle, 4eM Pa3HOIOABIX, HO BTO
CBSI3aHO CKOpee BCero ¢ Pa3HoI MOABVKHOCTBIO ClIepMaTO301A0B,
Hecymux X- 1 Y-XpoMocoMbl. Pa3HOsIII0BbIe OAM3HEIIBI TTOSABAS-
IOTCSL B pe3y/AbTaTe OJHOBPEMEHHOIO CO3peBaHNs ABYX U 0oaee
SIAIEKAETOK — ITOAMOBYASILIMY, KOTOpas OOBIYHA A4Sl MHOTHX
MAEKOMNTAIOIINX, HO Y 4eA0BeKa IIPOMUCXOAUT C HeDOABIIION Jac-
TOTONM. CKAOHHOCTD K IOAMOBYAALIMI HacAeAyeTcs (ecAu y >KeH-
IITVHBI Y>Ke ObLAM OAM3HELB, TO 4acToTa VX POXKAEHIS BO BTOPOI
pas B 4eTbIpe pa3a BhIIlIe, 4YeM B CpeAHeM B IOy ASLIUN).

MoHnosurotasle OAM3HELB MHOTAA pas3deleHBl He IIOAHO-
CTBIO, Y HUX MOTYT OBITh Ja’Ke OOIIMe opraHel. B Takmx caydasx
MIPOU3BOAAT XMpPypIMyeckoe pasjeleHne, 3a4acTylO CONIpsIKeH-
HOE C PUCKOM AAs >KM3HM 0001X OAM3HEII0B.
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CpeaHsst yacToTa pOXKAEHMSI MOHO3UTOTHBIX OAM3HEIIOB —
0k040 40 Ha 10000 1 Maa0 BapbUpyeT B pa3HBIX MOIYyAALIMAX de-
Ao0BeKka. Au3anroTHele OAM3HEIH Yallle POXKAAIOTCs Y MpeAcTaBU-
Teaell HerpouaHoi pacel (okoao 100 na 10000), y eBporieonaos —
okoz0 80 Ha 10000, y monroaonaos — oxkoao 20 ma 10000. Bror
¢akT MOKHO OOBACHUTL HaCA€ACTBEHHBIM XapaKTepOM CKAOHHO-
CTM K IOAMOBYAAIIUM U HeTeHeTMIeCKMMU MpUYMHaMM Apobae-
HISI OIA0AO0TBOPEHHOM SAMIIEKACTKI.

Bansnue Ha mpusHaK HacAeACTBEHHOCTU U (PaKTOPOB CpeAbl
MO>KHO ONpeJeAUTb MCXOAS U3 CTeHeHM CXOACTBa (KOHKOpAaHT-
HOCTM) AM3UTOTHBIX (MMEIOIIMX pa3HbIl TeHOTUII, HO BEIPOCIINX B
0AM3KIX YCAOBUAX) ¥ MOHO3UTOTHBIX (MMEIOIINX OAVIH TeHOTUII 1
BBIPOCIINX B OAM3KUX yCAOBUAX) OamsHernio. Ocoboe 3HaueHne
VIMeeT M3y4YeHle Pa3AydeHHBIX B MAaJA€HYeCKOM BO3pacTe MOHO-
3UTOTHBIX OAm3Henios (puc. 110), Tak KaK OHI BBHIPOCAM B Pa3HBIX
YCAOBUSX, HO SABASIOTCS T€HETUYeCKU UACHTUYHBIMM OpraHu3Ma-
M. CyImiecTBeHHBIM OIpaHMYeHMeM MeTOJa sBASeTCS TO, UTO OH
II03BO/AsIeT YCTaHOBUTH TOABKO (paKT HacAeAOBaHUs M3y4aeMOro
IpU3HaKa, HO He 4aeT BO3MOXKHOCTY OTBETUTH Ha BOIIPOCHI O TUIIe
HacAeA0BaHIsl, KOAMYECTBe Y9aCTBYIOIVX T€HOB U X BO3MOXKHOM
B3alIMOAENICTBIUN.

Puc. 110. PazayyeHHble B paHHeM BO3pacTe OAM3HeIb],
BBLIPOCIIIVE B PA3HBIX COIMAABHBIX YCAOBMAX
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12.2. MoaexyasipHvle Mapkepol 6 usyueHuu HACAeOCMEeHHOT
namoaozuu

[TaTtoaorus — 910 A1060€ OTKAOHEHNUE OT HOPMaAbHOTO Te-
YyeHs1 O11010TMIeCKMX IIPOIeccoB — 0OMeHa BelllecTB, pocTa, pas-
BUTISI, pa3MHO>KEHL.

HacaeacTsennas 1aroaorust — OTKAOHeHUE OT HOPMBI C ycC-
TaHOBAEHHBIM (paKTOM HacAeJOBaHIs, T. €. lepejadll OT ITOKOJe-
HUs K Tokoaennio. Caeayer pazandaTh BPOXKAEHHYIO TIaTOAOTHUIO
— OPUCYTCTBYIOIIYIO OT POXAEHMS MHAUBUAYYMa — OT HacAeACT-
BeHHOII MaToAornu. BpokaeHHas MaToAorus MOXKeT OBITh 00y-
cA0BAeHa aelicTBueM (aKTOPOB BHeIIIHel cpeAbl — He40CTaTKOM
IMTaTeABHBIX BEIIeCTB U KICAOPOAa BO BpeMsl BHYTPUYTPOOHOIO
PpasBUTHS, POAOBBIMU TpaBMaMM, MHQEKIIUAMHI U TaK Jajee. Yc-
TaHOBAEHMe B COOTBETCTBe C TpeOOBaHMAMM TeHeTUMIeCcKOIo aHa-
amsa (ra. 2) ¢akra HacAeAOBaHUsA aHOMAaABHOTO IIpU3HaKa
SABASI€TCS eAMHCTBeHHBIM OCHOBaHMeM IPU3HaHNUs HacAeACTBEeH-
HOTO XapakTepa HaTOAOTUA.

CymiectsyeT ABa THUIIa KaAaccupuUKaIuy HacAeACTBEHHOI
naroaorun. [lepBuiii (IpUHATHIN IPEeMMYIIECTBEHHO B OTeJecT-
BeHHOI AuTteparype) — KAunuyeckutl Tun. CoraacHO STOMy TUILY
KAaccupUKaIuy CylecTsyeT 4eThlpe IPYIIIbI 3a00AeBaHMIL:

e rpynmna I — 9To cOOCTBEHHO HacAeACTBeHHBbIe DOAe3HU —
XPOMOCOMHBIE U TeHHble 3a0o0AeBaHUsA (CMHAPOMBI DaBapAca U
ITaray, ¢peHMAKETOHYpM:, MyKOBUCIIEA03);

e rpymmna II — Goae3nn c BeIpa’keHHOI HacAeACTBEeHHOI
IIpeApacloA0KeHHOCTbIO, B IaTOTeHe3e KOTOPBIX MpPOsIBAeHIe
Hac/AeACTBeHHBIX (paKTOPOB OIlpejeAsieTcs AelicTBueM crienndu-
YeCKMX BHEIIHMX OOCTOATeABCTB (apTepuadbHas TUIIePTeH3M:,
caxapHBII1 Anabert, mojarpa);

e rpymnmna III — 3a004eBaHus1, KOTOpbIe OIIpeAeASIOTCS IIpe-
MMYyIIIeCTBeHHO (paKTOpaMI BHeIIIHeil cpeAbl, HO B IIaTOreHe3e KO-
TOPBIX HEKOTOPYIO POAb WIPAlOT HacAeACTBeHHBIe (PaKTOPBHI
(raaykoma, aTepocKAepo3, pak MOAOYHON KeAe3bl);

e rpynmna IV — 604e3H1, K KOTOPBIM HacAeACTBEHHOCTD, Ha
IIepBbI B3IA54, He MMeeT OTHOIIeHN: (MuIeBble OTpaBAeHIs,
IIepeAOMbl, OKOTI).
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CaeayeT OTMETUTB, YTO YaCTO UCIIOAb3yeMble MOHATUSA «Ce-
MeliHBIe» U «CIIOpajndecKye» 3a004eBaHIUA He MMEIOT IIPsIMOTO
oTHOWIEeHMsT K HacaeacTtBeHHOcT. CeMeriHble 3a0o0aeBaHIUsT Ha-
04104a10TCs1 y pPOACTBEHHUKOB, HO MOTYT OBITh BBI3BAHBI U AEVICT-
Bl/ieM O/MHAKOBBIX BHEIIHMX NPUYMH, HaIlpuMep XapaKTepom
mutaHus. Cropaamdeckue cAyday HaOAIOAAIOTCS Y OTAEABHBIX
VMHAVBVAYYMOB, HO MOIYT OBITH OOYCAOBAEHHI VI PeAKUM CoYeTa-
HIeM allelell AU BO3HMKIIIeN de n0vo MyTaruerl.

Bropas cucrema kaaccudukaumu — ceHemuieckas — ABAsieTcs
OOIIeNIPMHATON B 3apyOe>KHOI AUTepaType U B ITOCAeJHee BpeMs
HaxoAUT Bce OoJee yacToe IIpMMeHEHIe U B AUTepaType Ha pyc-
cKoM s3bIKe. COraacHO TOM cUCTeMe BBIAeASAIOT ILATh TPYIIIL:

e rpymmna I — reHHsIe 004€3HH, OIIpeaeaseMble MyTallVIsIMU
B OIpeJeAeHHBIX TeHaX. DTO MpeUMYIlecTBeHHO MOHOTeHHbIe
NpU3HaKN1 C ayTOCOMHO-AOMVHAHTHBIM, ayTOCOMHO-
pelleCCUBHBIM, CLIeIIA€HHBIM C II0AOM JOMMUHAHTHBIM, CIIeILAeH-
HBIM C IIOAOM PeLIeCCUMBHBIM, TOAaHAPUYECKUM VM MUTOXOHAPU-
aZbBHBIM TUIIOM HacAea0BaHUS (TA. 2);

e rpymmna II - xpomocomHble 004€3HHU, T. €. TEHOMHEIE I
XpOMOCOMHBIe MyTauuy (ra. 8);

e rpymmna III — Goae3HM ¢ HacAeACTBEHHON IIpeApacIIoo-
>KeHHOCTBIO, B IIaTOTeHe3e KOTOPLIX UTPalOT poAb CpeAOBble U Ha-
cAeacTBeHHBle  (PAKTOPBl,  MMeIOIIye  MOHOTeHHBII AU
MOAUTEHHBINT TUIT HacAeAOBaHMs (MMONMS, MATOAOTMIECKOe
OKIpeHIe, A3Ba JKeAyAKa).

e rpymmna IV — reHetnueckne 604€3HM cOMaTUIECKUX KAe-
TOK, 3a4acTyIO CBsI3aHHBIE CO 310Ka4eCTBEHHBIMIJ HOBOOOpa3OBa-
HUsIMU (peTMHOOAacTOMa, OIyX0Ab BuabMca, HeKoTopble (popMBI
AeViKeMUn);

e rpymma V — 00Ae3HM TeHEeTHYeCKOl HeCOBMeCTVMOCTU
MaTepu U I1104a, KOTOpbIe Pa3BMBaIOTCs B pe3yAbTaTe MMMYHHOM
peakuuy MaTepy Ha aHTUTeHBI 11104a (HeCOBMECTMMOCTD IO pe-
3yc-PpaKTOpPy U HEKOTOPBIM APYTUM SPUTPOLIUTAPHBIM CHICTEMaM
aHTUTEH-aHTUTEAO).

Hacaeactsennsle 3a004eBaHNsI MOTYT HadaTh CBOE IIPOSIB-
JAeHUe B pa3HOM Bo3pacTe. XapakTep MaHudecranum (BpeMeHNU
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IIpOsIBAEHNS TIePBBIX CUMIITOMOB 00Ae3HM) sABAsieTcsa crenndu-
9eCcKIM A451 pa3HbIX popM HacaelcTBeHHON ratoaorun. Kak mpa-
BIMAO, AAsd  HaCAeACTBEeHHBIX  3a00JeBaHUII  XapaKTepHO
XpoHMyeckoe (MpOoAOAKNUTeAbHOE) MpOrpeAreHTHoe (C HapacTa-
HIIeM CTeIleH! BhIPa>keHHOCTY CMMIITOMOB) TeueHIe.
3HaunTeAbHas 4acTh HacAeACTBeHHBIX O0Ae3Hell 1 00.e3Heln
C HacAe/CTBeHHOII IIpeApacIioA0KeHHOCThIO MMeIOT HeMOHOTeH-
HYIO pupoAy. VIXx MOXXHO OTHecTM K KOAMYEeCTBeHHBIM IIpU3Ha-
KaM, T. e. TeM, KOTOpble IMeIOT HeIIPePBIBHBII P4 M3MEeHUMBOCTI
U MOTYT OBITh M3MEpeHBI — HallpUMep, POCT, BeC, AAMHa KOHEYHO-
creit. Aaaean 0OABIIOTO YKCAa TEHOB BHOCST BKAaJ B IIpOsABAeHIe
TaKMX IPU3HAKOB, IIODTOMY MX Ha3bIBAIOT HoAureHHeIMU. IIpo-
CAeAUTH UX HacAeAOBaHNe U BBISIBUTH TeHBl, alleAl KOTOPBIX y4a-
CTBYIOT B IaTOAOTMYECKMX IIpoIieccaX, MOXKHO IIpM IOMOIIN
reHeTM4YeCKIX MapKepoB. BrlsgBAeHNe cIler1eHHOTO HacAe 0BaHs
(accormanyn) ¢GeHOTUIIMIECKUX MPU3HAKOB C TeHeTHYecKuMU
MapKepaMU II03BOAseT HaliT! pailoHBl XPOMOCOM, OKa3hIBaloIIye
pelaoniee BAMSAHME Ha M3ydaeMble IIPOIecchl (ITO3MUIIMOHHOE
KAOHMpPOBaHIe), U MOAYYUTh HajeKHBIE CUCTeMBI AAs MOAeKy-
AAPHOM AMArHOCTUKM (MOAEKyAsSpHOe MapKuposaHue). B Ha-
cTosillee BpeMs HamboJee pacIpOCTpaHEHHBIMU MapKepaMi B
reHeTMKe 4YeJOBeKa SBASIOTCS MMKPOCAaTeAAUTHBIE —AOKYCHI
(puc. 111) m MOHOHYKAeOTMAHBIe TTOAMMOpQHbIe caiTsl — SNP
(puc. 112), ocHOBHbIe OCOOEHHOCTY KOTOPBIX ITOKa3aHbI B TabAMIIe.

Tabauua
CpaBHeHe OCHOBHBIX XapakTepucTuk SNP 1 MukpocareaauTos
SNP MuxpocaTeaauTsl
Uucao aaaeaen 1-2 (4) 1 -602ee 20
B IOy AU
Cpeansas ~0,3 ~0,7
TeTepO3UTOTHOCTh
VudopmaTuBHOCTD + +++
Uncao 10KycoB ~106 ~105
B TeHOMe 4e/10BeKa
BosmoxxHoCTh +++ +
aBTOMaTU3alu
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AHaau3 9KcIIpeccuy reHoB (BceX 1AV TPYIIIIEI) Ha Orodnriax
B TKaHSIX, MIMEIOIINX OTHOIIIeHNe K OIllpeJe1eHHOMY Hac/AeACTBeH-
HOMY 3a004€BaHMIO, B HOpMe U TaTOAOTUM YacTO IT03BOASIET BbI-
SIBUTD TeHbI-KaHAMAATHI A4S M3ydaeMoll 004e3HU. XpOMOCOMHYIO
AoKaAausanuio mocaeaosareapdocrenn AHK, Bansiomnx Ha KoAn-
gecTBeHHBIT ITpu3HaK (QTL), MOXXHO oIpeseAnTh Ha OCHOBE COBMe-
CTHOTO HacAeJOBaHUA C HECKOABKMMIU OAM3KOPaCIOAOKEHHBIMU
Mapkepamu. Ecam ygaercst HaliTm MapKephl, OrpaHMYMBAIOIIVE
QTL c AByx CTOpPOH, TO Ha OCHOBe AAHHBIX TEHOMHOTO CHKBEHCa
MO>KHO COCTaBUTh CIIMICOK T€HOB, SIBASIOIIVXCS MTO3MIIVMOHHBIMI
KaHgugatamn Aaa QTL msydaemoro 3zaboaesanus. Ilpu oaHo-
BpPEeMEHHOM MCIIOAb30BaHUN aHaAM3a DKCIIPeccuu U yccaeloBa-
HISL acconyanuii 3a004eBaHNUs C MOAEKYAAPHBIMM MapKepaMu
MO>KHO OIIpeAeANTh Hanbo.ee BepOsITHbIEe TeHBI-KaHAVMAATHL — Te,
KOTOPBIE OKaXKYTCsI B 0OOMX CIIVICKAX.

