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INPEANICAOBUE

I'eneTuka TpaAMITMOHHO CYMTaeTCd OAHMM M3 HamuboJaee
CYIIIeCTBEHHBIX KOMIIOHEHTOB OOIIe0MOAOTYecKOl ITOATOTOBKM
CTyAeHTOB-TIegaroros. Hapsiay ¢ Teopuen sBoAOLUNM U DKOAOTU-
et 9Ta gucrunanHa GopMupyeT KOMILAEKCHBIN B3IAs4 Ha SKUBYIO
npupoday. IlpeamMeTrom reHeTUKM SBASIOTCS HACA€ACTBEHHOCTh U
M3MEeHUYNBOCTh — Hanbo.Aee OOIIIye CBOCTBA KUBBIX OPraHU3MOB.
KonirenryaabHbIi XapakTep TeHeTUKI IT03BOAsIeT CYUTATh ee TOU-
HOJ1 HayKOIl HapsAy C MaTeMaTUKOM, GpU3MUKON U xumueir. Takum
00pas3oM, CBs3bIBasl OMOAOTUIO C APYTUMM eCTeCTBeHHOHAyYHBIMM
AVCITUTIAVHAMY, TeHeTHKa JaeT BO3MOKHOCTL (OpMUpOBATh Y
CTyAEHTOB HayyHOe MblllaeHye. OcBoeHne AOTUMKY TeHeTUYeCKOTO
aHa/AM3a COAEVICTBYeT Pa3BUTUIO MHTEAAKTYaAbHOM AVICLIUIIAV-
Hol. [Ipukaagnoe 3HayeHne reHeTUKM CTPEMUTEABHO BO3pacTaerT,
YTO HACTOSATEABHO TpeOyeT KaueCTBeHHOTO ITOBBIIIeHNs ypPOBHs
reHeT4eckoro oOpasoBaHmsA. Byayum TeopeTmdeckoil OCHOBOIA
6uorexHoaoruy, 6modapMakoAOTUM, MEeAMUIIVMHEI, >KMBOTHOBOA-
CTBa U pacTeHMeBOACTBa, TeHeTMKa Bce OOAbIIle BXOAUT B KU3Hb
COBpeMeHHOro 4eaoBeka. ITpoGaempl OMODTUKM, CTBOAOBBIX DM-
OpMOHAABHBIX KAETOK, TeHeTU4ecKy MOAUQPUIIMPOBAHHBIX Opra-
HU3MOB IINMPOKO OOCY>KAalOTCs B OOIlecTse, IpuUYeM 4YacTo
BBICKA3bIBa€Mble MHEHISI CBUAETEAbCTBYIOT O sBHO HeAOCTaTO4-
HOJVI TeHeTMYEeCKOJ IPaMOTHOCTM 3HAYUTEABHOTO 41CAa y4aCTHHU-
KOB Anckyccuy. CoBpeMeHHbIe MeTOAbl CeAeKIUM pacTeHMI U
JKUBOTHBIX Ha OCHOBE MOAEKYASPHO-TeHETMYEeCKMX MapKepoB,
CTaBIIlasi OOIIENPUHATON B HEKOTOPBIX CTpaHaX reHOMHasl OIleHKa
I.AeMeHHBIX KayeCTB CeAbCKOXO3sICTBeHHBIX JKMBOTHBIX ITpu Oaa-
TOIIPUATHBIX YCAOBUAX OyAyT BOCHPUHATH 1 B HameM OredecTse.
PaspuTtiie npeHaTaabHOM AMArHOCTUKM, MeAMKO-TeHeTUYeCKOIO
KOHCY/AbTUPOBaHU, MHAUBUAYAABHOV Tepanuy IIpeArnolaraer u
HEKOTOpOe IIOBBIIIeHNe MeAMKO-01010TM4ecKoil TI'paMOTHOCTH
HaceAeHNs, YTO Hepa3phIBHO CBA3aHO C YPOBHEM IIpenoJaBaHIisL
TeHeTUKU B Cpe/JHell IITKO/Ae ¥ KadyeCTBOM ITOATOTOBKM B DTOM 00-
AACTY y9UTEeAN-eCTeCTBeHHIIKOB.



3HAKOMCTBO C KAaCCUYECKMM TeHeTUYeCKUM aHaAU30M U
KAaCCUYeCKMMY IIUTOTeHeTNYeCKMI MeTOAaMU ITO3BOAUT MOAY-
4UTh IAyOOKOe IpejcTaBAeHNe O IIpUpoAe HacAeACTBeHHOCTU U
IIyTsAX ee M3ydeHus. BaageHne ammapaTom THOHATUI T€HOMMKH,
TPaHCKPUIITOMUKY, IIPOTEOMUKM M CUCTEMHON OMOAOTUM OT-
KpbIBaeT Ilepe] Yy4YalllIMUCA BO3MOXKHOCTH IIOCTOSHHO pacIIn-
PATb U TIONOAHATL CBOM OMOAOIMYecKMe II03HAaHMS KaK C
IIOMOIIIBIO 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 MOAEKYASIPHO IIMTOTeHeTUKN, CPaBHUTEAbHOM U
(pyHKIIMOHAaABHO TEHOMUKM MOXKET CTaTh OCHOBOM 4451 IIPOOYK-
AeHIs UHTepeca K Hay4HO-UCCAeJ0BaTeAbCKON AesiTeAbHOCTU B
9TUX HamboJee CTpeMUTEeAbHO Pa3BMBAIOINMXCA B IIOCAeAHIUE TO-
ABI HaITpaBAeHMAX O11010TMYeCKON HayKI.

Ocoboe BHIMaHMe B KHUTE yAeAeHO COCTaBAeHUIO M aHaAN-
3y POAOCAOBHBIX, ITOCKOABKY IeHealOTM4ecKuil MeTO/ AeXKUT B
OCHOBe TeHeTYeCKOIo aHaAln3a y Jyel0BeKa U CAYXKUT KakK 445 I10-
HUMaHMNs HacAeACTBEHHO IIPUPOABI MHOTHUX 3a001eBaHmIi, TaK U
AAs IPOTHO3MPOBAHIs TeHeTYEeCKOTO pUCKa.

ABTOp MCKpeHHe OaarogapeH AHHe /lpBoBHe Ca3aHOBOIVL,
OKa3zaBIlleil OecIleHHYIO ITOMOIIb Ipy cOope MaTepuasda, COCTaB-
A€HUU UAAIOCTPaLNii ¥ IOATOTOBKe PYKOIIMCHK K ITedaTi.
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I'raea 1. ITpeaMeT, KpaTKast MICTOPUS
VI OCHOBHBIE I10A0KeHUS TeHe TUKI

I'eneTuka — 9TO KOMILAEKC HayK O CBOMCTBaX >KMBBIX Opra-
HI3MOB IlepejaBaTh CBOU IPU3HAK!U B psily IOKOJAeHUI (Hacaea-
CTBEHHOCTb) M W3MEHSATb CBOM IIPU3HAKM B CUAY Pa3ANIHBIX
NpUYMH (M3MEeHYUBOCTD).

YKkazaHHbIe BbIIIIe CBOJCTBA KMBBIX OPTaHM3MOB IIpUBAeKa-
AV BHUMaHIe A104ell B TedeHNe TeicsdeaeTnit. OgHaKo 40 OTKpPBHI-
TS 3aKOHOB MeHJeAs Bce OHM MIMeAl YMO3PUTeAbHBIN XapaKTep.
OueBnAHBIN PaKT HacAeayeMOIO CXOACTBAa 0coOeil OAHOTO BUAQ,
poauTesen U MOTOMKOB, OpaTbeB U cecTep HaXOAMA MHOTAA MI-
¢oaormueckne nHTepnperanuy. Bo MHOIMX ckaskax purypupy-
IOT TMOPUABI yeA0BeKa u SKMBOTHBIX u caMble
TPyAHOBOOOpas3uMble TUOPUABI PA3AUNYHBIX BJAOB >KUBOTHBIX.
Hezenble Teopum Bpoge «TeAeroHUM» (BAMAHUA IIPeAbIAYIINX
IIO/AOBBLIX ITAPTHEPOB Ha MPU3HAKMU IIOTOMKOB) MAU «BOAHOBOIL Te-
HeTUKI» (CYIIeCTBOBAHNS HaCAeACTBEHHBIX (PU3MIECKUX II0Aelt,
He3aBUCUMBIX OT cTpykTypsl AHK) 13 rayOmHBI BEeKOB AOIIAU A0
Halllero BpeMeH! B IICeBAOHayYHBIX U3AaHIIX.

Teopus mpsmMoro HacaeaoBaHms, BbIABMHYTas I'ummoxpa-
ToM (460 20 H. . — 377 40 H. ®.) TOCIIOACTBOBaJa B HAy4HOM U -
A0coCcKOM co3HaHMM JoAroe Bpem:s. CoraacHo 9TOil Teopuwu
KaKABIII OpraH, TKaHb, KAeTKa BAUsAeT Ha GpOpMMpOBaHIE 10A0-
BLIX 3a4aTKOB, KOTOpbIe IlepealoTcs IIOTOMKaM. boaesns manm
340pOBbe poAUTeAell HeNOCPeACTBEHHO IepesaloTcs AeTsAM.
XK.-b. lamapk (1744-1829) — cozgaTeab OAHOM U3 EPBLIX DBOAIO-
LIMOHHBIX TE€OPUII — B BOIIpOCax I'eHeTUKM CAel0Bal Y4eHHUIO O
psIMOM HacaedoBaHuu. HemnocpeacTBeHHOe BAVSIHIE OKpPY>Kalo-
Ieil cpeApl Ha OpraHbl, AMOO CTUMYyAMpOBaHIUE OPIaHM3MOB K
yIIpa’kHEeHIIO OPraHOB BBI3BIBAAO, IIO0 €T0 MHEHMIO, CTOJKle Ha-
caeayeMble m3MmeHeHnsdA. Ilo /amapky, «OaaronpuoOpeTeHHBIE»
IIPU3HAKU CAY>KUAU OCHOBOJ AAsl BOZHUKHOBEHMUs 00/Jee cOBep-
IIeHHBIX cyllecTB. OCHOBHBIE MOAOXKEHMU: AaMapKu3Ma — BAVS-
HIe Ccpedbl Ha HacCAeACTBEHHOCTb, IIpeBpallleHUs BUAOB,
OTpUIIaHNE POAU €CTeCTBEHHOIO OTOOpa — CTaAM IOCTyJAaTaMu
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«mmaypuHckon onoaorun» B CCCP 8 1930-1960 rr. OtgeanHsle
CTOPOHHUKM HeoAaMapKu3Ma BCTpedaloTcsl 40 CUX IIOP, HeCMOTPsI
Ha O4eBMAHOCTb BpeJa OT TOCIIOACTBa HTOIO HalpaBAeHUs B OMo-
AOTUM — YHUUTOXKeH!Us HamboJee ITPOTPECCUBHBIX TeHeTUYeCKIX
mkoAa B CCCP u oTcraBaHmMs OT pa3BUTHIX CTpaH B o0aacTu O1O-
TexHoAorny, papMaKoAOTUY, MEAUIIVHBI M CeAbCKOTO XO3sMCTBa
002ee ueM Ha 50 aeT.

Nutepecno, uro Y. Aapsun (1809-1882) npusepxusaacs B
00111eM-TO AaMapKUCTCKUX B3TAg40B Ha HacAeACTBeHHOCTb. OH
BEpIA, YTO B KPOBU LUPKYAUPYIOT «T€MMYAbI» (TUIIOTeTIYeCKUe
JacTUIIBI TeHeTU4decKoi MHpOpMalmum), KOTopble cOOMpaloT CBe-
A€HIs O COCTOSAHMU OpPTaHOB M CHCTeM M HecyT ee B II0AOBbIe
KAETKM, 3aTeM II0CAe ONAOJOTBOPeHM: W3 HIUX pPa3BUBAIOTCS
KAeTKI HOBOTO opraHusma. HecmoTtps Ha 1O uTO Ta Teopus Oblaa
OIIpOBEprHyTa y>kKe cOoBpeMeHHUKamu JapsuHa, 40 CUX IOp B
SA3bIKe IIPUCYTCTBYIOT aHaXpOHMYHBIE IIOHATHA «KPOBHOCTb»,
«KpOBHBIE€ POACTBEHHMKI», «I[IOAYKPOBKI» U T. 4., OTpaKaloIiye
CTOVIKOCTh 4eA0BeYecKux 3abAy>KAeHUil O CBA3M HacAeACTBeHHO-
CTM C KPOBBIO.

Apucrorear (384 a0 H. . — 322 40 H. B.) O3BOAUA ceDe
YCOMHUTLCA B TOCIIOACTBOBAaBILIEeN TeOpUM IIPsAMOTO HacAeAoBa-
HISI U TIPeATIOAOXKUTD, 4TO MOAOBBIE IIPOAYKTHI OOpa3yIoTCcs He-
3aBMICMMO OT OpraHoB TeJa. Passurme »ra mges moayumaa B
TpyAax HeMmelLIKOTo 3oozora A. Beiicmana (1834-1914), xoTopbit
DKCIIepPUMEHTaAbHO II0Ka3ad HeHacAe4yeMOCThb MeXaHMJeCcKMX
nospexdeHnii. OH mucaa: «Kak >ke MOTyT cOOOIINUTBCA 3apOAbI-
IIIeBOM KJeTKe, JeXKalllell BHYyTpU TeaAa, M3MeHeHUs, IIPOU30-
meAne B MycKyde Oaarogapsl ero yIHIpakKHEHMIO, WAU
yMeHbIIIeHe, UCIIBITAaHHOe OPTaHOM OT HeyIoTpeOAeHMs, 1 Ipu-
TOM eIllé cooOImaThCs TaK, YTOOBI BIIOCAEACTBUY, KOTAA 9Ta KAeT-
Ka BBIpacTeT B HOBBIM OpraHM3M, OHa Ha COOTBETCTBYIOIEeM
MYCKyJe U Ha COOTBeTCTBYIOIIell JacTu TeAa M3 caMoii ceDs Impo-
u3BeAa Te XKe caMble M3MEHEeHNsI, KaKie BO3HUKAN y poguTteaeii B
pesyabTaTe yroTpeOAeHMsl nau HeymnoTpedaenusa? Bor sorpoc,
KOTOPBINI BCTaa Iepeio MHON yXKe JaBHO M KOTOPBI, II0 4aAb-
HelillleM ero oOAyMBIBaHUM, IIpUBeA MeHs K II0AHOMY OTpuIia-
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HUIO TaKOMl  HacAeACTBEHHOI Iepejaul  IPUOOPEeTEeHHBIX
CBOJICTB». DTOM MAee Cy>XKAeHO OBLA0 MPUHECTH 11104 B popMme
COBpPeMEHHBIX IpeACcTaBAeHUI O HacAeACTBEHHOCTM M M3MeH-
9UBOCTH.

Hacrosarear monacteipss B Mopasun I'V1. Mengean (1822-
1884), Oyayun ecTecTBOMCIIBITaTEAEM-AI00UTEAEM, B CBOOOAHOE OT
paboTLI BpeMsI CTaBMA OIBITH Haj ropoxoM. CucTeMaTM4HOCTD U
YIIOPsAAOYEHHOCTL DTUX OIBITOB O3BOAMAN eMy HaliTu Hanboaee
¢yHaaMeHTaabHBIe HPUMHLUMIIEI HacAeAoBaHUsA MpusHakos. OH
PYKOBOACTBOBAACS CACAYIOIIMMY COOOpakeHUsIMU:

e y3ydyaeMble IIPU3HAKU JOAKHBI OBITh AUCKPETHEI, T. €. 6e3
OTTEHKOB — A0O0 ecTh, A1OO0 HeT, AMOO OeAablil, AMOO KpacCHLII;

® IpM3HAKM AOAXKHBI OBITh KOHCTAHTHBI, T. €. HeM3MEeHHBI
B psAAy nokoaenuinn (Mengear mpoBognua IpoOBepKy B TedyeHUe
ABYX A€T);

® B DKCIepPUMeHTe AO/AXKHBI UCII0Ab30BaThCs POAUTEALCKIIE
¢opmbl, pazangaloniyecs: TOAbKO II0 0AHOMY IIPU3HAKY;

® HEOOXOAMMO YYUTBIBATh BCeX ITIOTOMKOB OT CKpeIBaHNsl,
Aa0BI ICKAIOUNUTD BAVUSHIE CAyJaiHBIX COOBITHIA.

Kpynnas nayunas yaaua Mengeas cocTosiaa B TOM, 4TO BBI-
OpaHHBIE M CeMb IIPU3HAKOB OIIpeAeAsiANCh TeHaMI Ha Pa3HBIX
XpOMOCOMaX, YTO MCKAIOYaA0 BO3MOXKHOE CLIeILAeHHOe Hacaeslo-
BaHue. OH OOHapy>K14, 4TO:

e y TMOPUAOB IEPBOr0O MOKOAEHMs IIPUCYTCTBYyeT IIpU3HaK
TOABKO OAHON POAUTEABCKON (POPMBI, a APYTON «Hcye3aeT». ITO
3aKoH eduroo0pasus 2ubpudos epBoro MOKOAeHNs;

® BO BTOPOM IOKOJA€HMM Ha0AI04aeTcs paclieriieHne: Tpu
YeTBepPTH ITOTOMKOB MMeIOT IIPU3HaK TMOPUAOB IIepBOTO OKOAe-
HIS, a 4eTBepTh — «MCYe3HYBLIMII» B II€pBOM IIOKOAEHUM HPU-
3HaK. DTO 3aKOH paclerAeHsl.

® KakAasl Iapa IIPUM3HAaKOB HacAeAyeTcsl He3aBUCUMO OT
APYTOii aphl. DTO 3aKOH He3aBMCUMOTO HacAeAOBaHS.

Pasymeercsi, Mengear He 3HaaA, 4TO 3TU IIOAOXKEHMUs CO
BpeMeHeM Ha30BYT NepebiM, 6MOopuim U mpemvum saxonamu Merde-
A4. Ha sTOM HayuHOe BeseHle BeAMKOTO IeHeTUKa 3aKOHUMAOCE,
rocAeAyIoIiye OIBITHI Ha SICTpeOMHKe He YBeHJaAUCh YCIIeXOM
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1U3-3a  He3HaHMs1  Omoaormm  ooObekta.  CoBpeMeHHUKMU-
npoeccroHaAbl APY>KHO ITPOUTHOPUPOBAAM MOHaxa-CaMOY4KY,
I eCTeCTBeHHBIM HayKaM OCTaBaA0Ch TOABKO HaKallAMBaTh HKCIIe-
PUMeHTaAbHBINI MaTepuad, 0XIAas BTOPOTO OTKPBITUs 3aKOHOB
Mengeas gepes 37 aeT nmocae 1epBoil IMyOAMKaI .

Hauaao XX croaetusa craao pyOesxom pasBUTISA TeHETUKU —
3akoHbl MeHgeas Obiam nepeoTkpsITel B 1900 1. I'. de ®pusom,
K. Koppencom n 3. Yepmakom Ha pacreHmsx, a B 1902 r. V. bat-
con u E.P. Cayngepc noarsepaAnau cipaseAAnBOCTb DTUX 3aKOHOB
AAs1 XMBOTHBIX B OIIBITaX Ha JoMalHel Kypuile. Hemnoro nosa-
Hee VY. baTcon gomnoanma 3axonsl MeHnaeas NpaBUAOM YMCTOTBI
raMeT — Kak4as I10410Basl KAeTKa (ramera) HeceT TOAbKO OAVH aAa-
Aeab U3 Mapbl, NPUCYTCTBYIOIIeN y AUIIAOUAHON POAUTEAbCKOM
ocoon. VIm >xe OBLAO ITpeAA0>KeHO Ha3BaHMe HayKM O HacAeACT-
BEeHHOCTU U M3MEHUMBOCTY — 2eHeMUK.

[TonsiTHA «TeH» (DAeMeHTapHBIN HacAeACTBeHHBIN (aKTop),
«T€HOTUI» (COBOKYITHOCTb I'€HOB OpraHmsMma), «(peHoTHI» (COBO-
KYITHOCTb IIPU3HAKOB OpraHusMa) BeedeHsl B. orancenom (1857-
1927). OH ke HmpeaaoXnA TePMUH «4dUCTas AUHUA» AAsl OpTa-
HI3MOB C ITPaKTMYeCK! OAMHAKOBBIM TeHOTUIIOM, ITOAY4YeHHBIX
ryTeM 0AM3KOPOACTBEHHOIO CKpellBaHNs (MHOPUANHTA).

SIBaeHNe ClIeNAeHNsI — COBMECTHOTO acCOLMMPOBAaHHOIO Ha-
CAeA0BaHMs IIPU3HAKOB, OIpeAeAseMbIX ABYMs MAU HEeCKOALKN-
MM TeHaMI — ObLA10 OTKPHITO Y. boTconom u P. Tlennerom B 1906 T.
briao Takke M3BeCTHO O CBsA3M HacAejOBaHMs HEKOTOPBIX IIpU-
3HAKOB C II0A0M. DT HabAIOAeHNs CTaAM OCHOBOM AAsl CO3JaHNs
rpynnoin T. Moprana, B kotopyio Bxoguanm A. CrepresaHT,
K. bpuaxec n I. Meaaep, xpomocomuon teopun B 1910 r. Oun
IIPOBOAMAN WCCA€JOBaHMS Ha IIA040BON MYIIKe Aposzoduae
(Drosophila melanogaster) — HeOOABIIIOM HaceKOMOM (2-3 MM) ¢
YAUBUTEABHBIM pa3HOOOpasueM HacJAeAyeMBIX IPU3HaKOB, Ma-
ABIM 4YMCAOM XPOMOCOM (BCErO 4YeThIpe ITaphbl) ¥ BO3MO>KHOCTBIO
oTOOpa AeBCTBEHHBIX caMOK. JpyInM rogapkoMm HaydHoli QPopty-
HBI CTaA0 HaAudye IIOAUTEeHHBIX XPOMOCOM B HEKOTOPBIX TKaHAX
ABYKPBIABIX HacEKOMBIX, K KOTOPBIM OTHOCUTCSI Apo3odiiaa, OT-
AVMYAIOIINXCS OT OOBIYHBIX MUTOTHYECKMX XPOMOCOM Ha HECKOAb-
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KO IOpsAKOB IO AAMHE ¥ MMEIONINX IIOIIepedyHyIO MCYepyeH-
HOCTb, KOTOpas II03BOAseT IIPOBOAMUTH TOHKOe KapTUpOBaHUe
(ompegeseHne MeCTOIIOAOXKeHUs) TeHOB. Bce »TO mospoamao
cpopMyanpoBaTh XPOMOCOMHYIO TEOPUIO:

® reHbl HaXOAATCA B XpPOMOCOMaXx M PacIioA0KeHbI ANMHeIHO;

® [I0Ay4eHHbIe OT KaXK40TO U3 poauTeaell TOMOAOTUYHbBIe
XPOMOCOMBI COAep>KaT IapHble aa4eAM KaXKA0TO ITeHa;

e ClIell/eHe 3aBUCUT OT PacCTOAHUSA MeXAy I'eHaMM U W3-
MepsIeTcsl B CaHTMMOpTraHax — IIpOIleHTaX pPeKOMOMHAHTHBIX
(MMeroImMX codyeTaHMe aaleleli, OTANIHOe OT ODe’X poAuTeAb-
ckux popm) ocoderr;

® TeHbl, pacIoA0XKeHHble B OJAHOV XpOMOCOMe, OOpasyioT
TPYNILy CLEINAHNS U HacAeAyIOTCs COBMeCTHO MPU yCAOBUH, UTO
paccrosHue MexXAy HuMm MeHee 50 caHTMIMOPTaHOB.

MouzekyaspHas spa pasBUTUS TeHeTHKM Hadaaach B 1944 r.,
KOT/Ja IPYNIION aMepMKaHCKMX MccAeioBaTeaeil ObLA0 ITOKa3aHo,
4TO A4 IIpeBpallleHNs HellaTOTeHHOTO IITaMMa ITHEBMOKOKKOB B
IIaTOTeHHBIN (OTAMYAIONIVecs HaAudyeM IIoAucaxapUAHON Karl-
CyA4Bl, KOTOpasl MO3BOAsET 3aKPeNAsITbCA Ha TKaHSAX BBICIINX Op-
TaHU3MOB), VIHBIMU cA0BaMy, AAst TeHeTU4eCKOo
TpaHcopMaIuy, AOCTAaTOYHO OOpabOTKM KAETOK IIepBOTO
mramma JAHK, BpigeaenHoit ns sroporo mramma. Cynpyru /le-
Aepbepr u H. Linuaep B Hauaae 1950-x rr. Be1geanan AHK supyca
KUIIIeYHO MMaaouku (bakrepuodar Asam0b4a) U Ommcaan siBAeHue
TpaHCAYKIIMI — IIepeHOcCa TeHOB U3 OAHON OaKTepuu B APYIYIO
npy romomu Bupycos. OTKpBITHE sABAeHNUI TpaHcpopMalluy U
TpaHCAYKLIMI CTaa0 OcHOBaHueM Aasa npusHanus AHK Hocure-
AeM reHetmyeckont napopmannu. B 1945 r. Ax. bugaom u 3. Ta-
TYMOM 0B110 cHOPMYAUPOBAHO ITOAOXKEHMe «OAMH IeH — OAUH
depmeHT», KOoTOpOe MHOCAe OTKPHITUS AOMEHHON OpTraHM3allVy
0eAKOB OBLA0 VICIIPaBAE€HO Ha «OAVIH TeH — OAVH ITOAUTIETITUA».

Crpykrypa AHK 6p1aa pacmmdposana Ax. YOTCOHOM 1
@. KpukoMm, 4T0 Hapsa4y C gaHHBIMU, oaydyeHHbIMM M. Hupen-
OGeproMm (oH cuHTe3uposaa noamypanuaosyio PHK n mokasaz,
9TO C Hee cuMTHIBaeTcsl TOAbKO (perHnaasannt) 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(POPMYAMPOBaATh CAeAyIOIe CBOMCTBA reHeTyJe-
CKOTO KOJa:

® KaXkJasl aMMHOKIICAOTa B CcOCTaBe DeaKa KOAMPYeTCs Tpe-
MsI @30TUCTBIMU OCHOBAHUAMMU (TPUILAETOM);

® TPUILAETHI He IIepeKpPBIBaIOTCS;

® CUMTHIBaHME HAauMHAETCs CO CTApTOBOTO TpUILAeTa, 3HAKU
npennnanua B AHK orcyrcrByIor;

® O/HOIJ aMMHOKICAOTE MOXKeT COOTBeTCTBOBaThb OAMH W
0oaee 0AHOTO TpuIlAeTa (TeHETUYeCKUil KO/ SBASETCA BBIPOXK-
A€HHBIM).

LlenTpaabHas 40rMa MOAEKYASPHOI OMOAOTNY, TAacAIas O
TOM, YTO HacAeACTBeHHas MHQOpMalus IepejaeTcs OT HyKAeu-
HOBBIX KICAOT K 0eaKy, HO He B OOpaTHOM HampaBJAeHuu, Oblaa
cpopMyanpoBaHa I'PyHIION MccAeaoBaTeAeil M0/ PYKOBOACTBOM
@. Kpuka B 1961 1.

IlepBBlit MCKYyCCTBEHHBIN TeH OBLA CUHTE3MpPOBaH I'PYMIION
X.I. Kxopana B 1969 r. ITpumepHO B 9TO >Xe BpeMs pa3BlMBaeTCs
TeHHasi MH>KeHepus — COBOKYIHOCTb METOAOB M3MeHEeHMs HyK-
AEMHOBBIX KUCAOT B >KMBBIX OpTaHu3Max. TexHuka peKoMOMHaHT-
Hoit AHK (oObeauHeHHON M3 ABYX MAM 0OoJee ICTOYHUKOB)
I103B0AMAa IIPOBECTY KAOHMpPOBaHMe (IToAydyeHne 6OABIIOTO Ymc-
Aa MACHTUYHBIX KOIMII) MHOIMX I€HOB Pa3AMYHBIX OPTaHMU3MOB,
yOeAUThCsl B YHUBEPCaAbHOCTU TeHETUYECKOTO KOAa, U3YIUTh MO-
AeKyAsSpHO-TeHeTHYecKne MexaHU3Mbl (PU3NMOAOTMIeCKMX IIpo-
11€CCOB ¥ TIaTOAOTMYeCKUX COCTOSHMIA.

Caeayrommii Tan pa3BUTUsL T'€HETUKM — «IIOCTTEHOMHas
»pa» — Hadaacs B 2003 1. 110cae BpIXO4a MEPBOTO peAan3a IOAHOM
nocaegoBareabHoct AHK (cukBeHca) reHoMa ueaoBeka. XOTs
HEKOTOpBIe YyJ4acTKM TeHOMa, B IIepBYIO ouepeab HNpUIIeHTpoMep-
Hple palioHbl XPOMOCOM, KOTOpPBIe COJep>KaT IPersITCTBYIOIIue
KAOHUPOBAHUIO ITOBTOPBI, OCTAIOTCS A0 CUX IOP HEIPOYMTaHHbI-
mu (gaaHble Ha 2011 1.), KOMITAEKC AaHHBIX ITOAHOTO CUKBEHCa IO-
3BOANMA CO3JaTh TeHOMHBle ©0a3bl JaHHBIX, 4YTO IlepeBeao
1ICCAeA0BaHMs 110 TeHeTUKe Ha KayeCTBeHHO HOBLI ypoBeHb. Bme-
CTO pa3pO3HEHHBIX CBeJeHIII B OTAEABHBIX DKCIIePMMEeHTaAbHBIX
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CTaTbhsIX ITOJABMACSI KOMIIAEKC CHUCTEMATU3VPOBaHHBIX AaHHBIX IIO
CTPYKTYp€ HYKAEMHOBBIX KMCAOT, COOTBETCTBYIOIIVM UM Oeako-
BbIM IIpOAYKTaM, CBsJI3aHHBIM C HUMU Cl)I/IBI/IO/lOFI/I‘-IeCKI/IM 0CcoOeH-
HOCTAM U BaGOAeBaHI/I}IM, MecCTe ¥ BpeMEeHI OKCIIpeccnls,
B3alIMHOM PacIIOAO0>Ke€HN, BbISIBA€HHBIX MYTalMsiIX 1 O MHOIUX
APYIUX Ba>HbIX O10A0OIMYECKIX OCOOEHHOCTSIX. CeKBeHI/IpOBaHI/Ie
IeHOMOB ApyInX OPraHMU3MOB IIO3BOANAO IIPVMEHIATb CpaBHU-
TeABHBIN ITOAXOA AASI TIOUCKA U XapaKTepuCTUKN HacAeACTBEHHBIX
aTOAOTMYECKUX COCTOSIHUI U Cl)I/ISI/IOAOFI/I‘{eCKI/IX 0CODEHHOCTEI.

Konmpoavtvie sonpocot u 3adanus

1. Chopmyanpyiite OCHOBHOe paszandme MeXKAy KOHIIeIl-
LVAMU IPSIMOTO U HEIIPSIMOTO HacAeAOBaHMs.

2. VIzaoxure 3akoHBI MeHeAs 1 pacKpoiTe 1X cogepyKaHue.

3. B ueM cOCTOAT OCHOBHBIE IOAOXKEHMSI XPOMOCOMHOI
Teopun?

4. CoxpaHseT AM IleHTpaabHasl JOrMa MOAeKyAsSpHOI Ouo-
AOTUY 3HaUYeHUe B HacTosIIiee Bpemsi?
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TI'raea 2. Kaaccuyeckmii reHeTUMYECKMII aHAaAM3

I'eHeTmueckuit aHaan3 — DTO CUCTEMaA HaGAIOAeHI/IIZ 1 OIIbI-
TOB, KOTOpas1 CTaBUT 11€4blI0 BCKPbITUIE TEeHOTUIINYECKOM CTPYKTYy-
PpbL OCO6I/I, MNOMyAsnonumnm AN BUAaQ. Kaaccuuecknmn MeTOodaMI
TeHeTMYeCKOTO aHaAmn3a CUYUTAIOTCSI TeHeaAOTMYeCKUI — aHaAu3
POAOCAOBHBIX — Y 4YeA0BE€Ka I FI/I6pI/IAOAOFI/I‘~I€CKI/II7I MeTOo4 — IIO-
CTaHOBKa CerHlI/IBaHI/IIZ — Y BCEX OCTaAbHBIX >KVMBBIX CYIIIECTB. Oc-
HOBaHMNEM AAs IIPpOBEACHIISI T€HETUYECKOIO aHaAau3a ABASIETCI
yCTaHOBAE€HIE Cl)aKTa Hacaea0BaHII ITPpV3HaKa.