CrerneHb BOCIPUNMMYMBOCTU K OIpeJeleHHBIM JAeKapCTBeH-
HBIM IIpernapaTaM U 9(PpPeKTUBHOCTD VX IPUMEHEHNs BapbupyeT
B IIMPOKUX IIpegeaax. IIpu oagHOM 1 TOM >Ke 3a004€BaHNU IOA-
XOASIIIIUI AAsl KOHKPETHOTO MHAMBUAYYyMa IIperapar 4acTo MOA-
Oupaior MetrogoM Ipob6 u ommbok. Kpome morepm BpemeHU
TaKOJ ITOAXOJ MHOTAA HaHOCUT HEIIOIIPaBMMEBIN Bpes 3A0POBBIO.
B Hacrosmiee Bpems 4451 0OABIIOTO KOAMYECTBA AeKapCTBEHHBIX
CpeACTB pa3pabOTaHbI CICTeMBI MapKepoB Ha ocHose SNP, mo3so-
Asiomiue a priori (A0 OIbITa) IIpeAcKasaTh peakLNIO0 MHAUBUAY-
aABHOTO OpTaHU3Ma Ha TO HMAM MHOE XMMMYECKOe BeIllecTBO.
Acconmanmm oTAeApHBIX a14eAbHBIX BapuaHToB AHK-Mapkepos ¢
OCODOEHHOCTSIMM OMOXMMMYECKNX peakLMil SABAAIOTCA OCHOBOM

UHAVBUAYaAbHON Tepanun (puc. 113).
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MuxkpocaTe/nTbl

UunmBuayym A Wnpuugyym b
LITTTTTTITATIATIATIATTTTAILL.. LITTITTTITAITATTATTATIATTTTAIL...
.,.I_[TFI"I'T(L[A)_iTI"I"I‘AI_I... ...U.TI"I'I'T(LIA}STI‘I'I'AH...

Puc. 111. B MuKpOcaTe AAUTHBIX AOKycaX eAUHUIIEN M3MeHUMBOCTU
SBASETCS IPYIIIIa HyKA€OTUAOB

MoHoHyK/IeoTHIHbIe TONTUMOPdHBIe

caiiTel (SNP)
Mupusnpyym A Wupusupyym b
LIIITATTATATIIITAT... WIIOTATTATAITIHTAT...

Puc. 112. B MOHOHYKA€OTUAHBIX T0ANMOPPHEIX caiitax (SNP)
eAVHUIIEN M3MeHUYNBOCTH ABASETCS OAVH HyKAOTHA,
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llog6op nHAMBUIYaTBHOI
Tepanuu

n’di[l"li-.’l{'l'hi, Hne nMeloiie nﬂI[HEII'I'hI C BhipdiKenlbiM
BLIPAXKEHHOTO TI0O0UHOTO MO60YHBIM 3 dekToM

a¢exTa

“ SNP

ATTTTIATTIIITATTATT HpO(:])I/IHb TATTATTTULTILITAIT

Puc. 113. ITpunimn noadopa MHAMBUAYaABHO Teparmu
Ha OCHOBe IT0ANMOp$uU3Ma MOHOHYKAEOTUAHBIX IIOBTOPOB - SNP

12.3. Adabopamopnas Ouamocmuka HACAEOCMEEHHBIX

3a060Areganuli

MGTOABI Aa6opaTopH0171 ANMArHOCTMKM HaCAeACTBEHHbIX 3a-
DoaeBaHIIT MOXKHO YCAOBHO pas3aeauTb Ha AB€ I'PYIIIIBI. npimMble
(HOSBOA}IIOH_[I/IG BBISIBUTH BTHMOAOIMYECKYIO IIpUYNHY, T. €. MyTa-
Ouio, — OUTOreHeTn4YeCcKme 1 MOACKYASIPHO-TeHEeTNYeCKIe MeTO-
AIJI) n  KOcseHHbvle (HOSBOA}IIOH_U/IG BBISIBUTH  OCOOEHHOCTU
ITIaTOreHe3a — 6I/IOXI/IMI/I‘~I€CKI/I€, remMmaroAaormieckmne, MMMyHOAOTIN-
qyecCKue, YHAOKPMHOAOINYECKIE, 9A€KTPOC1)I/ISI/IOAOFI/I‘~IGCKI/IG,
PEHTTEHOPAANOAOTNIECKIE MeTOAbI).

,Z',I/IaFHOCTI/IKa XpPOMOCOMHBIX 0oae3HelT MOKeT IIPOBOAUTBCA
Yy B3POCABIX MHANBUAYYMOB 2100010 BO3pacTa nAan 1mpeHaTraabHO

(AO pO)Kﬂ,eHI/I}I) — B DTOM CAy4dae IIpu HaA49MM I1aTOAOTMUIM MOXKeT
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OBITL PeKOMEHJO0BAaHO IIpephiBaHMe OepeMeHHOCTU. JAs HIpoBe-
A€HUs TIpeHaTaAbHON AMArHOCTUKM TPpeOYIOTCs ITOKasaHMs — Ha-
AV4dYie XPOMOCOMHBIX aHOMaAuil B ceMbe, BO3pacT Marepu
crapire 35 4eT, A0ATOBpeMeHHBII KOHTaKT ¢ MyTareHaMy. OObI4-
HO Ha 10-11-11 Heaeae IPOBOAST OMOIICHIO XOPUOHA — HeDOABIIIOEe
KOAMYeCTBO XOPMOHAAbHOM TKaHM OTcacklBaeTcs IINpUIieM dyepes
KaTeTep UAU AAMHHYIO UrAy. BeposTHOCTD BBIKMABIIIA IIPU DTOM
nponeaype 2-6 %. Bo BTopoM TpumecTpe MCIIOAB3YIOT I1AalleH-
TOILleHTe3 (II034HIOI0 OVOIICUIO XOPMOHa) — IIpoliedypa aHaA0Tnd-
Ha XOPMOIIEHTe3y, HO OOBEeKTOM Aab0paTOPHOIO ICCAEAOBAHILA
IIPU STOM ABAAIOTCA KAeTKM IlAaneHTsl. Ha 15-16-11 Heaeae mHO-
I4a OPOBOASAT aMHMOLIEHTe3: 3 aMHMOTUYeCKOM JKUAKOCTU BBI-
AeASIOT HaxoasdIiuecs B Hell KAeTKU I1104a (CAylleHHble KAeTKIU
KOXU 111042, SIIUTEeAVOLNTEI 13 MOUYEBBIBOAAIIUX ITyTell U T. A.),
KOTOpble KyAbTUBUPYIOT A4S IIOAy4YeHIs IIpeIiapaToB XPOMOCOM.
Prick BBIKMABIIIIA TPU DTOM crIoco0e — 0K0A0 1 %. OOBIYHO KAeTOK
BbIAeAseTCsl MaAo, Pa3MHOXUTb X B 3HAUMTEAbHOI CTeIleHU 3a-
TPYAHUTEABHO, IODTOMY IPOBECTU ITOAHOLIEHHBIN KapuoAoTuyde-
CKMII aHaAM3 Ha MUTOTHYECKMX Xpomocomax (ra. 4) He Bcerga
BO3MOXKHO. B mocaegHne roasl 44s1 IpeHaTaAbHON AMarHOCTUKU
Bce Ooee mmupoko npumensercs FISH ¢ xpomocomocniennudrrye-
ckumn AHK-3onaamu Ha nHTepdasHbIx sapax nan CGH - cpas-
HUTeAbHas TeHOMHas IMOpuAu3anis, KOTOpble He TpedyioT
IoAy4eHMs1 KAeTOK Ha cTaaum Metadassl (pasa. 4.5). Hakoner,
rocae 18-i1 HegeAM VMCIIOAB3YIOT KOpAOILIEHTE3 — 0OpasIibl KpOBU
111042 ITOAY4aloOT 13 BeHbl IYIOBUHBIL. PUICK OCAOXKHEHUII IIpH I10-
cAeaHeM criocobe MIUHMMaAJeH, HO IIpepbiBaHNe OepeMeHHOCTU B
cAy4dae OOHapy>KeHIsI Cephe3HOI MaTOAOINI B BTOT IIePUOJ Tpe-

6y€T AAUTEABHOV TOCIIUTAAUBATNUN U 9peBaTo OCAO>KHEHVSIMIL.
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KY/ILLTHEHPO-
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RAHME poBaiite BamHe HHE
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- - LenbHafd KpOBb ¢ TeTIapHHOM

- fensle KPORAHBIE KNETKM
|| - Cpela UIH KYALTHBHPOBAHMA
- THAOTOHKMYECKIH pacTROp

- dukcatop (3 MeTanon : | eAHAS YRCYCHAA KMCIOTA)

Puc. 114. IlpuroToBaenue mpernapaTos MUTOTMIECKIX XPOMOCOM
U3 KyAbTYPBI A€/IKOIIUTOB Iepudepudeckoit Kposu

OCHOBHBIM MeTO40M AMAaTHOCTUKIM XPOMOCOMHBIX aHOMa-
AU TIOCAe POXKACHUS ABAAETCS IMTOTeHeTUdecKuii (KapuoAoTu-
JyecKMii) aHaAuM3 Ha MeTa(asHBIX XpoMocomax. JIHoraa
IIPUMEHSIOT MeTOABI BDKCIIpecc-AMarHOCTUKM Ha UHTep¢asHBIX
KaeTkax. Hampumep, a4as 6p1cTporo nojcyera yncaa X-XpoMoCOM
KAeTKM OYKKaAbHOIO SIINUTeANs OKpaIllMBalOT alleTOOpCeMHOM
nan A00bIM HecrenuduueckuM KpacuteaeM. [Ipu kapuornme
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46, XX B sA4pe IPUCYTCTBYeT OTHOCUTEABHO KpyIIHas I1AOTHAasd
rapiOKa — Teaplle bappa — mHakTHMBUpOBaHHasA X-Xpomocoma. Y
My>KuMH Teablle bappa orcyrcrsyer. Herpyano goragarbesi, 9Tto
gncao teael, bappa pasHo uncay X-XpoMOCOM 3a BBIYETOM eAM-
HULBL. /A5 BBISIBA€HUS Y-XpOMOCOMBEI B MHTepdase MUCIO0Ab3YIOT
okpacky AT-cmenmpuueckumn ¢Ppayopoxpomamu. Ilpm sTom
KPYIHBII TeTepoOXpOMAaTHHOBBII 0AOK JAAMHHOTO Ildeda Y-
XPOMOCOMBI O4eHb sIpKo ¢ayopecuypyeT. Uncao Takux 0A0KOB
COOTBETCTBYeT 4ncay Y-XpomocoM. /as rnoaydeHus IiperiapaToB
MUTOTHYECKMX XPOMOCOM 4allle BCero MCIIOAB3YIOT KyAbTYPhI
AerikonnTos nepudepudeckort kposu (puc. 114). B mocaeanne
roAbl Kak OTAEAbHYIO TPYIIly XpPOMOCOMHBIX aHOMAaAUi BbIAeAs-
IOT MUKPOLIMTOTeHeTHYeCK/ e CUHAPOMBI (MUKPOAEALIN U MUK-
poaynamkauumn).  Aas ux  AMArHOCTUKM  MCIIOAB3YIOT
MOAeKY A PHO-IMTOTeHeTUYeCKIe MeTObI.
MoaekyasipHo-TeHeTMYeCKasl ~ AMarHOCTMKaA  IIPOBOAUTCS
IIPSIMBIM METOAOM (€CAM IIPY DTOM aHaAU3UPYIOT I'eH, Herocpea-
CTBEHHO BOB/AEYEHHBIN B IaTOAOTUIO) MAM KOCBEHHBIM (IIpU IIO-
MOIIIM acCOIIMMpPOBaHHBIX ¢ 3aboaesaHuem /JHK-mapkepos).
OcHOBHBIMI MeTOJaMM MOAEKYAsSPHO-TeHeTUYeCKO! AMarHoCTH-
ku saBagiorcsa TIHP n cekseHuposaHme. broaormdyeckuMm oOpas-
noMm aas Boigeaenus AHK mosker ObiTh ar00ast TKaHb., Yarie
UCIIOAB3YIOT COCKOO OYKKaAbHOIO SINUTeAUs (C BHYTpeHHeil CTo-
POHBI 11IeKM), Tepudepudeckyio KpoBb UAM BOAOCSIHbIE AYKOBU-
IIbI, IIOTOMYy YTO MX IOJAydYeHUe HauMeHee TpaBMaTuyHO. Jas
AVArHOCTUKM HacAe/ACTBeHHBIX 3a004eBaHMII Y YMepIINX MOXKHO
IICII0Ab30BaTh KOCTHbIE OCTaHKM MAM pparMeHTsl Mymuii. Brige-
aenne AHK mpoBoaaT ¢peHoa-xa0poPpopMHBEIM METOAOM UAU ITy-
TeM OuYMCTKM Ha KoAoHKax. PesyapraTer IILIP oObraHO
aHaAMBUPYIOT IIPY IOMOIIY KallMAASPHOIro aekTpodopesa (pu-
cyHOK puc. 115). MoaekyasipHO-TeHeTUYecKasl AMarHoCTUKa MO-
JKeT IMPOBOAUTRECA KaK IpeHaTaAbHO, TaK M B A1000M BoO3pacTte
rocae poxxgenus, Tak kak JAHK He naMeHsercs B oHTOTeHese.
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anexkTpodopea

LitAL1inA

Puc. 115. Cxema Hanboaee TUIIMIHOTO CIT0CO0a
MOA€Ky ASPHO-TeHeTIYe KO AMarHOCTUKN

PacyeT reHeTM4yecKkoro pucka Ipy MOHOTEHHBIX 3a00JeBa-
HISIX OCHOBaH Ha 3akoHax Mengeas (ra. 2). Ecan oaun us cynpy-
TOB SIBAsE€TCs TOMO3UTOTOM IO aAAeAl0 AMKOIO Tura (OTCYTCTBYe
3a004eBaHNs), a TEHOTUII BTOPOTO CyIIpyra HeU3BeCTeH, TO PUCK
poXaeHnss OOABHOTO peOeHKa COOTBETCTBYeT YacTOTe BCTpedae-
MOCTU JaHHOTO 3a00AeBaHyl B ronyAssuyu. I[Ipu moaHoi meHeT-
PaHTHOCTU B CeMbe TIeTepPO3UIOT II0 ayTOCOMHO-PelleCCBHOMY
3a004€BaHNIO PUCK POXKAeHMs 00abpHOTO pederka — 0,25. I1pu He-
IIOAHON TIeHeTPaHTHOCTM HeOoOXOAMMO BHeCcTM IoIpaBKy. Ha-
npuMep, Ipu mneHeTpaHTHOCTU 80 % Y TeTepOo3UIoT IO ayTOCOMHO-
petieccuBHOMY 3ab0aeBaHMIo puck cocrasut 0,25 x 0,8 = 0,2. B cay-
Jae ayTOCOMHO-JOMMHAHTHBIX 3a00JeBaHmil C TO3AHel MaHUe-
CTallMell BHOCAT AOIO/AHUTeAbHBIE IOIIPaBKU C y4eTOM BO3pacTa
rpoOaHJa.

12.4. Xpomocommvie 60re3HU

Ecau He Bce KA€TKM OpTaHU3Ma UMEIOT OAMHAKOBLIN Kapyo-
TUII, TO TaKue OpTaHM3MBbl Ha3bIBAIOT MO3aMYHBIMIU MAU MO3au-
KaMi. Y dJeloBeKa OOBIMHO (peHOTUIIMYecKoe IpOosBAeHNe
Ha0A104aeTcs y MO3aMKOB, €CAU MyTaHTHBIX KAeTOK OOAbllle YeT-
septu. Ha »TOM Habar0aeHun ocHOBaH IIMPOKO pacIpOCTpaHeH-
HBIN B AMIaTHOCTMYECKOJ IIpaKTUKe MeTo/ aHaan3a Xpomocom. Ha
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IlepBoM 9Tane aHaanusupyior 11 meTtadasHBIX MMAaCTMHOK — BTO
YICAO COOTBETCTBYET PAaCCYUTAHHOMY 4YMCAY KAETOK, TAe IIPU
25-TIpOLIEHTHOM MO3auIM3Me CTaTUCTUYECKM AOCTOBEPHO IIpPU-
CyTCTByeT 0oJAee OAHOV MYTaHTHOM KAeTKM. Ecam MyTaHTHBIX
KAeTOK He OOHapy>KeHO, TO MHAMBMAYYMa CUUTAIOT KapMOTUIIN-
Yecky HOpMaabHBIM. Ecau cpeau oguHHaALaTé IpoaHaAU3UpPO-
BaHHBIX KAETOK JBe U 0o0Jee OKaXyTcs MyTaHTHBIMU —
AVAaTHOCTUPYeTCsl Mo3aunu3M. Ecam ToabkO OaHa KaeTka OKa-
JKeTCsl MyTaHTHOM — aHaAM3UPYIOT ellle I1eCcTh KAeTOK. Ecau cpe-
AV HUX He HaxoAAT HU OAHOM MYyTaHTHON (IpudeM MMEHHO C
TaKOJ MyTalliiell, KaK ¥ y IIepPBOM BLIABAHHO MYTaHTHOM KAeT-
KI) — MHAMBUAYYM CUMTAeTCsl KapUOTUIIMYECK)M HOPpMaAbHBIM, a
OoOHapy>KeHMe IIepBOil MyTaHTHOI KAeTKU CYUTAIOT CAydalHBIM.
Ecan cpeau mpoanaau3MpOBaHHBIX IIECTU KATOK HAXOAMAT eIre
O/HYy MYyTaHTHYIO C TOM >Ke MyTallieli, TO B aHaAmu3 OepyT elle
I1eCTh KAeTOK. AHaAu3 MpoJ0AXKaloT A0 TexX IOp, IoKa He oOHa-
pyXaT aBe 1Ay 001ee MyTaHTHBIX KAeTKM CpeAy odepesHOI IIpo-
aHaAU3MpOBaHHON cepuu. Toraa CTaBAT AMarHO3 — MO3AUIIV3M.
Ecan B oyepeanoit cepun npoaHaAu3MpPOBaHHBIX KAETOK BCe OHM
OyAyT MMeTh HOPMaAbHBINI KapMOTUII — UHAUBUAYYMA CUUTAIOT
KapMOTUIINYECKM HOPMaAbHbIM.