2.1. Monozetitivte pasaudus

Bropeim mocae ycraHOBAeHMs1 ¢pakTa HacAeJOBaHMS IIPU-
3HaKa DTAIIOM TeHeTUYEeCKOrO aHaAm3a SBASETCS BbISICHEHNE 4JIIC-
Aa TeHOB, OIlpeJeAsdIOlNX aAbTepHaTUBHOe IIpOsBAeHUe
npusHaKa. /s BBISICHEHMS 4YlicAa T€HOB, BOBAEUYEHHBIX B (pOpMI-
poBaHIe IIpU3HaAKa HEOOXOAVMO OIpeAeAUTDh 4ncA0 (PeHOTUIN-
YeCcKMX KAacCOB y I'MOPMAOB IE€PBOTO IOKOAEHMUS M 3a4acTyio y
IIOTOMKOB BO3BPaTHOTO CKpeIlMBaHM: (T. €. CKpelllMBaHMsA C OA-
HOM U3 poAnTeAbckux ¢opm). I'mbpuaamm camrTaroTcs MOTOMKHU
CKpelMBaHMs 0co0ell ¢ pasHBIM reHOTUIIOM. CKpellyuBaHue po-
AUTeAbCKUX POPM, Pa3ANYAIONINUXCA alAeAsIMI OJHOTO TeHa, Ha-
3bIBaeTCs MOHOIMOPUAHBIM. Pasanums takux GpopM Ha3bIBAIOTCS
MOHOTeHHBIMI. /UIIAOMAHBI OpraHu3M (C ABOMHBIM HaOOpOM
XpOMOCOM), B TeHOMe KOTOPOTO IIPUCYTCTBYIOT ABa OAMHAKOBBIX
aaaeass OAHOIO TeHa, Ha3blBaeTCsl TOMO3UIOTHBIM. l'eTeposmror-
HBIM sBAsIeTCA AUIIAOVIAHBIN OPTaHM3M C Pa3HBIMU alAeAsIMU OA-
HOTO TeHa. [eMM3MIOTHON Ha3bBAIOT AMUIIAOUAHYIO OCOOB,
MMEIOIIYIO TOABKO OAMH U3 aAleAeil AaHHOTO IeHa.

Poaurteasckue popMbl 0003HAYAIOTCSI AATMHCKON OYKBOI
P (ot aart. parento — poautean), rubpuast — 6yksoii F (fillii — aetn).
I'n6puasr nepsoro nokoaenns — Fi, stoporo — F2 u 1.4. I'nuOpuasr,
IIOAy4eHHbIe OT BO3BpAaTHOIO cKperusaHus — Fv (oT anra. back-
cross — BO3BpaTHOe cKpelluBaHMe). Ecau mpu BO3BpaTHOM CKpe-
IVBAaHUM VICTIOAB3YeTCSl pellecCuBHasl pogureabckast ¢opMa,
TaKoe CKpelllMBaHle Ha3blBaeTCsl aHaAU3UPYIOIINM, a ero ITIOTOM-
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K1 obosHavaiorcst Fa (oT aHra. analyse — anaams). JKeHcknit 1moa
00O3Ha4YaeTcsl acTpPOAOTMYECKUM 3HaKOM Beneprr — @, a Myx-
cKolt — 3HakOM Mapca — J. CkpemnsaHue 00O3HAYAIOT 3HAKOM
yMHOXKeHsT — X. OOBIYHO IEePBBIMU 3aIINCBIBAIOT OCODET JKEHCKO-
IO 10/a, ITOCKOABKY MaTePUHCTBO BCerda sIBAsSETCS YCTaHOBAEH-
HBIM (aKTOM, a OTIIOBCTBO MMeeT BepOsATHOCTHBIN XapakTep.
Hanpumep, P @ AA X & Aa — ckpenjnBaHie roMO3UTOTHON CaM-
KJ C TeTepO3UTOTHBIM caMIIOM. MeHaeab IpeAA0>K1A 3allChIBaTh
AOMIUHAHTHBIX TOMO3UTOT ABYM: IpONNMCHBIMM OykBammu (AA),
TeTepO3UTOT — OAHON IMPOIMCHON U OAHOV CTPOYHOI OyKBamu
(Aa), a rOMO3UTOTHBIX PeIeCCUBOB — ABYMsI CTPOYHBIMU OyKBaMu
(aa). Aas 0603HaYeHMs JOMUHAHTHOTO (PEHOTUIINYECKOTO KAacca,
BKAIOYAIONIero AOMMHAHTHBIX TOMO3UTOT AA 1 reTeposuror Aa,
ncroAan3yercsi odozHaueHne A-. [ToHATHO, 4TO perieccuBHBIN ¢e-
HOTUIMYECKNUII KAACC, BKAIOYAIOIINI TOABKO TOMO3UTOTHBIX pe-
11ecCBOB, 0O0O3HaYaeTcs aa.

Wrak, o Menaeaio:

PQAAXJ aa

Fi1 Aa

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

FalA-:1aa (1 Aa:1aa).

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

Taxum obpasom, Haamume paciiernienus 3 : 1 Bo BTopom
nokoaeHun u 1: 1 B anHaausupymoiemM cKpelBaHnuy 0O4HO3HAaYHO
yKa3bIBaeT Ha MOHOTeHHBIe pa3ANdis PpOAUTEABCKUX (POPM.

Aaaean, HanbOoaee 4acTO BCTpedyalONIUIICA B IOIYASIIUN,
Ha3bIBaeTCs alleleM AMKOTO THUIla, a 0oaee pelKiue allean — My-
TaHTHBIMU. AAAeAb AMKOTO THUIIa O0O3HA4YalOT OYKBEHHBIM CUM-
BO/OM I'€Ha CO 3HAa4KOM +, HallpuMep: s+, w+.

CrerieHb mposiBAeHNsA IIPU3HaKa y OTAEABHBIX HOCHUTeAel
OIlpee1eHHOTO IeHOTHUIIa Ha3bIBaeTCsl DKCIIPeCCUMBHOCTD, a 4acTo-
Ta NpOsIBAeHNs IIpU3HaKa CpeAy HOCHUTeAell OIpeAeAeHHOIO TIe-
HOTHIIA — IIeHeTPaHTHOCTb.
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Ipumepvor:

1. Aucnaasus TazoOeApeHHOTO cycTasa y cobak (0COOeHHO
9acTo BCTpeyaeTcsl Y KPYITHBIX II0OpOJ) — HacAeACTBeHHoe 3aboe-
BaHIe C BapbUPYIOLIel 9KCIIPeCCUBHOCTLIO. DTO 3HAYUT, YTO HpU
IIpaBUABHOM palliOHe KOPMAEHMS IIeHKa, TOMO3UTOTHOIO IIO
MYTaHTHOMY a/AJleAl0 TeHa, BhI3BIBAIOIero »To 3aboJeBaHue,
MO>XKHO 130€eKaTh JaHHOV aHOMAaANY Pa3BUTIs KOHEYHOCTEI.

2. HpeApaCHO/lOXQHHOCTB K peTI/IHO6/1aCTOMe — 340Ka4decCT-
BEHHOI OIIyXOAM ceTdaTKM Idas3a — MMeeT II€eHEeTPaHTHOCTb 60 %.
Cive) 3HA4UT, 9TO TOAbKO Yy TpeX I3 ILITU HOCUTeAell AOMUHAHTHO-
Iro MYTaHTHOTO aAAaeAsl 1104, BAVSTHIIEM Cl)aKTOpOB BHeIIIHeN cpeanl
Ppa3BMBaETC DTO 3aboeBaHue.

2.2. Tunwvi é3aumodeticmeus arreaeii

Cy1iecTsyeT MATh TUIIOB B3aIMOJENICTBUS aAdeaeil — A0-
MMHIPOBaHIe, HeNOAHOe AOMUHMpPOBaHNE, KOAOMMHUPOBaHMe,
CBEpXAOMIHNPOBaHNe U Me>XKaAleAbHas KOMILAeMeHTaIlusl.

Kaaccuyecknm caydaem B3aIMOJEVICTBUS aadaeAeli, OIN-
caHHBIM MeHgeaeMm, sBAseTcst AoMyuHUposaHue. [Ipu sTom y ruod-
PUAOB ePBOTO MOKOAEHMS IPOABASeTCS MPU3HaK TOABKO OAHOM
poAnTeabckoil GopMBI, KOTOpas CUMTaeTcs IO DTONM IpUIuHe
AOMUHAHTHOI (OT Aat. dominatio — rocrioactso). IIpusHak poau-
TeABCKOV (POPMBI, «JICUe3aI0MINIl» ¥ TMOPUAOB IIePBOTO ITOKOAe-
HIS — pelleCCUBHBIN (OT AaT. recessus — OTCTYILAeHMe, yiaaeHue).

[Tpumepv:

1. Ilpn ckpemusanum KopotkomlepctHoix (LL) m gamHHO-
mepcTHbIX (11) Komek HabAIO aeM CAeAyIOmyIO KapTUHY:

PQLLXJ1

F1Ll (xopoTkoriepcTHBIE)

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

FAalL-:11l (lyacTs KOPOTKOIIEPCTHHIX U 1 YacTh AAMHHO-
IIIePCTHBIX).
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2. Poauteanckue popmsl cepbix (AA) 1 uepHBIX (aa) MBIIIET
AQIOT IIOTOMKOB:

PQAAXJ aa

F1Aa (cepnle)

F23 A-:1 aa (3 yactu ceppix 1 1 4acTb YepHBIX)
Fal Aa:1 aa (luacTtb cepbIx 1 1 4acTh 4YepHBIX).

[Ipy HermoaHOM AOMMHUPOBAHNM Y IMOPUAOB IIEPBOTO IIO-
KO/AeHUs HabAl0JaeTcsl MposBAeHNe MPU3HaKa, IIPOMeKyTOUYHOe
MeXAy ABYMs POAUTeAbCKMMU (popMaMy, a BO BTOPOM ITOKO/e-
HUM U Yy TIOTOMKOB aHAaAM3UPYIOIIeTro CKpeliuBaHms paciiieriie-
HUe TI0 (PEeHOTUIly IIOAHOCTBIO IIOBTOpseT paclelideHne I10
TeHOTHUITY.

PQAAXJ aa

FiAa

F21AA:2Aa:laa

FalAa:1aa.

Ipumepror:

1. ITpu ckpemusanum yepHsix (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 ¢popM ABBMHOIO 3eBa OOABIIOTO
(Antirrhinum majus) AemecTKM BeHYMKa MMeEIOT KpacHyIO (AA) u
Oeayio (aa) okpacKy, TO y I'MOpMAOB IepBOTO ITOKOJAEHUs BCe
LIBeTKM OyAyT po3oBbIMU (Aa), a BO BTOPOM IIOKOJAEHUU OyAyT
HabA104aThcsl TpU (PeHOTUINIECKNX Kaacca — 1 — ¢ KpacHBIMI :
2 — ¢ posospiMI : 1 — ¢ OeapIMM JerleCTKaMM BeHYMKa, KOTOpble
KaK I BCeraa Ipy HEeIOAHOM AOMMHMPOBAHUU COOTBETCTBYIOT Te-
HOTUIIMYecKUM KaaccaM — 1 AA:2 Aa: 1 aa.

[Ipn kogoMMHUpPOBaHUM ABa UAU OoJee aaleaeil AOMUHMU-
PYIOT IIO OTHOIIEHMIO K pereccusHomy. HambGoaee mspecTHbIN
npumep — HacaeJoBaHue rpynil Kposu cucreMbl AB0O y yeaosexa.

e I rpymnma KpoBu coorBercTByeT reHoTuIry 10 I%

e Il rpynma xposu — IA IA manm IA 19

e Il rpynimma kposu —IB IP man IP I9;

e IV rpynma xposu — Toabko 14 IP.
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DTOT TUII B3aMOJEVICTBUS aAdelell XapaKTepeH AAs IO-
AUMOP(QHBIX BapMaHTOB 0O€AKOB 11 HEKOTOPBIX MOJAEKyASPHO-
reHeTYeCKNX MapKepoB, O KOTOPBIX pedb IOIAeT HIDKe.

buoxuMmmyecknit MexaHU3M TUIIOB B3aIMOAEVICTBUS alde-
A€l CAeAYIOIIUIL:

® Ipy IIOAHOM JAOMMHUPOBAaHUM MpOsBACHME IpU3HaKa
onpeaeAseTrcsl IIPUCYTCTBYEM OAHOTO U3 ABYX AOMMHAHTHBIX aa-
Aeaerl, KaXXABIN 13 KOTOPBIX KOAUpPYeT MOAHOPYHKIIMOHAABHBII
0eA0K, HEOOXOAVMBIN 4451 MPOSIBAEHNS IIPU3HAKa;

® IpM HEII0AHOM AOMMHMPOBAHUM MPOsABAEHNe NpU3HaKa
SIBASIETCS AO303aBUCUIMBIM — IT0AOBIHA KOAMYeCTBa (PYyHKIIVIOHAAD-
HOTO 0e/1Ka IIPUBOAUT K YaCTMYHOMY IIPOSIBAEHUIO TIPU3HAKA;

e [IpU KOAOMUHMPOBAHNN ABe 1AM O01ee akTUBHbIE POPMBI
Oeaka, KogupyeMble KOJOMUHMPYIOIIVIMY alAeAsIMI, AAIOT BO3-
MO>KHOCTb IIPOABUTBLCS COOTBETCTBYIOIEMY IIPU3HAKYy He3aBUCH-
MO OT HaAU4M: PeLieCCUBHOIO aAAeasl.

OueHb peaKO HADAIOAAIOTCS SABAEHUSI CBEPXAOMUHINPOBa-
HI (Korda TMOpUABI TIEPBOTO TTOKOAEHVS IIPEBOCXOAMAT IO CTelle-
HU TpOsIBAEHNUs IIpU3HaKa o00e poauteabckue QOPMBI) U
Me>KaAAeAbHON KOMILAeMeHTanuy (Korda y TMOpUAOB IIEPBOTO
IIOKO/AeHNsI MOsBAsSEeTCs HOBBIN IIpu3HaK). VIHTepecHo, 4To O1O-
XVIMMYEeCKMe MeXaHU3Mbl CBePpXAOMUHUPOBAHU:A U MeXKaAAeAb-
HOJMl KOMILAeMeHTaumu OAM3KM — B O0OOMX cAyYasX aAlean
cogep>KaT MyTallMM B y4dacTKaxX, KOAMPYIOLINX pa3Hble AOMEHBI
0eAKOBBIX MPOAYKTOB, KOTOpPBIE SIBASIOTCS (PYHKIIMOHAABHBIMU
aHaaoramu. O6besuHeHNe alaeaell y TMOPUAOB IePBOIO IIOKO-
A€HUs IPUBOAUT K MOSBACHUIO IIPOAYKTa C HOBBIMU CBOVICTBAMI:
0o/blIIIeNl CTeNeHbIO IIPOsABAEHNs IIPU3HAKa (CBEpXAOMMHIpPOBa-
HI1e) AU HOBOI (POPMOII IIPOsABAEHNsI IIPM3HAKa (Me>KaaleabHas
KOMITA€MEeHTaIIus).

IIpumepor:

1. AKTUMBHOCTb aAKOTOAbAETUAPOTEeHA3bl y IeTepO3UTOTHBIX
Apo3zodua BbIIle, 4eM y O0erX TOMO3UTOTHBIX POAUTEABCKIX
¢opM — cBepXAOMIHIpPOBaHHE.

21



2. Ilpn ckpemusanun $GopM AbHa C OEABIMU U PO3OBBIMU
IIBeTKaMI IOAy4YalOTCsl pacTeHMs ¢ TOAyOOoil OKPacKo AeIlecTKOB
BeHUMKa — Me>XKaldeAbHasl KOMILAeMeHTalus.

Ecaum mpucyTcTByeT cepusi MHOXKECTBEHHBIX aaddeaell, TO
OHI I10CAe40BaTeAbHO HPOSABASIOT IO OTHOIIEHUIO APYT K APYTY
AOMIHAHTHOCTb AU peleccuBHOCTh. Hampumep, B A0Kyce aryTn
y cobak HIpPUCYTCTByeT cCAeAylOIlias MepapXusl JOMUHMPOBAHIAS:
ay > a“ > a' > a (coOOAMHBIN OKpac IIIepCcTy > 30HapHBI OKpac >
4epHO-TIOATIAaAbIN OKpac > YepHBIN OKpac).

DyHKIIMOHAABHBIN TECT Ha aAAeAU3M MCIOAb3YyeTCs B CAy-
Jae HeOOXOAMMOCTM OIIpeAeAUTh OTHOCATCA AU ABe MyTalMu K
OAHOMY TeHy 1AM K pa3HbIM. Ero mpoBoAAT IyTeM CKpeljuBaHus
ABYX MyTaHTHBIX ¢opm. Ecam y rubpuaos nepBoro rmoxkoaeHms
IIPOSBASIETCA OAVH U3 IPU3HAKOB — HET COMHEHMIA, UTO MyTalluu
aaaeawpnnl. Ecan B F1 Haba104aeTcs mpu3sHaK, OTCYyTCTBOBABIINIA Y
o0enx poanuteabckux GpopM (HOBoOOpaszoBaHMe), TO MyTalll OT-
HOCATCS K Pa3HBIM I'eHaM.

ITpumep

IIpn  cxpemuBaHuM  TA040BBIX  MyImnek  Drosophila
melanogaster ¢ aOpMKOCOBHIMU U OeABIMHU TAa3aMM Y ITOTOMKOB
IIepBOTO ITOKOAeHNs raasa Ob1au abOpukocoseiMu. Ha ocHoBaHuM
9TOTO CAeAaH BHIBOJ 00 aA14eAbHOCTU DTUX MyTal[uil.

2.3. I'enearozuueckuii memoo

ITock0ABKY DKCIIEpUMEHTBI Ha AIOAAX KaTeropudyecKyu He-
IpueMAeMbl, TeHeTUYeCcK!l aHaAM3 y 4Yea0BeKa TPaaUIMOHHO
ObLA OCHOBAH Ha JCII0AB30BAaHUM TeHealOoTHMYeCcKoro MeToJa, KO-
TOPBIN MO3BOAsET CHCTeMaTU3NpPOBaTh HaOAIOAEHMUs IIyTeM CO-
CTaBA€HMs M M3y4YeHUs POAOCAOBHBIX. YacTo reHeaaormueckmit
MeTO/, MICIIOAB3YIOT U AAs TeHeTUYeCKOIO aHaAM3a y IeHHbIX JKI-
BOTHBIX C 4AUTE€ABHBIM LIMKAOM BOCIIPOM3BOACTBA ¥ OTHOCHUTEAb-
HO HeOOABIIMM 4YHCAOM IIOTOMKOB (CKakoBble AOIajwu,
IL1€MEHHON KPYIIHBIN pOraThlii CKOT). Y 4eaoBeKa, Kak IpaBuao,
POAOCAOBHbIE COCTABASAIOT Ha OCHOBE OIIPOCOB, XOT: II0 Mepe pas-
BUTNS MeAMIIMHCKOM CTaTUCTUKIU M yBeAdeHMs OXBaTa Hacele-
HIUSL CUCTEMOM MeAUKO-TeHeTMYeCKOIO KOHCY/AbTUPOBaHMS BCe
GOABIITYIO POADb B 9TOM UIPAIOT KOMIIBIOTepHbIe Oa3bl AaHHBIX.
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I'eneasormyeckoe 4peBo — poA0OCAOBHasI, KOTOpasl BBICTpanu-
BaeTcs OT MHAUBMAYYMa, C KOTOPOIO HayaTO liccAelOBaHUe —
npo0aHJja, U BKAIOYaeT BCeX POACTBEHHMKOB I10 HUCXOASIIEN AN-
Hun. IIpobanaoM He 00s13aTeAbHO SIBASETCSI AMUIIO, CTpajaloliee
HacAeACTBEHHBIM 3a00/A€eBaHneM, — M MOXKeT OBITh AF000I1 4ea0-
BeK, OOpaTMBIINIICA B MeAUKO-TEHETIYECKYIO KOHCYABTAIIUIO AU
IIPOCTO y4acTHMK oIlpoca. CnubcaMy Ha3bIBaIOTCs IIOAHOKPOBHbIE
OpaThsl U CcecTpsl, IoaycuOcamMu — OpaThsl M CECTPhI, MMeIOIIue
oAHoro oO1ero poanteas. Ha puc. 1, 2 u 3 mpeacTaBAeHB OCHOB-
Hble OOO3HaueHMUs, KOTOpble peKOMeHAOBaHBI AAs COCTaBAEHII
poaocaoBHbIX. IIpy ®TOM caesyeT OTMeTUTD, YTO €AMHBIX IIPaBUA
COCTaBA€HUsI POAOCAOBHBIX He CYIeCTBYeT U BCce OOO3HadyeHIs

AOAKHBI OBITH OTpa’keHbl B A€TreHAe — CIIMCKe VCIIOAb30BAaHHBIX
CMMBOAOB.

-6

2 7
3 [«-8
-4 ©® -9
5 -10

11
O

Puc. 1. Obo3HaYeHNs1 UHAUBIAYYMOB B POAOCAOBHBIX:

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

Puc. 2. ObozHaueHm:1 cemeii B POAOCAOBHBIX:
1 - Opaxk (cBsI3b), 2 — KPOBHOPOACTBEHHBIN OpaK, 3 — ceMbsl C OAHUM PeDeHKOM — AeBOUYKOIA,
4 — Gecri20AHBIT OpaK, 5 — CeMbs C YCHIHOBAEHHBIM PeOeHKOM — MaAb4MKOM,
6 — CBA3b OAHOTO MY>KUMHBI C ABYMsI JKEHIIMHAMI, 7 — CBA3b OAHO SKEHIIMHBI C ABYyMs
MYy>KUMHaMH, 8 — BRIKMABII, 9 — MeAULIMHCKIIT a0OpT

; &_4
40

9y

-3

Puc. 3. ObozHaueHms1 6AM3HEIIOB B POAOCAOBHBIX:
1 — pazHOAIIIOBBIE (TeTepO3UTOTHEIE) OAN3HEeIIBI — AeBOUKM,
2 — pa3HOAIIIOBbIe (TeTepO3UTOTHLIe) OAM3HEIIBl — MaAbUMKIY,
3 — pas3HOAIIIOBbIe (reTepO3UTOoTHBIe) OAM3HEIIBl — MaAbUMK U A€BOYKa,
4 — 0AHOANIIOBBIE (MOHO3UTOTHBIE) OAM3HEIIbI — A€BOYKIL,
5 — 0AHOSAIIIIOBBIE (MOHO3UTOTHBIE) OAV3HEIIbI — MaABUMKI
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2.4. Tunvi nacaedosanus

AyTOCOMHO-AOMIMHAHTHBI TUII HacAeAOBaHNs IIPU3HAKOB
XapakTepusyeTcs MpOosiBAeHVeM IIpM3HaKa BO BCeX ITOKOACHMAX
(6e3 «mpockoka») 1 y 000MX M0A0B IIPYMEPHO C OAMHAKOBOI Jac-
TOTOI BCcTpedaeMoctu (puc. 4). I'en, ompegeasdrommuili NpuUsHak,
HaXOAUTCs B OAHOM U3 22 ayTOCOM (T. €. TeX XpOMOCOM, KOTOpble
OAVMHAKOBBI ¥ 000X II0AO0B), AOMUHMPOBaHNE IOAHOE, MyTaHT-
HBIM ABASETCS AOMMHAHTHBIN aAleAb, adleAb AVIKOIO TUIIA — pe-
IIeCCUBHBIN.

Ipumepvor:

e cBOOOZHAsI MOUYKA yXa 10 OTHOIIIEHUIO K IIPYUPOCIIIEN MOUKE;

e ceMellHasl IMIIepX0AeCTepUHeMILs;

® axXOHAPOILAA3MsL.

[H®

oM oL L WO

@ O(!)I'__I

Puc. 4. AyTocCOMHO-A40OMMHAHTHBIN TUIT HaCA€AOBaHMSI

AyTOCOMHO-pellecCMBHBIN TUII HacAeAOBaHUs IIPU3HAKOB
XapaKTepu3yeTcsl MposiBAeHNeM IIpU3HaKa y IIOTOMKOB pOAUTe-
Aeil, KOTOpble He MMeAN ero — HabAI0AaeTcsl «IIPOCKOK ITOKO/e-
Hut» (puc. 5). IlpeacraButean oOOMX II0A0B OAMHAKOBO 4acTO
BCTpevaloTcs cpeau o0aajgaTeaell Takoro npusHaka. I'eH, onpege-
ASIOIINI IIpU3HAK, HAXOAUTCS B OAHOIN U3 22 ayTOCOM, AOMMHU-
poOBaHMe IIO/AHOe, MYTaHTHBIM SBAsETCA PeLleCCUBHBIN aAleab,
aaleab AMKOIO TUIa — AOMIUMHAHTHBIIN.
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Ipumepvor:

® MYKOBICILIEA03;

¢ QeHNAKeTOHYpISL;

® aHAPO-TeHUTAAbHBIN CUHAPOM.

O+

LRy Qs
S

icL gu

Puc. 5. AyTocoMHO-pelieccBHBIN TUIT HacAe AOBaHMA.
Buaen «1mpockox» 1oxoaeHmii

CuernaeHHoe ¢ moA0OM AOMMHAHTHOe HacJeAOBaHUE MIMeeT
CXOACTBO C ayTOCOMHO-AOMMHAHTHBIM — IIPU3HaK IIPOsBASETCS BO
BCeX ITOKOAeHMsIX, 0e3 «IIpOCKOKOB», HO Yy KeHIINMH B ABa pasa
yalle, yeM y My>X4uH (puc. 6). OgHako B 9TOM cAy4yae OT OTLIOB
IPpU3HAK MOXKeT IepesaThbcsl TOABKO A04YepsM, a OT MaTepeil — C
PaBHOI BePOSITHOCTBIO CBIHOBBLAM U AouepsM. CTereHb HpoOsIBAe-
HISI IpM3HaKa y TeTepO3UTOTHBIX JKEHIIINH, KaK IIpaBUAO, HILKe,
geM y TeMU3UTOTHBIX MY>KYMH, YTO BO MHOIOM OOBSICHSIETCS
MHaKTVBalyel oAHOM 13 X-XpOMOCOM Y >KeHIIuH. I'eH, onpeje-
A0 IIpU3HaK, HaXOAUTCS B IOA0BOM X-XpOMOCOMe, AOMU-
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HUPOBaHMe I0AHOe, MyTaHTHBIM sBASETCS AOMUHAHTHBIN aA1eAb,
aaaeAb AVIKOTO TUIIA — PEeLeCCUBHBIIA.

ITpumepvo:

e BUTaMIH-/l-pe3anCcTeHTHBIN paxuT ¢ runodocdaTemuerr;

® POTO-AMIle-TIaAblIeBblil CUHAPOM.

B0

eLDen e O
Smbiie bemblim

Puc. 6. CrienAeHHBIN € [TI0A0M AOMUHAHTHBIN TUI HacAeA0BaHIS

B caydae cuienieHHOro ¢ I1040M pellecCMBHOTO HacAejoBa-
HISI, TIOA0OHO ayTOCOMHO-PeLIeCCMBHOMY, MOTYT IIOSBASATBCS Ae-
TN — oDJAajaTeAu IpU3HaKa y He MMEIOIIMX HTOr0 IIpM3HaKa
poAauTeaen 1 4acTo HabAI0AAaeTCsl «IIPOCKOK» IMMOKOAeHUI (puc. 7).
Ognako npusHak IepejaeTcs OT OTIlia K IIOAOBUHE AOYepeli, ecan
MaTh IeTepPO3UTOTHa (IPOSABASLETCS TOABKO B T'OMO3UIOTHOM CO-
CTOSHUMU), U OT TeTePO3UTOTHONM MaTepy K IIOAOBMHE ChIHOBel
(mposBAsieTcs BCerAa, Tak KaK CBIHOBbs — remMusurotsl). Hukoraa
IIpU3HaK He IlepeJaeTcs OT OTHa K chiHy. I'en, ompeaeasiommi
IIpU3HAaK, HaXOAUTCS B IOA0BOM X-XpOMOCOMe, AOMUHMpPOBaHUe
II0AHOe, MYTaHTHBLIM SBASIETCs PelleCCUBHBIN aldeAb, aAleAb AU-
KOI'O TUIIAa — JOMUHaHTHBII.

[pumepvor:

e remopuans A;

e cunapoM emra-Huxena;

® 1aAbTOHU3M.
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Puc. 7. ClieniAeHHBII C II0A0M PeLIeCCUBHBII TUIT HacAe 0BaHs

AYTOCOMHBIN, OIpaHMYEHHBI TOAOM TUII HacAeAOBaHILS
HabAI04aeTcs B cAydasX ayTOCOMHON A0KaAu3alluy TeHa, KOTO-
PBIiT eTo onpegeaseT, U PU3NUECKON BO3MOXKHOCTHU €ro IposIBAe-
HIs y 0co0eil TOABKO OAHOTO I104a (IIPOIIeHT OeaKa B MOAOKe MAY
dpopma mposBAeHNUs BTOPUYHBIX IOAOBBIX HPU3HAKOB) (puc. 8).
DTOT TUII HacAeAOBaHMs ITOXOXK Ha CLIeILAeHHOe C II0A0M perec-
CUBHOe HacJeJoBaHue. I'1aBHOe oTamume — HpU CLENAeHHOM C
II0A0M pellecCMBHOM HacJeJO0BaHUM IIPU3HaK HUKOIJa He Iepe-
AAeTcs OT OTLIA K ChIHY.

ITpumep

® MOHO- I OMAaTepaAbHbIN KPUIITOPXU3M.

O

o b 50ko
on  bmdm

Puc. 8. AyTocoMHBIN, OTpPaHMYEHHBII TT0A0M, TUI HacAe AOBaHMs
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losanapudecknii TUN HacAeAOBaHMs HPOSIBAAETCs, eCcAu
TeH, olpejeAsIONNII MPU3HAK, Haxoaurcsa B Y-xpomocome. Ilo-
CKOABKY B HOpPMe y MY>KUIH TOABKO OAHa Y-XpOMOCOMa, OH BCe-
rda HaXOAUTCSA B TeMU3UTOTHOM COCTOsIHUN. Bce ChIHOBBA
HOCHUTeAs TaKoTO IIpM3HaKa Takke OyayT o04aaTh UM, a AoUepu
— HuKorJa (puc. 9).

[Tpumepvor:

® Bo/0OcCaTble yIIN;

e 0BOAOCeHIe cpeHell (pasaHIu MaablieB.

Puc. 9. Toaanapuyecknii TUIT HacAeAOBaHMS

MuToXOHAPMAaABHBIN TUIT OOBACHSAETCS IIUTOILAa3MaTude-
CKOJl HacAeACTBEHHOCThIO, KOTJa TeH, OIpeAeAsIOmNii IpU3HakK,
HaxoAUTCA B TeHOMe MUTOXOHApuii. IlockoabKy mpm camsHun
II0AOBBIX KAETOK OT CIIEpMaTOo301Aa OCTaeTCsl TOABKO IIPOHYKAEYC
(raraomaHoe s14po), a BCA LIUTOILAa3Ma OIA0AOTBOPEHHON 3UTIo-
TBbI IPOMCXOAUT OT ANMIIEKACTKN, MUTOXOHAPMAABHBIN TUII HacAe-
AOBaHIA O3HayaeT Ilepejady IpM3HaKa OT MaTepu KO BCeM ee
noromkam (puc. 10). Myranum MUTOXOHAPMAAbHOTO TeHOMa, Kak
IIpaBUAO, IPUBOAMAT K TsKeABIM HapyIIeHIsM OOMeHa BeIllecTs.

[pumepvor:

® MITOXOHApMaAbHas MUODK3eHIIe]aais;

e arpodusi 3puTeAbHOTO Hepsa /lebepa;

¢ 60ae3Hb Kepnca — Ceiipa.
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Puc. 10. MuToXxoHAp1MaAbHbIN TUII HacAe A0BaHMU

2.5. IloAuzentivie pasauvus

Ecan poaurteanckme pOpMBI paszandaioTCcs MO ABYM IMpHU-
3HaKaM, TO MX CKpeIlIMBaHNe Ha3blBaeTCs AUTMOPUAHBIM. B 5TOM
c/ly4ae TOBOPSIT O AUTEHHBIX pa3ANImAX poAuTeAbckux gpopm. Ec-
AU poANTeAbCKYe (POPMBI pasAnJalOTCs IO TpeM U Ooaee HpU-
3HaKaM, TO UX CKpellBaHIE Ha3blBaeTCcsd NOAUTUOpUAHBIM. B
®TOM CAydae TOBOPST O MOAUTEHHBIX PAa3ANIMAX POAUTEABCKUX
dopm.

P Q@ AABB X & aaBB

F1 A-B- (1o renorumny — AaBB)

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

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

ITpumep

IIpu ckpemiuBaHuM ropoxa C >KeATBIMU IA1agKVMU CeMeHa-
M1 (AABB) 1 seaenpiMy MopuIMHKUCTEIMU (aaBB) MeHAeAb 11OAY-
Yyl B IepBOM IIOKOJAEHUM BCe CeMeHa — >KeATble TIaajKue
(A-B-, o renotuny — aurerepo3urorsl AaBs), Bo BTopoM nokoae-
HUn 9 >xeatwix raaaxkmx (A-B-) : 3 >KeaATBIX MOPIIMHMCTBIX
(A-BB) : 3 seaeHBIX Taaakux (aaB-) : 1 3eaeHBIX MOPIIMHUCTBIX
(aaBB).
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AAs BBIICHEHUs TeHOTMUIIAa ITOTOMKOB, MICXOAs U3 TeHOTUIIOB
poaureaeli, cayxxut perierka Ilennera. B BepxHeit crpoke BBIITNCHI-
BalOT TaMeThl O4HOTO POAUTeAs], B A€BOM CTOADIIe — TaMeThI APYTIOTIO.
Bo BHyTpeHHUX s19eliKax I0Ay4aeM TeHOTUITHI 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 ¢oTtorpadumu) orpeseaseTcs perjec-
CUBHBIM aAJeJeM se, a se* — aldelb 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 MeeT OKpacKy raas IiBe-
Ta Cerusi U HopMaAbHble KPBLAbs, a ApyTasl — KpacHbIe I1as3a U 3a-
JaTOYHbIe KPBIAbs, HabAI04aeM:

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

F1 se'/- vg'/-  KpacHble raasza, HOpPMaaAbHBIE KpPbIAbs
(T1o 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/bHbIe
KPBLABSI KPBLABSI KPBLABSI KPBLAbsI

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

se vg+ | set/se vg+/vgt | set/se vgt/vg | se/se vgt/vgt se/se vgt/vg
KpacHble I1a3a, | KpacHbIe I1a3a, |TIJa3a liBeTa Ceris, |IAasa LIBeTa Cermis,
HOpMa/bHbIE HOpMa/bHbIE HOpMa/bHbIE HOpMa/IbHbIe
KPBLABSI KPBLABSI KPBLABSI KPBLAbsI

sevg | set/se vgt/vg | set/se vg/vg | se/se vgt/vg se/se vg/vg
KpacHble I1a3a, | KpacHble I1a3a, |TIJa3a liBeTa Ceris, |IAasa IIBeTa Cermis,
HOpMa/bHbIE 3ayaTOYHbIE HOpMa/bHbIE 3auaTOYHbIE
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 ¢penorumy:

9 — XpacHbIe I1a3a, HOpMaAbHbIE KPBLABS : 3 — KpacHEIe raa-
3a, 3a4aTOYHBle KPBLAbs : 3 — rJasa IjBeTa Cemms, HOpMa/AbHbIe
KpBLADs : 1 — r1a3a 11BeTa cemus, 3a4aTOUHbIe KPBIAbSI

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

ITo ¢penorumny:

1 — KkpacHble T1a3a, HOpMaAbHBIe KPBIABS : 1 — KpacHbIe Iaa-
3a, 3a4aTOYHBle KpBLAbsA : 1 — raasa IjBeTa cemms, HOpMaJAbHbIe
KpBLAbs : 1 — r1a3a 11BeTa cemus, 3a4aTOYHbIe KPBIABSL.