V3 Bcex BOBMOXKHBIX BapUaHTOB ITOAUILAOMAOB Y YeA0BeKa
OIIMCaHBl TOABKO TPUILAOUABI — OOBIYHO DTO BBIKMABIIIN Ha pas-
HBIX CTaAUsAX BHYTPUYTPOOHOro pasputus. VIHoraa >KMBOPOXK-
AEHHBIE AeTU-TPUILAOMUABI CMOTAV IIPOKUTH HECKOABKO 4aCOB AN
AHel1, TpyyeM OOABIIMHCTBO U3 HUX ObLAM MO3auKaMu. VI3BecTHEI
OTAeAbHBIE CAy4Yay BBDKMBAHMSA MO3aUKOB II0 Tpunaouaun. de-
HOTUIINYECKY TPUILAOUANS IIPOSIBASETCS MPeXKAe BCETO B ITy3bIp-
HOM IepepOXAeHMI IIAalleHThl. XapaKTepHble JA4s MHOTUX
XPOMOCOMHBIX aHOMAaAuil MHPU3HAKUA — YMCTBEHHas OTCTaAOCTb,
HEIIOAHOe 3apacTaHne POAHINYKA, A0KaAbHbIE IIOPOKU Pa3BUTHS —
Ha0AI04aI0TCs U TPV HTOM THIIe TeHOMHBIX MyTaIluii.

Hamnboaee pacmpocTpaHeHHBII cAydall aHEYIIAOUANM Y de-
A0BeKa — Tpucomus (Haaudme OAHOM A00aBOYHOM XPOMOCOMEI)
110 xpoMmocome 21 mau cundpom Aayna. Ita aHOMaAns BCTpedaeT-
cs1 ¢ yactoroit 1 Ha 700 HOBOpO>KAeHHBIX. PUCK poxXAeHnsT peOeH-
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Ka ¢ cuHApoMoM /layHa MOBBIIIAeTCs C yBeAWdeHNeM BO3pacTa
Matepu. B mocaeaHme roapl yactoTa poKAeHUA AeTeil C BTUM
CUHAPOMOM B Pa3BUTBHIX CTpaHAaX CHIDKaeTCA IO MpUYMHE JIC-
I10Ab30BaHNUsI IIpeHaTaABHOM (A0POAOBOI) AMATHOCTUKIU. Y 00Ab-
HBIX OTMedaeTcs 3aJepKKa pocTa U PpasBUTKS, YMCTBeHHas
OTCTaA0CTh, BPOXKAEHHBIN IOPOK cepAlla, CHVKeHNe MMMYHHUTe-
Ta, CHU>KeHIMe MBIIIeYHOIro TOHyca. BHelllHe mx Aerko ysHaTbh —
IIIMPOKOe ANII0, pacKOChle rda3a C BIMKaHTyCoM (CKAaAKOM BepX-
Hero BeKa), KOPOTKMIT HOC, OOABIIION CKAAaAJaThIl A3BIK (puc. 116).
Kax 1 24451 Bcex XpOMOCOMHBIX aHOMaANI 4YeA0BeKa, 445 CUHAPO-
Ma /layHa XapakTepHa BBICOKas M3MEHUYMBOCTh (PeHOTUIIMYECKIUX
IIpOsIBAEHUI — y PasHBIX MHAUBUAYYMOB MOKeT HabAIOAaThCs
pasHas BBIPa’)KEHHOCTb OTAEABHBIX CHMIITOMOB, a HEKOTOpBIe 13
HIIX MOTYT OTCYTCTBOBaTh Bosce. OOBIYHO 6OAbHBIE MUPOAIOOUBEL,
HeIIA0XO ITPOXOASAT COIIMAaABHYIO aJalTaluio — HEKOTOphIe Aaske
o0pasyior ceMbn. CpeaHsAs TPOAOAXKUTEABHOCTD KU3HM — 49 aeT.
BoabHble My>KumHBI O€CIAOAHBI, Y HEKOTOPBHIX >KEHIIIMH MOTIYT
OBITH AeTU KaK C cMHAPOMOM /JlayHa, Tak 1 HOpMaAbHBIe. 3aIllCh
KapMOTHIIa C TPYCOMMEN IT0 XpoMocoMe 21 BrIrasaaut Tak: 47, XX,
+21 nan 47, XY, +21. Kpome A0moaHUTEABHON XpoMOcOoMbl 21
IIPUYMHON DTOTO CMHAPOMa MOTYT OBITH BHYTPUXPOMOCOMHBIE
IIepecTPONIKM C ee yJacTUeM.

Puc. 116. Pebenoxk ¢ cunapomom Aayna (dporo C.B. AyHAyKOBOII)
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Apyroil mpuMep aHeyIAOUAUM YeAoBeKa C MHOXKeCTBeH-
HBIMII TIOPOKaMM PasBUTHS — TPUCOMUs IO XpoMocome 18 man
curdpom 0sapdca. ITO BTOpOe MO YacTOTe BCTPeuaeMOCTI XpOMO-
coMHoOe 3a0o4eBaHue 1ocae cuHapoma Jayna — 1 nva 7000. Kapuo-
TUIT OOABHBIX 4€BOYEK I MaAbUMKOB COOTBeTCTBeHHO 47, XX, +18 u
47, XY, +18. boabHble pOXXAaIOTCsA C HUBKUM BecoM (OK0A0 2 KT), Y
HIX OTMeJaeTcs 3aJep>KKa pocTa U pa3BUTH:, YMCTBeHHas OTCTa-
AOCTb, IIMPOKME POAHUYKN IIPU POXKAECHNUM U OTKPBITHIE IIIBBI Ye-
pemna, rpyAHas KAeTKa IIMpe M KOpode HOPMAaAbHOM, HVIKH:SA
4eAIOCTh U POTOBOe OTBepcTue MadeHbkue (puc. 117). I'aasHble
IeAn y3Kue ¥ KOpOTKIUe, CAyXOBble OTBepcTusl AepOpMUpPOBaHbI
U MHOTAa OTCYTCTBYIOT. OTMeYaroTcs NOPOKM cepAlia U KPYITHBIX
COCYAOB, TUIIOIIAa3Msl MO3Kedka M MO30AMCToro Teaa. Jo rogo-
BaJoro Bospacta AoxkusaeT 5-10 %, Bce BBUIKMBIINE — IAyOOKue
0AUTO(]pPEHBL.

Puc. 117. PeGeHOK ¢ CMHAPOMOM SABapa,ca*

" URL: http://medgen.genetics.utah.edu/photographs/diseases
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Cundpom Ilamay — TpucoMms mno xpomocome 13 B paszamy-
HBIX TIONyASLMAX 4YeloBeKa BCTpedaeTcs ¢ yacTotamm oT 1 Ha
14000 g0 1 na 7000, kapuotu — 47, +13. EcTb cBsA3b Bo3pacTa Ma-
TepU U pUcKa poXKAeHus pebeHKa ¢ STUM CMHAPOMOM, XOTs OHa
He TaKas CTporas, Kak B caydae cuHapoma Aayna. ITpu BeiHamm-
BaHUU I1104a ¢ cuHApomoM Ilaray y 1oAoBMHBI GepeMeHHBbIX Ha-
6a104aeTcs MHOToBoAMe. JeTu poXKAaioTcs C HeOOABIIIUM BECOM —
0KO0A0 2,5 KI, UMeIOT YMepPeHHYIO MUKpolledaanio, HU3KUI CKO-
IIIeHHBI 100, Cy>kKeHHbIe TAa3Hble IIleAl, PacCTOsTHMe MeXAy KO-
TOPBIMU YMEHBIIIEHO, IIOMyTHeHIe POTOBUIIbI, MUKPO(PTaAbMUIO,
K01000My, pacilleAHy BepxHeli IyOsl 1 HeOa, AepopMMpOBaHHbIE
YIIHBIe paKOBMHBI, Noangakruauio (puc. 118). Ilo npuynne MHoO-
JKeCTBeHHBIX BPOXKJAEHHBIX aHOMaAMil OOABIIMHCTBO OOABHBIX
(a0 95 %) ymupaet B Bozpacte 40 roda. IIpm g0a5kHOM yXxo4e oko-
20 15 % BBDKMBIINX IIOCAe AOCTVKEHNs I0A0BaJlOIo BO3pacTa
UMEIOT MPOAOAKUTEABHOCTb KU3HU 5 AeT, 2-3 % AOXKUBAIOT A0
10 aer.

Puc. 118. PeGenok ¢ curapomom Ilatay”

* URL: http://ptgandg.com/peter.htm
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Cundpom Bapxanu — TpucoMms IO XpomMocoMme 8 oOmucaH
IIpeVIMYIIIeCTBEHHO y MO3anKoB 46 / 47, +8. [loanas Tpucomus 1o
Xpomocome 8, Kak HpaBMAO, AeTaabHa. YacToTa BCTpeyaeMOCTH
cpeay HOBOpoxAeHHbIX — 1 Ha 5000. Jdetn po>kaaroTcst AOHOIIeH-
HBIMM, BO3pacT MaTepu He BAUsET Ha BePOATHOCTh POKAEHIS pe-
OeHKa ¢ 9TUM CUMHAPOMOM. XapaKTepHbI YMCTBEHHas OTCTAA0CTb
(97,5 % caydaes), BhICTYHAIOIINMII 200, KOCOTAasue, TAyOOKO IIO-
Ca’KeHHBbIe I1a3a, SIMKaHTYC, TUIepTeA0pu3M (yBeAnmdeHHOe pac-
CTOsIHMEe MeXAY IIapHBIMM OpraHaMM) Ida3 UM COCKOB, BBICOKOE
HE0O (MHOTJa pacllieArHa), TOACTBIe I'yObl, BBIBEpHYyTasl HVIKHSA
ry0a, aHOMaAMI CKeJleTa, aIllas3ius MO3OANCTOIO TeAa, MOPOKMU
MOYeBOIl CHCTeMBl, Y3Kuil Tas, y3kue naeun (puc. 119). Co speme-
HeM pasBuBalOTCs ruAponedaans, maxosas rpsrka. I[Ipogoaxu-
TeABHOCTD KM3HU — He 004ee 17 aer.

*

Puc. 119. PeGenox ¢ cugpomoM Bapkanu (Mozan1mam 1o rpucomunu 8)

" URL: http://web.coehs.siu.eduGrantsTRISkidsof TRISDateOrder.html

224



AHeynaouANN 10 MOAOBBIM XPOMOCOMaM Tak>XKe A0CTaTO4-
HO 4YaCTO BCTPeYaloTcsl B MONyAAIUAX yeaoBeka. Monocomus (oT-
CyTCTBU€ OAHOM 13 TOMOJAOIMYHBIX XPOMOCOM) IO X-XpOMOCOMe
uan cunopom Illepeurescxozo-Téprepa BcTpedaeTcsa ¢ yactoTon 1
Ha 1500. Kapuotunm — 45, X. Iloa pebeHka ¢ MOHOcOMUell IIO
X-XpoMoOcoMe >KeHCKMI, TaK KaK y BCeX MAEKOIUTAIOIIMX MYXK-
CKOII 1104 OoIpeJeAseTcss HaaudueM Y-XpOMOCOMBL, a He KoAuJe-
cTBOM X-XpOMOCOM. BplHammBaHme AeBoYeK C HTUM CMHAPOMOM
9acTO MPOXOAUT C TOKCMKO30M M YIPO30M BBIKMABIIIA, a POABI
OBIBAIOT IIpeXKAeBPeMEHHBIMM U HaToAormdeckumu. Bo Bropoit
I1010BMHEe OepeMeHHOCTM IPOUCXOAUT MHBOAIONUA (0oOpaTHOe
pasBuUTHe) ITOAOBBIX KAETOK, M K MOMEHTY pPOXJeHus y peOeHKa
Pe3KO yMeHBIIIeHO KOANYeCTBO (POAAMKYAOB MAU OHU BOBCE OT-
cyrcTByIoT. CAeACTBUSAMM HeAOPa3BUTH TOHaJ, SABASIOTCS HeAOC-
TaTOYHOCTb  >KE@HCKMX TOPMOHOB, aMeHopes  (OTCyTCTBUe
MeHCTpyarnuit) u 6ecriaogue. Jas G0ABHBIX AeBOYEK XapaKTepeH
HUBKIII POCT, OTCTaBaHMe B Pa3BUTUM, IIMpPOKasi OOUKooOpasHast
rpyAHas KAeTKa, KOpOTKasl Itlesi, KpbLAOBUAHBIe CKAaAKM Ha OOKO-
BBIX IIOBEPXHOCTAX Ieu, JedopManms AOKTEeBBIX CyCTaBOB
(puc. 120). YacTo BcTpedaroTcsl HOPOKU cepalla M KPYIIHBIX COCY-
A0B, anaasus (palaHT MaAblleB, CKAOHHOCTb K OXKUPEHUIO U TU-
nepreHsus. MoaouHble >Keae3bl y OOABIIMHCTBA OOABHBIX
Hepas3BUTBI, COCKM pacIlOA0>KeHbl HU3KO. Marka HeJOopas3BuTa,
BXOJ, BO BAaraAmiiie — BOPOHKOOOpa3HBLI, Maable IT0AOBbIe I'yOBl,
KAUTOP M AeBCTBeHHas I11eBa HeAOpa3BUTLI, OOABIINE I10AO0BbIe
ryOBl IO BMAY HaIlOMMHAIOT MOIIOHKY. [Ipu oTOoM cmHgpome
IIPOSABASIOTCA BCe MMEIOIIeCs ClIelAeHHbIe C II0A0M pellecCuB-
HbIe MyTallV.
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Puc. 120. IlecTHaAla TMAETH LS AeBYIIIKa ¢ cuHApomoM Illepemesckoro-Téprepa”

Cundpom mpoutot X-Xpomocomvl BCTpedaeTcsl C 4acTOTOM
1 1Ha 700. Bce OoabHBIE — BHeIlIHe HOpMaAbHBIE >KEHIIVMHBI C Ka-
puotuniom 47, XXX. VHoraa BcTpevarorcst Ase 1Ay 601ee 40110A4-
HUTeAbHBIe X-XPOMOCOMBI. YMCTBEHHasl OTCTAaAOCTb M aAaAus
oTMevaloTcs y 75 % OO0ABHBIX, YaCcTO HabAIOAaeTcs HelOpasBUTHe
(poaauKya0B, paHHUIT KAMMAaKC 1 Oecriaoaue.

OaHa MAM HECKOABKO JONOAHUTEABHBIX X-XpOMOCOM Y
IpecTaBUTeACN MYKCKOTO IIoda — cunopom Kiatngeromepa.
Bosmoxxubl kapmorumnsr: 47, XXY; 48, XXYY; 48, XXXY; 49,
XXXXY; 49, XXXYY). Yacrora Bctpegaemoctu 1 Ha 500-700 HOBO-
POKAEHHBIX MaAb4MKOB. /A OOABHBIX XapaKTe€PHBI BBICOKMIA
POCT, AAMHHBIE KOHEUYHOCT! PV CPaBHUTEABHO KOPOTKOM TYyAO-
BUIIle, TMHEKOMACTHs, eBHYXOMAU3M, Oecriaoaue, IOBBIIIIEHHOe
coJeprKaHMe >KeHCKIX TOPMOHOB, OXMpeHHUe, ICUXIYecKue Ha-
py1IeHus, CKAOHHOCTD K acoljaAbHOMY HoBeeHmIo (puc. 121).

* URL: http://lekmed.ru/infoarhivyendokrinologiya-56.html
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Puc. 121. My>xunHa ¢ cunapomom Kaaitadpeaprepa”

Cundpom donorrnumervron Y-xpomocomor (Kapuorun 47,
XYY) Bcrpeuaercst ¢ yacroroit 1 Ha 500. Kannmyeckue mposisae-
HIUs IpaKTUYeCcKM He BhIpakeHBI. UacTo BCTpedaroTCsi BBICOKMIT
pOCT, aTAeTU4yecKoe TeAO0CAOXKeHNe, HeCKOALKO ITOBBIIIeHHBIN
ypOBeHb arpeccMBHOCTM, HeaJeKBaTHasl peaklMs Ha KPUTHUKY,
CKAOHHOCTb K MMITyABCUBHBIM IIOCTYIIKaM, AI000Bb K PUCKY U
npukaodeHnsM. CUHAPOM ¢ OOAbIIIell, 4eM B cpeJHeM IO IIOIy-
AAIIUY, 9aCTOTOM BCTpedaeTcsl CpeAu OCY>KAEHHBIX 3a HacCUABCT-
BeHHbIe ITpecTyIlAeHus, IpejcTaBuTeAell OIacHbIX ITpodeccuii u
A1001UTeAeil KCTpeMaAbHBIX BUAOB CIIOPTa.

" URL: http://dermline.ru/htm/23/233709.htm
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Hamnbosee n3BecTHBIM cAydaeM XPOMOCOMHBIX aOeppariuii
JyeA0BeKa SABASETCA CUHOPOM Kouiadvezo kpuka (uau cunopom lexe-
na) — HSAS5 del (5p-). OObaHO AeAeTrpOBaHO OT TPeTH A0 MOAO-
BIUHBI KOPOTKOTO Il1€4a XpPOMOCOMEI 5, pesKe BCTpedaeTcs IT0AHas
Adeaeuysa 5p (puc. 122). Cunapom BcTpeuaeTcs: ¢ yacToroil 1 Ha
45000. Hacaeayetcs 110 ayTOCOMHO-A0OMUHaHTHOMY Tuiry. OTMe-
JyaeTcs HM3Kas Macca NPU POXKACHWUM, MBbIIIedHasl TUIIOTOHN:,
TUIePTeAOPU3M I4a3, U3MeHeHUe TOpTaHM, IIpUBOAJAIee K Xa-
paKkTepHOMY TUITy Ildaya peOeHKa, HallTOMMHAIOIIeMy MsyKaHbe
xomku. Ilocaeannit mpu3Hak HMPOXOAUT K KOHIy IIepPBOTO IoJa
KM3HU. Y OOABHBIX BCTpeYaloTcsl MuKpoledaans, BpoKAeHHbIe
IIOPOKM CepAlla, KOCTHO-MBIIIIEYHON CHCTeMBI ¥ BHYTPeHHUX Op-
raHos, geopMalysl YIIHBIX PaKOBUH, STIMKAHTYC, aHTMMOHTIOA0-
UAHBIN paspes raas (puc. 123).

HK 1'{8 KEX fasﬁ
RN BE 30 K8 K2 2
P ey
alar ana 8X

Puc. 122. XpomocoMHBIi1 HaOOp 60ABHOI € CMUHAPOMOM KOIIIaubero KpyKa:
rpynmosas (0T A 20 G) u uHAUBUAYaAbHAsA MAEHTUPUKALIN XPOMOCOM (CTPeAKON YKa3aH
2edeKT KOPOTKOTO I11e4a XPOMOCOMBI 5-11 Iapbl)”

" URL: http://medarticle23.moslek.ru/articles/45310.htm
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Puc. 123. PeGeHOK ¢ CMHAPOMOM KOIIIaybero Kpm(a*

Cundpom Borvpa-Xupuixopra (cuHApOM 4p) BO3HUKaeT IO
npuunHe AepuilieHcH (TepMUHAABHOM AeAeln) KOPOTKOTO I1ae-
ya xpomocomel 4. CuHApoM BeTpedaercs ¢ yactotoit 1 Ha 96000
JKMBBIX HOBOPOKAEHHBIX. ¥ OOABIINMHCTBA OOABHBIX JeAeTHpPOBaH
paiion 4p16.3, BeanunHa geaenuu — okoAa0 165 r.aH. IIpn meHs-
IIeM pa3Mepe AeAeTUPOBaHHOTO yJacTKa IPOsBASIeTCs MeHee BbI-
pakeHHbII  (QeHOTMUI. JIcmoab3oBaHME PYTUHHONM  OKpacKu
XPOMOCOM I103BOAsIeT BBIIBUTH BTy abeppanuio ToAbko B 60 %
caydaes. PayopecrieHTHas rMOpuAM3aIus in situ JaeT BO3MOXK-
HOCTD BBIABASATH A0 95 % Hocureseir. /Jast GOABHBIX XapaKTe€pPHBI
Mukponedaans, 3ajep>kka BHYTPUYTPOOHOTO Pa3BUTH, «PbI-
Ouit» pot, KpaHmodalmalabHbIl AUCMOPPU3M, pacliearHa IyOb

" URL: http://medarticle23.moslek.ru/articles/34943 htm
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1 HEOa, HU3KOPACII0AOXKeHHbIe AepOpMIUPOBaHHLIE YIIIHbIE paKo-
BUHBI, TUnepTeaopusM (puc. 124). VI3 BHyTpeHHMX OpTaHOB yallle
BCEro MOpakaloTCsl MOYKM (AUTIAa3uUs, KUCTHI), cepalle (aTpualb-
HBIIl MAV BEHTPUKYAAPHBIN celTaAbHble AeeKThl) M CeMeHHUKMN
(xpunropxmuam). Brokusaer He 6oaee 20 % HOBOPOXKAEHHBIX C
9TUM CUHAPOMOM, MPOAOAKUTEABHOCTh XU3HU — A0 25 aeT. Y
604bHBIX Ha0AI0Aa€TCsl TAyOOKasl 3aJep>KKa YMCTBEHHOTO Pa3BUTIL.

Puc. 124. PeGeHok ¢ curapomoM Boabda-Xupxopra®

ITpyanHOM XpoHuteckoz0 Muerodracmiozo Aetikosa (XM/1) siB-
As€TCsl coMaTudecKas MyTaljuisl — CAMsHMe JacTyu TeHa TUPO3UH-
K1Haspl ABL1 9-11 xpomocomsl ¢ reHoM BCR 22-i1 XpoMOCOMEI ¢
obpaszoBaHueM XxumepHoro 6eaka (puc. 125). Puaageanduriickas
XpOMOCOMa, BBIsABAseMas y Bcex cTpagatoniux XM/, — pesyabrar
penuIpokHoi TpaHcaokanun t (9; 22), (q34; ql1). Haszsaune «pu-
AajeappuiicKasi» 9TOM abeppaHTHOI XPOMOCOMe JaHO IOTOMY,
4TO BIepBhle ee OOHapyXKmuAM COTpyAHMKHM IleHcmapBaHCKOTO
yHuBepcutera B Guaageandpun. XM/ — mueaonpoandepaTusHoe
3aboaeBaHIe, IIpU KOTOPOM B HOpMe Haxogsmuecs: B dase Go
rpaHyA0IUTH (HeNMTpoPuAbl, 6a30PuUAbl 1 DO3MHOPUABI) HAUU-

" URL: http://en.wikipedia.orgwikiWolf-Hirschhorn_syndrome
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HalOT aKTVMBHO JEeAWUTHCS II0J BAVUSHUEM XuUMepHoro Oeaka
BCR/ABLL. B xponnueckoit ¢ase 3aboaeBaHms1 00AbHBIE OOBIYHO
9yBCTBYIOT HeJAOMOTaHUe M IIepelloAHeHMe >XKUBOTa. Akcealepa-
TuBHasA ¢asza 3ab0aeBaHN MOXKET IIPUBECTI K 61aCTHOMY KPU3Y,
KOTOPBIN MpOTeKaeT IM0A0OHO OCTPOMY AeVIKO3y ¢ OBICTpOIL Ipo-
rpeccueit 1 HeGOABIION BBIKUBAEMOCTBIO.

—=— ['en BCR

Dunagensduickan
XpomocomMa 22 XpoMocoMa

-—en ABL1

Xpomocoma 9

Puc. 125. ®uaaseapduiickas XpoMocoma

Cundpom Aayna MHOTAa MMeeT TPaHCAOKALMIOHHYIO IIPUPO-
Ay. 3HaunTeAbHas 4acTh XPOMOCOMBI 21 MoXKeT OBITh IepeMelre-
Ha Ha ApyIvie XpOMOCOMEI (Yaie Ha 15, pexxe Ha 14, emjé pexxe Ha
21, 22 n Y-xpoMocoMy). B Takmx caydasx mpu HOpMaabHOM 4mcae
XpOMOCOM (PYHKIIMOHAABHO OyJeT IpUCYTCTBOBATh aHEYIIAOUANS
1o xpomocome 21.

Ha xpomocome X ¢ gyacroroit 1 na 1000 — 1 na 2000 HoBOpO-
>KAEHHBIX MaABYMKOB B palioHe (27-28 HabAr0AaeTcsl BTOpMYHAs
IepeTsi’KKa — TaK Ha3bIBaeMbIll (pparmAbHBIN CaliT. DTO CUHOPOM
Mapmuna-bear man cutdpom romxoti X-xpomocombvl. Moaekyasp-
HBII MeXaHU3M 3aKAI0YaeTcsl B HKCHAHCUIU TPUHYKACOTUAHBIX
LIT (uurosmMH-ryaHMH-TyaHMH) IOBTOPOB. B HOopme B paiioHe
Xq27.3 2402XHO OBITH OT 6 40 54 TaKMX IIOBTOPOB, IIpeAMYyTalll-
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OHHOe cocTosiHne — OT 55 20 200 Tak1X HOBTOPOB, B HTOM CAy4ae y
Marepen ¢ IpeAMYTalJIOHHBIM COCTOSHVEM BO3MOXKHO yBeAnde-
HII€ 4Y11CAa IIOBTOPOB B MeJ03e 13-3a HePaBHOIO KPOCCUHIOBEPa, U
VX TIOTOMKM MOTYT IIOAY4YUTh MYTaHTHYIO (C UlMCAOM IIOBTOPOB
602ee 200) X-xpomocomy. Hanboaee BpipaskeHO MOsIBAEHNE CUH-
ApoMa B TeMU3UTIOTe, T. €. Y MaAbYMKOB C MyTaHTHOII 1o ¢pa-
IMABHOMY caiiTy X-xpoMocomoli. Takue MaabumMKy poKAaloTCs C
BecoM 3,5-4 Kr u MakpoopxmsMoM. Yacto HabAI0AAIOTCA yBeAU-
YyeHHbIe pa3Mephl TOA0Bbl, AAMHHOE AUIIO C YBeANYeHHBIM I10400-
POAKOM, HM3KO€ PacrOAOKeHMe YIIHBIX PAaKOBMH, ITOBBIIIEHHAs
IOABV>KHOCTD CycTaBoOB (puc. 126). I'aaBHble cuMITOMaTUYeCKMe
IIpU3HAKM — YMCTBEHHasl OTCTaA0CTh ¥ CBOeoOpa3Hble HapyIlIeHNs
peun — 9X04aausl (HEOCMBICACHHOE IIOBTOpeHIe Yy>KIUX CAOB) U
nepcepepanst (bopmouyias peus). VIHOrAa oTMedaeTcs: paHHUIA
AETCKUI ayTU3M.

Puc. 126. Cunapom MapTMHa—BeAA*

" URL: http://blog.ahfr.org/2008/05/fragile-x-syndrome.html
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CaeayeT OTMETUTH, UTO AAs BCEX XPOMOCOMHBIX abepparinii
Jye/0BeKa XapaKTepHbI oOmue ¢eHOTUNYeCKe IIPOsIBAEHIL:
HI3KUI BeC IIpU pOXKAEHUM, 3adepKKa pPasBUTI, HU3KUIL POCT,
MyKpouedaans, MUKPOTHATIVI, HapyIIeHNUs OCTeOoTeHe3a, aHO-
Ma/bHOe pacloA0XKeH!e r1a3.

12.5. Monozentvie 3a00Ae6aHUs HeAOBeKA

MoHOreHHbEIMI 00AE3HIMIM Ha3bIBAIOT I1aTOAOIMYECKUe CO-
CTOSIHUSI, IIPUYVHOV KOTOPBIX SIBASIIOTCS TeHHble MyTanuu. Yare
BCEIO TO IOHATIE IIPUMEHSIOT K MOHOTEHHBIM 3a00/1€BaHIIM.

AAs1 9TOV IPyNIIBI XapaKTepHa IreTepPOreHHOCTh — OAVHAKO-
Bble 3200€BaHIsI MOTYT OBITh BbI3BAaHBI MyTAIVISIMU B Pa3HbIX Te-
Hax. OOImMMM OpMHOUIIAMYM Pa3BUTHsI IATOAOTUM Ha YPOBHE
TeHOB MOTYT OBITh CAeAYIOIINeE:

e BpIpabOTKa aHOMAABHOTO 0€AKOBOTO IIPOAYKTa;

® OTCYTCTBUIE HOPMaABHOIO DeaKa;

® He/0CTaTOYHOEe KOAMIEeCTBO HOPMaAbHOIO DeAKa;

¢ 130BITOK HOPMAaAbHOTO 0€AKOBOTO IPOAYKTA.

Ilo xapakTepy HapyllleHuil roMeocTasa (IIOCTOSIHCTBA BHYT-
PpEeHHell Ccpeabl OpraHM3Ma) BBIAEASIIOT CAeAYIOIye TPYIIIbl TeH-
HBIX OOAe3HeIr:

1. Boae3nu aMUHOKICAOTHOTO OOMeHa

CaMast MHOTOUMCAEHHasI TPyIIa HacAe ACTBEHHBIX O0Ae3Hel
obmeHa Berjects. ITouTn Bce OHM HAcCAeAYIOTCS IO ayTOCOMHO-
petteccuBHOMY THITy. [Ipuunaa 3a0041eBaHniI — HEAO0CTaTOYHOCTD
TOTO 1AM MHOTO ¢pepMeHTa, OTBETCTBEHHOTO 3a CMHTE3 aMIHO-
KICAOT.

DeHuAKemoHypus — HapylleHue IpeBpaleHus ¢eHnaasa-
HIHA B TUPO3VH U3-3a PE3KOTO CHVDKEHVS aKTMBHOCTU ¢eHnAa-
AQHUHTUAPOKCUAA3BL — ayTOCOMHO-pellecCUBHOe 3a0o/eBaHIe.
IIposiBasieTcst B Bo3pacte 2—4 MecsilieB, IIepBble CMIITOMBI — BSi-
A0CTb, CYAOPOTH, DK3€Ma, «MBIIIVMHBIN» 3arax (3arax KeTOHOB).
ITocrerieHHO pa3BMBAIOTCS TSKeAble IIOPAKEHMs TOA0BHOTO MO3-
ra, MPUBOASIINE K PE3KOMY CHVDKEHMIO MHTeAAEKTa BIIAOTBH A0
nauotvu. Ecam ¢ mepsbIX AHEN XM3HU ITOAHOCTBIO MICKAIOYUTH
(Mau CyliecTBeHHO OrpaHMINUTh KOAndecTBO) peHnalaHuH 13 pa-
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1I1MI0Ha OO/ABHOTO peOeHKa A0 I0A0BOTO CO3peBaHNs, CUMIITOMEI
He pa3BuBalOTCia. boaesnr obycaosaena myraumsmu B rene PAH,
KOTOPBHIN KoAUpYyeT peHnialaHnH-4-ruapoxcnuaasy. I'en PAH ao-
kaanszosaH B HSA12q24.1. OnmcaHo HeCKOABKO AeCATKOB MyTa-
UMl 9TOTO TeHa B pasHblx nonyasnuax. CyllecTByior
AVarHOCTHYecKne cucteMsl Ha ocHose [IIIP, koTopble o3BOASIOT
BBIABASTL TeTEpO3UTOTHOe HOCUTeAbCTBO. B mocaegnee Bpems
paspabaTbIBalOTCsI HOBBIE TIOAXOABI K A€4eHMIO (PeHNAKeTOHYPUML:
3aMecTuTeAbHas Tepanusl peHnAalaHNMHANA30M — paCTUTEABHBIM
JepmeHTOM, KOTOPBINI KaTaAM3UpyeT paciierneHne ¢eHnaala-
HIHA Ha Oe3BpeJHble MeTaOOAUTH, UM TeHHas Tepamnus IIyTeM
BCTpaMBaHUs B T€HOM HOPMaAbHOIO TeHa (peHMAaAaHMHIUAPOK-
C1Aa3bl.

AAxanmonypus — ayTOCOMHO-pellecCUBHOe HapyllleHre o00-
MeHa THPO3MHa U HaKOILAeHUs B TKaHJAX OpraHusMa (CycTaBHBIE
XpsAIIY, CYXOXKMUANSA) TOMOTEHTU3MHOBONM KMCAOTHL. Manudecra-
LMl IIPOMCXOAUT B AeTCKOM Bo3pacte. IlepBbIli cuMIITOM — IIO-
TeMHeHMe Moun. YacTto pasBubaeTcsi MOoyeKaMeHHas 0OAe3Hb U
nneaoHepput. Hakonaenme mpoayKkToB pacrnaja TOMOTEHTU3U-
HOBOM KHCAOTBI IIPUBOAUT K IOPa>keHUIO CyCTaBOB (B IEPBYIO
ouepe/b KOAEHHBIX U Tazo0eApeHHBIX). OTMedaeTcs! ITIOTeMHeHe
U TIOBBIIIIEHHAs! XPYIIKOCTh COeAMHNUTEABHON TKaHM. XapaKTepHO
IIOTeMHEeHIe CKAep M YIIHBIX pakoBuH. Mytanym B rene HGD —
OKCIAAa3bl TOMOTEHTU3MHOBOM KUCAOTBI — SABASIOTCS HPUIMHONM
9TOTO 3a004eBaHMs. DTOT TeH coAep>KUT 14 DK30HOB U A0KaAMU30-
BaH B HSA3q21-23. Omnmucano okxoao 100 pasamMyHBIX MIMCCEHC-
MyTaluii, MyTalluii TUIIa CABUTA PpaMKM CUMTBIBAHNS U U3MeHe-
HIS caliTa CIlAaliCHHTIa, KOTOPBIe CBsI3aHbI C DTUM 3a001eBaHIeM.