Puc. 11. Apo3o¢pusa AMKOTo Tuma”

" 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.
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Puc. 13. ®opma KpbiabeB y Apo3oduast: A — gukuii tur, b—myranust vg'

MHOI',ZI,a IIpu3HaK OIIpeJeAseTcsI aAAeAsIMU ABYX U Doaee
TeHOB. Toma AVTEHHbBIE V1 IIOAVITE€HHbIE Pa3ANIVII XapaKTepU3yIOT
OCO6€I71, pa3dan4aroninxcs 1o aaaeAsM AByX U Doaee renos. Hesza-
BlUICIMO€ KOM6I/IHI/Ip0BaHI/Ie T€eHOTUIIOB BO3MO>KHO, TOAbBKO eCAl
n3ydJaeMble T€HbI pacIIOA0>KEHbI Ha pa3HbIX XpOMOCOMax.

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

IIpoayKThI reHOB MOIYT IIO-pa3HOMY B3aIMO/JeIICTBOBaTh. B
DTOM cAydae MposiBAeHNe IIpMU3HaKa OyJeT oIlpeAeAAThbCs alde-
AAMU ABYX U O6oaee reHOB. Ecam mpoayKTel AByX 1 0o.Aee reHOB
AOTIOAHSAIOT AEVCTBUE APYT ApyTa, NpUBOAsA K POPMUPOBAHUIO
HOBOTO IPM3HaKa, TaKO TUI B3alIMOAEVICTBIsI TeHOB Ha3bIBaeTCs
KOMIL1€MeHTapHOCTb.

ITpumep

Y maoaosoit mymiku Drosophila melanogaster kopudHeBas
OKpacka IJas oIpegeAseTcsl pellecCUBHONM MyTaluell bw, a aaae-
AeM AVIKOTO TUIa sBAseTcs bw*. SIpko aable raaza HabAIOAAIOTCS
y TOMO3UTIOT II0 MyTaHTHOMY aA4eAaIO st, B TO BpeMsl KaK IIpUCyT-
CTBMe B TeHOTUIIe OAHOTO aadeAs AMKOTO Tuma st' IIpMBOAUT K
¢popMupoBaHNIO HOPMAABHOTO (KpacHOTO) IiBeTa raas. Ckperu-
BaeM Apo30puA C KOPUUYHEBBIMU U SPKO aAbIMU raa3amu. B mep-
BOM IOKOAeHn! HabA104aeTcsl HOBOOOpa3oBaHIe 10 CpaBHeHMIO C
obenMu poauTeAbCcKuMM GpopmamMu — Bce THOPUABI UMEIOT Kpac-
Hble raa3a (reHotunl bw*/bw st*/st). Caeayer orMeTnTs, 4TO HaAM-
Yyle HOBOOOPa30BaHNs BCerda rTOBOPUT O B3aIMOAEVICTBUI TeHOB.
/A5 ycTaHOBAEHMs TeHOTUIIOB ¥ (PeHOTUIIOB TMOPMAOB BTOPOTO
IIOKOAeHIs pucyeM perreTky Ilennera:

bw st bw st bw st* bw st
bw*stt | bw*/bw* st*/st* bw*/bw* stt/st bw*/bw st*/st* bw*/bw st*/st
KpacHble KpacHble KpacHble 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 KOpWYIHEBbIE KOpWYIHEBbIE
bw st bwt/bw st/st bw/bw  st/st bw/bw st/st bw/bw st/st
KpacHsble 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 raasza (AVIKUI TUII)

bw*/bw st/st — sipko aable raasa

bw/bw st*/- — kOpuuHeBbIe r1a3a

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

Buoxmmuyeckoe oO0bsICHEeHIe COCTOUT B TOM, 4TO I[BET Iaa3
y Apo30oduabl OIpeAeAsieTcsl B3alMOJEVICTBYIEM KOPUYHEBOIO 1
SPKO aA0TO IUIMEeHTOB. MyTanus bw 610Kupyer CUHTE3 SPKO
aZ0ro INUIMEeHTa, a MyTalus st — KOpMYHeBOro. Y TOMO3UIOT IIO
obenm MmyTtanmsaM bw/bw st/bw Her murmenTa BoOOIIe, M Kak
cAeACTBMe, raa3a Oeable. Y TOMO3UIOT IO bw HeT sSpKO aAoro

" URL: http://www.enasco.com/product/LM00649M
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IIUTMEeHTa — I1a3a KOpU4YHeBble (IIPU yCAOBUM HAAMYMS XOTS OBI
O/HOTO AOMIHAHTHOIO aasleAs st'), a y oDaajaTeaell TeHOTUIIOB
bw*/bw* st/st u bw*/bw st/st — sipxo aasle.

IIpu xoMneMeHTapHOM B3alIMOAEVCTBMI I'€HOB BO3MOXK-
HBI pacmiernienus 1o ¢eHornmy 9:3:3:1,9:3:4,9 7.

IIpumepamy KOMILA€MEHTapHOIO B3aIMOJEVICTBUS T€HOB Y
Jye/0BeKa ABASIOTCS BPOXKJAEHHasl IAyXOoTa M HacAeJOBaHUe VM-
MYHHOTO OTBeTa K CUHTeTMYeCKMM IoaunenTtugam. Apyrmm tm-
IIOM B3alIMOACNICTBMS I'€HOB sABAsETCs SINCTa3, KOrga AeiicTBue
O/HOTO I'eHa II0AaBAseT ACVICTBIE APYIOTO.

ITpumep

ITpm ckpemtuBanuy 6eAbIX Kyp 1 OeABIX IIETYXOB, MMEeIOIIIIX
pasanyHOe IPOMCXOXKAEHMe, B IIePBOM ITOKOAEHUM BCe IITUIIBI
Ob1A11 Oeable, a BO BTOPOM ITOKoAeHun — 13 gacTeit OeabIx u 3 gac-
TU oKpalleHHbIX. ITosBaeHne HOBOOOpa3oBaHUs TOBOPUT O B3au-
MOJENCTBIUI I'eHOB, a cooTHoeHne 13 : 3 (oOmjee uncao yacrein —
16) siBasteTcs BUAOM3MeHeHeM cooTHormenus 9 : 3 : 3 : 1, 9To cBu-
ATeAbCTBYeT O AUTEHHBIX pasamumsax. Haamame oxpacku y xyp
oIpejeAseTcs AOMUHAHTHBIM aadeaeM C, y TOMO3UIOT cC OKpa-
cka Oeaas1. JOMMHaHTHBIN MHTMOUTOP OKpacku I geiicTByer Hesa-
BUCMMO OT reHotuna 1o reny C, mogasass ¢gopmuposaHue
OKpallleHHBIX ITIePbeB.

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

YacTHBIM caydaeMm BHucTa3a SBASETCS CyHpeccus, Korja
II0AaBASIOIINM AeiicTBreM 00JajaeT perjecCUBHBIN alleAb DIIN-
cTatupyiomero reHa. Ilpum goMuHaHTHOM ®HuCTa3e OTMEYaeTCs
paciieniaenne 13 yacTell MyTaHTHBIX OcoOeif : 3 yacTsM ocoOert
AuKoro Tumna (JacTHblil caydan 12 : 3 : 1), a mpu cynpeccun —
13 gacreit ocoberr AMKOro TuIa : 3 9acTsIM MyTaHTHBIX OCOOeIL.

Y 4yeaoBeka ®HucTaTHYeCKUe B3aIMOJEVICTBUS TeHOB Ha-
64104a10TCsl, HaIIlpUMep, IIpU HacAeAOBaHUI CKAOHHOCTM K OXKM-
PEHNIO, PeApacIIoA0KeHHOCTH K CKAepO3y, PUHOKOHBIOKTUBUTY.
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IToaumepHBIM Ha3bIBaeTCs B3aIMOAENICTBIIE TeHOB, KOTOpOe
U3MeHseT IIposIBAeHe IIpU3HaKa KOAdecTBeHHo. JIHage rosops,
IIpY COBMECTHOM AeMCTBUN ABYX MAM 00/ee TeHOB HabAI0AaeTcs
M3MeHeHle CTelleHM BhIPa>keHHOCTH IpU3HaKa.

PasanyaroT HeKyMyAATUBHYIO M KyMYASTHBHYIO IIOAMIMeE-
puto. B mepsom caydae peHOTUIINMYECKNE OTANYMS OTMEYaloTCs
TOABKO Y TOMO3UTOTHBIX PellecCHBOB II0 AByM TeHaM (paciieriie-
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 TeHOB-
y4acTHUKOB. ['eHbl, B3aMOAENICTBYIOIINe MO TUILY IOAUMepPUHN,
0OBIYHO 0003HAYAIOT OAVHAKOBBLIMU OyKBaMI C pasHBIMU ITUPPO-
BBIMU MHAeKcaMu — A1, Az, As.

Ipumepor:

1. HexymyasaTusHasi moanmepus HabAIOAaeTcs, HalIpuMep,
IIpy HacAeAOBaHNM MpU3HaKa popMa I1104a y HacTyIIbell CyMKA
(Capsella bursa-pastoris). Ilpu ckpermuBaHnm poauTeAbCKuX Gopm
C TpeyroapHpIMu naodamu (reHotunt AiAiA2A») 1 OBaAbHBIMU
naojaMy (reHOTMII aiaiaaz) B II€PBOM IIOKOAEHUMU TIMOPUABI
VIMeIOT TpeyTOAbHbIEe I110ABI, BO BTOPOM HaOAIOAaeTcs pacliern-
AeHne 15 4gacreit pacTeHuUil ¢ TpeyroAbHBIMU IA04amu : 1 gacTh
pacreHnit ¢ oBaapHBIMU IA0AaMu. Jas popMuposaHus periec-
CUBHOTO (peHOTUIIa HeOOXOAUMO IT0AHOe OTCYTCTBUE AOMMHAHT-
HBIX al4eAeit 000MX reHOB — A1 Ao.

P Q AiA1A2A2 X & awaiaaz

FiTpeyroabHble maoApl (1o reHoTUITY — A1aiAzaz)

F215 TpeyroabHble 11104bI (BCe TeHOTUIIBI KpOMe aiaiazaz) : 1
OBaAbHBIe 11048 (aiaiazaz).

2. ITpusHak oxpacka KOXXI y 4eA0BeKa HacAeAyeTcs 110 TUILY
KyMyAATUBHON mnoAuMepyn. Haamume ueTsipex AOMMHaHTHBIX
aaaezeit (A1A1A2Az) npuBoauT K GOPpMUPOBAHUIO YePHOI OKpa-
CKI KOXM. B reHOTHIIE TEMHBIX MyAaTOB IIPUCYTCTBYIOT TPU AIO-
OBIX AOMMHAHTHBIX aaAeAsl 9Toi cepun (T. e. A1 man Az B 2100011
KoMOuHarum). Aas GopMMpoBaHNs OKPacKM KOXKM, CBOVICTBEH-
HOJ CpeAHIM MyJaTaM, AOCTaTOYHO ABYX AOMIHAHTHBIX alAeAelt,
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a CBETABIX MyJaToB — oAHoro. Hakoner, Geaslil I1BeT KOXMU Ha-
61104a€eTCsl y TOMO3UTOTHBIX PErlecCHMBOB 110 ABYM IeHaM — IeHO-
T aiaiazaz. Ha oaHOM M3 ocTpoBOB y mobepexxbs AQpukn
IIMpaThl IIPOBO3IAAaCUAN CBOOOAHYIO PecIy0AMKy. Bce My>KumHEI
nuMeAn Oeayi0 OKpacKy KO, a >KEHIIVHBI — OCBOOOKA€HHBIe pa-
OBI — YepHYIO:

P @ AiA1A2A2 X & awaiaaz

Ficpeanne myaartsl (1o reHoTuIry — AiaiAzaz)

F21 gepnsle (A1A1A2A2) : 4 TemHble (2 A1A1Azaz +2 AiaiA2A2) : 6
cpeanne (2 AtAiaaz + 2 aiatA2Az + 2 AiaiAcaz) : 4 cBeTable
(2 ata1Azaz + 2 Araiazaz) : 1 Oeasle (a1a1azaz).

Bo BropoM 1nokoaeHnu Toasko 1/8 moToMkos umeetr peHo-
TUII OAHOM U3 poauTeabckux ¢gopm u 3/8 — gpeHorun rmdopmaos
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. Hanpumep, aanou-
HIU3M y 4eA0BeKa 4acToO CBsI3aH C YXYAIIeHMeM CAyXa, pblXKas OK-
packa BoAOC — c 0oJee CBETABIM ITBETOM KOXXM M IIOsIBAEHVEeM
BECHYIIIEK, CepIIOBMAHOKAETOUHAas aHeMUs — C YCTOMYMBOCTBIO K
Maaspyum. OcoOeHHO MHTepecHO pellecCHBHOe JAeTalbHoe (IIpu-
BOAsdIIlee K CMepPTH) AeliCTBUe HeKOTOPBIX AOMMHAHTHBIX MyTa-
Uit (Haam4me XOXOJKa y JAOMalllHel KaHapelKy, MpaMOPHBINI
oKpac y cobak ITOpOABl KOAAY, YKOPOUEHHBII XBOCT y KOIIIeK I10-
POABI MBHKC, CAOKEHHBIe VI Y KOIIeK IOpOAbI CKOTTUII (POaA
(puc. 15)). B 3TOM cayyae mpu3HaK IIPOBASETCS TOABKO Y reTepo-
3UTOT, a MyTaHTHBIN al4deAb B TOMO3UIOTHOM COCTOSIHUM IIPUBO-
AUT K TOeAI.
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Puc. 15. Ko1ka 1mopoas! cKOTTHIN-P0A4 — HOCUTeABHNUIIA AOMIHAHTHOI MyTalluyu
C peLieCCHBHBIM A€TaAbHBIM AEVICTBIEM

2.7. Cuyenaennoe HacAedoGaHue, KpOCcuHzo6ep U zeHemu4eckas
unmepPepenyus

/JBa TuIla HacAeAOBaHM: y YeA0BeKa — CLeIAeHHOe C 1010M
AOMIHAHTHOE M CIIeTlAeHHOe C II0AO0M peIjecCMBHOe — OOBsCH:-
IOTCA  AOKaAM3alyiell  MCCA€AYeMBIX TeHOB B II0AOBOM
X-xpomocome. VIHpIMM caoBamy, 1104, pacCMaTpuBaeMBbI Kak
IIPOCTOV IIPU3HAK, M APYIOV M3ydaeMbIll IPU3HaK HaCAeAYIOTCs
cosMecTHO. ClieriaeHue ¢ I0A0M — YacTHBIN CAy4ail CIIeILAeHHOTO
HacAeAOBaHUsl, CMBICA KOTOPOTO 3aKAIOYaeTcs B HapyLIeHUN
IIpUHITMIIa He3aBUCUMOTO HacAeJOBaHMs ABYX U 0oJee IpHU3Ha-
KOB I10 IIpMYMHEe HaXOXKAeH!s 00yCA0BAMBAIONIINX UX I€HOB B OA-
HOJI XpOMOCOMe.

Ha Bonipoc o ToMm, siBAsIeTCs AU HacAeAOBaHMe CLIeIIAeHHBIM
C II0AOM, MOTYT OTBETUTh PELUIIPOKHBIE CKPeIIVBaHUSI — KOIja
poauteapckrie GpopMbl MeHSIOT Mectamu. Hampumep, BHavase
AOMMHAHTHOI POAUTEALCKON (POPMOI SABASIOTCS CaMKH, 3aTeM
camupl. PasanuHple pe3yabTaThl PeLMIIPOKHBIX CKpeIyBaHNUI
CBUAETEABCTBYIOT O CLIEIIA€HUN IIPU3HAaKa C II0AOM.

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

beaast okpacka raas y Apo3oduabl MOXKeT OIpeaeAsTbCs
MyTaHTHBIM aadeaeM w (puc. 16). I'em w aokaamsosan
B X-XpoMOcoMe U MOXKeT OBITh IIpeACTaBAeH alleleM AUKOTO TH-
ra w* (KpacHas OKpacKa I4as) 1 MyTaHTHBIM aa4eleM w. ['oMo- u
reTepO3UTOTHBIMM MOTYT OBITh TOABKO CaMKIH, a CaMIIbI BCeTAa re-
MUBUTOTHHI 110 A0KyCy W. Pe3yAbTaThl pelIMIIPOKHBIX CKpelyBa-
HUII TpejcTaBAeHbl Ha puc. 17. B caydae ckpemmBaHms
0eA0r1a3pIX caMOK C KpacHOTAa3bIMIM CaMIlaMIU B IIEPBOM IIOKO-
AeHUM Bce CaMK!U KpacHOTJa3ble, a Bce caMIlbl — Oeaoraassle. Ecan
CKPeCTUTh KPaCHOTAa3bIX 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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W w+

Qo x I

Genble KpacHbie

W, JX

Fi Q W ! —

KpacHbie Genble
PeunnpokHoO :

wox g’

P Q x I

KpacHbie Genbie

W, X

Fi W ! —

KpacHbie KpacHbie

Puc. 17. PeruIrpoKHBIe CKpeIMBaHUs 445 YCTaHOBAEHNS THIIA
HacaezoBaHMs Oeaoit okpacku raa3 y Drosophila melanogaster

Ecan ABa UNAN Doaee IIpU3HaKOB OIIPpeAeAsSIOTCs IeHaMI,
A0KaAM30BaHHBIMI Ha OAHOM ayTocoMe, TO TOBOPJIIT 00 ayTOCOM-

HOM CHeIrniaeHmm (I/IAI/I IIpoOCTO CI_lel'I/leHI/II/I).

Cuenaenne Mo>XeT OBITh IIOAHBIM, KOIda POAUTEABCKIE
KOMOMHaIIMM alJeleii Bcerda IepejaloTcsl IIOTOMKaM, 4TO O0b-
SICHSIETCSI OTCYTCTBMEM OOMeHa yJacTKaMI XPOMOCOM (KPOCCHHIO-
Bepa) B palioHe MeXay uccaegyeMbiMm reHamu. IIpearoaosxmm,

Me>Kay TeHamn A 1 B — 1moaHoe crieriaeHne, Toraa:

P Q@ AABB X & aaBB

F1 AaBs.
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I'MOGpuABI MepBOToO MOKOAeHIs 00Pa3yIOT CAeAyIOIie TaMeThl:

AB aB
AB AABB AaBsB
aB AaBB aaBB

F21 AABB : 2 AaBs: 1 aass.

Ecan Ha ygacTke Mexxay A u B mpoucxoaut KpoccuHrosep
(pexkoMOMHAL), TO KpOMe POAUTEABCKUX COUYETaHUII allenel,
HarmpuMmep AB u aB, OyAyT HOSBASTECS U peKOMOMHaHTHBIE COUe-
TaHus: AB 1 aB. I'ameTsl, HecyIie peKOMOMHAHTHBIE COYETAHILI
aaaezeil, Ha3bIBAIOTCS KPOCCOBEPHBIMI IaMeTaMU, a IPOVICIIe-
/e B pe3yAbTaTe UX CAVSAHMSA 0COOM — KPOCCOBEPHBIMU OCOOsI-
M1y. COOTHOIIIEHMST KPOCCOBEPHBIX ¥ HEKPOCCOBEPHBIX OCOO0elt
3aBJMICUT OT PacCTOSIHMSI Ha XpOMOCOME MeXAy M3ydaeMBIMU Te-
HaMI — 4YeM Jaabllle OHU APYT OT Apyra, TeM dallle CAydaeTcs
KPOCCHHIOBEp Ha y4JacTKe MeXKAy MeCTaMM MX AOKaAM3aluu U
TeM 004bIlle KPOCCOBEPHBIX OcoOeil. PekoMOMHaIIMOHHOe pac-
CTOsIHME MeXAY ABYMs TeHaMI — BTO OTHOIIeHNe 4yucia Kpocco-
BEpPHBIX TaMeT K OOIlleMy 4YmicAy raMeT, YMHOXEHHOe Ha CTO.
EauHuiieit pekoMOMHAIIMOHHOTO PacCTOSIHUS sBAsAeTCs 1 caHTH-
MopraH (cM). CaeayeT OTMETUTH, YTO B aHAAUBHUPYIOIIEM CKpe-
myBaHuM Fa cOOTHOIIIEHMe KPOCCOBEPHBIX UM HEKPOCCOBEPHBIX
raMeT OyJeT paBHO COOTHOIIEHMIO KPOCCOBEPHBIX I HEKPOCCO-
BepHBIX ocoOeit. Ecan oaHa poaurteanckas popma HeceT ABa A0-
MMHaHTHBIX aaleas (AB), a apyras ABa pellecCUBHBIX (aB) — DTO
COCTOsSIHIE IIPUTSDKEHNUs], a €CAM poAuUTeAbCKre POPMBI HECYT I10
0JAHOMY AOMMHAHTHOMY U OAHOMY pelleCCUBHOMY aaaeaio (AB u

aB) — 9T0 cocTosIHME OTTAaAKMBAHUSL.
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ITpumep

Y aposodunabl yepHas OKpacka TeAa oIpeleAseTcs alleleM
b, a b* — aaaeap aukoro Tumna. MyTaius pr B roMO3UTOTe IIPUBO-
AUT K IIypIypHOI OKpacKe raa3, HOpMaAbHBII — KpPacHBIN I1BeT
raas ompegeasercsa aaaeaem pr'. CkpelypaeM UYepHBIX MYX C
nypnypHeIMU raazamu (bbprpr) u ceppix MyX ¢ KpacHBIMU raa3a-
mu (b*bpriprt). OOpairaeM BHMMaHMe Ha TO, YTO aAleAU Haxo-
AATCSL B COCTOSIHMM NpUTsDKeHusA. Bce rmmOpmapl  mepsoro
ITOKO/€HI I TeTePO3UTOTHHI 1 UMeIOT (PEHOTUIT BTOPOIl POAUTEAD-
ckoi1 popMmbl. B aHaamsupyomem cKpelBaHi IoAyJaeM:

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

CaeayeT OTMeTUTh, TOMO3UTOTHBIX pelIeCCUBOB Bcerja He-
CKO/ABKO MeHbIIle, Y4eM AOMIMHAHTHBIX TOMO3UTOT M3-3a HEKOTOPO-
IO CHVDKEHMS JKM3HEeCITIOCOOHOCT.

Herpyano paccunrarh pekoMOMHAIIMIOHHOE pacCTOsSHIe
MeXXAy TeHaMM b i pr.

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

Vcrioap3yst 60AbIIIOe YMCAO I€HOB — MapKepOB IeHeTIde-
CKOTO aHaAM3a — MOKHO ITIOCTPOUTH TeHeTUJecKue KapThl XpOMO-
COM C YyKa3aHMeM B3alIMHOTO pPacCIIOAOXKEeHMsS ¥ PacCTOSHIS
Mexxay Mapkepamu (puc. 18). Kaxxaas xpomocoma OyaeT cooTseT-
CTBOBaTh OAHOI TpyIIle clerleHus. Ecam paccrosiHue MexAy
AByMs1 Mapkepamu 6oasiiie 50 cM (4TO COOTBETCTBYET IIPOLIEHTY
KPOCCUHIOBepa IIpU He3aBUCHMOM HacJej0BaHUI), MapKephl Ha-
CAeAYIOTCs, He IPOsSIBASS CLeILAeHUsI APYT ¢ ApyroM. ITostomy
AAsl TIOBBIIIEHUsI TOYHOCTY T€HEeTUYEeCKUX KapT HeoOXOAUMO MC-
I10Ab30BaTh KaK MOKHO 0O/ blIlee 4rica0 Mapkepos. Ha TouHocTs
onpeAeleHNs TeHeTVUeCKIX PACCTOSIHNUI BAVSIET U sSIBAEHUe TeHe-
TUYeCKON nHTepdepeHIInN — [I04aBAeHIsI KPOCCUHIOBepa Ha yJa-
CTKAX, HaXOAMIMXCS BOAM3M OT ydacTKa, Iae y>XKe IPOUCXOAUT
peKoMOMHaII.
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Puc. 18. 'eneTnueckne KapTbl 4OMaIlIHel Kypr/{um*

" 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'enemuueckuiit aHAAU3 Y MUKPOOPZAHUIMOB

Bce BrimeckasanHoe B raase II oTHOCKMTCS K BBICIIMM 9yKa-
puotam. IIpyu npoBegeHuN reHeTMYECKOIO aHaAM3a y TPOKAPUOT
U HUBIINX 9DYKapUOT CAeAyeT PYKOBOACTBOBATbCS HECKOABKO
VMHBIMM IIPUHITUIIAMM MCXOAS U3 OMoAoTuu oObeKTa 1ccaeloBa-
Hus. HecmoTps Ha MHOrooOpasue MUKpOOPTaHU3MOB, OCHOBHBIE
MeToANYecKre IOAXOAbl — CeAeKTUBHBIX CpeJ U OTIIeYaTKOB, 1104~
XOAAT AAs OOABIIMHCTBA U3 HUX.

[Ipn BBRIpanMBaHUM MMKPOOPTaHM3MOB (OOBIYHO Ha TBep-
AOIl cpeJe) MOXHO BapbMpOBaTh COCTaB NMUTATEALHBIX BEIeCTB.
ITIpoToTrpodaMm Ha3bIBAIOT MUKPOOPTAaHM3MBI, CITIOCOOHBIE pacTy
Ha MMHIMAaABHOM 4451 CBOETO Blja Cpede, OOBIYHO OHM COOTBET-
CTBYIOT AMKOMY TuITy. MyTaHTHBIe (OPMBI, KOTOpBIE yTpaTUAN
CIIOCOOHOCTh pacTu Ha cpede 0e3 crelMalbHBIX A400aBOK, Ha3bl-
BaloTCcsa aykcoTpodamu. Hampumep, mramMm Aposkkeii, He CIIO-
COOHBIN pacTu Ha cpeje 0Oe3 aJeHIHa, Ha3bIBAIOT ayKCOTPOPHBIM
II0 aJeHMHy. B KauecTse ceAeKTUBHBIX MapKepOB MOKHO UCIIOAb-
30BaTh U aHTUOMOTUKHU. Toraa yCToiumBOCTh, ANOO YyBCTBUTEAD-
HOCTb, K oIpeJeAeHHOMY aHTUOMOTUKY CUMTaAeTCS
DAeMeHTapHbIM INPpU3HaKOM. /s IepeHeceHUs MUKPOOPTaHMU3-
MOB C OAHON CpeAbl Ha APYIYIO MCIIOAL3YIOT METOJ OTIIeYaTKOB
(pmc. 19). KoaoHmeli MUKpPOOPraHM3MOB Ha3bIBAIOT CKOILAEHIE
KAETOK AU pa3pacTaHue MUIeAUs, BUAVMOE HeBOOPY>KeHHBIM
r1a3oM, IITaMMOM — 30AMPOBaHHYIO B OIlpeJeAeHHOe BpeMs U B
OIlpeJeAeHHOM MecTe KyAbTyPy MMKPOOPIaHM3MOB, KAOHOM —

IIOTOMCTBO OAHOM KAETKMU.
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Puc. 19. MeToa oTIie4aTKoB

Ms wunmcaa mnpoxapmor Hambolee pacHpOCTpaHEeHHBIM
MOJeABHBIM OOBEeKTOM TeHeTUKM SBAsSeTCs KMIIedHasl Ialodka
Escherichia coli — rpamoTpuiiateabHas, $paKyAbTaTVBHO aHa®pOO-
Has, He oOpasylollas ®HAOCIIOp OakTepus, KOTopasi OOMTaeT B
HIKHel 4acTy KHUIIeYHMKa TeIAOKPOBHBIX KMBOTHBIX, KakK IIpa-
BI1A0, B KauecTse cuMOMoHTa. 10108011 ITpoliecc y KMIIIeYHOI I1a-
AOYKM TIPOMCXOAMUT IyTeM KOHbIoraumm u mnepenoca /JAHK or
KAeTku-goHopa (F-tum) k kaetke-perunuenty (F-tum). IToaosoin
¢akrop (F-dpakrop) — BHEXpoMocomHas KoablleBast AHK — smm-
coMa, KoTopasl IepeJaeTcs depe3 I104oBble BoAocku (F-mmam).
Kaerxu, B xotopsix F-dpakTop mHTerpmnposaics B XxpoMocomy, Ha-
spiBatoTcst Hfr-kaetkn (high frequency of recombination — Brico-
Kasg dvactora pekomOuHarum). I[Ipm cMmerennn mnomnyAsIun
kaeTtok Hfr ¢ m3dprtounsmM uncaom F- — KaeTok mpakTuyeckn e
KAETKM HaiiAyT ceOe MOAXOAAIIMX IapTHEPOB U HAYHYT KOHBIO-
ruposath (puc. 20). Ecam kaeTKu HacMABCTBEHHO pa3beAVHSIThH
IlyTeM MHTeHCMBHOTO BCTPSIXMBaHMU: depes OllpeseleHHbIe IIpo-
MeXXYTKM BpeMeHI, MOXKHO OIpeAeAnTh IOPsIA0K IeHOB Ha Xpo-
MOCOMe I pacCTOsHMe MeXAy HUMU B e AMHUIIaX BpeMeHM MeXAy
BCTpAXMBaHMAMMU. Tak CTpPOAT reHeTndyeckue KapThl OakTepuit
(puc. 21).
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Puc. 20. BsanmooTHOIIeHM: MeXAy 110A0BbiMU Tuniamu Escherichia coli

140

129

Puc. 21. Tenetnaeckasi kapta Escherichia coli®

" URL: http://www.ncbi.nlm.nih.gov/books/NBK7908
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Vs ymcaa HU3MMX DyKapMOT HanOoAblllee paclpocTpaHe-
HIe B KayeCcTBe MOAeAbHOTO OObeKTa TeHeTUKI ITOAYINAN TIeKap-
CKHe ApOXOKU  Saccharomyces —cerevisite — OAHOKAETOYHBIE
MuKpockormdeckue (5-10 MUKpPOH B guaMeTpe) rpuOKHU U3 poga
CaxapOMMIIETOB, IIIMPOKO JMCII0Ab3yeMble B MPOM3BOACTBE aAKO-
rOABHOM M xaeOoreKkapHOI mpoAykiun. OcoOeHHOCTH >KM3HeH-
HOTO IMKJa DTOT0 MUKpoopraHmaMma (puc. 22) MO3BOASIOT
IIPOBOAUTH TeTPaAHbINl aHAaAU3 — McCAeA0BaTh T€HOTUII HPOAYK-
TOB Meli03a IIyTeM pasjeAeHUs U MHAUBUAYAAbHOTO KYAbTUBU-
poBaHMsl ackocrop. B aabopaToOpHBIX yCAOBMAX KyABTYPBI
APOXCKelt ToAaep>KuBaloT B rariaodase. Y Saccharomyces cerevisiae
ABa TIOAOBBIX TUIIA — a U &, KOTOPbIe, CAMBAsIChL APYT C APYIOM,
00pasyioT 3uroty. Jo0aBasis B KyAbTYpaAbHYyIO cpely alleTaT Ha-
TpUsI, MOKHO CTUMYAMPOBaTh Mel1o3. CaydaifHyI0 BEHIOOPKY CIIOP
MOXXHO TOAYYUTH ITyTeM OOpabOTKM acKOB IMIIleBapUTeAbHBIM
COKOM BUHOTpajHoM yAuTkn. VIHauBmayaabHOe pasleleHie CIop
IIPOBOASAT IPU ITOMOIIN IperapoBaAbHBIX UTA.