I'Aaso-xoxnvitl arvOunusm 1 — OTCyTCTBUE AU CYIIeCTBEHbIN
HeAOCTaTOK IIMIMEeHTa KOXU, BOAOC, Pagy>kKHOM UM IUIMEHTHON
o6oa0uek raasa (puc. 127).
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Puc. 127. TlpeacraBute Ab HETPOUAHOIL Pachl - aABOUHOC™

3abo4eBaHne C ayTOCOMHO-pPeIleCCMBHBIM TUIIOM HacaAeao-
BaHM:. [IposiBAsieTcsl B pa3AMYIHON CTeNeHN AelUIMeHTaIuy Ko-
KM, BOAOC, paAy’kKHOM WM TIMIMEHTHOM 000104YeK raasa,
CHIKEHIEM OCTPOTHI 3peHINs, CBeTOOOSA3HMU, HIUCTarMe, 4YacTBIX
COAHEYHBIX OXKoTaX. PasaAmuHple MucceHC-MyTalium, MyTalluy THU-
Ila CABUTa paMKU CYUTBHIBAHUA ¥ HOHCEHC MyTallUM B TeHe TUpPO-
suHas3bl (TYR, HSA11q24) oTBeTCTBEHHSI 3a 9TO 3a00.€BaHIe.

2. Hapymenns o6MeHa yrieBoA0B

larakmosemus — OTCYTCTBME VAU CYIIIECTBEHHOE CHIIKEHIe
aKTVBHOCTU JepmenTa raaaktoso-1-¢pocdat-
ypuauatpancdepassl U HaKOILA€HUE B KPOBU TalaKTO3BI U ee
IIPOM3BOJAHBIX, KOTOpPbIe OKa3bIBAalOT TOKCIYECKOe JeViCTBUEe Ha

" URL: http://upload.wikimedia.org/wikipediacommons/99a/Albinisitic_ man_portrait

235



LIEHTPaAbHYIO HEPBHYIO CHCTeMy, IledeHb U XpyCTaAMK raasa. B
IiepBble AHU U HeAeAU KU3HM HabAI0AAIOTCA >KeATyXa, yBeaAude-
HIe Te4eHM, HICTarM, TMHOTOHMA Mbil, psoTa. Co BpeMeHeM
pasBUBaeTCs KaTapakTa, OTCTaBaHMe B (PU3MIECKOM U yYMCTBEH-
HOM pa3BuTUN. XapakTepHa HellepeHOCHMOCTh MOAOKa.

boaesnp mMeer ayTOCOMHO-pelLleCCMBHBIN TUII HacAejoBa-
Hus. Heckoapko ¢opm sTOro 3aboaeBaHmsi oOycAOBAEHBI pas-
AVMHBIMM  MYTaHTHBIMU aaaeasimu reHa GALT (raaaxkToszo-1-
Jocdarypuanarpancdepassl), A0KaAM30BAaHHOTO B  paiioHe
HSA9p13. MucceHc-MyTalium B pas3HOI CTeleHM CHIKAIOT ak-
TUBHOCTb (p€pMEHTa, UTO OIlpeseAsieT pas3HYIO CTeIleHb BhIpakeH-
HOCTM CUMITOMOB 3aboaeBaHus. Hampumep, raaakrosemns
AypTe mpoTeKkaeT IOYTM OeCCMMITOMHO, OTMEYaeTCsl TOABKO
CKAOHHOCTD K PacCTpOIICTBaM IeUeH.

Boaesrv Tupxe (2auwozerios I muna, eauxozenosas 6oresto I muna)
— HeCIIOCOOHOCTD IIpeBpallleHNns IAI0K030-6-pocdaTa B TAI0KO3Y,
KOTOpasl NPUBOAUT K HapyIIeHMIO KaK CUHTe3a, TaK U pasAorKe-
HILSI TAMKOTeHa. /lelToHMpoBaHMe TAMKOreHa IIPOMCXOANUT, oOpar-
HBII mponecc — HeT. PaszsBuBaercs runorankemus. HaxomnaeHnne
M30BITOYHOTO KOAMYECTBA TAMKOTeHa B IIeUYeHU VM IIOYKax MPUBO-
AUT K TI€YEHOYHON U ITOYeYHOM HeAO0CTaTOYHOCTH. Tum Hacaeao-
BaHMSI — ayTOCOMHO-pelleccuBHbIN. [lpuumHa 3aboaeBaHms —
myTarus B reHe G6PC , KOTOPBIN KoaupyeT (pepMeHT TAI0K030-6-
¢ocdarasy. Onmcano 14 MyTaHTHBIX aAlelell HTOTO TeHa, KOTO-
pble cBsa3aHBl ¢ 0o0ae3HbIO [mpxe. CyIecTBYIOT MOAEKYASpPHO-
reHeTU4YecKye TeCThl A4Sl BbISIBA€HIUS TeTePO3UTOTHOIO HOCUTEAb-
CTBa U IIpeHaTaAbHON AMATHOCTUKI HTOTO 3a00.1€BaH.

3. Hapymenns annmasoro ooMeHa

boaesnv Humanna-ITuxa munos A u b — cHU>XKeHMe aKTUBHO-
cTu pepMeHTa KUCAONM AM30COMaAbHON CPUHTOMMEANHA3bI, KO-
TOpbIl Koaupyerca reHoM SMPDI1 (HSA11p15.4-p15.1). Tun
HacJeJ0BaHUsA — ayTOCOMHO-penieccuBHbI. Hapymenne annma-
HOTO MeTab0AM3Ma IPUBOANUT K HAaKOILAEHUIO AUIINAOB B ITeYeHN,
AeTKMX, cele3eHKe, HepBHBIX TKaHsAX. XapaKTepHa JereHepariyis
HePBHBLIX KAETOK, HapylleHMe AeATeAbHOCTU HePBHON CHUCTEMBI,
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IIOBBIIIEHHBIN YPOBEeHb XOAeCcTepuHa U AUNNAOB B Kposn. Tum A
JAeTaleH B paHHeM geTckoM Bospacte. Tunm b mportekaer Goaee
MATKO, 00ABHBIE, KaK MPaBUAO, A0KMBAIOT A0 B3POCAOTO COCTOs-
Hus. PasHble TUIIBI 00yCAOBAEHBI Pa3HBIMM MyTallMsIMU B TeHe
SMPD1.

Bboaesnv Toute (zauxosurvyepamudrolii Aunudos) — HaKoILAeHUe
rAI0KOIlepeOpo3NA0B B KJAeTKaX HepBHOM U PeTUKyAo-
DHAOTeAMAaABHON CcucTeMbl, 00ycaoBaeHHOe aedunmrToMm ¢ep-
MeHTa TAIOKollepeOpo3naasel, KoTopas Koaupyercs reHoM GBA
(HSA1g21). OtHOCHUTCS K IpyIIIe AM30COMHBIX 0O/A€e3Hell HaKoOII-
aenns. Hexkoropsle popMbl 3a001€BaHNs ITPOSIBAAIOTCS B TsKe-
ABIX TIOpaKeHU:AX IIedeHM, CeAe3eHK!U, HepPBHOM U KOCTHOI
TKaHer.

4. HacaeactBeHHble 004€3HU ITyPUHOBOTO U MU PUMUANHO-
BOTO OOMeHa

Cundpom ewa-Huxena — clieTI1€HHOE C II0A0M pellecCUBHOe
3abo0eBaHIe, TP KOTOPOM pe3KO BO3pacTaeT codeprKaHue Mo-
4eBOIl KMCAOTHI BO BCeX SKMAKOCTAX Teda. Ilocaeactsmem »Toro
SABASETCSl 3aJeprKKa pasBUTH:, YMepeHHasl YMCTBeHHas OTCTa-
A0CTb, IPUCTYIBI arpecCUBHOTO ITOBeJeHNs C CaMOIIOBpPeXKAeHM!-
eM. HeaocraTtounocTs ¢epmeHTaTHBHOI aKTUBHOCTY
TUIIOKCAaHTUH-TyaHnH}pocPopudosuaTpancdepaspl MO MIpUINHE
myTtauuii B rene HPRT1 (HSAXq26-q27.2) Ae>XXUT B OCHOBE ®TOIO
3aboaesanusA. OmnmcaHbl HeCKOABKO MyTalluii B TOM >Ke TIeHe,
CAeACTBYEM KOTOPBIX ABAsAETCs nodazpa (HapyllleHue IypUHOBOIO
oOMeHa I OTAOKeHe MOYeKICABIX COeAVHEeHNI B TKaHAX).

5. Hapymienns oOMeHa coeAHUTeABHOM TKaHU

Cundpom Mapdana («<nayuvu narviyor», apaxHooaxmuius) —
Iopa’keHue CoejHNUTeABHON TKaHU BCAeACTBUE MyTallul B TeHe
FBN1 (HSA15q21.1), oTBeTCTBEHHOM 3a cMHTe3 pudpuianta. Ha-
caeayeTcsi IIO ayTOCOMHO-AOMMHAHTHOMY Tuiy. Kamnmdeckas
oAMMOPQPHOCTh 3ab0AeBaHUs OOBACHAETCSI OOABIIUM YICAOM
MYTaHTHBIX aAleAell, KaXKAbI 13 KOTOPBIX MOXKET IIPOSBAATHCS B
TeTepO3UTOTHOM COCTOAHMU. /A1 OOABHBIX XapaKTepeH BBICOKMIA
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PpOCT, acTeHM4YecKoe TeA0CAOXKeHMe (HeIpoIIoplMOHaAbHO AAVH-
Hble KOHEYHOCTH), apaxXxHOAAKTUAUS (AAVHHbIEe TOHKME I1aAbLIbl),
€A1a0O0CTh CBSI30YHOTO allllapaTa, OTCAOMKA CeTJYaTKM ralasa, Moa-
BBIBMIX XpYyCTaAMKa, IIpoAaric MUTPaAbHOTO KAanaHa (puc. 128).

Puc. 128. Cunapom Mapdana”

Myxonoaucaxapudosor — rpynma 3aboAeBaHUIl COeANMHUTEADb-
HOJ TKaHM, CBSI3aHHBIX C HapyLIeHMM OOMeHa KMCABIX TAMKO3a-
MMHOTAMKaHOB (Mykomoaucaxapusos), BBI3BAHHBIX
He/0CTaTOYHOCTBIO HEKOTOPBIX AM3OCOMHBIX pepMEeHTOB. DTU 3a-
0oeBaHMs OTHOCAT K AM3OCOMHBIM 004e3HsAM HakomAeHus. OHu
IIPOSBASIOTCS B Pa3AMYHBIX AedeKTaX KOCTHOM M COeAVHUTeAb-
HOI TKaHeit. Mykonoaucasapudos muna I (cundpom Xypaepa) — ay-

" URL: http://www.spineinfo.ru/infosources/case/cases_14.html
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TOCOMHO-peIjeccuBHOe 3a00.eBaHle, BO3HUKaIOIee B pe3yabTaTe
debunurta gepmenTa aabda-L-magypoHnaassl us-za MyTaluili B
ree IDUA (HSA4q16.3). D10 mpuBOAUT K HAKOILAEHUIO O€AKOBO-
YIA€BOAHBIX KOMIIA€KCOB U XMPOB B KJAeTKax opraHmusma. B pe-
3yAbTaTe y OOABHBIX Ha0AIOAAeTCs MaAblll POCT, CyIjeCTBeHHas
3agep>kKKa YMCTBEHHOTO Pa3BUTI, yBeAUdeHMe ITe4eHU U cele-
3€HKI, MOPOKU cCepAlla, IIOMyTHeHMe POTOBUIIBI, JAedpopmariys
KOCTel1 1 orpyOeHue uept aAntia (puc. 129).

Puc. 129. Cunapom Xypaepa”

" URL: http://medgen.genetics.utah.edu/photographs/pages/hurler_syndrome.htm
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Myxonoaucaxapudos muna II (cundpom Xarmepa) — cuenaeH-
HOe C II0AOM pellecCHBHOe 3a0o0./eBaHle, KOTOpoe 00yCAOBAEHO
AedextoM depMeHTa UAYPOHATCYAb(OTa3hl U3-3a MyTalll B Te-
He IDS (HSAXq28). BemecrsamMy HaKOIAeHUs SABASIOTCA AepMa-
TaH- U TemapaHcyabdaThl. XapaKTepHbl I'pyOble 4YepThl AUIIA,
ckadonedaans, IMIyMHOe AbIXaHUe, HU3KUI TPyOBINl r0A0C, Jac-
TBIe OCTpBle pecrupaTOpHble BupycHble nHpeknun (puc. 130). B
Bo3pacTe 3—4 AeT MOsABASIOTC HapyIIeHNsl KOOPpAUHAIY ABVIKe-
HUI — TIOXO/AKa CTAaHOBUTCS HEYKAIOXKel, AeTU MPU X0Ab0e 4acTo
nagaior. /Jas OOABHBIX XapaKTepPHBI DMOIIMOHa/AbHas AaOWUAb-
HOCTH 1 arpeccusHOCTh. Haba104a10TCsl TakKe Iporpeccupyomas
TYTOYXOCTb, Y3€AKOBbIe ITOpa>keHNsl KOXKM CITMHBI, OCTeOapTPUTEL,
ITOpa>keHNs] POTOBUIIBL.

Puc. 130. Cunapom Xantepa”

Mywonoaucaxapudos muna III (cundpom Cangurunno, 60re3tb
Cangurunno) — 3aboaeBaHme, BhI3BaHHOE HAKOILA€HUEM rellapaH-
cyabdata. Jas HeTo XapaKTepHa reHeTHUdecKas reTepOreHHOCTb —
CYIIIeCTBYIOT YeThIpe THUIIa 9TOM 00.4e3HM, BBI3BaHHBIe MyTal/sIMU
B YeThIpexX pasHbIX TeHaX, KOAMPYIOUINX (epMEeHTHI, yJacTBYIO-
e B MeTabOAM3Me HaKallABaeMOTO BelrlecTsa. Ilepsrie cum-

" URL: http://Insk.ru/news/russia/23335.html
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IITOMBI 0O/A€3HM B BUJAe HapyIIeHUI CHa IOsABASIOTCSI Y AeTeil
crapie Tpex 4eT. IlocrenneHHO pasBuBaeTcs amaTis, OTMeYaeTCs
3a4eprKKa ICUXOMOTOPHOIO pa3BUTNS, HaApPYLIEHUS pedM, YepThl
AuIa cTaHoBATcA TpyosiMu. Co BpeMeHeM AeTy IepecTaloT y3Ha-
BaTh OKpY>Karomux. /a5 00ABHBIX XapaKTepHHI 3aJep>KKa pocCTa,
KOHTPaKTyphl CyCTaBOB, TUIIEPTPUXO3, YMepeHHas rerarocIiie-
HOMeraaus. B oramune or cungpomos Xypaepa u XaHTepa npu
6o0ae3un Canduanmnmo npeobiajaeT yMCTBEHHas OTCTaAOCThb, a
IIOpa>keH!s POTOBUIIBI M CePAEYHO-COCYAMCTONM CHCTeMBI OTCYT-
CTBYIOT.

Qubpoducnaraszus (occuPuuyupyrowuit. Muosum, napaoccarbHas
zemepomonuveckas. occuduxayus, doresnv Mronxeiimepa) — 3ab0ae-
BaHMe COeJMHUTEeABbHOV TKaHU, CBA3aHHOE C ee IPOTpeccupylo-
/M OKOCTeHeHueM B pesyabrate myranum B TeHe ACVRI
(HSA2q23-q24), koTopslil KogupyeT pelienTop aktusuHa A. Tum
Hac/AeAO0BaHIA — ayTOCOMHO-JOMUHAHTHBIN. 3abo4eBaHie IIPOsIB-
A5€TCsl BPOXKAEHHBIMU JeeKTaMU Pa3BUTHS — IIpeXJae BCero
VMCKPMBAEHHBIMM OOABIIMMU IaAbllaMM CTON ¥ HapyIIeHUAMU
B IIIEIHOM OTJeJe IIO3BOHOYHIKA Ha YpOBHe ITO3BOHKOB €2 — C7.
3aboaeBaHMe MMeeT IIPOTPeAMEHTHBIN XapaKkTep, MPUBOAUT K
3HAUUTEABHBIM HapyIIeHUsAM (QYHKIIMOHAABHOTO COCTOSTHIAS
OIIOPHO-ABUTaTeAbHOTO alllapara, TIAyOOKOI WHBaAMAU3AIIUN
OOABHBIX U CMEpPTU IIPEUMYIIIeCTBEHHO B JeTCKOM U MO040J0M
Bospacte (puc. 131). boae3Hs ellle Ha3hBAIOT «00/1€3HH BTOPOTO
CKeJeTa», TaK KaK TaM, IJe B OpraHu3Me AO/AXKHBI IIPOMCXOAUTD
IITaTHBIE ITPOTUBOBOCIAAUTEeAbBHbIE IIPOLIeCChl, HAUMHAeTCS POCT
KOCTH.
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Puc. 131. CI>M6p04MCHAa3M;I*

6. Hapymenns nupKyAnpyronux 6eaKos

I'emozaobutonamuy — HacAeACTBEHHBIE HapyIleHUs CUHTe3a
remorao6muHa. Pasamyaior ase rpynimsl reMoraoomHonartuin. Jas
IIepBOIl XapaKTepHO M3MeHeHMe IIepBUYHOI CTPYKTYphl Oeaka
r1001Ha, YTO MOXET COIIPOBOKAAThCS HApyIIEHUSAMHU ero CTa-
O6uapHOCTM U PYHKIMU (HaIpuUMep, CeprnosudHOKAermouHas ate-
Mmus). Ilpym remoraoOMHOMATMAX BTOPOM TIPYHIBl CTPYKTypa
reMorA00MHa OcCTaeTcss HOPMaAbHOM, CHIUKeHa AUIIbL CKOPOCTh
CMHTe3a I100MHOBLIX 11er1ell (Harpumep, f-maraccemus).

7. HapymieHnn:s o6MeHa BelllecTB B 9pUTPOIIATAX

Hacaedcmeennulii  cepoyumos — BPOXKAEHHasi HeAOCTaTO4U-
HOCTh AUINNAOB 000A0YKM DpuUTponuToB. A 3aboaeBaHM: Xa-
pakTepeH ayTOCOMHO-JOMIHaHTHBIN nan ayTOCOMHO-
pellecCUBHBIN TUIT HacA€AOBaHUA B 3aBUCUMOCTU OT MyTaIluu Te-

" URL: http://donbass.ua/news/health/2010/02/15
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Ha SPTAI1 (HSA1q21), KoTOpHIiT KOAUPYET DPUTPOLUTAPHBIN
a-1 ciekTpuH. AHOMaAMs 9TOro 6eaka IPUBOAUT K IOBBIIIEHNIO
KOHIIEHTpally MOHOB HaTpusl BHYTPU SPUTPOLNTA, M IIPOHUK-
HOBEHMIO B HETO M3OBITKa BOADI 113-3a ITOBBIIIIEHNSI OCMOTIYECKOTO
AaBaeHus. Bcaeacrsue sToro obpasyiorcst cgepuyeckue spuUTPo-
INUTH — CPepOILNTH], KOTOpble B OTAMYME OT ABOSIKOBOTHYTBIX
HOPMaABHBIX DPUTPOIIUTOB He 001aal0T CIIOCOOHOCTBIO U3Me-
HATH GOPMY B Y3KUX ydacTKaX KpOBOTOKa, HallpuMep IIpU Iepe-
X0Ae B CHUHYCBl CeAe3eHKM. DTO MHNPUBOAUT K 3aMeAAeHMIO
IIPOABVKeHNSI SPUTPOLIUTOB B CHHYyCaX CeAe3eHKU M OTIIeILle-
HUIO YacTy MeMOpaHbl SpUTPOIINTA C OOpa3oBaHMeM MUKpocde-
PpOLITOB. Paspymiennsie SPUTPOLIUTEI IIOrA0IAI0TCs
MakpodaramMu cele3eHKN. I'eMoAM3 SpUTPOLNUTOB HPUBOAUT K
TUTePIIAa3UN KAETOK IyABIIbl U YBeANMYeHUIO ceae3eHKn. OAHnM
13 OCHOBHBIX KAMHMYECKUX CUMIITOMOB sABAseTcsa Xearyxa. Oc-
HOBHBIMI CHMIITOMaMI HacCAeACTBEHHOTO cepoInTo3a SIBASIIOT-
cs  yBeAnuyeHue ceAe3eHKM (OOBIYHO — BBICTYIIaeT  M3-1I0J
roapebepdbst Ha 2-3 cM) 1 XeATyxa. VIHOTAa HabAIOAAIOTCS TIPU-
3HaK!l 3aMe//AeHHOIO pa3BUTNs, HapyIIeHUs ANUIEBOIO CKeJeTa,
OaIlleHHBIN yeperl, ceAA0BUAHBIN HOC, BLICOKOe CTOsIHMe HEDa, Ha-
PYIIeHNs pacioA0KeHus 3y00B, Y3K1e r1a3HUITBL.

8. HacaeactsenHsle 604e3H1 OOMeHa MeTaAA0B

Boaestiv Korosarosa-Buavcora (zenamovepedparvrias oucmpodus) —
ayTOCOMHO-peIlecCMBHOe HapyllleHle MeTadoAM3Ma Meau, Ipu-
BOAsdIIlee K TsKeAeMIINM IOpakKeHUsAM IIeHTPaAbHOM HepBHOI
cUCTeMBl ¥ BHYTPEHHMX OpraHoB. 3aboJeBaHMe OOYCAOBAEHO
HUBKMM MAM aHOMAa/AbHBIM CHMHTE30M llepyaollla3MMHa (Oeaka,
TPaHCIOPTUPYIOIIero MeAb) M3-3a HeAOCTaTOYHOCTU (epMeHTa-
TUBHOM aKTUBHOCTU MeAb-1iepeHocsmterr AT®aspr. MyTtarum (ux
ommcaHo okoao 200) B rene ATP7B (HSA13q14-q21) npusoaAaT K
M3MEeHEeHMAM [3-II0AUIIeNITUAA HTOro (pepMeHTa, UTO SABASIEeTCs Te-
HeTHYeCKO} OCHOBOI 5Toi mnaroaoruy. OCHOBHYIO POAb B I1aTO-
reHese urpaeT HapylleHre oOMeHa MeAM, e€ HaKOIlAeHUe B
HepPBHOI, [IOYeYHO, IIeY€HOYHO TKaHsAX U pPOroBUIle, BCAeACTBIe
9ero MpOMCXOAUT TOKCHYECKOe MOBpeXJeHe Meablo JaHHBIX Op-
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raHos. B neuenn ¢popmMupyercsi KpyIHOY3A0BOM MAY CMeIIaHHBI
nuppo3. B noukax B nmepsyio odepeab CTpajalOT IIPOKCUMaAbHbIE
KaHaAblbl. B T040BHOM MO3re nopaxkalorcs B 0OAbIIIel CTeIleH!
OazaapHble TaHTAUM, 3yOuaToe sAPO MO3Kedka U 4epHas CyO-
CTaHIIVSL.

9. Hapymienns BcachbiBaHM: B IUIIIeBapUTEAbHOM TpaKTe

Myxosucyudos  (kucmosnwiii  Pubpos) —  ayTOCOMHO-
pelieccuBHOe 3a0o0JeBaHIe, XapaKTepusyloleecs IOpaskeHNeM
’KeJe3 BHeITHell ceKpelny, TSKEABIMM HapyIIeHUAMI (PYHKITUIA
OpPraHOB ABIXaHMS M >KeAyAOYHO-KUIIIedHoro TpakTta. IIpruannoi
sapasaroTcss mytauuu reHa CFTR (HSA7q31.2), kotopslit kogupyet
TpaHCMeMOpaHHBI PeryAaTop KHUcTo3Horo ¢gpuoposa. 3aboaesa-
HIe XapaKTepu3yeTcs IOpaskeHMeM >Kele3 BHeIIHell CeKpeluy,
TSKEABIMM HapyIIeHMsAMM (PYHKIINI OpTaHOB ABIXaHUS U JKeay-
AOYHO-KUIIIeYHOTO TpaKTa.

Henepetiocumocmo Aakmosvl (2unorakmasus) — ayTOCOMHO-
pelieccBHOe IaTOAOTUYeCKOe COCTOsIHME T1A0XOTO YCBOeHIs AaK-
TO3BI (MOAOYHOTO caxapa), TeHeTYeCcKOll OCHOBOJ KOTOPOTIO siB-
ASAIOTCS MyTallU B PeryAsATOPHOMN U KOAUPYIOIeil 004acTsIX TeHa
LCT (HSA2q21), koTOpHlit KOAMPYET AaKTa3dy. DTOT (pepMeHT DKC-
IIpeccUpyeTcsl IIpeUMyIIeCTBeHHO B PeCHIYHBIX KAeTKaX KuIIey-
HIKa M OTBeYaeT 3a paclllellleHye AaKTO3bl Ha TaAakTo3y WU
ra10ko3y. OCHOBHBIMM CMMIITOMaMM AaKTa3HOi HeA0CTaTOYHOCTH
SABASIOTCA MeTeopusM, 004U B KUBOTe, Auapes, psoTa. Y JeTeil
AaKTa3Has HeJ0CTaTOYHOCTh MOXKEeT MPOABAATLCS XPOHNIECKUMU
3arropamy, OeCIIOKOVICTBOM U I11adeM Iocae eAbl. B pasHpIX mo-
Iy AAIMAX YeA0BeKa JacTOThl MyTaHTHBIX aAlelell BapbUpPYyIOT OT
1 20 100 %.

10. 'opmoHaabHBIe HApYIIIEHM

Tecmuxyasapras pemunusauus (cundpom Moppuca) — cuen-
AeHHOe C IT0A0M peljeccuBHOe 3a001eBaHNe, KOTAa IIPY MY>KCKOM
Kapuotuite (46, XY) mposiBAseTcsl >KeHCKiI (PeHOTUIl. DKCIpec-
CUBHOCTL BapbupyeT. ITpu HerroaHoI PpeMUHM3AIINM TOHAABI pas-
BUBAIOTCS [0 MY>KCKOMY THUITY, HO HeKOTOPBI€ T10A0BbIe IIPU3HaKN
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COOTBETCTBYIOT JKEHCKOMY II0AYy C Pa3HOI CTeIeHbIO BBIpa’kKeHHO-
CTU — IUNepTPOPUPOBAHHBIN KAUTOP, HEIIOAHOe 3aKphITHe IIIBa
MOIIIOHKY, MOIIIOHKOOOpa3Hble OOAbIIINe I10A0Bble TyObl, YKOpO-
yeHHOe BAaraauire (puc. 132). Ilpu nmoanou gpeMmuHM3aAIIUM OC-
HOBHBIM CUMIITOMOM SIBASI€TCSI OTCYTCTBME MeHCTpyaluil u
I1010BOTO OBOAOCEHM:SI IPY XOPOIIIO Pa3BUTHIX MOAOYHBIX >Ke/e-
3ax 1 >keHcKkoM ¢enHorure. [IprunHoit 3aboaeBaHUs SABASIOTCS
pasanunsie mytauun B reHe AR (HSAXql1-ql12), xoTopsiit koan-
pyeT pelienTop aHApOTIeHa.

Puc. 132. Bua Hapy>KHBIX TI0A0BBIX OPTaHOB ITPU HEIIOAHOI TeCTUKYASPHON dheMuHM3aImm”

Andpozernumarorotii  cundpom (kemckuii  ncesdozepmagpoou-
musm) — SHAOKPUHHOe HapyIlleHue C ayTOCOMHO-pPelleCCHBHBIM
TUIIOM HacAejOBaHMs, IPU KOTOpOM OO0AbHAasI MMeeT Hapy>KHbIe

" URL: http://www.health-ua.org/img/woman/tabl/8_17 jpg
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II0AOBBIe OpTaHBl MY>KCKOTO TUIIA U KEHCKYI0 TOPMOHaAbHYIO
CTPYKTYpy. Y OOABHBIX yBeAUYeH KAUTOP, KOTOPHIM CTAaHOBUTCS
IIOXO>K Ha MY>KCKOJ IOAOBOM Y4eH C OAHMM YpPO-TeHUTaAbHBIM
OTBepCTUeM, OTCYTCTBYeT HapY>KHBII BXOJ BO BAaraAuiiie, Maable
II0A0BBIe TYOBI OTCYTCTBYIOT, OOABIIINIE TYOBI IIOXOXKM Ha «pa3pyo-
A€HHYI0» MOIIOHKY. IIpy 9TOM BHyTpeHHMe I1010Bble OpraHbl MO-
IyT MMeTb HOPMaAbHBII  BUA. ['eHeTmyeckoml  OCHOBOM
3a00aeBaHNs ABASAIOTC MyTauyu reHa CYP21 (HSA6q21.3), xoro-
poiil KoaupyeT ¢gepMmeHT 21-rmapokcuaasy TPYIIIB IIUTOXpOMa
11450, yyacTByIomui B CHTe3e TOPMOHOB aAbAOCTEpOHa U KOpP-
TU304a.

12.6. Tenemuxka 3IMOUUOHAABHO-AUYHOCHHBIX PACCMPOTCIE
U 0e6UAHMHOZ0 N06eIeHUs

usogppenus — rpyniia OporpeAMeHTHBIX IICUXUYeCKUX 3a-
6oeBaHMIi, MPOTEKAIOIINX C XapaKTepHBIMM M3MeHeHUsAMU ANd-
HOCTM — DMOIIMIOHAaAbHOE OCKyJeHUe, yTpaTa eAUHCTBa, IOoTeps
CBS3M C peaabHOCTBIO, pacCTPOIICTBA MBIIILAeHN U pa3BuTHe Ope-
AOBBIX, KaTaTOHMYecKUX 1 adpPeKTUBHBIX paccTpoiicts. OmnmcaHo
14 pa3zanyHBIX A0KYCOB, CBA3aHHBIX C IIPe4pacIiOA0KeHHOCTBIO K
3a004eBaHIAM IOAOOHOTO poAa, B paiioHax 5q33-q35, 11ql4-q21,
6p23, 22q11, 6q13-q26, 8p22-p21, 13q32, 18p, 1q42, 15q15, 1022,
1p36.2, 15q13.3, 2q32.1.

Pannui demcxuii aymusm — HapylleHNe Pa3BUTUS HEPBHOM
CHICTEeMBI, 4451 KOTOPOIO XapaKTepHO HaaAudue Tpuaabl: HeAoCTa-
TOK COLIMAAbHBIX B3aMMOACNICTBIII, HapyIlIeHHas B3alMHas KOM-
MYHMKaI/is, OTPaHMYEHHOCTb MHTEPecOB MU IIOBTOPSIOMIMIACS
pernepTyap HoBejeHus. OTO PacCTPONICTBO BO3HUKAeT B pe3yAbTa-
Te HapylleHUs pa3BUTUA I'OAOBHOTO MO3Ta U XapaKTepu3yeTcs
BBIPa’KEHHBIM ¥ BCECTOPOHHUM Ae(PUIINTOM COIIMaAbHOTO B3au-
MOJeVICTBUSA U ODIIleH!Us, a TakK’Ke OTrpaHMYeHHBIMI MHTepecaMm
U TOBTOPAIOIIMMUCS AMCTBUSAMU. Bce ykasaHHbIe IIpM3HaKU
IIPOSABASIOTCA B BO3pacTe A0 Tpéx aeT. CXOKue COCTOSHUs, Ipu
KOTOPBIX OTMevaloTcs 604ee MsATKMe IPU3HAKU U CUMIITOMBI, OT-
HOCAT K PacCTpOICTBaM ayTMUCTUYECKOTO cIlekTpa. 3aboaeBaHue
OTAMYAETCsI TeHeTYeCKOJ reTepOTeHHOCThIO — M3BecTHO 17 ayTo-
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comunix: 7q22, 7qll, 13ql4, 15ql11, 2q, 17ql11, 17q21, 3q25-q27,
7931, 7q36, 1q41, 21p13-q11, 12q14,16p11.2, 7q35-q36, 3q24, 11q13
U Tpu X-CLIeILAeHHBIX A0Kyca IIpeApacloA0KeHHOCTH K ayTU3MYy.
B HeKOTOpPEBIX cAyyasx M3BECTHBI MyTallyl OIIpeAeAeHHBIX TeHOB,
CBA3aHHBle C  9TUM  3aboaepanmeM. Hampumep, T1pn
X-crieniaeHHsle pOpMBI DTOTO 3ab0AeBaHMsI 00yCAOBAEHBI MyTa-
umamy B reHax NLGN3 (HSAXql3), NLGN4 (HSAXp22.33) u
MECP2 (HSAXQq28), koTopble KOAUPYIOT HeMpOAUTUH 3, Helpo-
anrvH 4 1 Metna-CpG-cBsAsbIBaIONINI 610K 2 COOTBETCTBEHHO.
Tpu ayrocomusie popmer — AUTS15, AUTS16 u AUTS17 — BrI3Ba-
Hbl MyTaumsamu B reHax CNTNAP2 (HSA7q35-q36), SLC9A9
(HSA3q24) mu SHANK2 (HSA11q13).