Puc. 22. Xusnennslit 1iuka Saccharomyces cerevisiae.
T'oayGeiM 11BeTOM OOO3HaUeHa Agunodasa, CpeHeBbIM — ranodasa;
a Vi ot — TUIIBI ClTapUBaHILT; 1- Meit03, 2 — acK, 3 — aCKOCIIOPH, 4 — KONy ASIs, 5 — 3UroTa
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Konmpoavtvie sonpocor u 3adanus

1. Onpegeaute TUIbBI HacAeAOBaHUA B POAOCAOBHBIX, IPU-
BeAeHHBIX Ha puc. 23.

2. Ilpu ckpemuBaHuM KOLIEK C pa3HOV OKPacKoI IIepcTiu
OBL10 OAYUEHO:

P camxu JE€pPHbIE X CaMIIbl PbIKIIE P camxu PphIXKIME X CaMITbl YEPHbIE
F1 camku JgeperiaxoBple, F1 camxm JeperiaxoBrle,
CaMIIbl YE€pHbIE CaMIIbI ppIKIIE
F2 camku dgeperiaxoBble U YepHbIE, F2 camkxu JgeperiaxoBbie 11 PhIXKIE,
CaMIIbl YE€PHbIE 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 Ipynisl Kposu A u B 1 oba sBasioTcs: a) rete-
posuroramu, 0) OAUH U3 pOANUTeAeNl TeTePO3UTOTEH.

4. TloremHeHMe 3yOOB oIpejeAsieTCs AByMsl JOMIHaHTHBI-
MU TeHaMM, OAVH 13 KOTOPBIX HaXOAUTCs B X-XpOMOCOMe, a Apy-
roil — B ayrocome. B cembe, r4e poautean mMean TeMHble 3yOBbI,
POAMANCH JeBOYKa M MaAbUMK C HOPMaAbHBIM IIBETOM 3yOOB.
Temurnle 3yObl MaTepu oImpejeleHBl T€HOM, CIIeIIA€HHBIM
¢ X-XpoMOCOMOI1, a TeMHble 3yOBl OTIIa — ayTOCOMHBIM T€HOM.
OrnpegeanTte TeHOTUIIBI pOAUTEACI U A€TeA.

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

6. I13BecTHO, 4TO TeH reMopuUAUN U TeH JaAbTOHU3MA — pe-
1leCCHBHBIE, 10KaAM30BaHHEIE B X-XPOMOCOMe; PacCTOsTHIE MeXAY
HuMmu — 9,8 cM. 3a0poBas AeBylliKa, MaTh KOTOPOJ AaAbTOHMK, a
oTerl — rTeMOQUANK, BBIXOAUT 3aMYK 3a 340POBOTO MY>KUMHY, PO-
AUTEAN KOTOpOTO 340poBbl. OnpejeanTe, KakoBa BepOSITHOCTD
IIOsIBAEHIS B DTOI CeMbe 3J0POBBIX AeTell.

7. Pe3yc—11010KUTE€ABHOCTb ¥ DAAUIITOIIUTO3 ONPeAeAsIOT-
Cs1 AOMMHAHTHBIMM ayTOCOMHBIMU reHaMu. /lokyc pesyc-gakropa
(D) 1 aoxyc saannrounTosa (E), BeI3bIBaroniero opaapHyIo Gpopmy
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SPUTPOLIUTOB, HAXOAATCS CLIETIA€HHO B OAHOI ayTOCOMe Ha pac-
crosHun 3 cM. Matb reTepo3uroTHa 1o oOOUM aHaAU3UpPYeMbIM
npusHakaM. Orell pe3yc — oTpuijaTedeH U MMeeT HOpMaAbHbIe
sputpouutsl. OnpegeanTte MHPOLIEHTHOE COOTHOIIIEHNE BeposiT-
HBIX TeHOTUIIOB U (PEHOTUIIOB AeTell B CeMbe.

8. I'mnepTpuxos nepegaercs yepes Y- XpoMOCOMY, a IOAU-
AaKTUAUS — KaK ayTOCOMHBIN IIpU3HaK. B cembe, rae orer; nmea
TUIIepTPUX03, @ MaTh — HOAUAAKTUANIO, POANAACh HOpMaAbHas B
OTHOLIIEHNN O0OMX MpPU3HAKOB A04b. KakoBa BepOATHOCTH POXK-
JeHIsI ceIHa Oe3 oberx aHoMaAunI?

9. ¥V cynpyros ¢ HOpMaAbHBIM 3peHNEM POANAOCH ABa ChIHA
U ABe Aodyepu. Y MepBoOil gouepu 3peHNe HOpMaAbHOe; y Hee TpU
CBbIHA, ABa 13 KOTOPBIX AaAbTOHUKI. ¥ BTOPOII AO4epU U y ee AT
CBIHOBell 3peHNe HopMmaabHoe. [lepBblll ChIH A4aABTOHMK; Y HEro
ABe Jo4epu U ABa CbIHA, U BCe BUAAT HOpMaAbHO. Bropoii cbiH n
4yeTBepoO ero ChbIHOBel TakKe MMeIOT HopMaAbHoe 3peHne. Kakosbl
TeHOTUIIBI BCeX pOACTBEHHUKOB?

10. Ha puc. 24 npuBeeHsI TeHOTUITMYECKIE AaHHBIE OCOOeI]
BTOPOTO ITOKOAEHN CKpeIVBaHmsa Apo30pa. YCTaHOBUTE TeHO-
TUIIBI POANUTEAEI].

11. Ilpu KaKxoM TuIle B3aMOAENCTBIS aaleleil (PeHOTUIIN-
yecKle KAacChl [IOAHOCTBIO COOTBETCTBYIOT TeHOTUIINYECKUM?
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Puc. 24. Tenotunmyeckue jaHHbIe 0cOOeil BTOPOTO ITOKOAEHNs CKpeIBaHms 4po3odua
(a2 3agaun 10 x ra. IT)
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I'rasa 3. MoaeKyasipHble HOCUTeAN HaCAeACTBEHHOCTH

3.1. Cmpyxmypa AHK u PHK

Hyxaennosple K11CAOTHI — IIOAMMEpPHBIe (COCTOsIINE U3 T10-
BTOPSIOIIMXCS  eAVHUIL) XMMMYecKue BelecTsa, coJepKaliue
nHpOpMaIUIO O CTPYKType OeAKOBBIX MOAEKyA (KoAupyloliue
nocaeaosareabHoctt AHK n marpuunas PHK), ynpasaenun mx
CUHTe30M (peryasTtopHble ntocaeaosareabHoctu AHK 1 curnaap-
Hple rnocaegosateabHoct PHK) mam Bpimoansiomue camocTos-
TeAbHble (YHKUINMM, TaK MAM WHaye CBA3aHHBIe C Ilepejadeit
HacaeacTBeHHON mHpopmanum (pudocomuas PHK, Tpancropr-
Hasg PHK, mazas sagepnas PHK, maaas wmnTepdepupylomas
PHK).

AHK n PHK cocrosaTt ns HykaeoTnaoB — GpocPOpHBIX dPu-
POB HYKA€03UAOB (CBA3aHHBIX C caXapoM — Ae30KCUPUO03011 1AM
pubO3011 a30TUCTBIX OCHOBaHMII) adeHO3MHa (A), ryanuauHa (I),
tumuauHa (T), ypuauna (V) u nutnanna (L). Asotucrsie ocHOBa-
HISL — TeTepOLMKAMYeCKNe OpraHnyeckue COeAVHeHUs, ITpOu3-
BOJHBIe ITypUHa — aJeHIUH U I'yaHUH, AU IMPUMUANHA — TUMUH,
ypaiua, nmutosuH. KomraemeHTtapHOCTh (0OpaszoBaHme CBs3ell
MeXXAy B3aIMOAOIIOAHAOMNUMU pparmMeHTamMu MoAaekya) nap AT
(AY) n I'll obecrieunBaeTcsi HaAM4IMEM ABYX UAM TpeX BOAOPOA-
HBIX CBsI3eJl COOTBeTCTBEHHO. B 04HOII Ilenu HyKAeOTUABI CBS3aHBbI
nyteM oOpasosaHus 5-3" caxapodocdaTHOI KOBaAEHTHOI CBA3K
(puc. 25). ITpn ®TOM KOMILA@MEeHTapHbIe IIey 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 ciupaapHyIO BTOPUYHYIO CTPYKTYPY, B KOTOPOIA
a30THUCTble OCHOBAHMS HaXOAATCS BHYTPM, a caxapodocdaTHBI
OCTOB — CHapy>Ku (puc. 26).
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Puc. 26. Bropuunas crpykrypa AHK

Vs nmpuHImMna KOMILA@MeHTapHOCTH (BO3MOXKHOCTM OOpa-
30BaHM: TIap ageHlMHa C TUMIHOM (ypalnAoM) U I'yaHMHa C LIUTO-
3MHOM) cAeayeT npasuao Yapradpda:

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

® KOAMYECTBO ITyPMHOB PaBHO KOAMYECTBY IUPUMNAVHOB:
A+T=T+L];

® KOAMYEeCTBO OCHOBAHMIA C IIeCTLI0 aMMHOTPYIIIaMI PaBHO
KOAMYeCTBY OCHOBaHMII C 11ecTbIO Ketorpyrmamu: A+L=I+T.

Cootnomtennst AT- u I'Tl- MoryT OBITH pa3AMYHBEL B pa3HbIX
palioHax  xpoMocoM. Hampumep, 'y  Maexonmmrarommx
B G+-paitoHax npesaaupyior AT-napel, a B R+-paitonax — I'L.

VHTepecHo, 4TO OCHOBHas «MoOAeKyaa knu3nm» — AHK — ca-
Ma 110 ceDe MepTBa M OKUBASETCS TOABKO B ITpolieccax peranka-
MY UM TPaHCKPUIIIUM IIPY IIOMOIIU OCOOBIX (PepMeHTOB —
roAuMepa3s, KOTOpble 00ecIiednBaloT ee KOIMpOBaHNe 1 IpoYTe-
HUe.
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CymectByeT Heckoabko Tunios PHK, nmeromux pasanunyio
BTOPMYHYIO U TPeTUYHYIO CTPYKTyphl. Hamboabiiee 6moaormye-
CKoe 3HaueHUe MMeIoT MaTpuyHas (uHpopmarmonHas) PHK
(MPHK), tpancnioptras PHK (TPHK), pudocomnasa PHK (pPHK),
mazas sigepHas PHK (MaPHK) n mazas mnTepdepupylomas
PHK.

Marpuunas PHK (MPHK) koMmIiaemenTapHa KOAUPYIOIIUM
nocaeaosareapHocTaM JAHK n cogepskut napopmanmio od amu-
HOKJCAOTHO I10CAe40BaTeAbHOCTY CBOEro 0eAKOBOTO IPOJAYKTa.
Cunreisanne MPHK mpoucxoaur B niporecce TpaHCASIIMM — CUH-
Te3a Oeaka Ha ocHose MPHK. Kaxxa011 13 20 KaHOHIYeCKMX (YHI-
BepcaAbHBIX  AAd  OKMBBIX ~ OPraHM3MOB)  aMMHOKMCAOT
COOTBETCTByeT HaOOp U3 TpexX TPUILAeT-HyKAeOTUAOB — KOJOH.
Oganol1 aMMHOKICAOTE MOXKeT COOTBETCTBOBATh ABa AU HECKOAb-
KO KOAOHOB — B HTOM 3aKAI04aeTCsl BBIPOKAEHHOCTh TeHeTYeCKO-
ro xoga. Tpu KogoHa He KOAUPYIOT aMMHOKNUCAOT, MOSTOMY
cuHTe3 OeaKa Ha HUX OCTaHaBAMBAaeTCs. DTO CTON-KOAOHBI VAU
HOHCeHC-KOAoHBI: YAI' (am0Oep), YT'A (omaa) n YAA (oxpa). Kpo-
Me cogep>Kaliell KOAOHBI (TpaHCAMpPYyeMOI) 00aacTy, 3peaasd
MPHK cogepxut HeTpaHcaAupyemble 004acTi, KOTOpble peryau-
PYIOT CTaOMABHOCTL MOAEKYABl UM MHTEHCMBHOCTH CUMTBHIBAHIASL
Moaekyasr MPHK mHOrga mmeror asylierioyeyHble y4acTKU —
IINNABKA U TICEBAOY3Abl, — KOTOpbIe MOIYT y4acTBOBaTh B pery-
AALAY TPAHCAALAN.

Tpancnopthas PHK (TPHK) nMeer BTopuuHyIO CTPYKTYpY,
HaIOMIHAIOIIYIO AUCT KaeBepa (puc. 27). Ha nenTpaapHoil netae
HaXxOAMUTCS aHTUKOAOH — TPUILAET, KOMILA@MEeHTapHBI KOAOHY
COOTBeTCTByIOIeN daHHOM Mmoaekyae TPHK ammnokmcaorsr. K
IIPOTUBOIIOAOKHOMY KOHIy Moaekyasl TPHK mnpukpenasercs
aMMHOKICAOTA.
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Puc. 27. Tpancnopraas PHK

Pubocomuas PHK (pPHK) Bxogutr B coctras pubocom
(puc. 28) u BBIIIOAHSIET KaTaAUTUIECKYIO (PYHKIIUIO IIpU 0Opaso-
BaHUM MENTUAHBIX CBsI3ell MeXKAY aMUHOKMCAOTHBIMIY OCTaTKaMu
B IIpoliecce TpaHCAsSUMU. Majass yacTuiia pubOOCOMBI BYKapUOT
IpeAcTaBAseT coO0i pPUOOHYKAEOIIPOTEMHOBHIN KOMILAEKC Ha OC-
HoBe cyOpearHUIBI PHK ¢ KOHCTaHTOI ceguMeHTaum (CKOpOCTH
ocaxxaenns npu uentpudyruposanun) 40S (S — eaununa Csea-
6opra), kotopast cocrouT n3 moaekya 185 PHK. Ocrnosoit 604b-
IO YacTUITBI pUOOCOMEI siBAseTCsl cyObeauHuria 60S, koTopas
coctout u3 tpex Moaekya pPHK - 28S, 5,85 u 55. Pudocomnas
PHK cocraBastet oko4a0 70 % ot obmiero koandecrsa PHK B kaet-
Ke. MUTOXOHAPUM MMEIOT CBOM OCOOBIe PUOOCOMBI, COCTOSIIIE
n3 50S n 30S cyOpeannun (mogoOHO OakTepyaAbHBIM pUOOCO-
Mam).
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Bonmbirag yacTuiia

[eHTpanbHBIA Mamaa yacTHUA

npoTyoepaHel]

Puc. 28. Cxema crpoeHust pubocomsl”

Maaas saepnas PHK (MaPHK) npeacrasaena moaekyaamm
AauHoi 100-300 HYKA€0THAOB ¢ HOABIIUM COAep>KaHUeM ypUAU-
Ha, KOTOpBIe BXOAST B COCTaB MeAKMX PUOOHYKAEOIIPOTENHOBBIX
rpanya sigpa. @ynknusa storo Tuna PHK 3akaiogaercsa B yuactun
B co3pesannu Moaekya MPHK.

Maaas untepdepupyromas PHK mnpeacrasaena KopoTku-
M (20-25 HyKA€0TIAOB) ABYLIEIIOUYEYHBIMU MOJAEKyAaMM, KOTO-
poble, cBa3bBasch C oTdeapHpiMu  MPHK  mo nmpunnmmy
KOMIL1€MeHTapHOCT!, MOTIYT II0AABAATh CUHTE3 OIlpeleAeHHBIX
0eAKOB U MPUBOAUTH COOTBETCTBYIONIYIO0 Moaekyay MPHK k ae-
rpagauyu. B sTom 3akarouaercs sisaenne PHK-maTepdepenmum.
Ocoboe 3uauenne stor Tun PHK umeer B oHTOTEHE3€e — MHAUBII-
AyaAbHOM Pa3BUTUN OPTaHU3MOB.

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

Pertaukanua AHK — »To mpornecc yaBoeHMsI MOAEKYABI Ae-
30KCHPUOOHYKAEMHOBOM KUCAOTH C OOpa3oBaHMeM MAEHTUYHBIX
AOYEpPHIX MOAeKyA. Y yeaoBeKa perAuKaIis IpoucXxoAnT B ¢gase
S xaerounoro 1ukaa. Penmankaruio AHK ocymectsasieT pepmeHT
AHK-nioanmepasa.

s poTeKaHNUs Ipoliecca peranKaluy HeodXoauMo pac-
raectu ApoyiHyio crmpaar AHK, Bpamjath MakpomMoaekyay u
yAep>KMBaTh ee B pacIlAeTeHHOM COCTOSHUM. DTu (PYHKIIUU BBI-
IIOAHSIOT THpasa (pacraeTeHne ClipaAan), Xeankasa (pasjeaeHue
Hureir), u /AHK-cBaspBaomine Oeaknm (yaep>kaHmne). TodHOCTDH
pernaukanuy obecrieunBaeTcs MPUHIIUIIOM KOMILIeMeHTapHOCTH
nap ocHoBaHmi1 u csorictsamu JAHK-moanmepasel, 6aarogapst Ko-
TOPBIM BTOT (PepMEeHT CIIOCOOeH pacIlo3HaTh U MCIPaBUTh OIINO-
Ky. Y ®yKapMOTMYeCKMX OPTaHM3MOB B IIpollecce peraMKalyu
NPUHUMAIOT y4yacTye Heckoabko Tunos JAHK-noanmepas. Ilocae
YABOEHUs IIPOMCXOAUT CyllepcImpaAu3ansl CUHTe3MPOBaHHbBIX
MOAeKyA U AaabHenmas koMmmakrtudanu:a AHK. Iporecc peran-
Kaluu TpeOyeT 3aTpaTr SHepIU.

Panee cymiecTBoBaau Tpy MOJAeAU MeXaHU3Ma perLauKalumn
AHK. CoraacHo KOHCcepBaTMBHOMY MeXaHU3MYy B pe3yabTaTe pe-
rnaMkauum ogHa Moaekyaa JAHK coctout ToabpKO M3 pogurtean-
CKUX 1lellell, a J4pyras — TOABKO M3 JOYEPHMUX Iellell.
AucriepcoHHas MOAeAb IIpealioaraaa, 4To Bee II0Ay4MBIINecs B
pesyabTate penankauun moaekyasl AHK cocrosar mus nenei, og-
HIJ y49aCTKM KOTOPBIX BHOBb CHMHTEe3VMPOBaHbI, a APyTUe B3ATHl U3
poauteabckonn Moaekyasl AHK. IloaykoHcepBaTMBHBEIN Mexa-
HI3M penAuKaluM 3aKAI04YaeTcsl B TOM, 4TO KaXJas MOJeKyaa
AHK cocrout 13 0AHOM Llenu UCXOAHOM POAUTEABCKON MOAEKY-
ABI I OAHOJ BHOBb cMHTe3upoBaHHON nemnn. IloaykoncepsaTus-
HBIII MexaHu3M OblA A0KasaH B 1958 1. orrpitamu M. Meseabcosa u
®. Craas.

ITockoapky AHK-mioanmepasa He ymMeeT HauMHaTh CUHTeE3
HOBOJ HUTU Ha OAHOHUTEBOM MaTpulle, a MOXeT TOAbKO IIpU-
KpeIAsTh HOBBle HYKAEOTHABI K y>XKe MMeIOLIeNcs Ieny, MHU-
nManus  penAuKauuy — IPOMUCXOAUT  IIyTeM  OOpa3oBaHMs
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HeboapItoro yyactka AHK-PHK npnu nmomomu gpepmenta JHK-
nparmasel. K 3’-konny PHK-3atpaskun AHK-moanmepasa 4o06as-
asieT HoBble HyKaeoTuabl, a PHKasa H norom paspymaer PHK B
rMOPUAHBIX ydacTKaX. /lurasa cImBaeT CHHTe3MpOBaHHBIe (par-
menTs AHK (puc. 29).

AHK-noanmepasa MOXeT BeCTU CHMHTe3 TOALKO B Halpas-
aenmm  5— 3, T. e. TPUCOEAMHATL HOBBII HYKACOTHUA
K 3’-KOHIly y>Ke CUHTe3MPOBaHHOI JacTu. /ByHuTeBas CTpPyKTypa
AHK mpeanoaaraer HeoOXOAMMOCTh CHMHTe3a B ABYX HallpaBae-
H1siX 5 — 3" u 3’— 5. Dra 3a4aua perraercs: myTeM 0Opa3oBaHIL
Y-0o0pas3HO! CTPYKTYypBl — peNAMKAlMOHHON BUAKM (puc. 29).
IIpu sTom nens 3'— 5 ABAseTC AMAUPYIOIIe — CMHTe3 Ha Hell
AT HelpephIBHO, a Lemnb 5 — 3’ — orcraiomieii, ITOCKOAbKY Ha
Hell CMHTe3 MJeT B OTAeABbHBIX yJacTKax — ¢pparmenTax Okasakuy,
Ka>KbIN 113 KOTOPBIX HaunHaeTcs ¢ Hopoi PHK-3aTpaskm.

5 3

Tnpasa ——p
——— X\ cUKana

JHK nonume p:\sa-.___‘h‘

PHE sarpasra

PHKasa H—*
Jparmenrs
Cpadain \‘

JITK nuraza ————gme

~— Jluppyoman nens
2

OreTamman Memh ——

3’

un

Puc. 29. Cxema peramkanyoHHONM BUAKU
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3.3. Tpanckpunuyus

Tpanckpunumein HasbiBaerca cuHTe3 MPHK na marpune
AHK. ITponecc cuntesa PHK mporekaer B HammpaBAeHNH OT 5'- K
3'- koH11y, T. e. mo Marpuynoi nenn AHK AHK-3asucumas PHK-
noauMepasa — (epMeHT, OCYIIeCTBAIONINII TPaHCKPUIIIINIO —
ABVIKETCs B HampapAeHuu 3'—5', MpUKpeILAsst HOBbII PUOOHYKAeO-
3uaTpudoOcCTaT K 3'-KOHILY y>Ke CMHTe3MpOBaHHO MoAeKyasl PHK.

Vaunmanms TpaHCKPUIIIIUM — CAOXKHBIN ITPOIIeCC, 3aBUCS-
muit ot nocaegosareabHoctu AHK, Haxoasmmericsa B6An3n TpaHc-
KpuOMpyeMoIl IocAej0BaTeAbHOCTI — IIPOMOTOpa M OT Ooaee
YAaAeHHBIX OT TOYKM HayaJa CMHTe3a yJacTKOB IeHOMa — DHXaH-
cepoB (aKTMBUPYIOIIMX TPaHCKPUIIINMIO) M CallA€HCePOB (4e3aK-
TUBMPYIOIIMX TpaHCKpuniuio). Bo Bcex »Tmx ydacTtkax ectsb
CalTHI CBA3BIBAHMA TPAHCKPUIIIMOHHBIX (PaKTOPOB — OeAKOB, pe-
TYAUPYIOIINX IIPOLIeCC TPaHCKPUIILIUMM M BXOAAIIMX B COCTaB
TPaHKPUIIIIMIOHHOTO KOMILAeKca.

IIpu mepexoae TpaHCKpMUIILIMM OT MHULIMALIMU K CAEAYIO-
el CTaAuM — ®AOHTAalMU — MPOMCXOAUT AMCCOLMAIIU CBsA3eN
mexxay PHK-moammepasoir, mpoMmotopoM u ¢dpaxTopaMy MHMU-
LMaluyy TPaHCKPUIILINM.

B nepmnog »aonranum 8 AHK pacrniaereno npumepso 18 nap
HyKAeoTnA0B. lIpmmepno 12 HyKA€OTHMAOB MaTpUYHON HUTHU
AHK obpasyer rmbpuanyio cnmpaas ¢ pacrymgein memnpio PHK.
I'To mepe asmxenns PHK-moanmepa3ssl o MaTpulie Briepeau Hee
IIPOVICXOAUT pacIldeTaHue Apyxijeriodednont moaekyanl AHK, a
noszaau gepmenTa AsoriHas cimpaab AHK Boccranasansaetcs. B
DTOT MOMEHT U3 KOMILAeKCa OCBODOXJaeTcsl ouepeaHoe 3BeHO
pacrymient renn PHK ¢ marpunei n PHK-noanmepasoii. Bece a1
IepeMellieHns  IMOoApa3yMeBalOT  OTHOCUTeAbHOEe  BpallleHue
PHK-noanmepaser u AHK. ITosTOMY 4451 IpegoTBpalieHs Tako-
ro Bpamtenus asuramomyyiocsa o AHK PHK-nmoanmepasy compo-
BOXKAAIOT Toromsomepassl. Ha cragmm saonranum B Iporecce
TPaHCKPUIILIMM HEeMaAOBa’XkHYIO pOAb UIPalOT Tak’Ke OCHOBHBIE
DAOHTUpYIONIe (aKTOPH, KOTOpble HeOOXOAMMBI AAsl IPeAoT-
BpallleHNsl MNpeXXAeBpeMeHHOV TepMUHaUM MaTPUYHOIO IIpO-
1ecca.

63



Caeayromass ¢asa Ipoliecca TPaHCKPUIIIINY Ha3bIBA€TCs
TepMHMHaLMel. B 9TOT MOMeHT pacTyminii TpaHCKPUIIT OCBOOOXK-
Aaercst u nmpoucxoaut aucconmanya PHK-moanmepassr n AHK-
Matpunpl. Ilocae 3aBepmieHns craaum TepMUHaUUU TPaHCKPUII-
uuy nponcxoaut paspesanne PHK, a satem K e€ 3' KoHIy ¢ I10-
MOIIBIO (epMeHTa NOAMA-TIOAUMepasbl aoOaBasercst 100-
200 ocHOBaHUI ageHMHa, KOTOpble OKa3blBalOT BAMAHME Ha CTa-
OMABHOCTD IIOAY4€HHOTO TPAHCKPUIITA.

3.4. IIpoyeccunz PHK

Cospesanne MPHK nHaspiBaercs npoueccuHroM. buoaorm-
9yecKoe 3HadyeHMe IPOLIeCCHMHIa B DYKapUOTMYEeCKON KAeTKe 3a-
KAI04aeTCs B BO3MOKHOCTM MOAy4YeHIs pa3AMYHbIX KOMOMHAIMI
DK30HOB TeHa, a 3HA4YUT, I0Ay4eHUs OOAbIIero pasHoOOpasy:
0eaKOB, KOAMPYEeMBIX OAHON HYKAEOTMAHOI IT0CcAe]0BaTeAbHO-
creio AHK. Kpome Toro moguduxaumsa 3'- n 5-konunos MPHK
CAYXKUT A4Sl peryAsSLINI ee DKCIIOpTa U3 siApa, TIoAAep KaHns cTa-
OMABHOCTM B LIMTOIIAA3Me U AAsl YAYUIIIeHNs B3aIMOAEVICTBUSA C
pubocomam.

Eme a0 3aBepiieHus TPaHCKPUIILIMU ITPOMCXOAUT ITOAU-
ageHnanposaHne 3’-koHua (pasgea 6.3). K 5'-konny MPHK mo-
CpeACTBOM TpudocdaTHOTO MocCTa NPUCOAVNHACTCS
7-MeTUATYaHO3UH, COeAVMHSIONIUIICA B HEOOBIYHON IO3UIIUN
5'=5', n mpoucxoAuT MeTnAMpoBaHue pudO3 ABYX IEPBBIX HYK-
A€0TUAO0B. DTOT POIIeCC Ha3bIBACTCS KPIIMPOBaHUEM.

IIponecc BrIpesaHns onpeseAeHHBIX HyKA€OTUAHBIX I10CAe-
AoBateabHOCTelt 13 Moaekya PHK m coeamnenms mocaeaosa-
TEABHOCTEN], COXPAHAIOIINXCA B «3peAol» MOJAeKyle, B XoJe
nponeccunra PHK, naspiBaercs ciaaricunrom. B xoge criaaiicnn-
ra n3 MPHK yugactkn, He kogupyionine 0e4A0K (MHTPOHBI), yAaas-
IOTCSl, a DK30HBI — Yy4acTKM, KOAMPYIOIIVe aMMHOKUCAOTHYIO
I10CAe40BaTeAbHOCTD, COeAMHSIOTCS APYT C APYIOM, I He3peaas
npe-MPHK nipespamiaercs B 3peayio MPHK, ¢ koropoint cunresu-
pyIoTcs (TpaHCAMPYIOTCS) OeAKU KAETKI.
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AAst ciaavicuHra HeOOXOAMMO HaAuU4dmMe CHeruaAbHBIX 3'- U
5'- mocaegosateapHocTelt. CriaaiicMHI KaTaAU3UPYETCs COCTOs-
myM 13 PHK 1 6eakoB 004ApIIIMM KOMILIEKCOM, KOTOPBIN Ha3bl-
BaeTcs craavicocomoii. CraarcocoMa BKAIOYAeT IISITh MaAbIX
saepHbIX pubonykaeonpotengos (MsaPHIT) — Ul, U2, U4, U5 u
Ue6. PHK, Bxogsmas B cocras MaAPHII, B3anmMoaencrsyer ¢ MHTpo-
HOM I, BO3MO>KHO, ydacTByeT B KaTraamuse. OHa HpMHUMaeT y4a-
CTHe B CILAaliCUHTe MHTPOHOB, cogep>Kamux B 5' caire I'Y, u AI' B
3' ciaaricuUHT-caviTe.

Muoraa MPHK B miporiecce co3peBaHms MOIYT IIOABEPTaThCs
aAbTePHATUBHOMY CI1AaMICHHIY, KOTOPBIN 3aKAI04aeTCsl B TOM, UTO
umeromuecs B cocrase npe-MPHK mHTpoHBI BeIpesaloTcs B pas-
HBIX aAbT€PHATVBHBIX KOMOMHAIIMAX, TP KOTOPBIX BBIPE3alOTCs
U1 HEKOTOpBle HK30HBI. HekoTopsle 13 IpOAyKTOB aabTepHaTUBHO-
ro crnaavicuara npe-MmPHK HedyHKIIMOHaABHBI, KaK HaIpumep,
IIpU OIpeAeAeHUN 10Aa Y MA0AOBOM MYIIKM APO30(pUABI, OAHa-
KO 4acTo B pe3y/AbTaTe aldbTepHaTUBHOTIO craaricuHra npe-mPHK
0AHOTO TeHa oOpasyioTcst MHOrouncaenssle MPHK n mx Geakosbre
HPOAYKTHI.

B HacrosIlee BpeMsI M3BECTHO, YTO Yy YeaoBeKa 94 % reHoB
II0ABEP>KEHO aAbTEPHATVBHOMY CIIAAVICHHIY (OCTaAbHBIE 6 % Te-
HOB He coaep>KaT MHTPOHOB). A/AbTepHATUBHBI CIIAAVICUHI Y
MHOTOK/AETOYHBIX DYKapUOT sBAsAETCA KAIOUeBBIM MeXaHU3MOM
yBeANYeHUs] pa3HOOOpasusi OeAKOB, He CO3AaBasl M3OBITOUHBIX
KOINI I'eHa, a TaKKe I03BOAseT OCYIIeCTBAITh TKaHecrenudude-
CKYIO U CTaAyecrneriupruecKyio peryAsinio 9KCIpeccuu (Iposis-
A€HUSI) TEHOB.

3.5. Tpatcaayus

Cunres 0eAKOBBIX MOJEKyA M3 aMMHOKICAOT Ha MaTpuile
MPHK npu ygactun pu6ocom u TPHK HasbiBaeTcs TpaHcAsAIMIelL.
IIponiecc mponcxoAUT B UUTOIAa3Me Ha IIO0AMCOMaxX — KOMILAEK-
cax, cocrosimux 13 MPHK 1 MmHOTIIX pUOOCOM ¢ IIpuKpenAeHHbI-
mu moaekyaamu TPHK (puc. 30).
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Puc. 30. Cxema Tpancasuym: 1 — mHMIMAIs, 2 — 9A0HIaIAs, 3 — TepMUHAIMSA

ITponiecc coctouT u3 vHUIMALUK (y3HaBaHUST prOOCOMOII
CTapTOBOIO KOAOHA I HayaJa CUHTe3a), 9AOHrauum (CuHresa Oea-
Ka) 1 TepMuHaluu (y3HaBaHMs CTOI-KOAOHA U OTAeAeHus OeaKo-
BOTO MPOAYKTa).

ITockOABKY KasKAbIil KOAOH COCTOUT U3 TpeX HyKAeOTUAOB,
KaXkaas I10CAe40BaTeAbHOCTh MOKeT OBITh IpOYMTaHa TPOSIKO —
HaulHasl C IIePBOIo, BTOPOIro AKOO TPeThero HyKAeoTUAa, VHbBIMU
CAOBaMI, MMeeTCsl TPU BO3MOKHBIX paMKM cunThiBaHmst. CrapTo-
BBIM KOAOHOM IIOYTHU Beerda spasgercs AYI. Pamku cumthiBaHms,
HauMHAIOIIMecs C 9TOTO0 KOAOHA, Ha3bIBAIOTCS OTKPBITBIMU. A
yHunManuy pudocoma ckanupyer MPHK, noka He HaiigeT koA0H

AYT. O6b1YHO OHa BOCHPMHMMAaeT TOABKO Te CTapTOBble KOAOHEL,
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KOTOpBIe HaxoAsTcs BOAM3u 5 -ksna. CrienmaapHble 6eaxku — dak-
TOPBI MTHULIMALMY TPaHCASILIUM — YYacTBYIOT B y3HaBaHUU CTapTO-
BOITO KOAOHa WU IIpucoeauHeHny uHunuaropnon TPHK,
codep>kalent aHTUKOAOH Y AlLl, coOTBeTCTBYIONMINII aMUHOKICAO-
Te MetnonuH. K sron TPHK MmeTtnonmn npmcoeaunen npm Iio-
morn ¢pepmenta ammHoauna-TPHK-cunTeTassl. Buauase maaas
gacTuiia pubdocomsl (cama nan B komraekce ¢ TPHK) cagurcs Ha
MPHK, a satem K Hell mpucoeauHseTcs O0AblIas yacTulla, U IIpo-
UCXOAUT OTcoeAyHeHne GpakTopos MHMIManym Tpancainun. Co-
OpaHHasg pubocoMa HauMHaeT »JAOHTMPOBATh Iemb. B xoae
®A0HTaLN 0AUH OeakoBbl (pakTop nepenocut TPHK B ammHoa-
LMABHBIN IEHTp pUOOCOMEHI (A-IIeHTp), a 1ocae GpopMUPOBaAHILI
MeNTUAHON CBA3U B IeTuanabHoM neHtpe (II-1ieHTpe) BTOpOIL
¢akTop A0HTALINN KaTaAU3UPYET CMellleHre prOOCOMBI Ha OAVH
tpumnaet (puc. 30). Korga pubocoma 40X0AUT A0 OAHOTO U3 HOH-
ceHC-KO4O0HOB — YAI (am0Oep), YT'A (omaa) man YAA (oxpa) -
noaxogsament TPHK He oOperaeTcst 1 HOBasi IIeNTUAHAsL CBA3b He
obpasyetcs. [log aeiicTBueM crermMaabHBIX O€AKOBBIX (PAKTOPOB
poucxoauT otgeaenne pudocomsl ot MPHK n ocsobokaenne
TOTOBOII O€AKOBOI MOAEKYABL.