Cunodpom depuvyuma snumarus u eunepakmuerocmu (CABI) —
HeBPO/OIMYeCKO-TIOBeAeHUeCKOe PacCTPONICTBO Pa3BUTHS, KOTO-
poe HaunHaeTcs B AeTCKOM BO3pacTe U MPOSBASETCS B TPYAHOCTHU
KOHIIEHTpally BHUMAaHU, TUIIEPAKTUMBHOCTU M IIA0XO YIIpaB-
asgemon nminyabcuHocTn. CABIT MOXXHO amarHOCTMpOBaTh, Ha-
4yHas C I034Hero AOIIKOABHOIO MAM HIKOABHOTO BO3pacTa, Tak
KaK AAs IOCTaHOBKM JAMarHo3a HeoOXoAuMa OIleHKa IOBeAeHIs
pebeHKa KaK MMHUMYM B ABYX YCAOBUAX OOCTaHOBKU (HaIIpuMep,
AoMma 1 B mkoe). Haaname Hapy1ieHnit oOyueHus 1 colyaabHbIX
pyHKUMIT ABAsSeTCS HeOOXOAMMBIM KpHUTepueM AAsl yCTaHOBAe-
Hus anarHosa C/BI. Oguum mn3 raasneix npusHakos C/ABI, Ha-
psAAy C HapylIeHUsSMI BHUMAaHU, SBASETCA MMIYAbCUBHOCTh —
He/J0CTaTOK KOHTPOAs IIOBeAeHMsI B OTBeT Ha KOHKpeTHBIe TpeOo-
BaHusA. Takne geTy OBICTPO pearmpyioT Ha CUTyalluy, He A0KI1Aa-
SICh yKa3aHWUII M MHCTPYKLNIAL, KOTOPBIe ITO3BOASIOT BBIIIOAHNUTD
3agaHue, U HeaJeKBaTHO OlleHMBAIOT TpeOoBaHM: 3adaHus. OHU
OueHb HeOpe>KHBI, HeBHMAaTeAbHBI, OeCITIedHbI U AeTKOMBICAEHHBI,
He BCerga MOTYT pPacCMOTpeTh IIOTeHIIMaAbHO HeraTUBHBIE IIO-
caeactsus ceoux noctynkos. [lokasana csas3p C/ABI' ¢ myranyamn
B BocbMu reHax: DRD5 (HSA4pl6), DAT1 (HSA5p15), HTR1B
(HSA6ql), ADRA2A (HSA10q24), DRD4 (HSA11pl15), SCNSA
(HSA12q13), SNAP25 (HSA20p11.2) u COMT (HSA22q11).
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IIpedpacnoroxentocmv K GAKOZOAUSMY B IIEPBYIO odepeab
o0ycaoBAeHa MYTaHTHBIMU aaAJdeAsMU TeHOB Kaactepa ADH
(HSA4q22), xogupyromux pa3AndHble CyObe AMHNUIIB aAKOTOAbJe-
rIAporeHasbl. DTOT (pepMeHT KaTaAMU3UpyeT OKMCAeHNe CIIPTOB
A0 aapAernaos u KetoHoB. [Ipu ero gedpuiinre sTaHOA HaKanAm-
BaeTCs B OpraHM3Me, 4TO yCUAMBaeT TOKCUYeCcKoe AeliCTBMe aAKo-
roas. VI3BecTHO, 4TO B paifoHaX TPaAMIIMOHHOIO YHOTpeOAeHNs
BUHOTpagHOTO BuHa (Hanpumep, CpeansemHomopse, Kapka3s) Ha-
64104aeTcs HaMeHbIIIas 4acToTa BCTpeyaeMOCTH aAdeleli, KoAu-
pyomux aegekTHyIO alKOroAbJerniporeHasy. Bricokas vactora
MYTaHTHBIX aadeaell HaOaodaeTcsa B CKaHAMHaABUM, CpeaAul VH-
AelilleB U a3MaTCKMX MOHI0AO0MAOB, YTO BO MHOIOM OIlpejeAseT
GoabIIee pacIpocTpaHeHe aAKOroAM3Ma y 9TUX HapOAOB.

Kpome renos ADH, Ha pa3BuTne aaKOrOAbHOM 3aBUCUMO-
ctu BAnsAioT reHel SNCA (HSA4q22.1), GABRA2 (HSA5q34), NPY
(HSA7p15), TAS2R16 (HSA7q31), TAS2R38 (HSA7q35), CHRM2
(HSA7q35), ANKK1 (HSA11q23), DRD2 (HSA11q23), ALDH2
(HSA12q24), NRXN3 (HSA14q), SLC6A4 (HSA17q) u reHsl onmo-
VIAHBIX PeLIeTOPOB.

Kpumunarvioe nosederue XxapakTepHO AAs AuUL, CTpa-
AAIOIIMX HEKOTOPBIMM XPOMOCOMHBIMM 004€3HAMU (Halpu-
mep, cuHapom KaaitHpeabrrepa, cCMHAPOM AONOAHUTEABHON
Y-XpOMOCOMBI).

Kpowme Toro, Ha 6045111011 BEIOOpKe (O0aee 14000) ocykaen-
HBIX, KOTOpbIe OBLAY IPUEMHBIMU AeTbMH, OBLAO ITOKa3aHO HaAM-
gye KoppeAsnuil (CTaTUCTUIEeCKMX CBA3el) 110 KpMMIMHAABHOMY
IIOBEeAeHMIO C OMOAOTMYECKUMHU POAUTEASIMU U OTCYTCTBME TaKo-
BOJ C IPMEMHBIMM POAUTEASAMMN. DTO CBUAETEAbCTBYeT O 3HauM-
TeAbHOM BAUSHUIU HacAeACTBEHHBIX (PaKTOPOB B CKAOHHOCTU K
COBEpPIIEeHMIO ITPeCTyILACHNIA.

12.7. Cospementivie n100x00bt k AeveHUto U npoPuraxmuke

HacaedcmeeHHbLX 3a60Ae6aHUl

/leuenne HaCcaeACTBEHHBIX 3a004eBaHUII MOXKET OBITh YEeThI-
pexX TUIIOB:
¢ CIIMITTOMAaTIM49eCKOe — yCTpaHE€Hle MANM CMIATYEeHNE CUM-
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nromos. [IpumMensiercs mpakTmyecku Ipu BceX HacAeACTBEHHBIX
IaTOAOTUAX, B HEKOTOPBIX CAydasX sABASETCS eAMHCTBeHHO BO3-
MO>KHBIM;

® Xpyprudyeckoe — yJaleHne, KOppeKuus UAM TpaHCILAaH-
Talys OPTaHOB U TKaHell;

e [TaToreHeTMYeCcKoe — BpayeOHOe BMeIllaTeAbCTBO B IaTOTe-
He3. IloHMMaHMe MOAeKyAsIpHO-TeHeTMYeCKX OCHOB 3abo.eBa-
HUSI M OCOOEHHOCTEN ITPOTeKaHNs OMOXMMMYECKNX IIpOIecCoB
II03BOAsIeT BO MHOTHX CAydasX KOppeKTUpOoBaTh pa3BUTHeE I1aTo-
AOTUM Ha ypoBHe (PepMEHTOB 1AM CyOCTpaTOB, AMOO 3aMeIlaTh
HeAOCTaIOI VX OeAKOBBIN IPOAYKT;

® BTI0A0TUYECKOe — yCTpaHeHUe MPUIMHBI 3a00JeBaHMA.
Bo3MO>kHO mpu ITOMOIIIM TeHHO Tepalini, KOTopasl 3aKAI4aeTcs
B 3aMeHe MyTaHTHOTO y4dacTka /AHK na HopmaabHbII.

I'ennas Tepanmus (reHoTepalnsl) — COBMeCTHOe IIpUMeHe-
HlJle MeTOAOB TeHHOIl MH>XeHepuM U MeAMUIMHCKUX IT0AXOAOB C
11eAbI0 BHECEHUSI M3MEHEHUI B TeHOM COMAaTUYEeCKUX KJAETOK 4Je-
AOBeKa AAsl AedeHMs 3a0o0AeBaHMII. MeTOABl TeHHOI Teparuu
MOSABUANUCH B pe3yAbTaTe PasBUTUA TEXHUKNM PeKOMOMHAHTHON
AHK. IInpokoe mnpuMeHeHMe TIeHOTepalmuy B KAVNHUYECKON
IIpakTMKe Hadaaoch B 1993 1., Korda OBLIO IpOBEAEHO JedyeHue
MaIlIeHTOB, CTPaAAIOIINX TsXKeABIM KOMOMHMPOBAHHBIM MMMY-
HOoAeuIUTHBIM cuHApOoMOM (SCID). ¥V 00ABHBIX AeTell U3BAeKAU
T-aum@onnTsl, TpaHcPopMMUpPOBaAN PETPOBUPYCHBIM BEKTOPOM,
BBeAsl HOpMaAbHBIN TeH ageHO3VHAe3aMIHa3bl I BepHYAU KATKU
B opraHmsM. Takyio mporiedypy ObLAO HEOOXOAVMO IIOBTOPATH
KaKkAble JyeTeIpe roda. boaee sddexTnBHOI OKazaslach aHaA0TMUI-
Has TpaHCOpMaIMsI CTBOAOBBIX KA€TOK KOCTHOTO Mogsra. Ilosa-
Hee OBlAM ONYOAMKOBaHBl JaHHBIE O TIOAHOM M3/A€4eHNU
8-1eTHeTO0 MaabpuMKa, CTpajaloIero »TuUM 3adoJeBaHMeM. B Ha-
CTosIIIIee BpeMsl OK0A0 yeTsepTu geteli, crpadaromux SCID, aeqat
IpY IOMOIIY TeHOTeparn.

AAas AedeHNs1 MyKOBHCLIeA03a HEIIOBPEeXKAeHHYIO KOIIMIO Te-
Ha CFTR, BKAIOUEHHYIO B a4€HOBUPYCHBIV BEKTOP MUAV AUIIOCOMY,
BBOAAT B (OpMe a®p0301s B AbIXaTeAbHbIE ITyTV 00ABHOTO.
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Beeagenue HopMmaapHON mHoOcaejoBaTeAbHOCTM TeHa DMD
IIpU IOMOINY aAeHOBMPYCHOTO BeKTOpa B MBbIIIeYHbIe BOAOKHA
60apHBIX MHoAucTpodueit JrlIeHHa M03BOAseT J0OUTLCS Bpe-
MEeHHOTO TeparieBTIIeckoro spdexra.

B nacrosamee Bpems 0koa0 400 IpoeKToB MO reHOTepanmn
HaXOAATCs Ha Pa3HBIX CTaAVAX KAVMHUYECKMX VCITBITaHMIA.

Mcroap3yloT ABa OCHOBHBIX IIOAXOAd, Pa3AnYaloNIuecs
OPpUPOAON KACTOK-MUIIIEHEeII:

e QperaspHasl reHorepanus, T. e. BeedeHne AHK B surory
nAu SMOPMOH Ha paHHell cTaiuM pas3sutus. B caydae ycriexa Bpe-
AeHHasl TI0CAe0BaTeAbHOCTh II0I1ajaeT BO BCe KAETKU PelIIeH-
Ta, BKAIOYasl I1040BbIe, YTO oDecriednBaeT Iepejady cAelyomieMy
IIOKOA€HUIO;

e coMaTmMyecKasl TeHoTepanms, Ipu KOTOPOU reHeTHYeCKI
Marepuaa BBOAAT TOABKO B COMaTIYeCKIe KACTKI.

CrangapTHasl cxeMa KOppeKINM HacAeACTBeHHOTO JedeKTa
IIpY MOMOIIYM TeHOTepanmuy HauyMHaeTCsl C CO3JaHMsl DKCIIPecch-
pyIOIIeiics TeHeTHYecKOlM KOHCTPYKIUM, coaep>Kaleil KOAM-
PYIOIIYI0 U peryAsATOPHYIO 4YacTM TeHa. 3areM pellaercs
rpo04eMa BeKTOpa, olecrieunBaloniero 3(pQpeKTnBHyIO, a 110 BO3-
MO>KHOCTM UM aJpecHYIO AOCTaBKy IeHa B KAeTKU-MMIIeHU. 3aTeM
IIPOBOAUTCA TpaHCpeKIMs (ITepeHOC MOAyJeHHOI KOHCTPYKITUN)
B KAETKU-MUIIeHN, olleHnBaeTcs dP@PeKTUBHOCTh TpaHCPeKIIH,
CTeIleHb KOPPernpyeMocT! IIepBIUIHOTO OMOXMMIYECKOTo gedek-
Ta B YCAOBMSIX KAETOYHBIX KyABTYp (in vitro) 1, 4TO OCOOEHHO
Ba’KHO, 11 VIV0 Ha KMBOTHBIX — O11010TM49ecKnUX MoJeAsaX. Toabko
II0C/A€e DTOTO MepPexoAsaT K KAMHMYECKUM VCIIBITaHAM.

B aeueHun OHKOAOIMYECKMX U HEKOTOPBHIX APYIMX 3aboae-
BaHUII OOABIIMe HaAeKAbl BO34araloT Ha MCII0Ab30BaHME MaAoil
nnteppepupyiomert PHK, xkoropass MoXeT M0OAaBASATh CHUHTE3
orpejeAeHHbBIX OeAKOB U IIPUBOAUTL COOTBETCTBYIOIIYIO MOAEKY-
ay MPHK x gerpaganum.

[IpuHATO BBIAEAATH TPU BUAa NPOPUAAKTUKU HACAEACT-
BEHHOII IIaTOAOTHM:

e niepBUYHas MpopuAaKTUKa — MpeaylpesKieHne 3adaTis
6oapHOTO pebenka. [Ipy 9TOM yunThIBaeTCsl BO3pacT MaTepy, Te-
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TePO3UTOTHOE HOCUTEALCTBO PeILIeCCHBHBIX I1aTOAOIMI, KPOBHOCTD
Opaka;

e BTOpUYHas NpoduiaKTUKa — peKOMeHAaIus IO Ipephl-
BaHUIO OepeMeHHOCTH B CAyJae AMarHOCTMPOBAHHOI ITpeHaTalb-
HO MaTOAOTMM MAM HPU  BBHICOKOM PUCKe  IOSBACHU
Hac/AeACTBEHHOTO 3a004eBaHMs Y [1104a;

e TpeTuyHasi TpopuIaKTUKa — KOPPeKIINs HacAeACTBeHHBIX
I1aTO/A0TMYEeCKMX COCTOSIHII Ha ypoBHe (peHOTHUIIA.

B 3agaun MeauKO-TeHeTMYeCKMUX KOHCYAbTalMIi BXOAUT AM-
arHOCTUKa HacJeCTBeHHBIX 3aboJeBaHMII, olpeJeleHle TeHeTu-
94eCcKOTO pUCKa pOXKJAeHMs1 00ABbHOTO pebeHKa, KOHCYAbTUPOBaHe
CeMelHBIX ITap I10 BOIIpocaM IpOPUAAKTUKU U AeUeHIs Hacaea-
CTBeHHBIX 3aboaeBaHMil. OCHOBEI 1a0OPATOPHON AMATHOCTUKIU U
pacyeTa TeHeTHYeCKOTO PUCKa U3A0KeHB! B pa3a. 12.3.

OcHoBaHmsi A4s HaIlpaBAeHIUs CeMeMHBIX Iap B MeJAMKO-
TeHeTUYeCKyI0 KOHCYAbTalMIO:

® yCTaHOBAEHHAsl MAM I0J03peBaeMas IaToAOTUsA B CeMbe
(AaHHBIE TIpOceMBaoIIeil AabOpaTOPHON AMArHOCTUKY, POXKJe-
HIe peOeHKa C HacAeACTBeHHOM MaToAOTHel, 3ajep>kKa (pusnde-
CKOTO Pa3BUTU MAM YMCTBEHHasi OTCTaAOCTh y peOeHKa,
IIOBTOPHBIE CITIOHTaHHBIE aOOPThl, BHIKMABIIIN, MePTBOPOKAe-
HIST);

e Bo3pacT Marepu crapiie 35 aeT;

® KPOBHOPOACTBEHHbIE OpaK;

® BO3/€JICTBIIE€ TepaTOreHOB (BeIlleCcTB, BBI3BIBAIOIIVIX BPOXK-
AeHHble aHOMaANN) B IIepBOM TpUMecTpe OepeMeHHOCT;

¢ He0.AarornoAy4yHoe mpoTekaHue OepeMeHHOCTIL.

Ja>xe IpM OTCYTCTBUM NPUBEAEHHBIX BhIIIIe ITOKa3aHUl MO-
AOABIM CYIIpyTaM peKOMeHAyeTCs OOpaTUTLCS B MeAUKO-
TeHeTUYeCKyl0 KOHCYAbTallMIO NP ILAaHUPOBAHUM AETOPOKJe-
HISL.

B mrate MeAMKO-TeHeTHMYeCKOV KOHCYyAbTallUM AO/AXKHBI
OBITH CHEIMAaAUCTB — Bpay-TeHeTUK, ITMTOTeHeTUK M TeHeTUK-
O6uoxumuk. Jasa cocrapaeHus 3aKAIOYEHNS UCIIOAB3YIOT CAeAyIo-
IIJie  MeTOABl: KAMHUKO-TeHeaAOTMYecKNi, LUTOTeHeTHYeCcKIA,
MO/A€eKyAspHO-TeHeTUIeCKII 1 Hecriel[uduyeckre MeToabl 1a0o-
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PaTOPHON AMAarHOCTUKM B 3aBMCHMOCTU OT XapaKTepa HacAeACT-
BeHHOI natoaoruu. Ha ocHoBe 3akaioueHns: Bpau-reHeTUK IIPO-
BOAUT coOecejoBaHle C CylIpyramMiu, B KOTOpoM MHPOPMUPYET
X O BO3MOXKHBIX IOCAEACTBUAX OepeMeHHOCTM U JaeT PeKo-
MeHJalN.

Konmpoavnuvie 6onpocot u 3adanus

1. ¥V orua BTOpas rpynmna Kposy, y Matepu — riepsasd. Poau-
AUCh OAM3HEIBl — MaAbYMK C I1IepBOI TPYIIIIO KPOBU 1 4eBOYKa —
c yeTBepTOIl. MokeT au GOpMaAbHBII OTel] CYUTaThCA O10A0TH-
4eCKMM OTIIOM DTUX AeTeit?

2. 3aBUCUT AM BEPOATHOCTh POXKAEHUs OAM3HEIOB y CyII-
PY>KecKoll Mapbl OT HaAWYMS UAU OTCYTCTBUA OAM3HEIIOB Cpeau
KPOBHBIX POACTBEHHIKOB JKE€HBI I My>Ka”?

3. ¥V maumeHnta oOHapy>eHO Tpu Teablla bappa. Kakos ero
IpeArioAaraeMblii KapuOTHUIT?

4. O0a cynpyra — retepo3urotsl 1o myrtaunu resa LCT. Ka-
KOB PUCK pOKAeHNs peOeHKa C HeIIepeHOCUMOCTBIO AaKTO3bI?

5. Paccunrarite reHeTUYECKUIT PUCK POXKAEHI: MaabyliKa C
cuHapomoMm /lema-HuxeHna y rerepo3uroTHoi 1o MyTalluy IeHa
HPRT1 matepu 1 340pOBOIoO OTIia.