Konmpoavnvie 6onpocot u 3adanus

1. YcraHoBuTe COOTBETCTBIE MEXAY MOHATUAMU, COdeprKa-
IUMUCA B CAeAyIomux croadnax. Aas sToro psaom ¢ nudpoi
IIepBOr0 CTOAOIIa IOCTaBbTe OYKBY COOTBETCTBYIOIIIETO ITOHATII
13 BTOPOTO CTOAO1Ia.

1) nykaeorng a) AHK
2) penamukauus 0) criaavicuHr
3) mMHTpOH B) PHK-3arpaska

2. 3asepmure ¢Qpasy, BHOpaB IIpaBUABHOE CYKAeHUe I3
Hepe‘{I/IC/leHHbIX BapI/IaHTOBZ

Tpanckpumimsa — 970...

a) I3MEHEeHIIe 9ricaa XpOMOCOM, KpaTHOG Fal'IAOI/IAHOMy;

6) MyTaI_[I/Iﬂ 3aMeHbI OA4HOTO HyK/leOTI/IAa ApyrI/IM B COCTaBe
AHK;
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B) mponecc cuHTe3a nHPopmanyonsoi PHK wa maTtpuiie
AHK;

I) OAVMH 13 BUAOB B3aIMO/EVICTBIS HeaAeAbHbIX TeHOB.

3. Ompegeante mpaBUABHOCTD CAeAYIOITell Ppashl:

VMuTtponsl — s10 HeTpaHncaupyemsble ydyactku MPHK, koro-
phle BLIPe3alOTCsl IIPY ee CO3PeBaHNN.

4. YcraHOBUTe COOTBETCTBUE MEXKAY IMOHATUSAMU, COAepKa-
IIUMICS B CAeAYIONIUX cTtoab1ax. Jas ®Toro psaiom ¢ nmudpoit
IIepBOTO CTOA0IIa ITOCTaBbTe OYKBY COOTBETCTBYIOIIETO ITOHSTHS
13 BTOPOTO CTOAD1Ia.

1) TpancasALIMA a) AOMIMHIUpPOBaHIe
2) ¢pparment Okazaku 0) pubocoma
3) aaaean B) pelAMKaIlIOHHAas BIAKA

5. VickaounTe AuniliHee IOHATHE B IIPUBEAEHHOM psAy.
YkaxuTte o0o0OI1ao1ee cA0BO AaHHOTO psija:

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

6. YcTaHOBMUTE COOTBETCTBME MeXKAY IOHATIAMM, CodeprKa-
IIUMICS B CAAYIONIUX cTtoAb1ax. Jas ®Toro psaaom ¢ nudpoii
IIepBOTO CTOA0Ila ITOCTaBbTe OYKBY COOTBETCTBYIOIIETO ITOHATIS
13 BTOPOTO CTOA011a.

1) pubocoma a) AUAMpYIOLas Lelb
2) mpoMoTOp 0) 6ea10x
3) penankans B) TPaHCKPUIILIV

7. Ilpogoaxure ppasy:

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

PruGocomsl y9acTBYIOT B IIpo1iecce. ..
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I'rasa 4. OCHOBBI IIUTOT € HETUKI

LInToreHeTNKa — Hayka O CBA3U BHYTPUKAETOUHBIX CTPYKTYP
1 HacaeAcTBeHHOCTH. OHa HaXOAMTCS Ha CTBIKE T€HeTUKU (HayKu
O HacAeACTBEHHOCTU ¥ M3MEHYMBOCTM) UM IIUTOAOTMHU (HAyKU O
KAETKe).

4.1. Buympuxiemounvie HOCUMEAU  HACAEICHEEHHOU
undopmayuu — 10po, MUMOXOHOPUYU U HAACMUIbL

Slapo (aat. nucleus) — opraHeaaa dyKapUOTUYECKO KAETKH,
cogepxamass moaekyanl /JAHK, xoTopple HecyT TIeHeTUYeCcKyIo
nHdopmaiuio. B sape mpomcxoaAT BaKHeNIIMe AAd SKUSHU
IpOLIeCCHl: pernaukauus — yapoenme moaekya AHK, a taxke
TpaHckpunnus — cuHTted moaekya PHK na moaekyae AHK. 3aecn
Xe cuHTe3upoBaHHble Moaekyabl PHK moapepraiorcs psiay mo-
AuduKanmii ¥ TOABKO IIOCAe HTOTO BHIXOAAT B IIUTOIAasMy. B
OCOOBIX CTPYKTypax BHYTPU sApa — AAPBIIIKAX — IPOVCXOAUT 00-
pasoBaHme CyOBeAVHNL] prOOCOM.

Slapo oTAeaeHO OT IIUTOILAA3MBI sIA€pHON 000A0UYKOI, 00-
pa30BaHHOJ 3a CYET pacCIIMPEeHIs U CAUSHUS APYT C APYTOM IIVIC-
TepPH DHAOILAa3MaTHYeCKO ceTu TaKuUM O0pas3oM, 4To y sgpa
00pa3oBaAnCh ABOIHbIE CTEHKU 3a CYET OKPYKAIOIIMX €r0 Y3KMX
KOMITapTMeHTOB. I1oa0cTh s4epHOII 000A0YKM Ha3bIBaeTcsl AIo-
MEHOM AN TIepUHyKAeapHbIM IIPOCTPaHCTBOM. BHyTpennss mo-
BEPXHOCTh ODOAOUKM sApa IOACTUAAETCA SIACPHOM AaMMHON —
JKECTKOII ©eAKOBOI CTPYKTYpoOif, OOpa3oBaHHON OeAKaMM-
AaMIHaMM, K KOTOPO¥ NpUKpenaensl Hutu xpomocomuon /JAHK.
/laMMHBI TPUKPENASIOTCA K BHYTpeHHeil MeMOpaHe sepHOI
000404KM TPV TIOMOITM 3asKOPEHHBIX B Hell TpaHCMeMOpaHHBIX
0eAKOB — pellenNTOpoB AaMIUHOB. B MecTax cAnsHN: BHyTpeHHell 1
BHeIIIHell MeMOpaH s4epHOJ 000A104KM OOpasyloTcs TakK Hasbl-
BaeMble sJepHble IIOPhl, Yepe3 KOTOphle IPOMCXOAUT OOMeH Be-
IIIeCTB MEXKAY SAPOM U LUTONAa3Mou. I1lopa He sBAsIeTCs ABIPKO
B sigpe. DTO CAOXKHasl CTPYKTypa, OpTaHM30BaHHAs HECKOAbKIMU
AecATKaMI 0COOBIX 0eAKOB — HyKAeoIopnHOB. C ITIOMOIITBIO DAeK-
TPOHHOJ MMKPOCKOINM OBIA0 yCTAaHOBAEHO, YTO sJepHasl Iopa
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IpeJcTaBAseT cOOO CTPYKTYPY, COCTOSIIYIO M3 BOCbMM CBSI3aH-
HBIX APYT C APyroM OeAKOBBIX I'PaHyA C BHeIIIHel, 1 BOCBMU — C
BHYTpPeHHell CTOPOHBI sI4epHOIT 00010YKM.

SIAPBIIIKO — CTPYKTypa, HaxoAdIlascs BHYTPU s4pa, 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 OpTaHI3a-
TOPHI — CIeljalbHble Y4acTKH, coJepKalliyie TeHbl prOOCOMHOI
PHK (pPHK), Boxpyr KOTOpBIX U1 (pOPMUPYIOTCS AAPBIIIKIA. B s14-
priike noammepasa I cunresupyer pPHK. Ilocae cospesanmsa
sroin PHK mpomncxoaut coopka pmubocoMHbIX cyOdactmil. B s1a-
PBIIIKe AOKaAMU3YIOTCA OeAKy, IpMHMMAIOIMe yJacThe B DTUX
nponeccax. /1451 HeKOTOPBIX U3 DTUX OeAKOB XapaKTepHO HaAudue
0Cco0O0II aMMHOKUCAOTHOM I10CA€40BaTeAbHOCTU — CUTHaJa s4-
poimkoBon aokaamsanun. CaesyeT OTMETUTh, 4TO B sAPBIIIKe
Aokaansyetcs:i 0koa0o 600 BUAOB pa3danyHbBIX O€AKOB. DTO camas
BBICOKasl KOHIIeHTpaums Oeaka B KaeTke. CumTaercs, 4To AAd
ocyllecTBAeHNs1 PyHKINI SAPBIIIKa HeoOXoAMa AUIIL HeDOAb-
Imas 4acTh 9TUX 0eAKOB, a OCTaAbHBIE ITOINAJalOT TyJa HecIeIu-
Juaeckn.

IIpumMeHeHne METOAOB 9A€KTPOHHOV MMKPOCKOIINUM IIO3BO-
AUAO BBIAGAUTH B SIAPBIIIKE HECKOABKO CyOKOMIIapTMEHTOB: TaK
HasblBaeMble (PUOPUAASPHDIE LEHTPHI, OKPY>KeHHbIe yJacTKaMMU
IIAOTHOTO (PUOPUAASIPHOTO KOMIIOHEHTa, TAe U IIPOMCXOAUT CUH-
te3 pPHK, n rpanyaspHbie KOMIIOHEHTBI, KOTOpbIe pacIioAaraor-
Csl CHapy>Xu OT IIA0THOTO (GUOPUAASIPHOTO KOMIIOHEHTa U
IIpeACTaBAAIOT CODOOJM CKOIAEeHMe CO3peBaloIMX PUOOCOMHBIX
cyOuacTuII.

ITpn aeaenun xaetok oraeapHble moaekyanl JAHK moasep-
raloTcsl KOMINAaKTU3alMl, CTAaHOBATCS Ppa3ANMdMMbl XPOMOCOMBI —
HYK/A€OIIPOTEMHOBbIe KOMILAEKChI, COCTOAIINE U3 ABYX XpOMaTuJ,
COeAVHEHHBIX LIeHTPOMEepOIi — IePBUYHOMN IlepeTsKKo (puc. 31).
ITockoabKy XpoMaTHABI ABASIOTCSA Pe3yAbTaTOM peIlAMKaluu
(yasoenms1) ogHoit Moaekyanl AHK, nx Ha3bIBaIOT ceCTPUHCKUMI.
Kaxxpaas xpomarnga pasjeseHa LIEHTPOMEpPOI Ha ABe JacTU —

70



naeun. OOBIYHO I11€4YM XPOMOCOM He PaBHBHI 110 AAMHE, BBIAEASIOT
KOpOTKOe (0003HaJyaeTcs AaTMHCKOI OYKBOI P) 1 AAVHHOE I11e40
(obo3HavaeTcs Oyksoit q). OTHOIIIeHMe AAMHBI KOPOTKOTIO I11e4a K
AAVIHE BCell XPOMOCOMBI, Ha3bIBAIOT LIEHTPOMEPHBIM MHAEKCOM.
Pasanyaror MeTalieHTpuYecKrie XpOMOCOMBI (LIeHTPOMEePHBII MH-
aexc 0,35-0,50), cybomeranentpuueckue (0,25-0,35) m akpolieH-
Tpudeckne (< 0,25). KoHlleBble palioHBI XpPOMOCOM Ha3bIBAIOTCS
TeAOMepHl.

Tenomepa

KopoTkoe
nneyvo (p)

LieHTpomepa
Xpomatuga

ONvHHOe
rneyo (q)

Tenomepa
Puc. 31. CxemaTuyeckoe n3o0pakeHye XpoMOCOMBI

MuroxoHgpum — opraHeAaAasl, MMeIOIIMecs B IJUTOILAa3Me
MHOIUX ®YKapMOTUYECKMX KAeTOK. VIMeHHO B MUTOXOHAPMAX
npoucxoaut cuHTe3 AT® — OCHOBHOTO MCTOYHMKA XUMUYECKON
sHepIuu KAeTKU. DPPeKTUBHOCTh PabOTHl MUTOXOHAPUII OYeHb
BpicoKa. Ha ¢ororpadmsax MUTOXOHApMIT BUAHO OOMAME BHYT-
peHHMX MeMOpaH (puc. 32). Koangectso 1 ¢popMa MUTOXOHAPUIL
CIABHO Pa3AnN4aloTCs B pa3HbIX TKAHAX U 3aBUCAT OT MHTEHCHUBHO-
cTu oOMeHa BerecTs. HanpuMep, B 04HOJ KAeTKe IIeYeHU M.e-
KormTaomux MoxxeT 6pTh 1000-1500 MUTOXOHAPUIA.
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Puc. 32. DaextpoHHast MUKpodoTorpadust cpeza MUTOXOHAPUN

Ob604109Ka MUTOXOHAPUIT COCTOUT U3 ABYX MeMOpaH, MeXXAy
KOTOPBIMU MMeeTcsl MeXKMeMOpaHHoe IpocTpaHcTso. [TpocTpan-
CTBO, OTTpaHMYeHHOe BHYTpeHHel MeMOpaHOIl, Ha3blBaeTcsl Mart-
puxcoMm. B maTpuxce pacrioaaraiorcs mutoxongpuaasssie JHK,
PHK n pubocomel, cogepskartcst pepMeHTHl, yJacTBYIOIIe B IIMK-
ae KpeOca, mpoTekaioT peakIuy OKUCAEHUs KMPHBIX KHUCAOT.
BuyTpennsss MemOpaHa oOpasdyeT MHOTOYNCJAEHHBbIe IpeOHeBUA-
Hble CKAaAKM — KPUCTHI, CyIIeCTBeHHO yBeANdYMBaoNiue I11011alb
ee ropepxHoctu. Ha obparieHHolT K MaTpUKCy CTOpPOHe BHYTpeH-
Hell MeMOpaHbl MUTOXOHAPUII A0KAAMU3YIOTCSI OCOObIe MOAEKYAbI
AT®-cuHTa3bI, COCTOSAINE U3 TOAOBKM, HOXKKM 1 ocHOBaHw:. [Ipu
IIPOXO>KAEHIM depe3 HUX IPOTOHOB Ipoucxoaut cunted ATO. B
OCHOBaHMM 4YacTMII, 3aIlOAHsAs COOOJ BCIO TOAIY MeMOpaHBI,
pacrioaaraiorcss KOMIIOHEHTHI AbIxaTeAbHOV wnenu. Hapysknas
MeMOpaHa MUTOXOHAPUII MMeeT MaJdeHbKIe OTBepcTus, oOpaso-
BaHHBIE CITellaAbHBIMU OeAKaMM, yepe3 KOTOpble MOTYT IIPOHMU-
KaTh HeDOAbIlIie MOAeKyAbl UM MOHBL. BHyTpeHH:ss MmemOpaHa
TaKMX OTBePCTUII He MMeeT. B MecTax conmpuKOCHOBeHMsI HapyXK-
HOJ M BHyTpeHHell MeMOpaH HaXOAUTCs CHeIjMaAbHbIN Oeao0K-
peLenTop, CHOCOOCTBYIOIINI TPaHCIOPTY MUTOXOHAPMAABHBIX
0eKOB, 3aKOAVPOBAHHBIX B sI4pe, B MAaTPUKC MUTOXOHAPUM.

" URL: http://fusionanomaly.net/mitochondria.html
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MuroxoHapnaapHBII T€HOM 4eAOBeKa IpeAcTaBAeH KOAb-
nepoilr Moaekyaon AHK gannoit 16569 m.H. (map HyKAeOoTUAOB),
KOoTOpas codep>kut 37 reHoB (13 13 HUX KOAMPYIOT OeaAKky, PyHK-
LIMIOHA/ABHO CBSI3aHHbIE C DHEPIeTUYeCKMM OOMeHOM, 22 — TpaHC-
noptaele PHK n 2 — pmubocomaasnyio PHK) (puc. 33). AHK
MUTOXOHAPHUI HacAeAyeTcs MCKAIOUUTEABHO II0 MaTepMHCKOM
avaNK. B Muroxonapuaasson AHK HabOaosaeTcst BbIcOKasl gac-
ToTa MyTanui. Myranmun muroxoHapuaasHon AHK asasiorcs
IIPUYNHOI 11€10T0 psija HacAeACTBEHHBIX 3a001eBaHIII YeA0BeKa,
OOBIYHO CBSI3aHHBIX C TSIXKEABIMU HapyIIeHNAMI OOMeHa BeIIecTs.

VHTepecHo, 4TO TeHOM MMTOXOHAPUI pacTeHUl 3Haulu-
TeABHO 00AbIlle, YyeM Yy >KUBOTHBIX. OH MOXeT AOCTHUTaTh
370 T.IL.H., ¥ Y)ICAO IeHOB TaM IPVMIMEPHO B CeMb pa3 IIPeBOCXOAUT
TaKOBOe y YeA0BeKa, 4YTO OOBACHSETCs CyIleCTBOBaHNeM B MUTO-
XOHAPMAX PpacTeHUl AONOAHUTEABHBIX IIyTell 9AeKTPOHHOTO
TpaHCIOPTa, He CONPsKEHHBIX ¢ cuHTe3oM ATO.

D-netns
(NPOMOTOP W OPWINWH PENINKEaLN)
TPHK

theHunanaHuHa | TPHK TpeoHuHa

TPHK
BanuHa
"¢ 128 pPHK

YEUXMHON-LMTOXPOM-C-
_OKCHAOpeAYITasa

TPHI-(Inp onuHa

165 pPHK NADH
Aernaporeqaza o
" FNYTaMUHOBOA KUCINOTHI —
TPHK neayuua NADH
TER \\ =: AerwaporeHasaé
b T TPHK nedtuvHa
NADH __TPHK cepuHa

AeruaporeHaszal “TPHK rucTugmHa

TPHK wzoneiymHa

NADH

TPHIK
rayTaMuHa
AernaporeHasa 4

TPHK meTvoHAHE
NADH TPHK ?:]sﬁ]l(m”a
Tl acnaparvHa
ASMRporemoaT TPHK uMcTenHa
> TPHK TupoauHa NEMKAR LEMb 4
an " TPHK apruHuHa
TPHK TpunTodana S
X AerwaporeHasza 3

LMTOXPOM-C- Ty

okcuaasa 1 , - TPHK rnuywHa

- LMTOXPOM-C-DKCWAA3a 3
X ATd-cuHTaza 6
;‘.{’cﬂﬂ;’;" Y| ATo-cunrasa
PHIC acnaparuHogon TPHK nusuHa TAKENARA LEMb

KACNOTRI

Puc. 33. Mutoxongpuaarnas AHK geaoseka
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Y $oTOCHHTE3UPYIONINX OPTAaHM3MOB MMEIOTCs CIeljalb-
Hble OpraHOMABI — I1AaCTUABL, KOTOPbIe MOKPBITEI ABOMHON MeM-
OpaHOII 11 MMEIOT B CBOEM COCTaBe MHOXKeCTBO KOINII KOAbIIeBO
AHK. CosoxynHOCTh 1I1aacTi/, KAeTKM odopasyer naactugom. Cy-

IIeCTBYEeT Tpu Hanboaee PpacIipOCTpaHEeHHBIX TUIIA I1AaCTUA:

1. XaopomnaacTtel — naacTuAbl, KOTOpble cojep>KaT XAOpo-
¢uaael — murMeHTsI, HeobXxoauMBble AAs1 porocuHTesa. OHM, Kak
IIpaBUAO, UMEIOT 3eAEHYIO OKpacKy (puc. 34).

2. XpoMoIiaacTel — OKpallleHHble B JKEATBI, KpacHBI 1A
OpaH>KeBbINl 1IBeT IAacTuAbl. VIX okpacka ompeseasieTcs HaKoOII-
AeHVeM KapOTMHOMAOB — >KEATBIX, OpaH’KeBbIX UM KpaCHOBaTBIX
MUIMEeHTOB. XpOMOILAACThI OIpeAeAsIOT OKpPacKy OCEeHHMX AVCTb-
eB, /eIIeCTKOB 11BeTOB, KOPHeIL1040B, CO3PeBIINX 111040B. OObIU-
HO TaKlMe IAacTUABI IIPOVCXOAAT U3 XAOPOIAacTOB IIpU IOTepe
UMI xAopoduaa.

3. eixonaacTel — HeOKpallleHHble I11acTUAbI, KOTOpbIe
OOBIYHO BBINIOAHAIOT 3allacalollyio (PYHKIUIO U 00pas3yloTcs
IIpeVIMYIIIEeCTBEHHO B 3allacaloOIINX TKAHIX — KAYOHAX, KOpPHEBMU-
I1ax. Y BBICIIMX pacTeHMII OJ AeVCTBIeM CBeTa OHM MOTYT IIpe-
BpalllaThCsl B XA0POIAAaCThl MAM XPOMOIIAACTBL

ITaactugnas AHK umeer koableByio ¢opMy, ee aanHa
BapbupyeT B MMpOKux mnpegeaax (0osraHo 100-200 1.1m.1.). K naa-
cTuAHOMY TreHOMY 00BI4HO oTHOCsATCS: reHbl TPHK, pPHK, yacts
TeHOB, KOAVPYIOIIMX OeAKOBble KOMIIOHEHTHI CUCTeMBI (POTOCHH-

Te3a 11 0eAKOB DAeKTPOH-TPaHCIIOPTHOM cucteMsl (puc. 35).
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Puc. 34. X20pomnaacTsl B KAETKaX BOAOPOCAn”

TPHK nenywHa

23S pPHK
233 pPHK

168 pPHK 165 pPHK

CybbeguHuLbl
PHK-nonumepazs

"/

i —— TPHK TpunTodhaHa
TPHK apruHmHa

Pubynozobucgocdatkapborcunasa

/

TPHK rucTiguHa TPHK meTnoHuHa

TPHK TpecHuHa

Puc. 35. TTaactugnas 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 CO3pPe6AHU NOAOBbIX
KAemox yerosexa

/A1 BOABIINHCTBA HOPMAABHBIX KAETOK DYKapMOTUYEeCKUX
OpraHU3MOB XapaKTepHO JeAeHle IyTeM MUTO3a — YIOpsA0ueH-
HOTO PacXOXXAeHMsI XpoMaTH/, K IT0AI0CaM KAeTKU IPY IOMOIIN
BepeTeHa JeAeHMs C IocAeayionuM GopMUpOBaHIeM TeHeTude-
CKU UASHTUYHBIX J0YepHMX KAeTOK. KAeTOUHbIN ITMKA COCTOUT U3
nHTep@assl — epuola MeXAy AByMs KA€TOYHBIMU AeAeHUIMU —
u murosa (puc. 36). Vintepdasa skaodaet Ppasy Gi — cuHTe3 Oea-
Ka, mpearrectsyomuii yasoennio AHK, ¢asy S - penamkarus
(yasoenne) AHK n ¢asy G2 — nmocrpenankanyioHHbIN CUHTe3 Oea-
Ka. VHoraa xaetknu nepexoadar B ¢gasy Go — npoandepaTuBHOIO
ITIOKOsI, KOT4a OKOHJYaTeAbHO CIlelaAN3MpOBaHHbIe KAETKI I1epe-
craioT geanthbca. Ha cragum S yacto mpomcxoAsT cecTpMHCKUe
xpoMatnaHasie oOMeHsI (CXO, puc. 37), 9acTOTa KOTOPBIX 3aBUCUT
OT BAMSHUA BHeNTHMX (aKTOPOB Ha KAeTKy. CreljnaibHble MeTO-
ABl OKpammBaHys 1103B0ASMIOT BeiABAsATE CXO. IloBrimenHas vac-
toTa CXO CAYXUT MHAUKATOPOM BpPeAHBIX BAVSHUIT Ha KAETKI.

MuTo3 BKAIOYaeT cAeAylolye CTaaun:

I — npogasa. Konaencamus xpoMaTtHa IpUBOANUT TOMY, UTO
XPOMOCOMBI CTaHOBATCS BUAVUMBIMU, CECTPUHCKME XPOMaTHUADI
TeCHO IpuaexkaT APYT K APyTy. SIAPBIIIKO McyesaeT, KapuoleMMa
(oboaouka siApa) pacTBOpsIeTcs], POpMUPYeTCsI BepeTeHO AeAeHIA;

II — memaghasa. XpoMOCOMBI pacIioAaraioTcsi B 9KBaTOpMalb-
HOII rAockocTy KAeTku. K 1eHTpoMepaM NpuKpernaeHbl HUTH ax-
POMaTMHOBOTO BepeTeHa, Apyrue KOHIIbI KOTOPBIX 3aKpeIll1eHbl B
LIEHTPUOASAX Ha I10AI0CaX KAeTKM. XpOoMaTUAbl HauMHaIOT OTJe-
AATHCS OAHA OT APYTON, OCTaBasICh COeAMHEHHBIMM TOABKO B IIeH-
TpoMmepaxX. LleHTpoMepnl pasbeAMHSIOTCS, U CeCTPUHCKUE
XpOMaTHUABI HAUMHAIOT pacXoXKAeHMe K I10A10caM KAeTKI;

II — anagasa. CecTpMHCKME XpPOMATHUABI PacXoAATCsA K IIO-
A10CaM KAeTKI;

IV — meaogasa. TIpoucxoaut AekoHAeHcals XpoMmaTHHa,
popmupylorcst gouepHue s4pa, BepeTeHO AeleHUs Ae3UHTerpu-
pyeTcsl, osBAsIeTCs IlepeTsiKKa MeXAy J04epHUMH KAeTKaMIU.
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meTadasa

aHadasa npodasa

Tenodgasa

G1

Puc. 36. Ctaguu KA€TOYHOIO IMKAa

XpOMOCOMBI Ay4lIlle BCETo BUAHBI Ha cTagun MeTadasbl, I10-
HTOMY OCHOBHBIM METOAOM IIUTOT€HETVKIU SIBASeTCs MeTa(pasHbIi
aHaans. /a5 TOro 4ToOBl HAKOIINUTh AOCTaTOYHOE KOAMYECTBO KAe-
TOK Ha cTagum MeTadasbl, UCIOAB3YIOT KOAXUIIMH — BeIleCTBO,
KOTOpOe pacTBOpsIeT TPYOOUKM aXpOMaTMHOBOIO BepeTeHa, IIpe-
IATCTBYSl arperaniuyi MOJEKyA TyOyAMHa, U3 KOTOPOTO COCTOST
MUKPOTPYOOUKI.
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\'I‘.(! MaTU/IHHIE
0BMeHH

Puc. 37. CecTpuHCcKIe XpoMaTUAHBIE OOMEHBI:
A. ®ayopecrieHTHDII BapuaHT
b. HepayopecnenTheit sapuant (¢poro E.I'. Heponosoir)

" URL: http://www.crios.be/genotoxicitytests/sister_chromatid_exchange_test.htm
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C Toukm 3peHUs Iepesauyt HacAeACTBEHHON MHQpOpMan
BCe KJAeTKM MOXKHO IIoApa3AeAlTh Ha ABa THUIIAa — TeHepaTVBHbIe
(rMoa0BBIE), T. €. Te, KOTOPbIe YJacCTBYIOT B (pOPMUPOBAHUN T€HO-
TUIA IOTOMKOB, U coMaTtudeckue (OT AaT. soma — TeA0), TEHBI KO-
TOPLIX He IlepelalOTcsl IOTOMKaM. Ecam a4s comaTMyecKmx
KAETOK XapaKTepHO MUTOTUYECKOe AeAeHNe, TO 4451 GOpMUpOBa-
HILST TIOAOBBIX KAETOK (TaMeT) HeoOX0AUM Meito3. Merios (oT rpe-
YecKOTIO 11ei0SiS — YMeHbIIIeHle) — 9TO TUI AeAeHNs KAeTK!U, IIpu
KOTOPOM 4ICAO XPOMOCOM YMeHbIIIaeTcs BABOe — KaXKaas Aouep-
HASl KAeTKa I0Ay4aeT IO rallA0MAHOMY Habopy XpoMocoM, T. €.
HaOoOpy, Iae KakJasi XpoMOCcOMa IIpeJCTaBAeHa OJHUM TOMOAO-
IOM U3 ABYX, IPUIIEAIINX OT Ka’KAOIO U3 poAuTeaell MHAUBU-
AyyMa. lanaomanoe uymcao xpoMocoM oOOO3HadaeTcs n,
yesoseka n = 23. Takoe umca10 XpOMOCOM UMEIOT SIIIeKAeTKU U
criepmartoszonasl. ComaTyeckye KAeTKU codepsKaT AUIAOUAHOe
4l1CA0 XpOMOCOM 2n = 46. brnoaornyeckoe 3HadeHMe Melo3a 3a-
katogaercs (1) B popMupoBaHUM TallAOMAHBIX KAETOK, KOTOpBIe
NP CAUSTHUM MOTYT AaTh Havyal0 AUNAOMAHOMY OpTaHU3MY U (2)
B peKOMOMHalMM XPOMOCOM — KPOCCHHIOBEpP IIPOUCXOAUT B
npodase I, a B anadase I roMmoa0rIYHbIE XPOMOCOMBI CAYYaTHBIM
00pa3oM pacxoAsTCs K IT0AI0CaM KAETKM, 9TO CAYXKUT AAS YBEAN-
YeHsI TeHeTMIECKOTO pa3HOO0pas3ysi OpraHM3MOB.

Meiio3 BKaAIOYaeT ABa AeAeHUs — pPeAyKLVOHHOe, KorJa
BABO€ YMEHBIIIAeTCsl YMCAO XPOMOCOM, U DKBAIIMIOHHOE — OOBIU-
HBIII MUTO3, KOT4a BABOE YMeHbIIIaeTcs uncA0 Xxpomatng (puc. 38).
PeayknuonHoe geaenne (aeaeHne I) skatodaer npodasy I, merta-
dasy I, anadasy I u teaodasy 1. B mpodasze I Brigeasior caeayro-
e CTaAumn:

e JenrtoTeHa (cTaagust TOHKMX HuTen). CTaHOBSTCS BUAU-
MBIMI AAVIHHBIE XpPOMOCOMHBIE€ HUTI;

e suroreHa. Haumnaercst criapusaHme (KOHBIOTaIjusi) TIO-
MOAOTUYHBIX XpoMocoM. OOpasyioTcsi O1BaleHTH — CIIapeHHBbIe
TOMOAOTIVYHbIE XPOMOCOMBI. Ka’kap1ii OMBaA€HT COCTOUT U3 de-
TeIpex XpoMatid. [Toa0Boi1 OBaAeHT pe3Ko OTAMYaeTCs OT APY-
rmx — X- 1 Y-XpOMOCOMBI cOeAVHeHbl TopLaMu. PopMuUpyIoTCs
CHHaIITOHeMa/bHble KOMIIAEKCHl — XapaKTepHble CTPYKTYpPHI B
MecTax KOHTaKTOB XpoMaTiJ, MMeIOIle AByXCAOIHOe CTpOeHIe;
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e maxuTeHa. [Iponcxoant gaapHeiias KOHAEHCALIVS XPO-
MOCOM;

e aumaoTeHa. PacmagaloTcsi CHUHaNTOHeMa/JbHBIE KOM-
naekcel. ITponcxoaut pasjeseHne HeceCTPUHCKIX XpOMaTna, KO-
TOpBbIe OCTAIOTCsI CBSI3aHHBIMU APYT C APYTOM B OTAE€ABHBIX TOUKAX,
rAe 06pasyioTcst X-06pasHble CTPYKTYPBI — XMa3MBbl;

e amakuHes. [IponcxoAnT TepMuHaAM3aIUA XMa3M — XU-
a3MBI CABMUTAIOTCSI K TeaoMepaM. IIponcxoaut moaHoe paszese-
HIl€ TOMOAOTMYHBIX XPOMOCOM.

B xoHn1e MeTadassr I roMoa0rIHbIE XPOMOCOMBI HAYMHAIOT
pacxoxxJeHue K roaiocaM kaetku. Anadasa I u teaodasza I mpo-
XOAAT aHaA0TMYHO aHadase 1 Teaodaze OOBITHOTO MUTOTIIECKO-
IO AeAeHUs.

DKBaI[MIOHHOE JeJ€HIie SIBASETCs OOBIMHBIM MUTOTHYECKUM
AeleHVeM TarnaonaHon kaetku. OHo BkatodaeT mpodasy II, me-
tadasy II, anadasy Il n Teaodasy II.
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Puc. 38. O600111eHHas cxeMa MelOTIYeCKOTO A€ ACHUS:
1-5- Hpo(])asa I, 1 — aenrToreHa, 2 — 3uroreHa, 3 — nmaxmureHa, 4 — AUILAOTeHa, 5 — AMaKMHeE3,
6 — metadasa I, 7 — anadasza I, 8 - reaodasza I, 9 — mpodasa II, 10 — metadasa II,
11 — anadpasa II, 12 — Teaodasa II
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Y 4geaoBeka PopMMpoBaHIE MYXKCKMX ITOAOBBIX KAETOK —
CIIepMaTO30MAOB U SKEHCKUX — ANIeKAeTOK MMeeT CyIlleCTBeHHbIe
O6moaornveckne ocooeHHocTu (puc. 39, 40).

Haumnas ¢ MomeHTa I1040BOTO cO3peBaHms (B IIOCTIIyOep-
TaHTHBII IIepIOA) CllepMaToreHe3 y My>K4IH IIPOVCXOAUT ITOCTO-
SIHHO. B ceMeHHMKax criepMaTOLUThI — KA€TKU-TIpeAIleCTBeHHUKI
CIIepMaTO301AOB IIOABEPTAlOTCA MeVOTHYecKoMy JedeHuro. V13
OAHOTO CIlepMaToOLIMTa I10Ay4daeTcCsl JeThlpe cliepMaTo3onsa, Ka-
>KABIN 13 KOTOPBIX COAEP>KUT IAOTHO yITaKOBaHHBIN rallA0MAHBIN
Ha0Op XPOMOCOM U MUTOXOHAPWUIO, KOTOpas CAYKUT AAsl BHIpa-
OOTKM DHepIUN AAs XKIyTuKa. JKIyTUK I03BOAsET CIIepMaTO30UAY
OBICTPO IepeABUTATLCS B XKIAKOI cpege. CaesyeT OTMETUTD, UTO
OT 3avaTusi A0 Havada Melo3a B CeMEeHHUKaX KJAEeTKU-
IpeAIIeCTBeHHUKI CIIepMaTO30MAOB IIPOXOAAT OOABIIOe YMCAO
MUTOTUYECKUX AeAeHNI, B XOAe KOTOPBIX MOTYT HaKaIlAMBaThCs
MyTauuu. B 9TomM mposiBasieTcs: 9BOAIOLMOHHAs POAb MY>KCKOIO
roJla KakK HOCHUTeAs HacAeACTBeHHOV M3MeHumBocTH. Tak, Iipu
cpaBHeHUH nocaegosateabHocTeit AHK xpomocom mmmnanse u
Jye/0BeKa BBISICHIAOCH, YTO OBICTpee BCero HaKaIlAMBalOTCs 3aMe-
HbI HYK/A€OTIAOB MEHHO B Y-XpOMOCOMe, UTO CAY>KUT IIpeKpac-
HOV MAAIOCTPpaliell HTOTO OAOXKEHM L.

DBOAIOIMIOHHASL POAb JKEHCKOTO I104a KaK XpaHUTeAs yXe
YCTOSABIIMXCSI HacAeACTBEHHBIX M3MeHeHUII, KakK IIpaBuao,
MMEeIOIINX aJalTUBHYIO (IIPYUCIIOCOOUTEABHYIO) IIEHHOCTD, BBIpa-
>KaeTcsl ¥ B OCOOEHHOCTSIX co3peBaHIsl sAlleKAeToK. Meito3 Haun-
HaeTcd B sANYHMKAX  JAeBOYeK Ha  TpeTbeM  Mecslle
BHYTPUYTPOOHOTO Pa3BUTNsA, KOTAa C MOMEHTa OILA0AOTBOPEHIIs
IIPOIIAO0 He TaK MHOTO MUTOTUYECKUX AeAeHUI U ellle He yCIleAn
HaKoIIMThCA MyTanun. /o ceabMOro mecsua geAasinuecs KATKU
HAXOASTCS B CTaAUM A€HITOTEHHI U 3UuroteHsl. OT cegbMOTO Mecsiia
AO POXKAEHU: yCIleBalOT MPOMTY HaxXUTeHbl U AUILAOTeHbI, 3aTeM
Meli03 OCTaHaBAMBaeTCs, 00pa3yloTcsa KapuodeMMa U SAPBIIIKO.
Drta ocobast cragusi — AMKTUOTEHa — IPOAOAXKAEeTCsl A0 IepBO
opyasanun. Ilpm poxaennn y AeBouku mmeercs okoao 2,6 x 10°
OOIINTOB, U3 KOTOPBIX OOABIINHCTBO (0k040 90 %) AereHepupyer.
3a BCIO >KU3Hb >KeHIIVHbBI TOAbKO 0K010 400 00oLIMTOB cO3peBaioT
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IIOAHOCTBIO. B sAMuHIMKe Ka>kKABII OOLIUT OKPY>KeH CA0eM BDIINTe-
AMAaABHBIX KAETOK M ABYMsI CAOSIMU COeAVMHUTEABHON TKaHU — 9Ta
CTPYKTypa HasblBaeTcs (PpOAANKYA. B rmocTiyOepTaHTHEIN ITepros
(B cpeanem c 12 aer) B HepBOIi ITOAOBMHE ITMKAA 1104, AeIICTBUEM
AIOTEMHU3UPYIOIero ropMOHa HauMHaeTcsl AMakuHes. B xoae pe-
AYKIIMOHHOTO JeAeHmsl oOpasyeTcsl IlepBoe IIOAsSpHOe TeAblle.
Ilepsoe moasipHOe TeAblle, KakK IPaBUAO, ITO3JHee IIPOXOAUT DK-
BallMIOHHOe aeaeHue. Jasee Meito3 mpoxoauT 40 Mmetadassl II u
OCTaHaBAMBAETCs A0 BCTpeu! SIIeKAeTKU CO CIIepMaToO30MAOM B
daasonmesoit Tpyde. IlpoHMKHOBeHMe cllepMaTo3onja CTUMY-
AUpYyeT pacxoKaeHMe XxpomaTug, GopMupoBaHue sIAepHOI MeM-
OpaHbI, >KEHCKOTO IIPOHYyKJeyca I BTOPOTO MOASPHOTo Teablia. Vs
XpoMaTHiHa CIlepMaTo3ounja o0pasyeTcsl My>KCKOM ITPOHYKAEYC,
KOTOPBIN Yepe3 HeCKOABKO 4acoB CAMBAETCA C JKeHCKUM ITPOHYK-
AeycoM, oOpasysl 3UTOTy — OILAOAOTBOPEHHYIO siilekaeTky. Ily-
TeM ApOOAeHNs 3UTOTHI OOpa3yeTcst SMOPUOH.
4@ cnepmartoroHwit
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3

MWUTO3 +
{% cnepmatouw |
e ] nopAagka
penyKUMOHHOE AeneHne
Melo3a / \
éﬁ" ﬁ cnepmatouuTsi I
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3KBaUWMOHHOE
neneHve /
melo3a
7 * $ ;Qi cnepmaTuapl

anddepeH- i

UMpOoBKa

cnepmato3onibl

Puc. 39. CnepMaToreHes JeAaoBeKa: CriepMaTOrOHUM — ITpeAIleCTBEeHHUKN
CIIepMaTOLIITOB, CITOCOOHBIE K MHUTOTNYECKOMY AeAeHUIO,
CrIepMaTOLUTBL I opsAKa — AUTIA0NAHDBIE ITPOAYKTBI MUTOTUYIECKOTO A€ AE€HST
CII€pMaTOIOHIEB,; CIIEPMAaTOLMTEI 11 TIOpsIAKa — rarrA0uAHbIEe IIPOAYKTBI peAyKIMOHHOI'O
A€AeHNs CliepMaTOLIMTOB I TIOpsIAKa; CriepMaTUABI — rallA0MAHBIE IIPOAYKTbI
YKBAIJMOHHOTO AeA€HMsI CIIepMaTOLTOB 1T IIopsAKa
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' OQOrOHWIA

MWTO3 l

®  ocouutlnopagka

pPeayKUMOHHOE feneHne
Meio3a

1-e nonapHoe
oouwT Il nopagka
Tenoue k] u PAR

3KBalUWMOHHOE
aeneHve
Menosa

2-e nonApHoe
TensLe

ooTnga

Puc. 40. OoreHes ye0BeKa: OOTOHUU — npeAalneCTBeHHUKI OOLIUTOB,
CITOCOOHBIE K MUTOTUYIECKOMY A€AE€HUIO; OOLUTDBI I TIopsAKa — AUTIA0UAHBIE ITPOAYKTBI
MUTOTUYECKOTO AeAeHNsI OOTOHVEB; OOLUTHI 11 TIopsiAKa — rarrA0MAHbIE ITPOAYKTbBI
PEAYKIIMIOHHOI'O A€ A€HMsI OOLIUTOB I TIopsAKa; 00THAa — KpyIIHas1 sAN1eKAeTKa,
BO3HMKIIIAsI IIPY DKBaIJIOHHOM J€A€HUN OOITa 1T opsAKa

4.3. CmpyxkmypHo-PYHKUUOHAALHASA OPZAHUIAYUS XPOMOCOM

XpoMmaTuH — BTO BelllecTBO, 3 KOTOPOIO COCTOAT XPOMOCO-
MBI BYKapUOTUYECKIX KAETOK, IIpeAcTaBAsollee COO0I KOMILAEeKC
AHK, PHK n 6eakos. VIMeHHO B cocTaBe XpOMaTMHA IIPOMUCXOANUT
peaansanysl TeHeTHYecKol MHPOpMaINY, a TakKe perAnKals
n penapanysa AHK.

OcHOBHYIO Maccy XpoMaTlHa COCTaBASIOT OeAKU IVICTOHBI,
KOTpBble OTBETCTBEHHBI He TOABKO 3a yKaaaky AHK, HO BeImoaH:-
10T U peryasTopuylo ¢pyHkiuio. I'mcronsr H2A, H2B, H3 1 H4 06-
Pas3yIoT HyKA1e0COMBI — 0COOBIE CTPYKTYPHI I11ali00BUAHON (POPMBI
BLICOTOI 6 HaHOMeTpoB U 11 HaHOMeTpPOB B AMaMeTpe, ydacT-
ByIOIIIMe B caMOM IepsBoM 3Tamne ynakosku JAHK B xpomocoMbl
(puc. 41). B coctas Ka>kA0¥l HyKA€OCOMBI BXOAUT 10 AB€ MOAEKY-
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ABI KaXKAOTO U3 yKa3aHHBIX BUAOB IMICTOHOB (BCETO BOCEMb MOAe-
Ky/, TaKle KOMILAeKChl Ha3bIBalOT OKTamepamm). VI3-3a Toro uro
HYK/A€0COMBI pacIioAaraiorcsi 6oaee mam 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 ge-
KOMIIaKTM3alus XpOMaTUHA Ha ypPOBHe HyKA€OHeMbI (HyKaeo-
coMHOI HUTH) peryaupyercs ructonoMm HI. Ilpu penaukanym —
yasoenun Hutu AHK — HykaeocoMbl He pacriajarorcs, a epexo-
AAT Ha OAHY M3 AOYEpPHMX HUTeN caydaliHeIM oOpasom. Heaoc-
Talolle OKTaMephl CHHTe3MPYIOTCa 3aHOBO. CaMblil IepBbIN
ypOBeHb YKAaAKU XpPOMOCOM — HyKJAeOHeMHBII — oDecrieunBaeT
komnakruzanuio AHK B mects—cems pas.

Hykneocoma

Puc. 41. CxeMa HyKA€OCOMHOJ OpraHM3alMy XpoMaTiHa.
BsanmHoe nmpocTpaHcTBeHHOe pacrioaoykenue riucroHos 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 yBHUAeTh Ha Ipernaparax BblAeA€HHOIO Xpo-
MaTuHa. YJaleHne gaxke HeKOTOPOI 4acTu MOAeKyAa rucroHa Hl
IpUBOAUT K  pacrajeHuio  Guobpmuaapl A0  TOAIIVHBI

10 HaHOMeTpOB, YTO COOTBETCTBYeT MHPUMEPHON TOAIIVMHE HYK-
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A€0COMBI. DTO CBUAETeAbCTByeT O ToM, 4uTo rucroH HI1 wurpaer
KAIOUeBYIO POAb BO B3aIMOAENCTBUU MeXXAy HyKaeocomamu. Ha
yposHe ¢uopuaas 30 HAHOMETPOB AOCTUTAETCs IIPUMEPHO COPO-
kakpaTHas komnaktusanusa AHK. Ha takom yposne crimpaausa-
LMY CYIIeCTBeHHO CHIDKaercst criocobnocts AHK cpsasbiBaThes ¢
OeakaMy, y4acTBYIOIIMMM B TPaHCKPUIIIUM, YTO IPUBOAUT K
YMEHBIIIEHUIO TeHeTMYeCcKOl aKTMBHOCTM YIIaKOBaHHBIX B (uO-

puaay 30 HAHOMETPOB yJacTKOB.

Hykneocoma

OHK

Puc. 43. Dubpuasa roamuHoit 30 HaHOMETPOB

Oxko40 20 % Bcex 6eAKOB XpOMaTMHa COCTABASIOT HETUCTO-
HOBbIe OeaKu. VIMEHHO OHI MMeIOT 3HaueHue Aas1 00aee BHICOKIUX
ypOBHell KOMITaKTU3allMy XpoMaTuHa. BrlsiBasieMble Ha Ipenapa-
TaX KAETOYHOIO sapa Inapuku auamerpom 100 HaHOMETpOB
(XpoMOMephI) MMEIOT IIeTAeBYIO PO3eTKOBUAHYIO CTPYKTYpPY
(puc. 44). Dto TpeTuit ypoBeHb KOMIIaKTM3allUM, OoOecIednBalo-
it npumepHo 600-700-kpaTHOe ykopouenne AHK.
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b

Puc. 44. IleTaeBoit gomeH: A — CTPyKTypa B BuAe po3eTku; b — xpomonema

Ha nmpenaparax MUTOTHYECKMX XPOMOCOM MHOTZa MOXKHO
yBUAETb CHMpaadb, OOpa3OBaHHYIO HUTYATOM XPOMAaTMHOBOI
CTPYKTYpO# TOAIIMHOM 0k040 200 HaHOMeTPOB — XPOMOHEMOI
(puc. 44, 45). DTO YeTBepTHIl YPOBEHb YKAaAKM XpoMaTuHa. But-
KJI XPOMOHeMBI 00pa3ylOT XpoMaTuay TOAILIMHONM IPUMepPHO
500 nHaHomeTpoB, uTO OOecrieunBaeT ykopodenne /JAHK npumepno
B 10* pas.
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Puc. 45. XpOMOHeMHaH OpraHmusanus MITOTIYECKOI XPpOMOCOMBI

44. Aupgepenyuarvroe oxpawmusanue u  OAOUHAA
OpAHU3AYUUA XPOMOCOM

[Tpn oxpamimaHUM MUTOTUYECKMX XPOMOCOM aruaoPpuAb-
HBIMU (T. €. CBA3BIBAIOIIMMIICA C KUCAOTaMI) KpacuTeAsMu, Ha-
IIpyMep DO3MHOM, MAM HecreUMPUIecKMMU K HYKAeoTHAaM
¢ayopectienTHEIMU KpacuTeasMu (pAyopoxpoMaMm — BelllecT-
BaMI, CITOCOOHBIMM M3Ay4aTh CBETOBBIE BOAHBI OOABIIIEN AAVHBI
IIpY BO30OY>KAEHNUI CBETOM C MeHbIIIeil 4AMHO BOAHBI) BBISABASIET-
Cs1 MMPaKTUYeCcKy paBHOMEpPHBIN PUCYHOK Oe3 mcyepueHHOCTH. Ta-
Kasl OKpacKa HasblBaeTCs pyTUHHOI (puc. 46).
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Puc. 46. MuToTHY€ECKIIE XPOMOCOMBI Y€ A0BeKa, OKpaIlleHHbIe PYTUHHO,
KpacuTeab POMaHOBCKOro-I' MM3BI — pacTBOp D03MHa U METIACHOBOTO CHHErO”

Ecan mepes okpamimpaHMeM MUTOTUYECKNE€ XPOMOCOMBI
0OpaboTarh II1eA0YHBIMM pacTBopamy, BhiMbIBalomumu JAHK B
IIepByIO odepeab U3 paliOHOB C HU3KOM IIOTHOCTBIO XpOMaTIHa,
MO>KHO Ha0A104aTh MHTEHCUBHOE OKpallliBaHNe IIpUIleHTpoMep-
HBIX PallOHOB BCeX XPOMOCOM I ITpaKTUYEeCKM ITO0AHOe MHTEeHCUB-
HOe OKpalmsaHue Y-XpoMocoMbl (puc. 47). Takoit moaxog,
HasbiBaeTcst C-MeTogoM  AuddepeHInalbHOTO  OKpalllMBaHMI
xpomocoM mamn C-Genayurom. C-moaoXuTeabHble (MHTEHCUBHO
OKpallleHHble MPY MCIIOAb30BaHUM HTOTO MeToJa) palloHBI Xpo-
MOCOM COOTBETCTBYIOT ydaCTKaM I'eHeTH4YecK! MHePTHOIO XpoMa-
TUHa — MAM TeTepoxpoMaTtuHa. PasanyuHasi crereHb OKpalBaHMs
paitoHoB xpoMocoM 1ipu C-OKpacke CBUAETEABCTBYeT O HeOAHO-
POAHOCTU pacIipejeleHNsl reTepoxXxpoMaTiHa IO AAMHE 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 3aBrcuMocCTM OT cTereHM IAOTHOCTM yHaKOBKM PpuOpua-
a1 30 HaHOMETPOB pa3zAnMJaloT 0olee KOHAEHCUPOBAHHBIN XpO-
MaTMH — TeTepoXpoMaTMH — U MeHee KOHAEHCUPOBaHHBIN
syxpomaTuH. ['eTepoXxpoMaTHOBBIE yJacTKM OYeHb MHTEHCHBHO
okpamusaiorcs npu auddepeninaaprHoin C-okpacke XpoMOCOM
113-3a 00AbIIIel IIAOTHOCTY 1 XOPOIIIO BUAHBI 1104 MUKPOCKOIIOM.
AHK, naxoasamiascs B rerepoxpoMaTiiHe, He TpPaHCKpuUOupyeTcs
COAep>XUT OO0ABIIIOe KOANYECTBO ITOBTOPSIONIUXCS II0CAe]0Ba-
TeabHOCTell. Ha cragum muTepdassl rerepoxpomMaTiH 4acTo pac-
I10AaraeTcst 10 nepudepun saapa (TpuUCTEeHOYHBIN
rerepoxpomaTuH). B syxpomatune AHK yrakosana cpaBHUTeAB-
HO HerA0THO. ['eHbl, HaXOAMAIIMeCs] B ®YXPOMAaTHHOBBIX palloHaXx,
aKTUBHO TpaHCKpuOupyiorcs. [110THOCTL yImakoBKM XpoMaTKHa
3aBUCUT OT MOAUQUKAIINIL TUCTOHOB (MeTUAMPOBaHNs, alleTUAN-
poBaHms1, pochopuANPOBaHIL), B IIEPBYIO O4epeAb 9TO OTHOCUT-
ca K ructony HI. I'etepoxpomaTuH y MA€KOIMUTAIOMIMX COCTOUT
npenmyiiectseHHO 13 AT (ageHMH-TMMIH)-00OTaIIleHHON BbICO-
konosTopstomericst AHK. Takum ob6paszom, C-okpacka 11o3BoAsieT
BBIABAATL HanboJee pa3Andaloniyecs 0 CBOeMy COCTaBy U IA0T-
HOCTH paliOHBI XPOMOCOM.
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Ecan obpaboTku mepes OKpalinpBaHUeM IIPOBOAUTL Ooaee
MATKO, MOXKHO OOHapy>KUTD ITOIIePeYHYIO MCUYepuYeHHOCTh MUTO-
TUYECKUX XpOMOCOM. DT1o AnddepennmaabrHas G-oKpacka MAN
G-6enannr (puc. 48). G-moA0XuUTeAbHBIE PallOHBI COOTBETCTBYIOT
00/ee KOMITaKTM30BaHHBIM, MeHee HaCBIIIIeHHBIM reHaMI y4dacT-
KaM XpOMOCOM, KOTOphle cojdep>kaT Koamdectso AT-map 06oab-
mee, uem G-oTpunareapHnle paitonHsl. Kak mnpasmao, B
G-moaoxxureapHbIX parioHax (G+-010Kax) HaXoAsATCsA TKaHecIIe-
nuduyeckre 1 crajyecrieniuyeckye reHbl, TPaHCKPUIIIIN KO-
TOPBIX Hy>XXHa He BO BCeX KJAeTKax. B ®Tom 3akaiouaercs
Ouoaormyeckoe 3HayeHHe OAOYHOV OpraHM3aIUM XPOMOCOM —
TeHbl, KOTOpble OAMHAKOBO HY>KHBI BO BCeX KAeTKaX, HaXOAATCS B
6o1ee 4eKOHAeHCHMPOBAHHBIX yuacTKax xpomocoM, rae AHK 6oaee
AOCTYITHa AAs (pepMeHTOB TpaHCKpunnuu. Jas rnoaydeHus oT-
geTAnBOl G-OKpacku OOBIYHO MCIIOAB3YIOT MATKYIO 0OpabOTKY
XPOMOCOM PacTBOPOM TPUIICKHA C ITOCAeAYIOIIM OKpalllMBaHU-
eM kpacuteaeM Pomanosckoro-I'mMsel. I1o oOmenpuHATo Tpex-
OyKkBeHHOII HOMEHKJAaType, KOTOpasl 4YacTO WCIOAb3yeTCs B
3ammcy IMTOTeHeTMYecKOIo AMarHo3a, Takasl OKpacka oOO3Haua-
ercsa GTG (G-okpacka — TpuricuH — I'mmsa).

my o ?:::;f
— " Rew,

‘-’"" - ! Q' .’ if H!ﬁ‘m
cm-u '« ‘:‘; ‘Pls "
S Y

Puc. 48. MuTtoTIUeCKIe 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 OKpaIllMBaHUU
xpomocom AT-cniennpuueckumu payopoxpomamu (DAPI, Xexcr
33258) — at0 AnddepennuasrHas Q-okpacka mam Q-OeHAVHT
(puc. 49). AT-Ooratbie G-TOAOKUTEABHBIE PaMOHBI CBS3BIBAIOT
OoabIllee KOAMYECTBO KpacuUTeAs, YTO MPUBOAUT K UX 0oJee MH-
TeHCUBHOM (ayopectrieHIiun. Vicrmoap3oBaHmne STOro MeToJa IIO-
3B0AseT UAEHTUPUIIMPOBATh Y-XpOMOCOMY JaXke B MHTepdase,
IIOCKOABKY 3HauMTeAbHas ee dYacTh COCTOUT M3 HeoObIYallHO
AT-0Ooraroro rerepoxpoMaTruHa, KOTOPBINI HpPU CBA3BIBAHUU C
¢payopoxpomamu gaeT OpUAANAHTOBOE CBeUEHNe.

Puc. 49. MuToTHY€ECKIIE XPOMOCOMBI Y€ A0BeKa, OKpaIlleHHbIe 110 Q—MeToA,y*

Pucynok, obpatHbii G-0eHAMHIY, ITOAy4YaeTcs MHpU ITOMO-
mu R-metosa anddepenHIinaibHOro OKpalBaHns IIyTeM Terao-
ot geHarypanum (puc. 50). Ill-mapsl, KoTopsix OOabIIE B
G-oTpuiiaTeAbHBIX palloOHaX XpOMOCOM, 00.4ee yCTOMYUBEI K DTO
nponeaype. Ilogasasiomniee 60apmmHCTBO GH+-paifloHOB COOTBET-
ctByer R- m nHaobopor (puc. 51). Camo HasBaHMe DTOTO MeTOAa
IIPOMCXOAUT OT aHTAMIICKOTO cAoBa reversed — oOpaTHBIIL.
R+-paifoHBl penAnIupyIoTcsl B IepBoil MoA0BUHe ¢asbl S Kae-
TOYHOTO 11MKAa, a G+-paiioHbl — BO BTOpOIi. CyIIlecTByIOT MeTOAM-

" URL: http://www.translational-medicine.com/content/3/1/21/figure/F4?highres=y
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K1 BBLIABAeHM:s R-OeHAMHra myTeM BBeJeHMS B KAeTKU MoAudu-
LIMPOBaHHBIX ITpelecTseHHNKOB cuHTesa AHK B cepeaune ¢asn
S. Toraa R+-paitoHsl He OyayT cogepKaTb MOAUDPUIIMPOBAHHBIX
HYKAe0TIA0B, a G+-paitoHbI — OyAyT.
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Puc. 50. MuToTH4€ECKIIE XPOMOCOMBI Y€ A0BeKa, OKpaIlleHHbIe 110 R—MeToA,y*
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Puc. 51. CxemaTi4eckoe 1300pa>keHue OAHON U TON 3Ke MUTOTUYIECKOI XPOMOCOMBI,
OKpaIIleHHO1 IIPY IIOMOIIY Pa3ANYHBIX MeTOA0B AnddepeHIiaAbHOro OKpaBaHs:
A — C-metog, b — G-metog, B — R-metop, I' — T-meTog

" URL: http://www.currentprotocols.com/protocol/hg0402
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ITpn Goaee MHTEHCUBHOI TEIIA0BOI 0OpPabOTKe BHIABASIIOT-
cs1 T-cerMeHTHI, pacroA0KeHHbIe TPeMMYIIeCTBeHHO B IIPUTeA0-
MepHBIX palloHax XpoMmocoM (puc. 52). VIx aokaamsaums
COBIIajaeT ¢ Haumboaee OAM3KUMU K TeaoMepe R-cermeHTammu
(puc. 51). Coaep>kanne reHos B T+-pailioHax Ha ITOPsIAOK OOABbIIIe,
4yeM B CpeaHeM IIO A4AMHe XPOMOCOMBI, 1 0OAbllle YeM B OTHOCH-
TeAbHO ODoTralleHHBIX TeHammu R+-paitonax. Hexoropsle ¢yHK-
IIIOHaAbHble OCOOEHHOCTM IIO3BOAAIOT CYMTaTh T-cerMeHTHI
Hanboee BrIpakeHHbIMI R-cermenTamu. B Takmx parioHax Haxo-
AUTCSI OCOO@HHO MHOTO T'€HOB, CBSI3aHHBIX C Hambo/ee Ba>KHBIMMU
PyHKIMAMM KM3HeoOecIledeHNsI KAeTKM — TeHOB JOMalllHero Xo-
3JICTBAa 11 OHKOT@HOB, MyTall/sl KOTOPBIX MOKeT IIPMUBECTH K 340-
KayeCTBeHHON OIlyXxoAu. DTO ollpeJeaseT 0co0Oe 3HaueHue

T€A0MEPHBIX paﬁOHOB B OHKOreHe3e.

Puc. 22. MuToTH4€eCKIIE€ XPOMOCOMBI 4eA0BeKa, OKpallleHHbIe

1o T-MeToAy — pAyOpecLeH THBLIL BapUaHT IMOPUAN3ALIUA C MCIOAb30BAHUEM
Alu-cietmduueckux AHK-308408 (ra. VIII)®
ParioHsl siApbIIIKOBBIX oprann3atopos (SIOP), coaepskarux
rens! pubocomuorn PHK 1 gopmupyromux B narepdase ssapoii-
K1, MOTyT OBLITH BBLISIBACHDI IIpu 1nmoMommy OKpaCcKu HUTpaTOM ce-

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

" URL:
http://www.statemaster.com/encycopedia/Image:PLoSBiol3.5.Fig7ChromosomesAluFish jpg
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Aas 0bO3HaUeHNsI XPOMOCOMBI Yel0BeKa MCI0Ab3yeTcs ao-
opesnarypa HSA (or aaTuHcKoro BmgoBoro HassaHus Homo
sapiens) u 1mu¢pa, COOTBETCTBYIOIIasi HOMepy Xxpomocomsbl. Ha-
npumep, HSA21 - xpomocoma 21 yeaoseka. B kamHmueckoin
npakTuke obosHaueHne HSA mHoraa omyckaroT, IOCKOABKY sICHO,
4TO peub UAeT O yeaoseke. Jas ya00CTBa OlpeeAeHNs] OTAeAb-
HBIX pallOHOB XPOMOCOM MX 000O3Ha4aloOT 41cAaMi, KaK IOKa3aHo
Ha puc. 53. ITocaeanss nmudpa 4McA0BOro 00O3HaUeHNs yKashIBa-
eT Ha OIlpejeAeHHBbIl O9H/ — IT0AOCKY, BhIABAIeMYIO IIpu Audde-
peHIIMaAbHOM OKpalllMBaH!M, IepBas Indpa yKasblBaeT Ha
YCAOBHYIO 9acTh XPOMOCOMBI, COCTOSIITYIO U3 HeCKOABKIX ODHAOB.
ITo ymoA9aHMIO TPUBOAAT ODO3HAUEHNSI CETMEHTOB, BBLABASIEMBIX
G-metogom. Teaomepnr obo3HavaroTcs ter. JAMHHOe 1 KOPOTKOe
1aeyy 0O03HAYaIOTCs q U P COOTBETCTBEHHO.

Ipumepror:

HSA14p11 - paiton 11 KOpOTKOTO I1.1€4a XpOMOCOMBI 14 ye10BeKa;
HSAXqter — Teaomep 4AMHHOTO I11€49a X-XpOMOCOMBI YeA0BeKa;
S5pter-p11 — yuacToOK, orpaHM4YeHHBI TeaoMepoM 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 APYIUX OPIraHM3MOB TaKKe
JCIIOAB3YIOT TpexOYyKBeHHYIO abOpeBMaTypy. XpOMOCOMBI A0MO-
BoI1 MbIN — Mus musculus — MMU, KpynHOTro poratoro ckorta —
Bos taurus — BTA, gomarnnen xomiku — Felis catus — FCA, cobaxu —
Canis familiaris — CFA, gomamnen xypuusl — Gallus gallus — GGA,

sroHcKoro neperneaa — Coturnix japonica — CJA.
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Puc. 53. Cxema 0003HaueHMs PaliilOHOB XPOMOCOM Ha ITpMIMepe XPOMOCOMBI
5 yeaosexa (HSA5), andPepenimmaasrso okpartenHoit o G-meroay
(yposens paspemenn: 400 cerMeHTOB Ha KapMOTHII)

A TOBBIMIEHUs] TOYHOCTU ITUTOTE€HETUYECKOTO aHaAu3a
9acTO MCIOAB3YIOT mpoMeTadasHble 1 JaKe MpodasHble XPOMO-
COMBI, 4TO M03BOAsIeT YBeANIUTDb YICAO pacIliO3HaBaeMbIX CerMeH-
TOB AudPepeHIINaIbHOIO OKpaIIMBaHUSI XPOMOCOM 4ea0BeKa A0
850 1 1700, cooTBETCTBEHHO.

XapakTepHble 4451 XpOMOCOM 4YeAOBeKa TUIIBI PUCYHKOB
AnddepeHIIaabHOTO OKpaIlIMBaHNsl HabAIOAAIOTCA y BCeX MAe-
KONUTAIOMIMX U OTUL,. Y APYTUX HO3BOHOYHBIX JKMBOTHBIX MOYKHO
BBIABUTH He Bce BUABI AU PepeHITNalbHOTO OKpalllBaHUs, U He
BCer4a OHU 4OCTaTOYHO OTYETAMBO BbIPa’kKeHBHI.
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4.5. Tubpuousauyusn in situ, XpOMOCOMHbI NeUHMUHZ
u cpaeHumervias zenomnas aubpudusavus (CGH)

AHK nmeer ABYHUTEBYIO CTPYKTYpy. DTO JaeT BO3MOX-
HOCTbH IIPOBeCTU I11aBAeHle (deHaTypanuio), T. e. nepesectu AHK
B OJHOHUTEBYIO (POPMY, 3aTeM BOCCTAaHOBUTH ABYHUTEBYIO CTPYK-
TYypy IO IPUHLUUIY KOMILA€MEHTapHOCTU C MICIIOAb30BaHMEM OA-
HOHNTeBOI Moaekyanl JAHK-30H4a — MHBIMU ca0BaMM, ITpOBeCTU
rnopuansanuio Asyx moaekya AHK. Ecan moaekyaa AHK-30Haa
COAEp>KUT MedeHble HYKAeOTUADbI, ee MOXKHO BBIABUTHL IIPU IIO-
MOIIV OAHOM U3 CUCTEM AeTeKIUM IMOPUAN3AIIMIOHHOTO CUTHAAA.
I'mbpuamsanys HyKAeMHOBBIX KICAOT in situ (OT AaT. in Situ — Ha
MecTe) IoApa3yMeBaeT IIpoBeJeHle IIpoleAyphl HEIIOCpeACTBeH-
HO Ha HUTOJOIMYECKOM IIperiapare XpoMoOcOM, MHTep(asHBIX
s4ep UAV IIUTOILAa3MBIL.

VMsHavaabHO MeTOA TMOpMAM3anuy in situ IpuUMeHsACS
TOABKO AAs AOKaAM3allM IIOBTOPSIOIIMXCS I10CAeA0BaTeAbHO-
CTell, CIpyNIIMPOBaHHBIX B OAHOM AV HECKOABKIUX palloHaX MU-
TOTUYECKMX XpOMOCOM, ©Oaarogapss 4YemMy OHU OOpasylOT
OTHOCHUTEABHO KPYIHBIN y4acTOK CBA3bIBAaHMA (MUILIEHDb) A4l MO-
A€KyA 30HJa.

B 80-e rr. XX croaeTnst craam IIOSIBASITHCSI COOOILIEHMS O
IIpUMEHEeHNN MeToAa TMOpMAM3anuUU in Situ AAs AOKaAM3aIIUN
YHUKaABHBIX I10C/Ae40BaTeAbHOCTe)I Ha MUTOTUYECKMX XPOMOCO-
Max C MCITIOAb30BaHMEM CTAaTUCTUYECKOTO aHaAM3a.