6. Kakne 11oaxoapl IpuMeHSIOTCA K A€UeHUIO MPaKTUIecKy
BCeX HacJeCTBeHHBIX 3a00.1eBaHmii?

7. Bxoaur am tpermuHas npoduaakTuKa HacAeACTBEHHBIX
3aboaeBaHUil B cPepy AeATeAbHOCTU MeAUKO-TeHeTUYecKIX KOH-
cyAbTalnin?

8. EcTp A1 HEOOXOAMMOCTD IPaKTU4YeCK! 3J0POBBIM MOAO-
AoXeHaM crapie 35 aeT oOpamiarhcs B MeAUKO-TeHeTHYeCKyIo
KOHCY/AbTaIINIO?

9. K kakoif rpymie HacAeACTBeHHBIX 3a00AeBaHMIT MOXKHO
OTHeCTU MyKOBUCIIeA03?

10. MoxeTr am y reTepo3uroTsl Mo Myrtanum reHa SPTAI
OBITH HaCAeACTBEHHBIN cPepornTos?

11. Kakoe HacaeacTsBeHHOe 3a00.eBaHIe BbI3BaHO HaKoOILle-
HIUeM rernapaHcyabdaTa?
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N-metoa — 4.4

OMIM -7.5

PubMed - 7.5

Q-metog — 4.4

R+-paion — 4.4

R-meToa — 4.4

SINE -7.2

SYBR GREEN - 6.4

T-metoa — 4.4

p-rasaccemms —12.5

Abeppanns xpomocoMm — 8.4
ABTtonoannaonaus 8.3
AKpoueHTp1yecKas XpoMocoMa (aKpOlleHTpuK) — 4.1
Aakantonypust — 12.5

Aazaeap auxoro tumna — 2.1
Aazonoannaouas — 8.3
AAbTepHaTUBHBIN CllAaiicuHT — 3.4
Amvnandukarop — 6.4
Amvnanduxanys — 8.4
AHaausupyilolee ckpeusanue — 2.1
Anadaza - 4.2

AHApOTeHUTaAbHBIN CUHAPOM — 12.5
Aneynaonausa — 8.3

Ayxcorpodsr — 2.8
AyTOCOMHO-AOMMHaAHTHBIN TUI HacAeA0BaHUA — 2.4
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AyTOocoMHoOe clleriaeHune — 2.7
AyTOCOMHO-pellecCUBHBIN TUII HacAeA0BaHMs — 2.4
AyTOCOMHBII, OTpaHIYeHHBII [I0AO0M TUII HacAeAOBaHVL — 2.4
AyTocomsl — 2.4

Anentpuyeckuii pparmenT — 8.4
bruonndopmaruxa - 6.7

bauznenossnt metoa — 12.1
baot-rubpuansanus o CaysepHy — 6.2
boaesus I'mpke —12.5

boaesns I'ome — 12.5

boaesns Konosasosa-Buascona — 12.5
boaesns Humanna-ITuka — 12.5
BHayTpuxpoMocomMHble niepecTpoiiku — 8.4
BosspartHoe ckpemniusanue — 2.1
l'aaakrozemms — 12.5

I'emusurora — 2.1

I'emoraobunonaTus — 12.5

Ten-1

I'eneasormyeckun meroa — 2.3
I'enetuka — I

I'enetnueckast nurepdepenus — 2.7
I'enetmueckuit anaaus — 11
I'enermueckuit nporpecc —11.1
I'enermueckuit puck —12.3
T'en-xkangmaar — 11.2

I'ennas konsepcus — 8.7

I'ennas tepanus (reHoTepanus) — 12.7
I'enomuka — 7.1

I'enomnas myranus — 8.3

TI'enomuas onenka —11.2

I'enomurble Oa3bl AaHHEBIX — 7.5
I'enommusre 6ubaAnoTeKM — 6.3
I'enomupt MMOpuHTUHT — 10
I'eHOMHBIIT PpUHTEPIPUHTUHT — 7.2
I'enotum — 1

I'enoTunmuecknn kaacc — 2.1
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I'ereposurora — 2.1

I'etepoxpomaTtun — 4.4

I'mbpuansanms in situ — 4.5
[m6puamsans HyKAeMHOBBIX KICAOT — 6.2
I'mcronossint xoa — 10

I'mcronsr — 4.3

I'aa30-ko>xHbIN aapOMHM3M 1 —12.5
l'oaanapudecknit Tun HacaeAoBaHms — 2.4
l'omosurora - 2.1

l'omoaorus — 7.4

T'onaauspiin moa — 5

I'puanposaHHble TeHOMHBIE OMOAMOTEKM — 6.3
Aeaenus — 8.4

Aenarypanus — 4.5

Aedurencu - 8.4

Aunaxunes — 4.2

AurnbpuHoe ckperysaHme — 2.5
AuktuorteHa — 4.2

Aunaorena — 4.2

AnckopaanTHocTs — 12.1

AucriepcHeIN MOBTOP — 7.2
AuddepennnaapHoe okpamnsanue — 4.4
Aunentpueckas xpomocoma — 8.4

AHK - 3.1

AHK-nnoanmepasa — 3.2

JAoMmununposanue — 2.2
AoT1-6A0T-TMOpUAM3anLI — 6.2
Aynaukanus — 8.4

3aKoH eANHOOOpa3s TMOPIAOB IIEPBOTO TTOKOAeH!s — 1
3aKoH He3aBUCUMOTO HacAeAoBaHms — 1
3akoH paciienaeHs — 1

3akoH Xapan-BarnOepra — 9

3urorena — 4.2

Mamenunsocts — 1

M3zoxopa—7.3

M3soxpomocoma — 8.4
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Mubpuansr — 1

VInBepTHpoBaHHBI IOBTOP — 7.2
Mucepumsa — 8.4

Nurepdaza —4.2

VMuTpon rpymmer 2 — 8.8

Murponer - 3.4

MckyccrsenHast xpomocoma Haxrepuit (BAC) — 6.3
McxyccrBennsle xpomocomsl gpoxkkeit (YAC) — 6.3
Kanmaasapusiit aekrpodopes — 6.5

Kaon -2.8

KaonnposaHme HyKA€MHOBBIX KMCAOT — 6.1
Koaommnunposanne — 2.2

Koaonmnsa muxkpoopranmnsmos — 2.8
Koasnesas xpomocoma — 8.4
Kombunaimonsas nsmMeHdmBocTh — 8.1
KommnaemenrapHocts — 2.6
KommnosuimonHas rereporeHHOCTb — 7.3
Konkopaanrnocrs —12.1
Koncoanauposanueii noprop — 7.2
Kontur - 6.6

Kowuprorammst — 2.8

Koemmaa — 6.3

Kospdurmment nacaeayemocrn — 11.1
Kpumunaarnoe nosegenue — 12.6

Kpoce -11.1

Kpoccunrosep - 2.7

KpoccosepHsle rameTsr — 2.7
KpoccosepHbre ocobn — 2.7
Kymyasrtusnas noanmepust — 2.6
Kennposanne - 3.4

Aantonuzanus — X

Aamuna —4.1

/enitorena — 4.2

Aurnposanne — 6.1

Auvnna —11.1

/lokyc koandectseHHOTo npusHaka (QTL) —11.2
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AmomeH — 4.1

Maaas narepdepupyiomas PHK - 3.1

Maaas sigepnas PHK (maPHK) - 3.1
Manudgecramus - 12.2

Mapxkepnas ceaexnyst — 11.2
Meayko-reHeTu4eckoe KOHCyAbTHpPOBaHue — 12.7
MexxaaaeapHast KOMILAeMeHTaIus — 2.2
Merios — 4.2

MetanenTpuyeckas Xpomocoma (MeTalleHTpuK) — 4.1
Metog apoboBuxka — 6.6

Mukpocareaant — 7.2
Mukponurorenernyeckuin cuHApom — 12.3
Munucareaaut — 7.2

Mutos — 4.2

MuToxoHApuaAbHBIN TUII HacAeAOBaHMA — 2.4
Mutoxonapun — 4.1

MoOuabHbIl reHeTHYeckuit aemeHT (MI'D) — 8.8
MoandukamnoHHas U3MeHINBOCTS — 8.1
Mosannmnsm - 12.4

Mouaexyaspupin Mmapkep — 11.2

Momnorennoe 3aboaesanne — 12.5
MonornopuaHoe ckpemusanue — 2.1
Monocomus — 8.3

MyxkoBuctnaos —12.5

Myxkonoancaxapuaos —12.5

MyabsTuFISH - 4.5

Myraren — 8.5

MyranTtHslil aaaean — 2.1

Myranuonnas n3MeH4nBOCTh — 8.1
Hacaeactsennocts — 1

Hacaeactsennsiit cpepountos — 12.5
HexymyaatnsHas noanmepus — 2.6
Hentepenocumocts aakTo3sl — 12.5

Henoanoe gomunuposanue — 2.2

Hoszepn 0a0T-rubpuansamnus — 6.2
Howncenc-xoaou — 3.5
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Hyxkaennossie kncaotsr — 3.1
Hyxkaeonema — 4.3

Hykaeocoma - 4.3

Hykaeorna - 3.1

Hyaaucommsa — 8.3

OaHosiioBbIE (MOHO3UTOTHBIE) OAM3HEeITsI — 12.1
Oorenes — 4.2

Onpegeaenne roaa -5

Oproaorms —7.4

Ot6op - 11.1

OrtkppITas paMKa CdUTBIBAaHMA — 3.5
IMTapaaormsa — 7.4

ITapaaoron - 7.4
ITapanienTpuyeckas nusepcus — 8.4
ITaTtoaormsa —12.2

ITaxnrena — 4.2

ITenerpanTHOCTD — 2.1
ITepunientpuyeckas nusepcus — 8.4
IletaeBoir aomeH — 4.3

ITaactuaer — 4.1

ITaenorponus — 2.6

IToBesenuecknit 1 MeTabOAMIECKNII TTOA — 5
IToaarpa —12.5

IToabop - 11.1

IMTosunonnoe kaoHnposanue — 11.2
IToanrn6puaroe ckperysadme — 2.5
IToanmepasnas nenHas peaxkuys (ITHP) — 6.4
IMToaumepus — 2.6

TToannaouamst — 8.3

IToancoma - 3.5

IToautennele XxpoMOCOMBI — 4.8
IToaosoit gakrop — 2.8

IToaycubcest — 2.3

ITopa-—-4.1

ITpaBuao yncrors! ramer — 1
ITpanmep — 6.4
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ITpeaea Xeitpanxa — 4.6
ITpeapac1io10keHHOCTD K aAKOTOAU3MY —12.6
ITpenaTtaabHas gnarHoctuka — 12.3
ITpoGang —2.3

ITporpeauenTHoe Teuyenue —12.2
ITporeomuxa —7.1

ITpororpodsr — 2.8

ITpodaza —4.2

ITponeccunr - 3.4

ITpsamas pentapanys — 8.6

Iy - 4.8

IILIP B peaabHOM BpeMeHU — 6.4
PasHositossre (Au3urotHsie) 6an3uersr — 12.1
PaitoHsI sAApBIIIKOBEIX OpraHusaTopos (S10P) —4.7
Pannuin aerckuin aytusm —12.6
PexomOnnasza — 8.2
PexoMmOuHaIMOHHOE paccTosHIe — 2.7
Penarypanms — 6.2

Perrapars — 8.6

Penamukaiimonnas smuaka — 3.2
Penamnkarims — 3.2

Peniunpoknas tpancaokanms — 8.4
Peniunpoknele ckpenjusanms — 2.7
Pu6osum — 8.8

Pu6ocoma - 3.1

Pu6ocomuas PHK (pPHK) - 3.1

PHK -3.1

PHK-mnTepdpepennust — 10
PHK-noanmepasa — 3.3
PobGepTcoHOBCKasI TpaHCAOKavs — 8.4
Pyrunnoe okpamusanue — 4.4
Cartaencep - 3.3

Canrtumopras — 2.7

Careaaur —7.2

COopka CKBEHCOB TeHOMOB — 6.6
CBepxaoMuHMpoBaHue — 2.2
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Cexsenuposanue — 6.5

Ceaexunonnslit guddepeniinaa —11.1

Ceaexunst —11.1

Cepu1s1 MHOKeCTBEHHBIX alaeaeit — 2.2

CeprnioBugHOKAeTOYHAas1 aHeMus — 12.5

CecrpuHckue xpomaTtugusle ooMeHsI (CXO) —4.2

Cubcepr - 2.3

Cungpom Anreabmana — 10

Cungpom Bapkann — 12.4

Cunapom Boasdpa-Xupmixopua — 12.4

Cungpom Jayna —12.4

Cungpom jgedpunmra BHUMAHMUSI U TUIIEPaKTUBHOCTU
(C4BI') -12.6

CuHApPOM AOTIOAHUTEABHOM Y-XpOMOCOMBI —12.4

Cunapom Kaartndeasrepa — 12.4

CungpoM Kollaubero Kpuka (cuHapom Jexena) —12.4

Cungpowm Jema-Huxena — 12.5

Cungpom Maprnna-beaa —12.4

Cunapom Mapdana - 12.5

Cungpowm Ilaray —12.4

Cungpowm Ilpagepa-Buaan — 10

cunapom Canpuanmrmo - 12.5

CunapoM TpoitHo X-XpoMOcoMBbI — 12.4

cuHgpom XaHrepa — 12.5

cuHgpom Xypaepa — 12.5

Cungpowm Illepemesckoro-Tépuepa — 12.4

Cungpom Dasapaca —12.4

CnexTpaapHblil aHaAU3 Kapuortuna — 4.5

Cnepmatorenes — 4.2

Cnaaiicunr - 3.4

CpasHuTeAbHas (3BOAIOIIMOHHAs) TeHOMUKa — 7.1

CpasHurearpHas reHomHas rmOpuansanus (CGH) — 4.5

CrpykrypHas reHomuka — 7.1

CyOxaoHuposaHue — 6.6

Cynpeccns — 2.6

CynpeccopHas myTtanus — 8.5
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Crernaenne ¢ r1oaom — 2.7
CueneHnHoe ¢ 11040M JOMMHaHTHOe HacAeAoBaHue — 2.4
CuenaeHHoe ¢ I1040M pellecCMBHOe HacaeAoBaHue — 2.4
TanaemnbIN 1oBTOP — 7.2
Teaomepa — 4.1

Teaomepnas Teopus crapenus — 4.6
TeaomepHbIit moBTOP —4.6
Teaodasza — 4.2

Teapnie bapa — 10

Tepmunanusa Tpanckpunuum — 3.3
Tect Ha aaaeausm —2.2
Tectuxyaspuas pemuumsanys — 12.5
Tpansunus — 8.5

Tpancsepcus — 8.5
Tpanckpunromnka — 7.1
Tpanckpunums — 3.3
Tpancaoxanus — 8.4

Tpancasnus — 3.5

Tpancriozon — 8.8

Tpancnoptaas PHK (TPHK) - 3.1
Tpucomms — 8.3

®asza K1eToyHOoro 1uKAa — 4.2
Qennakeronypust —12.5

@enorum -1

Qenorunmyeckuin Kaacc — 2.1
QeHOTUNIMYECKUII I10A — 5
Qenotunmuecknit casur — 11.1
Pubdbpoaucnaasns — 12.5
®ayopoxpom — 4.4

@parment Okaszaku — 3.2
QyHKIMOHaAbHas reHOMMKa — 7.1
Xumepusm — 6.3

Xpomatnga — 4.1

XpomaTtuH — 4.3

Xpomomep —4.3

Xpomonema — 4.3
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XpomocoMa Tulla AaMIIOBBIX IIeTOK — 4.9
XpOMOCOMHBIVI NEMHTUHT — 4.5
XpoMOCcOMHBIII 104 — 5
XpoMmocomocnenuduaeckuit 3054, — 4.5
XpoHuYecknit MreA004acTHbIN Aeiko3 (XMA) —12.4
LlenTpomepa — 4.1

LlenTpomepnbiit nuaexc — 4.1
Hurtorenetuxa — 4

Uwncras auHms — 1

HInsodppenns — 12.6

Mramm — 2.8

DK30HHI — 3.4

DKcrpeccBHOCTD — 2.1

DKCIM3NOHHAas penapans — 8.6
DaoHranus TpaHckpunuuy — 3.3
DHaopenaukauys — 4.8

DHxaHcep — 3.3

Onureneruka — 10

Bnucoma — 2.8

BOnwucras - 2.6

DyxpoMaTuH — 4.4

Aapo—-4.1

Aappimko — 4.1
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Yuebroe usdanue

Azaexkceit Aaexcangposnd CazaHOB

ITEHETUKA

YyebHOe mocodOue

Peaaxrop T. I. 3axaposa
Texnnueckun pegaxrop H. B. Yepnviuiesa
Opurnnaa-maket H. B. Yeproieson

IToanmcano B mevats 29.03.2011. ®opmar 70x90
Bbymaza opcemmnas. I'aprumypa Palatino Linotype. Ilewamo opcemnasi.
VYea. neu. 2. 16,5. Tupax 500 sk3. 3akas Ne 623

/leHMHTpaACKAI TOCYy4aPCTBEHHBIN YHUBEPCUTET
nmenn A.C. Ilymknuna
196605, Cankr-IletepOypr, I1ymkun, I[letepOyprckoe mocce, 10

PTIT AT'Y 197136, Canxkt-IletepOypr, Ukaaosckuii mmp., 25a
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