BrrsiBaeHne yHmuKaAbHbIX HocaegoBaTeabHocTreit AHK B mu-
TOTUYECKIX XpPOMOCOMax TpeOyeT coDAI04eHNsI TpexX ycAoBuil. Bo-
IIePBBIX, 30HABI AOAKHBI OBITh HaJeKHBIMU: YeTKO OXapaKTepu30-
BaHHBIMI ¥ YUCTBIMU. BO-BTOpPBIX, HEOOXOAMMSBI CIIeliaAbHbIE
npueMsl, 00erdaloliye cBs3plBaHlle MOAEKyA 30HJa I MUIIIEHN B
XpoMocomax.  B-Tpersux,  Hecmermuduueckoe — CBs3BIBaHUE
AHK-30H4a ¢ IMTOAOIMYECKUM MaTepralioM AOAXKHO OBITH CBe-
A€HO K aDCOAIOTHOMY MUHMMYMY. BbITT0AHEeHNEe TIepBOro yCAOBIUsA
B HacTosillee BpeMs IIpaKTIYeCcK! He BhI3blBaeT 3aTPyAHEeHMI, 110-
CKOABKY Aas1 ntoaydenus: AHK-30HA0B MOXKHO MCII0AB30BaTh TeX-
HOAOTUIO TeHHON MHXXeHepuu. Bropoe ycaosume Takxke
BBIIIOZHNMO ©O/arogapsl MCIOAB30BAaHMIO AeKCTpaH cyabdara —
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areHTa, QQeKTUBHO NoBbIIIaLNIero (mpuMepHo s 10 pas) cko-
PpOCThb peHaTypanuu ogHolernodednsix moaekya AHK B pactsope.
DTO CHOCOOCTBYeT 0Opa3oBaHUIO ITPOTSKEHHBIX COTOBMAHBIX
KOHI0MepaToB OJHoIleriodeuHplXx Moaekya /AHK, csasaHHBIX
MeXKAy CODOI 3a CYeT CAydallHO PacIiOAOXKEeHHBIX ABYXIleIlovyey-
HBIX y4aCTKOB.

Vcrioap3oBaHne B KauecTBe METKU PajuiOaKTUBHBIX M30TO-
0B 1103B0AsieT DPPeKTUBHO A0KaAM30BaTh Jake HeOOAbIINe
¢parmentsr AHK - mopsigka 1-2 T1.1m.H. OCHOBHBIMU HeaOCTaTKa-
MI M30TOITHOIO BapMaHTa IMOpUAN3alNM ABASIOTCS OTHOCUTEAD-
HO HM3Kas paspeltaionias CIOCOOHOCTb, HEOOXOAUMOCTD
AAUTEABHOM Ipolledyphl aBTOpaamMorpadpuy 1 TeXHUIecKue u
CAOXKHOCTH, CBA3aHHBIE C XpaHEHIeM U MCII0Ab30BaHIeM paayo-
aKTUBHBIX BEIIeCTB.

HeraTusHble acmekThl MCIOAb30BaHUsA PasVOaKTUBHONM
METKI CAYXKUAU CTUMYAOM AAs IIOIBITOK pa3dpaboTaTh SKBUBA-
AeHTHBIe TI0 ®PPeKTUBHOCTH, HO 00Aee OGe3oracHble, ObICTphIE U
AellleBble MeTOABl. B pesyaprate OblAM paspaboOTaHBl MeTOABI
rmopuAn3auu € MUCIOAb30BaHMEM HepaAMOaKTUBHO MeJeHBIX
30H/O0B, BBIABASEMBIX IIOCPEACTBOM Pa3AMIHBIX MMMYHOXUMIYe-
CKIX MeTOJ0B. bbl10 ycTaHOBA€HO, 4TO HOBasl TeXHOAOTUS TMOpu-
Auzanun odaajaeT psAOM IPeUMYIIecTB, K KOTOPBIM OTHOCUTCS
ee 1104Has 0e30IacHOCTh AAsl MccAeaoBaTeasd. JpyruM MOA0XKU-
TeABHBIM CBOIICTBOM HepaAMOaKTUBHO MeUeHBIX 30HAOB SBASeTCs
X XUMHYecKasl yCTOMYMBOCTh B TedeHMe HeCKOABKUX MecsIIeB.
IIpumeHeHne HepaAMOaKTUBHBIX METOK oDecIieunBaeT Oo/ee BbI-
COKYIO pa3pelaloniyio cliocOOHOCTh, YeM paboTa ¢ M30TOIIaMH, a
B psJe cAydyaeB IOBBIIIIaeT yposeHb MHpopmaTuBHOCTU. Hemso-
TOIIHAsl TMOPUAM3AIINS [T03BOASIET KApTUPOBATD (T. €. OIIpeaeasTh
MeCTOII00KeH!e Ha XpOMOCOMe) YHUKa/AbHble TeHbl pa3MepoM
okoa0 1 1.1.H. Hakoneri, pesyabprarsl ruOpuau3aniy MOKHO aHa-
AUBUPOBATh Cpasy Iocae IpoBeJeHNs DKcrepuMeHTa. Takum o6-
pasoM, IpeuMyllecTBa HepaAMOaKTMBHOTO MeJeHMs 30HAOB
3aKAI09alOTCs B BLICOKOI paspeliaroleli ClioCOOHOCTH, TOYHOCTH,
BOCIIPOU3BOAMMOCTH, JellleB/3He 11 0e3011acCHOCTI.
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UyBCTBUTEABHOCTh AQHHOTO MeTOJAa 3aBUCUT OT pa3Mepa re-
Ha, KOAMJecTBa eTo KOIuii, crieruduueckol akTUBHOCTY 30HAQ, a
Takke OT KoAuJecTBa MOAeKyA (PAyopOXpoMa, IPUCYTCTBYIOIINX
B THOpMAe Ha 3aKAIOUNTEABHOM CTaAUN DKCIIepVIMEHTa.

HenzoTonHell BapMaHT TMOpuAM3annm in Situ MO3BOASET
1CHO0AB30BaTh Heckoabko /HK-30HA40B, MedyeHHBIX pasHBIMU
areHTamu, Ha OAHOM IJUTOAOIMYECKOM IIpeniapare (MHOTOLIBeTHasI
rmopuansanus). Takoil MOAXOZ MCIOAB3YIOT AAsS TOHKOIO VH-
Tepda3HOro KapTUpPOBaHM C paspelIalomeil CIIOCOOHOCTBIO A0
100 T.11.H.

IToBpimieHNIO CrIenMPUYHOCTY MeTOJa CAYXKUT CYIpeccys
(mogasaeHne) HecrenUQpUUIECKON IMOpUAM3aNUM IIyTeM A00aB-
AeHUsT B TUOPUAMBALMOHHYIO CMeCh HeDOABIIOIo KOANYeCTBa
koHKypupyiomen /AHK. Takas nporeaypa HeoOxoauMa IIpu MC-
OAB30BAaHUU B KauecTBe 30HAOB OOABIIIMX T€EHOMHBIX ITOCAeA0Ba-
teapHocTen AHK.

B Hacros1iee BpeMst Hambo.ee 9acTO MCIOAB3YEeTCS METOZ
OMOTMHOBOTO MeuyeHMs. Ero HmpuHINMII OCHOBaH Ha CUJABHOM
B3aMOJENCTBUM OMOoTHHA ¢ OeAKOM aBUAVMHOM BCAEACTBUE UX
BBICOKOTO CcpoacTBa. MoaeKkyaa aBMAMHA IOTEHLMAAbHO MOXKeT
oOpa3oBaTh YeThIpe XMMIUECKIe CBsI3M, TIODTOMY I1I0CAe CBS3bIBa-
HIST €70 C OMOTMHOM TP CBSI3M OCTAIOTCS CBOOOAHBIMU, UTO HC-
[10Ab3yeTCs MpU AeTeKINMU CUTHala THOPUAM3aLIVIL.

IIpurorosaeHye XpOMOCOMHBIX IIpeliapaToB IPOU3BOAUTCS
COTJACHO CyIIecTByIomuM MetogukaM. Ha caeayiomem srame
MeTadpazHble XpPOMOCOMBI IToABepraioTcss oopadotrke PHK-azoi1 ¢
neanlo yaaaenus ceasannon PHK. Jaasee AHK 30H20B 1 Xpomo-
COM JeHaTypUpYIOT, cO3JaBas OAHOILleIIOYeYHble CTPYKTYpPBHI.
XpoMocoMHBIe MpernapaThl MHKYOMPYIOT C 30HAOM B TeueHle OII-
peAeAeHHOro BpeMeHN. 3aTeM yaaAsioT u30bITok MeveHoit /AHK,
He cBs3aBlIelcs ¢ geHaTtypuposanHoit AHK xpomocom, nocpea-
CTBOM CIIellaAbHOV OTMBIBKI Ipenapartos. Ilocaegnum sranom
DKCIIepUMeHTa SBASeTCs AeTeKlus caiToB rmopuansanum. CyTb
ero csogurcs K caeayiomemy: AHK, coaepkarias B ceoeM cocrase
OMOTMH, A€TKO paclio3HaBaeMa IIpM KOHTaKTe ee C aBUAVHOM
(cTtpenrtaBuguHOM). ITocaeaHmii, B cBOIO ouepeab, MOXKET OBITH
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BBIABAEH (payopecrieHTHO. Takoil M0o4X04 B Hallle BpeMsI SIBASETCS
HauboJee pacIpOCTpaHEHHBIM I HasbIBaeTcs (payopeciieHTHas
rmopuansanus in situ (FISH — fluorescent in situ hybridization)
(puc. 54).

Puc. 54. AByuBeTHBIIT BapuaHT (pAyOpecleHTHO! TMopuau3amm in situ”

B mocaegnue rogapl A44s KapTUPOBaHMUsA T€HOMOB BBICIINX
DYKapMOTOB MCIIOAB3YIOT IpoTsKeHHble JHK-30HABI BeAnunHOMI
10-150 T.1.H., KOTOpBIE, KaK IIPaBMAO, KAOHMPYIOT B KOCMMAAX
MAM B UCKYCCTBEHHBIX XPOMOCOMaX APOXCKeN MAM Oakrepuit
(ra. 6). IIpumeHeHne  mHepeKpBIBAIOIIVIXCS HPOTSI>KEHHBIX
AHK-KA0HOB (KOHTUIOB) IIO3BOASIeT CBA3aTh XPOMOCOMHBIN 1
MOAEKYASPHBIN YPOBHY KapTUPOBaHN: TeHOMOB.

AAs BBISIBA@HVSI TOHKMX XPOMOCOMHBIX IlepecTpoeK U AAsl
OBICTPOI MASHTU(UKAIIUY XPOMOCOM IIPUMEHSIOT MeTO4 XpOMO-
COMHOTO ISIIHTMHIA — B 9TOM CAydJae B KadecTBe 30HJa AAs TUO-
puAn3auun UCHOAB3YIOT I0CAeA0BaTeAbHOCTU u3
xpoMocomocrerudraecknx o0ndanorek. OJHOBpeMeHHO MO>KHO
JICIIOAB30BaTh HECKOABKO XpOMOCOMOCIHenU(PpUIECKNX 30HAOB U

" URL: http://qwickstep.comsearchchromosome-12.html
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IIOAYYUTDL U300pakeHne, IAe KaXJas XpoMocoMa IpeAcTaBAeHa
csouM 118eToM (puc. 55). IIpucyrcrsue ¢pparMeHTOB ApPyroro Iise-
Ta Ha XpOMOcoMe OyAeT TOBOPUTh O XPOMOCOMHOII IlepecTpoiKe.

Puc. 55. XpOMOCOMHBIIT TIEIIHTUHT
(MyabTuFISH 1an criektpaAbHbIT aHaAU3 Kapyuoruiia)”

B nocaeanune roanl 445 BBIABAEHMS TOHKIUX XPOMOCOMHBIX
IepecTpoeK, pa3Mep KOTOPBIX MOXeT AeXKaThb 3a IIpejeaoM pas-
pelaionieil CroCOOHOCTM MMKPOCKOIIA, JVICIIOAB3YIOT METOZ
cpaBHUTeABHON reHoMHON ruOpuansanum (CGH — comparative
genomic hybridization). CyTs MeTOga 3aKkaAl09aeTCsl B KOANYECT-
BeHHou oulenke JAHK, cBsaspiBarommiencs ¢ MOA€KyA0 KOPOTKOTO
30HAa Ha O6uounte (puc. 56). Bce XxpoMOCOMBI 1 OTAeAbHbEIE paii-
OHBl IIpeACTaBA€HBl CHeUM(PUUECKMMU TOABKO A4S  HUX
AHK-30n2aM11, 3akperniaeHHbIMM Ha crekae. KoopamHaThl KaK-
AOVI TaKOI IOCAeAOBaTeAbHOCTU BBEeAEHBI B CIIeIMaAbHYIO IIpO-
rpammy.  AHK  or  anaamsupyemoro - mHAMBHAYYyMa U
KOHTPOABHBIN OOpaser] MeTsT pasHbIMI (PAYOPOXpOMaMI U TUO-
PUAN3YIOT Ha Omountie. ITocae OTMBIBOK CKaHep CUMTBHIBAET YpoO-
BeHb (pAyOpecIieHIIMI B OTJeABHBIX TOYKaX Ha Omouurie. DTOT
YPOBeHb IIPSIMO MHPOINOPIIMOHAA€H KOAMYEeCTBY CBsA3aBIIEIICs

" URL: http://people.musc.edu~hazardsWebBiolnformaticsSKY_CGH.htm
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AHK c onpegeaeHHBIM 30HAOM, A0KaAu3alysl KOTOPOTO M3BeCT-
Ha. CHIDKeHMe BABOe ypoOBH:s (pAyOpeclleHIIMM B MecTaX pacIio-
AOKEHMSI 30HAOB U3 OIpeAeAeHHOIO paiiOHa II0 CPpaBHEHUIO C
HOPMa/AbHOM KAETKOW CBUAETeABCTBYeT O IeTepO3UTIOTHOCTU I10
Aeaenum (yTpaTe) A4aHHOIO paiioHa. Y TOMO3UIOT MO AeAelunu
¢ayopecrieHIIN 30HAOB U3 AeAeTUPOBAHHBIX PallOHOB OTCYTCT-
ByeT BOBcCe. Y TeTepO3UIOT MO AyNAMKaIuM (YABOEHMIO XPOMO-
COMHOTO paiioHa) $ayopecnientus 30HAOB u3
AYTILAMLIMPOBaHHOTO palioHa B IOATOpPa pasa BbIllle, YeM y Kapuo-
TUNMYECKM HOpMaAbHBIX MHAMBUAYYMOB.

HOPMA
(KOHTPOb)

UCCNEAYEMBIA
ObPA3EL

BMOYMN

Q Q KPACHBIF - IYTUTMKALIMA

>R <

3EMEHBIA - AENELMA

Puc. 56. Cxema MeTOAa cpaBHUTeAbHO reHOMHOII rubpuansarmu (CGH)
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4.6. Teopus cmapenus 6 cés3u ¢ OUHAMUKOLU CMpYKmMypol
meaomepot

Teaomeprl — 9TO KOHIEBble ydacTKu XpomocoM (puc. 31).
TeaomepHble y4acTKM XPOMOCOM BBIITOAHSIOT 3aIlIUTHYIO (PYHK-
IIMI0, OHU He CIIOCOOHBI COeAVHATLCS C APYTMMM XPOMOCOMaMMU
nan ux ¢pparMeHTaMI.

Y G0oABIIMHCTBA DYKapMOT TeAOMepHble I10cAe]oBaTeAbHO-
cru AHK npeacrasasier coboii KOpOTKME TaHAeMHBIE ITOBTOPBI
(TTOBTOPBI OAMHAKOBO OPMEHTMPOBAaHHBIX eAMHUIN). B Teaomep-
HBIX ydacTKax xpomocoM /AHK BmecTe ¢ Geakamu, crienmpuaeckn
CBA3BIBAIOIIVIMICA C TeAOMEPHBIMU IOBTOpaMy, oOpa3yeT HyK-
A€OIIPOTeUAHBIN KOMIIAEKC — KOHCTUTYTUBHBIN (CTPYKTYPHBIII)
TeAOMepPHBIII reTepoXpomMaTuH. TeaoMepHbIe TIOBTOPBEI — BechbMa
KOHCepBaTMBHbBIE II0CAeA0BaTeABHOCTM. Y BCEeX IO3BOHOYHBIX, B
TOM 4lICAe Y YeAO0BeKa, OHU IIPeACTaBAsSIOT cOO0J MHOTOKpaTHBIE
MOBTOPHI ecTy HykAeoTnaos — TTAITT.

Ms-3a Toro uyto AHK-moanmepasa He criocoOHa CUHTE3VPO-
BaTh AnHelHyl0 Moaekyay AHK o camoro xoHia, ¢ KaXXAbIM
LIMKAOM AeAeHUSI TeAOMephbl KAeTKM YyKOopauusBaloTcs. /aHHBIN
¢eHoMeH HazbIBaeTCs KOHIIEBON HeJOperAMKalliell ¥ CIUTaeTcs
OAHUM M3 BaKHeMmuX ¢aKToOpoB OMOAOTMYECKOTO CTapeHMs.
Oganako BcaeacTBre HTOTO ABAEHMS TeAOMePhl 40AXKHBI yKOpaun-
BaThCs OYeHb MeAAEHHO: 0 3—6 HyKAeOTHAOB 3a OAMH aKkT perl-
AvKauuu. JVI3BecTHO oOrpaHmMyeHme 4mcaa JeAeHUN OAHOM
AuddepeHIIIPOBaHHON KAeTKM — Iipejea Xeldanka, KOTopoe y
yeaoBeKa paBHO 52. Takum oO6pa3oM, 3a DTO UMCAO AeAeHUI Te-
AOMepBI MOIYT CTaTh KOpoye Bcero Ha 156-312 HyKaeoTnAOB, 4TO
COBEpPIIIEHHO He CyIIeCTBeHHO, YYMThbIBas MHOTOKpaTHOE IIOBTO-
penne teaomepHoit nocaegosareabHoctT TTAITT. Cymecrsyer
SIUTeHeTHYecKas: Teopusl CTapeHMs, COr4acHO KOTOpON IIOCTe-
IIeHHas yTpaTa MapKepoB penpeccuu (I104aBAeHNs) HeaKTUBHOTO
XpoMaTHHa IPUBOAUT K aKTUBAIIUM IepeMelleHNs] MOOMABHBIX
»aeMeHTOB. KaeTka 3amyckaeT MeXaHU3MBI yAaAeHUsl BbI3BaHHBIX
STUMU IIepeMellleHIAMI TTOBPeXXAeHN, 4TO IIPUBOAUT K YKOPO-
YeHUIO TeAOMep B AeCATKM U COTHU pa3.

B cTBOAOBBIX 1 ITOAOBBIX KA€TKaX aKTMBHO pabOTaeT 0COObIN
depmeHT — Teaomepasa, KOTOPBIN IIpM IIOMOIIM COOCTBEHHON
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PHK-marpuiibl gocTpamBaeT TeAOMepHbIe IOBTOPLI U YAAUHSET
TeaoMmepsl. OAgHaKO B 00ABIINHCTBe AM(pPepeHIIPOBaHHBIX Kae-
TOK TeAoMepasa 3a0A0KIpPOBaHa, YTO IPUBOAUT K HEMIHYEMOMY
YKOPOYEH!M TeAOMep W IOBBIIMIEHNIO BepPOATHOCTM MyTaluil
pacrioA0KeHHbIX B T-AMcKaX OHKOTEHOB ¥ I'€HOB AOMAIIIHeIro XO-
3sI1ACTBA.

4.7. HopmarvHouil Kapuomun 4eAro6exa

Kapnorumn yeaoseka B HOpMe COCTOUT U3 23-X Hap XpOMO-
COM, KOTOpPBIE pacroJaraioT 1104 HoMepaMI B IOpsigKe YObIBaHII
UX AVHeVHBIX pa3Mepos (puc. 57). AyTocoMbl (Bce XPOMOCOMBI
KpOMe II00BBLIX) OOpasyloT OAMHAKOBEINI HAOOp y 000MX ITOAOB.
My>kckoit Habop 0A0BBIX XpoMocoM XY, sxeHckuit — XX. Kak n y
BCeX MAEKONUTAIOIINX, reTeporaMeTHbIM I0AO0M y 4YeaOBeKa SIB-
AsIeTCSI MY>KCKOIL. Y-XpOMOCOMa COCTOUT HPeUMYIeCTBEeHHO U3
rerepoxpomaTiuHa. HeGoplmas 1o gamHe syXpoMaTUHOBas 4acThb
cogep>xut 397 reHos (mpu oOllleM 4iicle TeHOB y uyela0BeKa 0oee
25000 aas1 0AHOM M3 caMBIX KOPOTKMX XPOMOCOM ®TO HeMaao).
A KoMIleHcallui AO3bl TeHOB B KAeTKaX >KeHCKOTO OpraHusma
MPOMCXOAUT MHAKTUBaLs OAHON 13 X-XpOMOCOM. X-XpOMOCOMa
cogep>xut 1606 renos. llpumedyaTeabHO, YTO B Hell OCTaeTCs He-
0o/blIasl HeMHAKTUBUPOBaHHAs 4acTh, cojepiKalllasl IPUMepPHO
4yeTBepTh I'eHOB, YTO ypaBHIBaeT 403y PpaOOTaIONIIMX TeHOB y 000-
1x 110408 (nmpumepHoO 400 reHOB IT0A0BBIX XPOMOCOM IIpeAcTaB/e-
HO ABYM:I KOIIMAMN).

CoraacHo OOIIENPUHATON MeXAYHapOAHOI HOMEHKAaType
KapMOTUII IIPUHATO 3alMChIBaTh CAeAyIOIINM 0Opa3oM: BHadale
3alMCBIBAIOT ODIIlee 41cA0 XpOMOCOM, 3aTeM — II0AOBBIE XPOMO-
comepl. Ilpu HOpMaabHOM KapuOTUIle BTUM U OIpaHMYMBAIOTCS,
IpM HaANYMM XPOMOCOMHBIX HapyIIeHMiI VX ONMCBIBAIOT IIpU
IIOMOIIY CIIeIMaAbHBIX OOO3HAYeHNI, KOTOpble OyAyT paccMOT-
PpeHBI IIpU U3A0KeHN! MaTepuasla O Ka’KAOM U3 HUX.

ITpumep

46, XX — HOpMaAbHasl >KeHIIHa;

46, XY — HOpMaAbHBII My>KUlMHa.

XpoMOcOMBI Yyea0BeKa IIPUHATO YCAOBHO NOApa3aeAsTh Ha
BOCEMb TPYIII, KOTOpBle 0003HAYaIOT AAaTMHCKUMM OykBamu oT A
20 G. Takoe nogpasgeaeHue BpI3BaHO Te€M, YTO He BCerda MO>KHO
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TOYHO OIIpeAeAnTb HOMEP XPOMOCOMBI. PacnpeAeAeHI/Ie XpOMO-
COM IIO TIpyIIiaM OBLAO BBIIIOAHEHO Ha OCHOBAHMU VX MOpCl)O/lOI'I/I-
YeCKIMX OCO6€HHOCT€I7I, BUAVIMBIX IIPV PYTMTHHOM OKpalllVBaHMN.

Puc. 57. HopmaarHas MetadasHas IaacTiHKa (A)
u packaajxa (B) anddepenimaasHo okpaueHHBIX 10 G-METOAy XPOMOCOM YeA0BeKa”

" URL: http://homepage.mac.com/wildlifeweb/cyto/human/index.html
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I'pynma A BkaiogaeT XpoMocoMmsbl 1, 2 u 3 — BTO MeTalleH-
TpuUJecKue 1 cybMeTalleHTpUdecKrie XpoMOCcoMbl. Xpomocoma 1 —
caMBblii 00ABIIION MeTalleHTPUK B KapuoTuile. XpoMocoma 2 sIBAsI-
eTcsl caMOll KPYITHOM cyOMeTalleHTpUYecKoil XpoMocomMoit. Me-
TalleHTpHuJecKkasi XxpoMocoMma 3 oTAnMdaeTcs puMepHo Ha 1/5 1o
AAVIHE OT XpOMOCOMBI 1 11, IODTOMY, A€TKO MOXKeT OBITh UAEHTU-
¢unmposana. B nmpokcumaabHOM (HaxoasileMcs O6Avoke K IIeH-
TpoMepe) palioHe AAMHHOTO Ilde4a XPOMOCOMBI 3 Mpu
UCII0AB30BaHMUM (Q-OKpacKy BBIABASETCSI OYeHb SIPKUII CeIrMeHT,
KOTOPBIN Tak>Ke I103BOAseT 0e30IMnO0YHO OIpeseanTh BTy Xpo-
MOCOMY.

I'pynma B BkarouaeT XpoMocoMmsl 4 11 5 — KpyIHbIe cyOMeTa-
teHTpuky. OTAMYUTDL UX APYT OT Apyra Opy PYTMHHOM OKpaIln-
BaHIM HEBO3MOKHO.

I'pynna C mpeacraBaeHa xpomocoMamy 6-12. B sty xe
TPyHIly BXOAUT I10A0Bast X-xpoMocoma. Bce xpomocomsr ®Toit
TPYHIIbI — MeTalleHTPUKM CpeHero pasMmepa. VlHausnuayaabHO
pasAMuUTL MX MOXHO TOoapko nipy mnomomu G-, R- man
Q-oxpackn.

I'pyrma D BkaiogaeT Tpu mapsl aKpOLIEHTPUYECKMX XPOMO-
coM cpegHeit AanHbI — ¢ 13 o 15. Bce oH1 cogep>kaT BTOPUUIHYIO
IepeTs KKy — MecTo aokaausanuu SJOP (sapbInKooOpasyommx
PaiioHOB), OTAEAAIONIYI0 HeDOABIION MO AAUHE CIYTHUK OT OC-
TaAbHOM YacTy KOPOTKOTO I1aedya. PasMephl CIlyTHMKOB 3aMeTHO
BapbUPYIOT y Pa3HBIX MHAMBMUAYYMOB. VIHOrAa Haba0 a10TCA ABa
CITyTHHMKA.

K rpynmne E oTHOCAT KOpOTKIe MeTalleHTpudecKue u cyo-
MeTalleHTpuuecke XpomocoMsl ¢ 16 mo 18. Xpomocoma 16 —
MeTalleHTPUK, ee AAMHa COCTaBAsSeT OKOAO TpeTu OT AAVHBI
xpomocoMsl 1. Xpomocomsl 17 n 18 6am3ku O IIeHTPOMEPHO-
My nHaekcy (oxoao 0,30) 1 Heckoabko (5-10 %) pasanyaoTrcs o
AAVHE.

I'pynmna F oObeauHseT ABe MadeHbKHUE MeTalleHTpUYecKue
xpoMocomsl 19 u 20, mpaktudeckn HepaszamdmuMmsle 0e3 audde-
PEeHIIaAbHON OKPaCKI.
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I'pymmma G BKaAIOYaeT MaJdeHbKMe aKpOLIeHTpUYecKye Xpo-
MocoMbl 21 m 22. K 9TOI TIpymIe OTHOCAT U IIOAOBYIO Y-
XpOMOCOMY, KOTOpas OTAMYAeTCsl OT APYTMX XPOMOCOM BTON
TPYHOIIBI TI0AOXKeHNeM XpoMaTu/j AAUHHOIO Iideda — y Y-
XPOMOCOMBI OHM PacIOAOXeHBI OAM3KO, a y XxpoMocom 21 u 22 —
IIMPOKO paccraBaeHbl. Pazmep Y-xpoMocoMbl BapbupyeT B IIN-
POKMX IpeJeaax 3a CYeT M3MeHeHNs pa3MepoB IeTepoXpoMaTu-
HOBOTO 0/0Ka, He OKAa3bIBAIOIero CYIIeCTBEHHOTO BAMSIHUSA Ha
¢enorun. Takas BapmabeaAbHOCTh BUAHA Jake B MHTepasHBIX
sapax npu okpamusanun AT-cniennduuecknmu ¢payopoxpoma-
M. B koporkux naegax xpomocom 21 1 22 oOHapy>KmBaeTcsl BTO-
pMyHas IepeTskKKa — IIO4OOHO XpomMocoMmaM TIpymmbl D oHu
cogep>KaT palioHbI SIAPBIIIKOBLIX OopTranusaTopos (SIOP). Pucynkn
AndPepeHIIaabHON MCIePUEHHOCTI XpOMOCcoM 21 1 22 cyrrject-
BEHHO Pa3AMyaloTCs, 4TO MO3BOASET IPOBOAUTHL MX MHAUBUAY-

aABHYIO UAEHTU(UKALINIO.

4.8. IloAumettvie XxpOMOCOMbL

I'ranTcKMMe XPOMOCOMBI, Ha3BaHHbIE IMMOAUTEHHBIMU (OYK-
BaAbHO — «MHOTOHUTEBbIE»), BIIepBble OBlAM OOHAPY>KEHBI
E.I'. BaarOmanm B 1881 1. B CAIOHHBIX KeAe3aX MOTBIAS (AMIUMHKIU
KoMapa-3BoHIIa poda Chironomus). OHU HpeAcTaBAsIAU COOOM
AAVIHHBIE A€HTHI C TIOIIePevHol1 ncyepuyeHHOCThIO (puc. 58). [Tosa-
Hee HTUM >Ke aBTOPOM ObLAV OOHapy>KeHbI ITI0A00HBIE CTPYKTYPEI
B MaKpoOHyKAeyce nHPpysopuit. OgHaKO CBsI3b OOHAPY>KEHHBIX TO-
I4a KAETOYHBIX CTPYKTYP C HacAeACTBEHHOCTHIO Oblla ITOKa3aHa
ToABKO uepe3 50 aer B paborax H.K. Koapnosa, 3. Xaiina un
X. bayspa. IlogpoOHble KapThl TeMHBIX y4aCTKOB ITOAMTEHHBIX
XpPOMOCOM Ap030(pNABI — AVICKOB VI CBETABIX — MEXKAMCKOB OBLAU
IIOCTPOEeHbI OAHNM U3 cOTpyAHUKOB T. MopraHa — aBTopa XpoMo-

comuom teopun — K. bpuaxecom B 1935 1. (puc. 59). D1t nuroao-
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rugeckue KapTel XxpomocoM Drosophila melanogaster MCIioAb3yIOTCs
A0 cux 1mop. MHoxecrsenHast peaynaukanus JHK 6e3 murosa
(PHAOpeIAMKAIU) C COXpaHeHNeM CBA3M XpoMaTuj B nHTepdas-
HOM sApe TIPUBOAUT K HOSIBACHUIO IOANTEHHBIX XPOMOCOM, B KO-
Topeix Kaxaas Huth AHK mpeacrasaena Teicsiqamy Konmii. DTo
AeAaeT NOANWTEeHHbIe XPOMOCOMBI 3aMedaTeAbHOM MOAeABI0 AAs
reHeTUKOB. boaee uyeM ThIcAYeKpaTHOe yBeAuYeHMe pa3MepoB
XpOMOCOM ¥ HaAM4le Ha HUX eCTeCTBEHHOIO, YHUKAaABbHOIO AAs
Ka’k/J0I'0 palioHa pUCYHKa 43240 BO3MO>KHOCTb Jake IIPU CpaBHMU-
TeABHO cAab0J1 MUKpOCKOIIIecKo TexHuke 1930-x rr. 6aectsie
IIOATBEPAUTh XPOMOCOMHYIO TeOPUIO Ha OOABIIIOM 4YuCAe Ilepe-
CTpoek, uMelonux ¢gpeHoTUIIMJIecKoe IpossaeHne. Pacrpocrpa-
HEHHOCTM STOIl MOJeAM HeMalo CIocOOCTBOBala AerKOCTh
IIPUTOTOBAEHIsI AABAEHBIX IIperiapaToB B MOAOYHONM AU YKCYC-
HOII KICAOTe U HaAu4ye IIOAUTEHHBIX XpPOMOCOM Y ApO30(PUABI —
O/AHOTO U3 U3A1001€HHBIX OOBEKTOB TeHeTMJyecKoro aHaamsa. Ha
ITIOAMTEHHBIX XpOMOCOMaX HabAI0AaeTcsl BUAMMOE IIpOsiBAeHUe
TpaHckpunuuu — nygsl (puc. 60). bruoaornyeckoe sHaueHue I0-
AUTEHUN — yBeAndyeHne oObeMa CIIelIMaAM3MPOBAHHBIX AAs aK-
TUBHOTO CMHTe3a OelKa KAeTOK (Halpumep, CeKpeTOPHBIX) U
yBeAM4YeHue 4nucAa KONMI TeHOB AAs YCUMAeHUs UX TPaHCKpMUII-
uyu. VIHTtepecHo, 4TO pu IIOAUTEHNM, KaK IIpaB1Ao, HabAI04aeT-
Csl  COMaTMYeCKMI CHHAIICUC — TOMOAOTMYHBIE XPOMOCOMBI
IIA0THO IIpMUAETraioT ApPYyT K Apyry. Ecan oaHa 13 roMOAOTMYHBIX
XpOMOCOM COAEPKUT AeAeTUPOBAHHbIN Y9aCcTOK — ApyTas B 9TOM
paitoHe oOpasyeT netaio. Aynankanny, TpaHCAOKalMU 1 ApyTye
XpPOMOCOMHBIE IIepeCTPOVKM TakKe 3aMedaTeAbHO BIAHBI Ha II0-
AUTEHHBIX XPOMOCOMaX C MCII0Ab30BaHMEeM OOBMHOTIO CBETOBOTO

MIKPOCKOIIA.
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Puc. 58. A. IToauTteHHsle xpomocomsl Chironomus salivary”;
B. VimMyHO(aypecrieHTHas OKpacka XpomocoM Drosophila melanogaster™

" 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. llutoaorudeckue KapThl MOAUTEHHBIX XPOMOCOM
Drosophila melanogaster”

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

109



Puc. 60. ITyd”

B HeKOTOpPBIX KAeTKaX pacTeHMI U XXMBOTHBIX (HarpuMep, B
Tpo¢o06aacTax MAEKONNUTAIOIINX) Ha0AI0AaeTCsl TIOAUTEHMS C He-
II0AHON KOHJeHcalueln (CKpbITasl NOAUTeHN:A) — TOAbKO OTAeAb-
Hple paliOHBl XPOMOCOM (KakK IIpaBMAO, IeTepOXpOMaTUHOBBIE)
IpeACcTaBAeHbl IOANTeHHBIMM yJ4acTKaMy, B OCTaAbHBIX palloHax
MHOTOKPaTHO PeAyIlAUIMPpOBaHHbIe XpOMaTHUAbBI He CBA3aHbI APYT
¢ apyrom. IlosTOMy cKpbITasg ImOAUTEHNUs He Halllla HaCTOABKO
IIIMPOKOTO IIpMMeHeHNs B 00111ell TeHeTUKe, KaK VICTUHHAas TOAN-
TeHIsI XPOMOCOM ABYKPBLABIX HACEKOMBIX.

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

B oorenesze HEKOTOPBIX >KMBOTHBIX (3€MHOBOJHBIX, PeITH-
AU, TITUIL) BCTpedaeTcs ocobas ¢opma XPOMOCOM, OTAMYAIO-
mascs KPyIHBIMU  pasMepaMii M XapaKTepHOM IeTAeBON
CTpyKTypoii (puc. 61), KOTOpble 13-3a CXOACTBA C €pILIMKaMU AAs
YICTKM 11apOHOB KePOCHHOBBIX AaMIT Ha3BaAl XpOMOCOMaMI TUIIa
AaMIIOBBIX IeToK. OHM MpeACTaBAAIOT cOOON OMBaAeHTHI Ha CTaAuu
AuriaoteHsl mpogpassl I Meitosa (pasa. 4.2).

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

" URL: http://www.biomedcentral.com/1471-2164/9/168/figure/F3?highres=y
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Kaxxap1i1 OMBaA€HT COCTOUT M3 ABYX TOMOAOTMYHBIX XPOMO-
COM, COCTOSILINX B CBOIO o4epeab U3 ABYX CeCTPMHCKIUX XpOMaTIA
(puc. 62). ITomapHO cuMMeTpUYHBIE TI€TAU OOpa30BaHBI aKTUBHO
TPaHCKPUOVPYeMBIM XpoMaTUHOM. [Tpy momomu 9aeKTpOHHOTO
MMKPOCKOIIa MOXKHO YBUAETh HECKOABKO TPaHCKPUIITOB Ha KaXK-
AON IeTAe, IIpuyeM, Kak MpaBiAO, AAVHA TPaHCKPUIITOB BO3pac-
TaeT OT OAHOTO YydacTKa IIpMKpeIldeHUsl IIeTAU AO APYTOro.
HacToApKO MHTEHCHBHASI TPAaHCKPUIIINS TpeOyeTcs B X04e co3pe-
BaHM: >KEHCKIUX IOAOBBIX KAETOK AAs IIpeBUTeAAOTeHe3a — HaKo-
naenust MPHK nepes ¢popmmposaHueM >keATka 1, B MeHbIIIEN
CTeIleH!, BUTeAAOTeHe3a — COOCTBeHHO (POPMMPOBAHMSA >KeATKa.
OmnpegeseHHBII PUCYHOK IleTeAb XapaKTepeH A4 OTAeAbHBIX
XpOMOCOM ¥ OTAEABHBIX XPOMOCOMHBIX PallOHOB, T. €. IIeTAM MO-
IYT CAYKUTH MOpdoA0rnIecKuMy MapkepaMu. JIHTepecHO, 4TO B
XpOMOCOMax TUIIa AaMIIOBBIX IIeTOK aKTMBHO TPaHCKpUOUpPYyeTcs
00BIYHO «MoOAuaIas» Beicokomosropsomascsas AHK. B mecrax
NpUKpeIAeHns I1eTelb Ha XpOMOCOMaXx BUAHBI y3€AKU — XpPOMO-
Mepbl, B KOTOPBIX HAXOAUTCS DO4ee IIA0THO YIIaKOBaHHBIN MHEPT-
HBII1 B TPaHCKPUIILIMIOHHOM OTHOIIIeHUM XpOMaTuH (puc. 62).

Hanboaee aeTaabHO XpOMOCOMBI THIIA AaMIIOBBIX II[€TOK
M3YJeHHbI Y IrpeOeHYaToro TPUTOHA M AOMaIllHell Kypuiipl. Taxas
¢gopma xpoMocoMm Hamlla IpUMeHeHNe B KadyecTBe MOAeABHOTO
00BeKTa 4451 U3YU4eHMsT OCOOeHHOCTEeN TPaHCKPUIIIIUM ¥ aHAAM3a
pacipejeseHns COOBITUI TeHeTUIECKOV peKOMOMHAIINI 110 AAN-
He XpOoMOCOM. B 1mocaeaHme rogbl akTUBHO HPOBOAATCS MCCAEAO-
BaHMsA XpOMOCOM TUIIa AaMIIOBBIX III€TOK Ha HEeCKOABKMX BMAaX

IITUILI.
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Puc. 62. Cxema CTpOeHISI XPOMOCOM TUIIA «AAMITOBBIX IIETOK»
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I'rasa 5. OCHOBBI TeHEeTUKM I104a

HecMmoTps Ha TO 4TO pasanmums MeXAy HoAaMI CAOXKHBI U
MHOTOOOpa3HBI, B 0OIlleM BUJAe 1104 MOXHO pacCMaTpuBaTh Kak
IIPOCTOM AVICKPETHBIN NpPU3HAK, MMEIOIINII, Kak IIpaBuAO, ABa
aAbTepHATUBHBIX IIPOSBAEHIS — JKEHCKUM Y MY>KCKOIA.

Cymiectsyer 004bIlIOe 4YMCAO TUIIOB OIpejeAeHus IIoAa.
[IpuHIMIIMAABHO MX MOXXHO Pa3AeAUTb Ha TeHeTUYeCKU TUIT —
CBA3aHHBIN C Pa3AMYMSIMY T€HOB U1 XpPOMOCOM y Pa3HBIX II0A0B — I
HeHacAeACTBeHHbIN. K rmocaegneMy oTHOCATCA cucTeMBbl orpe/e-
AeHIUs T0Aa IO0J BAUAHMEM YCAOBUI OKpyKalomlel cpeanl. Ha-
npuMep, y MOpCKoro uepBs Bonellia  viridis aAumdmHKa,
IpUKpeInnBIascs K XOO00Ty caMKH, pa3BMBaeTcs B caMIla, KOTO-
PBIll IPOBOAUT BCIO JKM3Hb B €e MaTKe, 3aHMMasCh UCKAIOUUTeAb-
HO OIA0AOTBOpeHueM sull. Ecam amdmHKa HpUKpenasercs Ko
AHY, OHa pa3BUBaeTCA B CAMKY — CAaMOCTOATEAbHYIO 0COOb. ¥ Kpo-
KOAMAOB I104 AeTEHBIIIel OIlpejeaseTcs TeMIepaTypoil NHKyDa-
LMY SULL B CpejHell TpeTu repuoja SMOPUOHAABHOTO PasBUTHA.
Hanpumep, y H1ABCKOIO KpoKoAuAaa Iipu Temnepatype ot 31,7 °C
20 34,5 °C ¢popMupyiorcs camiipl, Ipy 601ee HU3KOI 1AM Ooaee
BBICOKOJ TeMIlepaType — CaMKI. Y HeKOTOPBHIX PBIO 1104 MOKeT
U3MEHATHCS HECKOABKO pa3 B TeUeHMe JKU3HI.

B cayuae reHeTmyeckoro orpejeaeHus Ioaa HeOOABIIIOe
41ICAO TeHOB, KOTOPbIe paclOA0XKeHBl, KaK IPaB1AO, B II0AOBBIX
XpoMocoMax (HabOp KOTOPBIX pa3AndaeTcs Y pasHbIX I1010B), Ha-
IIpaBAseT pa3BUTHE MO KeHCKOMY MAM MY>KCKOMY ITyTu (puc. 63).
Cucrema XpOMOCOMHOTO OIlpeJeAeHus I104a TallAOUA-AUILAONJ,
BCTpeYaeTcs Y HeKOTOPBIX ITepellOHYaTOKPhIABIX — U3 OILA0A0TBO-
PEHHBIX AUI] Pa3BUBAIOTCA AUILAOMAHBIE CAMKH, a U3 HEOIA040-
TBOPEHHBIX — TaIlA0MAHBIe caMIlbl. buoaormueckoe HasHaueHue

XpPOMOCOMHBIX MEXaHI3MOB OIIpeaeAeHNsI 1101a CIICTEM XO, ZW n
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XY — noggep:KuBaTh paBHOE COOTHOIIEHIE I10A0B A4S TOBBIIIe-
HIs Omoaormyeckoro pasHooOpasust. Cucrema X0 mpucyTcTByeT y
HEKOTOPBIX HACeKOMBIX, CAMKI MIMEIOT ABe I0A0BBIX XPOMOCOMBI,
caMIipl — ogHy. IIpsMo npoTuBonoA0KHas KapTiHa Ha0AI0AaeTcs
y Tan. ITpy Haanmunm AByX I0A0BBIX XPOMOCOM pazandaior ZW n
XY cucremnl onpegeaenus 1moaa. Ecan rereporaMeTHBIM I1OAOM,
T. €. II0A0M, B Meli03e KOTOPOTO 0Opa3yIOTCsl raMeThl C pa3HbIM
HabOpOM ITOAOBBIX XPOMOCOM, SBASETCS >KeHCKUil (Hampumep,
ITUIIBL, HEKOTOphle penTuAuM), Cucrema HaspiBaercsa ZW
(puc. 63). Ilpu cucreme XY (Hampumep, Aposodrnaa, IiameHTap-
Hble MAeKOIMTAIOIINe) TeTeporaMeTHBIM I10A0M SIBASIOTCS CaM-
1l (puc. 63). VintepecHo, 4yTo B mocaejHeM cAydae IOA MOXKeT
OIIpeeAsTLCA KaK IPUCYTCTBMEM Y-XpPOMOCOMBI, KaK y IlAalieH-
TapHBIX MAEKOIMUTAOIINX, TaK ¥ COOTHOIIEHNeM 4licJa ayToCoOM
1 4nucaa X-XpoMocoM (0aaaHCOBBIM TUII), KaK Y Apo3oduasl. ¥
Apo30QUABl IPU AUTLIOMAHOM HabOpe ayTOCOM M HaAUYUM OA-
HOM X-XpoMOCOMBI (POPMUPYIOTCSA CaMIIbl O€30THOCUTEABHO Ha-
Armdaus M KoamdectBa Y-xpomocowm. Ilpucyrcrsme apyx  X-
XpOMOCOM Ha AUIIAOMAHBIN HabOp BeJeT K Pa3BUTUIO CaMOK, ye-
My He IIPeIsITCTByeT HaAudue Y-XpOMOCOMBIL. VY IlAalleHTapHBIX
MAEKOIUTAIOMINX IIPUCYTCTBIE OAHOM 1AM O0Aee Y-XpOMOCOMEI
IpUBOAUT K (POPMMPOBAHUIO MY>KCKOTO I1041a, HECMOTps Ha AIO-
Oble UHBIE OOCTOSTEABCTBA. DTO OOBACHAETCI HaAWdMeM B
Y-xpomocome rena TDF-SRY, omnpegeasiomiero passurue IIO
My>Kckomy nytu (puc. 63). Ilpm TpaHcaokamusx ydacTka
Y-XpOMOCOMBI, COAep>Kallero 9TOT I'eH, Ha X-XpOMOCOMY y 4ea0-
BeKa BCTpeyaAuch My>KYIHbBI C HAOOpOM XpomocoM 46, XX 1 >KeH-

IITHBI ¢ HA0OpOM XpomocoM 46, XY.
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Puc. 63. Tumsr XpOMOCOMHOTO OIpeeAeHN sl TI0Aa Y KMBOTHBIX
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Y yeaoBeka, ITOAOOHO BceM IAalleHTapHBIM MAEKOIUTalo-
UM, IPUHATO pa3AndaTh deThIpe YPOBHs 11040Bo1 AnddepeH-
LMpPOBKU (puc. 64):

1) xpomocomnsI moa (XX nan XY);

2) TOHaAHBIN 104 (SIMYHUKY MAU CEMEHHUKN);

3) ¢penoTHIIIMUECKMIT TOA (PKEHCKMII VAV MY>KCKOJ; BHEIII-
HII€e ITI0A0Bble IPU3HaKM);

4) moBeaeHYeCKMII U MeTabOAMYeCKMI 1104 (XapaKTepHble
MY>KCKMe MAU >KeHCKUe OCOOeHHOCTU IToBeJeHNs U oOMeHa Be-
IIIeCTB).

IToa Banstnuem TDF-SRY m3 3auaTka roHaAbl pOpMUPYIOTCS
cemeHHUKM. [Ipu oTcyTcTBUM HTOTO TeHa 3a4aTOK I'OHaAbl Pa3BU-
BaeTcsl 0 >KeHCKoMy TuIly. IToaoBble opranbl popMupyoTcs us
MIOAA€POBBIX U BOABPOBBIX ITPOTOKOB, KOTOPBIE ITPOMCXOAAT U3
IIepBUYHOJ IMOYKNU. Y KeHIIUH MIOAA€POBbI IPOTOKM Pa3BUBAIOT-
cs1 B paaaonmeBsl TPYOBI U MaTKy, a BOABPOBBI IPOTOKM aTpoPu-
pyiorcs. ¥ My>K4MH BOAb(OBLI IIPOTOKM Pa3BUBAIOTCS B CEMEHHBIe
IIPOTOKM U CeMeHHble IMy3bIpbku. B kaerkax Ceproan, pacrioao-
JKeHHBIX B M3BMUTHIX KaHaAbllaX CEeMEHHUKOB, CHHTE3UpPYyeTCs aH-
TUMIOAAEPOB  TOPMOH, KOTOPBII ~ MHIMOUpyeT  pasBuUTHe
MIOAAEpPOBBIX IPOTOKOB M IPMBOAMUT K ux aTpodum. Kaerkn
Aeiignura, pacloA0KeHHble MeXAy KaHaabllaMM B CeMeHHUKaX,
CUHTe3MPYIOT  CTepOMAHBIE  TOPMOHBI ~ TeCTOCTEPOH U
5-AuTMApOTECTOCTEPOH, KOTOpPhIe ONpeAeAsIOT pa3BUTNe TeHUTa-
AUt 1, no3aHee, pOpMMUpPOBaHUE MY>KCKIX BTOPMYHBIX ITOA0BBIX
IIPU3HAKOB (MY>KCKOJ TUII OBOAOCEHNs, HU3KUI roA0C, OCOOeH-
HOCTM TeA0CAOKeH:). VIHTepecHo, YTO 445 HOPMaAbHOIO Pa3BU-
TUA ~ TI0  MYKCKOMYy — Tuily  TpeOyeTcss  HOpMaabHOe
pyHKIMOHMpOBaHMe BCeX STUX KOMIIOHEHTOB, a pasBUTHE IIO
JKEHCKOMY TUITy IIPOMCXOAUT «KOHCTUTYTUBHO». IloBeaeHueckmi
1 MeTabOAMYecKuil oA (PpOPMUPYIOTCS TOCTENeHHO, AOCTUTas
IIOAHOTHI IIPOSIBACHMS B IIOCTIIyOePTaHTHBIN IIePHOA.
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MYXKCKOM AKEHCKHMH

X_Y KPOMOCOMBI XX XPOMOCOMBI

XPOMOCOMI I
1O

IEH SRY

:

MEYILLL KOPKOBBIH CTOMN
3AYATOK OHAKI * TOHAUHB  309ATOK FONAIL |
/ CeMEeHHUKH 1o HHMHIEN
nep l
AHTHMIOLIEPOR TecTocTEpON
rOpMOH 5
: (kmetTrn Jlelimura)

{kneTku
Cepronm)

Perpeccun

MIQ/UICPOBLX
NPOTOKOR
Y

Cosperanue WeHCKIY TEHHTATNH

Sa purnapo- g CoapeBaHne MyKCKHX 11 hOPMHPOBAHITe HAPYIKHBIX

TecTocTepOn o T
P TERMTanmin N NONOBEIX PHAHAKOR
WEHOTMITHHECKMI
(b{lp.\(llpll}!allut’ 11031
HAPYHKHBIX TIOMOBLIX
NPHIHAKOB )
Jcrpaanon + nporecrepon
HOREJIEHYECKUE 1 METAROTMMECKUT TON

Puc. 64. Cxema orrpeseeHus 11o4a y yeAoBeKa

Konmpoavtvie 6onpocot u 3adanus

1. Camka meaoHOcHOU ITyeanl Apis mellifera aunaonaHa, a
TpyTHU raraouausl. CyliecTByeT, 0OAHAKO, AOKYC C MHO>KeCTBEH-
HBIMI aAAeAsIMY, BAVISIIOINIL Ha OllpejeAeHe 1104a Y AUIIAOUA-
HBIX ocoOeil. Bce aumnaoumaHele ocoOu, TreTepPO3UTOTHBIE IO
aA/eAsIM DTOTO AO0Kyca — CaMKM, a TOMO3UTOTHBIE 110 AI000MY 13
aaaeaeil — camMibl. [OMO3UTOTHEIE CaMIIbl He AOCTUTAIOT II0AO-
BO3PeAOCTH, TIOCKOABKY OOBIYHO IT0eJAI0TCsI pabourMu I9eaaMu
Ha AVYMHOYHOI CTagui B II€PBBIe TPOe CYTOK I10CA€ BBIAYIIAE€HNS
n3 simdek. TakuMm 0Opa3oM, TOMO3UTOTHBIN T€HOTUII B €CTEeCTBEH-
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HBIX YCAOBUAX AeTadeH. O4HaKO USBATBHIX U3 YAbS AMIMHOK TaKIX
caMIIOB MO>KHO J0BeCTU 4O CTaAuM MOA0BO3peaocTi. B aTom a0-
KyCe HaCUMThIBaeTCs OKOAO ABaallaT aadeaeli, 0OO3HauyaeMBbIX
cumoaamu Al, A2, ..., A20. IlycTts B HOTOMCTBe HEKOTOPOI OIl-
AOAOTBOPEHHOI TallA0OMAHBIM TPYTHEM MaTKU ANIIb I10AOBMHA
SIM9EeK CIIOCOOHA K Pas3BUTMIO (STO XOPOIIO 3aMETHO, ITOCKOABKY
IIO/AOBMHA sYeeK B COTaX OCTaeTCs ITyCTOM, U ITyCThIe sYeliKy pac-
IpeJeleHsl 10 cOTaM CAyJaliHBIM 0Opa3oM). UTO MOXKHO CKa3aThb
O TeHeTMYeCKOM KOHCTUTYLIMM MaTKU U TPYTH:?

2. Paccunraiite cOOTHOLIIeHe IIOA0OB y IMOPUAOB II€PBOTO
IIOKOAEHNsI OT CKpeluBaHis Apozodua (puc. 65)

3. ¥V TyTOBOIO 1IEAKOIpsiga XPOMOCOMHBINI MeXaHU3M OII-
peaeaenns noaa ZW. VI3BecTHO, 4TO caMIfpl AafOT Ha 20 % 604b-
me 1meaka, uyem camknu. CaMipl  AuMHUU A SIBASIOTCS
cOaZaHCUPOBAaHHBIMI T€TEPO3UTOTaMI IO ABYM CLIEIIA€HHBIM C
II0A0M /AeTaAbHBIM MyTallMsAM, a caMlbl AMHUN b — HopMaabHbIe.
Kakyio anHMI1O Aydiile MCroAb3oBaTh B KauecTBe OTLIOBCKOW AAs
MOAY49eHVsI TMOPUAOB AAs BBIKOpMKM? OTBET OOOCHYIITE.

QS_ x 0=

Y CnoBHEIE O003HAYEHMA:

- X-xpomocoma

— - Y -XPOMOCOMA

< - IBe ClIEN/IeHHEBIE X -XPOMOCOMBI

Puc. 65. Cxema ckperBanus (445 3a4aun 2 K 1. 5)
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I'rasa 6. OCHOBHBIE METOABI
U II0OAXOABI MOAEKY ASIPHOM TeHeTUKI

6.1. Kronuposanue HYKAeUHOBHIX KUCAOM

KaonuposaHne HyKA€MHOBBIX KMUCAOT — IOAydeHne 00Ab-
IIIOTO YMCAa KOIIMII MHTepecyIolleil ocieloBaTeAbHOCTI B (op-
Me BOCIIPOM3BOAVIMBIX B KMBBLIX OpraHM3Max CTPYKTYpP — BUPYCOB,
I11a3MI/, MCKYCCTBEHHBIX XpOMOCOM. BBegenme B opranmsm uy-
>KepPOAHBIX TEHOB OOBIYHO MCIIOAB3YIOT A4Sl IOAYYEeHMs IIPOAYyKTa
sroro reHa — PHK mam, yame Bcero, 6eaka. IlpuHnmmnmaasHO
BO3MO>KHO IPMMEHEeHe MeTOAa A5 TeHHOM TepaIniu.

Kaonuposarh MOXHO Kak OTAeAbHBIe (pparMeHThI TeHOMa,
tak 1 MPHK. B mocaegnem caydyae IpuMeHAIOT crelyaabHbBIN
JepmeHT — 0OpaTHYIO TPaHCKPUITA3y, KOTOpasl I03BOASET II0AY-
gnth AHK-xonmio ¢ PHK-marpumsl. [loayuennsie mytem oOpart-
HOM TPaHCKPUIILIN MO/AEKYABI AHK Ha3bIBAIOT
kommiaemenTtapHoin JAHK (xkAHK). VIx n aurupyior (cmmsaior
IIpY IOMOIU (pepMeHTOB-ANTa3) B BEeKTOPBL.

Ka0mnp1, 1102y49eHHbIe 13 OTA€ABHBIX TKaHel, XPOMOCOM UAN
TeHOMOB TPYIIUPYIOT B TKaHecreluduieckue, XpoMOCOMOCIIe-
1prIecKye AV TeHOMHbBIe OMOAMOTEKN.

6.2. Tubpudusayua HYKAEUHOBbIX KUCAOM

Inbpuansanys HYKA€MHOBBIX KUCAOT — BTO OOpa3oBaHUe
in vitro AByLIeIIOYeYHBIX MOAEKYA HYKAEMHOBBLIX KMCAOT U3 KOM-
II1€MeHTapHBIX OJAHOIIEIIOYeYHBIX MoAeKyaA. Ecam rmbpuausye-
Mble MOAEKyAbl IOAHOCTBIO KOMILAeMeHeTapHBl, IIpolecc
IIPOVICXOAUT AOCTAaTOYHO ObIcTpo. IIpm romosorum (oOiieM mpo-
JICXOKAEHUH) M3ydaeMbIX 0CAel0BaTeAbHOCTel, KOTopasl BbIpa-
JKaeTcsl B OIlpeleAeHHOM IIpOlleHTe MAEHTUYHOCTM OCHOBaHMIA,
IpoliecCc MOXKeT IOTpedoBaTh BapbMPOBaHMA YCAOBUII TMOpUAN-
sapun. Bosmoxkna mmbOpuausanms AHK-AHK n AHK-PHK.
ITponecc mbpuansanumn AHK/AHK mposoantcs caeayromum
obpaszoM. Jsyrenodyeunyio AHK pasorpeBaioT B COOTBETCTBYIO-
meM OyQepe. Ha sTOM 3Tame BOAOPOAHBIE CBA3U MEXAY KOM-
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IIA€MEHTapHBIMIA a30TUCTBIMM OCHOBAHUAMI CTAHOBATCA TePMO-
AVHaMIYeCKM HEBBITOAHBIMM M IIeIIOYKHU pacxoaAarcs. ITpomcxo-
ant aenHarypauusa /JAHK. Ilpenapar aenarypuposannon /JAHK
3aTeM CMelluBaeTcs ¢ Apyron geHarypuposanHon AHK. Jaaee
®Ta CMech MeAJeHHO OXAaXKJaeTcs. B »To Bpemsi ogHoljeroveu-
nple /AHK orxuraorcs apyr Ha apyra (00pasyroTcst BOAOPOAHBIE
CBA3U MeXAY KOMILAeMeHTapHBIMI OCHOBaHUAMU) 1 OOpasyeTcs
rnopuaHas moaekyaa AHK.

AHaans cKOpOCTH peHaTypanum ogHonernodednsix JHK
CAYXKUT AAsl OLIeHKU CXOACTBA U pa3Andus I10cAe40BaTeAbHOCTeN
AHK pasHBIX BUAOB >KMBBIX OPTaHM3MOB MAU Pa3HBIX 0CODeil 04-
HOTO BIAA.

AoT-020T-TMOpUAM3aAIINS IPOBOAUTCA B OAHON Touke. Ha
¢uarTp HaHOCAT Mccaeayemblit oOpasent. AHK-30H4 MeTAT paan-
aKTMBHO, MMMyHO(QEpPMeHTHO 1Au nMMyHopayopecrieHTHO. Ha-
Ay4ye  MOAOXKUTeABHOIO  TMOPMAM3AIIMOHHOIO  CHUTHaJAa
CBIAETEeALCTBYeT O HaAuduy B oOpaslle I0cAej0BaTeAbHOCTH,
IIOAHOCTBIO AU YaCTUYHO UAeHTIYHOM Moaekyae AHK-3oH4a.

baor-rubpuanzanms o CaysepHy CAYKUT AAsl BBIABASHNS
onpegeaeHHol nocaeaosareapHocTn AHK (B obpasiie), koTopast
IIOAHOCTBIO MAU YacTUMYHO MAeHTHMYHa Moaekyae /JHK-zonga.
DTOT MeTo/ codeTaeT 9AeKTpodope3 B araposHOM Trele AAsd
¢pakumonnposanusa AHK ¢ MeTogamm mepeHoca IOAYYeHHBIX
¢parmenros AHK Ha MeMOpaHHBIT PUABTP A4 TMOPUAM3AIIUIL.
Metoa moayuma coe HasBaHMe IIO MMeHH M3oOpeTaTeAs, aHI-
Anrickoro 6moaora D. CaysepHa.

Hosepn 0ao0T-rubpuansanms (B aHIAMIICKOM Ha3BaHUU Me-
TOAa — UTpa CAOB southern — IOXKHBIL, northern — ceBepHBIN) IO-
Ao0OHa 6a0T-Tn6puansanyuy 1o CaysepHy, HO B KauecTBe MUIIIEH!U
ncrnoan3yior KAHK. MeTtog cay>xua Aas BBISABAHUS U KOAMYECT-
BEHHOII OLIeHKM YPOBHS TPaHCKPUIILMIU OTAeAbHBIX TeHOB A0 pac-
npocrpaHenus Metoga [P c o6paTHOI TpaHCKpUIILINIEN.
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6.3. I'enomnvte 6ubAUOMEKU

BO3MOKHOCTL OBICTPOTO IOAYYeHHUs ITpeliapaTUBHBIX KO-
amyects AHK npotsikeHHbIX (004ee 30 T.11.H.) pparMeHTOB TeHO-
Ma  sABAAeTCA  HeOOXOAMMBIM  yCAOBUMEM  OOABIIMHCTBA
DKCIIePUMEHTOB 10 MOAEKYASPHO-TeHeTUYeCKOMY M LIMTOTeHeTH-
4ecKOMY aHaAu3y TeHOMOB. I'puaupoBaHHbIe TeHOMHBIe O1OAMO-
TeKM, T. €. MMeIollue aJpecHoe yKa3aHue UHAUBUAYaAbHBIX
KAOHOB, TIO3BOAAIOT II0Ay4yaTh IpOTsKeHHble ¢pparmentsr JHK,
cogepKalllyie MHTepecyIOllylo IccaejoBaresell I10CAei0BaTeAb-
HOCTb, ¥ IIMPOKO MCHOAB3YIOTCS AAs aHAaAM3a TeHOMa C MCIIOAb-
30BaHMeM pa3ANYHBIX ITI0AXOA0B.

IlepBasi reHeTMyeckasl cucreMa AAs MacIITaOHOTO KAOHMU-
pOBaHIs IIPOTSKEHHBIX (pparMeHTOB reHOMa Oblaa coszgaHa byp-
ke B 1987 r. OHa Obl1a OCHOBaHa Ha VMICKYCCTBEHHBIX XpOMOCOMaX
apoxckent (YAC), BKAIOYAIONIMX LIeHTpOMepy, TeAOMepbl, aBTO-
HOMHO-PeNANLIMPYIOIecs I10CAe40BaTeAbHOCTH, CalT KAOHU-
poOBaHIM: U TeHbl CeAeKTUBHBIX Mapkepos. Cucrema I103BOAsiAa
KJAOHMPOBaTh HYKA€OTHAHBIE rocaesoBareabHocTy A0 1000 T.11.H.
ITockoabky B Havase 90-X IT. MHTEHCUMBHO HPOBOAMUAOCH CeKBeHU-
poOBaHIe TeHOMa YeA0BeKa, TaK/e CUCTeMBI OblAM OBICTPO BOCTpe-
OoBaHBI M MCIOAL30BaHBI AAsl CO3JaHMSI TeHOMHBIX OMOAMOTEK.
OaHako cymlecTBeHHBIE HeAOCTaTKM DTOTO poja OMOAMOTeK —
BBICOKII YPOBeHb XUMepu3Ma (KOrJa B O4HOM KAOHe oObLeANHe-
HBI pasHble YJacTKM TeHOMa), HeCTabMABHOCTL TeHOMHO BCTaBKI
U TPYAHOCTh HNPUTOTOBAEHNS MpellapaTyBHBIX KOANYEeCTB KAOHM-
poBaHHBIX nocaeaosaTeabpHocrell AHK — ne mossoaman mx uc-
I10Ab30BaTh B KadecTBe OCHOBHOTO MHCTPYMEHTa TIeHOMHOTO
KAOHUpOBaHU:A. boabplioe koamdectso TaHA@MHBIX (OpMEHTHPO-
BaHHBLIX B O4HOM HaIlpaBAeHIM) IIOBTOPOB TeHOMa MAeKOIIUTal0-
VX IIPUBOANAO B APOSKKEBOM CUCTeMe K CaiT-CIIenpuiecKoin
pekoMOMHanMyM U rnotepe gpparMeHTOB BCTaBKM, AMOO K 0Opaszo-
BaHUIO XMMEPHBIX KAOHOB, T. €. KAOHOB, COAep>KalnX (pparMeHThI
AHK 13 pasHbix obaacrteii reHOMa—goHopa. Llutoaornyeckn xu-
MepHBIe KAOHBI BBIABAAIOTCS IIPU TMOPUAM3ALINM i Situ BCAGACT-
BI€e A0KaAU3aIuM B ABYX 1 Ooaee caiiTax.
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ITockoabKy IIpOKapMOTHYECKMe CUCTeMbl peKOMOMHAaIumI
OCTaBASIOT MeHbIIle BepPOATHOCTU HeXKedaTeAbHBIX OOMEHOB,
KpOMe TOTO SIMCOMBI IIPOKapMOT OTAMYAIOTCS OTHOCUTEALHON
CTabMABHOCTBIO ¥ MOTYT CYIIIeCTBOBATh B CyIlepCKpy4eHHOI (op-
Me, OakTepumu OKaszaauch Ooaee IpuBAeKaTeAbHBIMU KaK Opra-
HI3MBI-X0351€Ba AAs TeHOMHBIX KAOHOB. [11a3MugHbIe BEKTOPHI He
TOABKO IIPOIe XPOMOCOMHBIX 9YKapMOTUYECKMX BEKTOpPOB (He
cogep>KaT IIeHTPOMephl, TeAOMepOB, M CAel0BaTeAbHO, KOHCT-
pyupoBsaHue OMOAMOTEK C HUMU MeHee TPYJ0eMKO), HO U IT03BO-
AAIOT  CYHIeCTBEHHO  YIPOCTUTH  IIpOLIeAypy  BblAeAeHus
kaoHuposanHol /HK 13 ocHOBaHHBIX Ha HMX KAOHOB ITyTeM
II0AHOTO pa3pyienus xpomocomuon JHK.

Ilepsrle reHOMHbIe OaHKM C MCIIOAB30BaHMEM KAETOK K-
I11eyHo maaouku Escherichia coli Ob1AM OCHOBaHBI Ha TPYIIIIe BeK-
TOpPOB — IIpou3BOAHBIX (ara asm0Oaa. CyrrecTBylOoT ¢arosnle
BeKTOPBl TPaAULIMOHHON CTPYKTYpPBI, HpeAcTaBAsIONINe coOoi
moaekyanl AHK, criocoOHbIe TOABKO K AUTUYECKOMY pacliieriie-
HUIO in vitro. KocMuaHble BEKTOPBI (POPMAAbHO SIBASIOTCS Ae-
dextHRIMU  garamMm  —  I4a3MUAAMU  Pa3HBIX  TUIIOB,
cogep KaIluMM cos-ydacTku ¢para Asambia U He CIIOCOOHBIMU K
ansucy. Hakoner, parmuansiit (gar + naasmmga) BeKTop, Cylie-
CTBEHHOII OCOOEHHOCTBIO KOTOPOTO SIBASETCsl CIIOCOOHOCTh K AU-
TUYECKOMY  Pas3BUTUIO 11 0Uiv0, HOAAEpPXUBaeTcs B BUAe
naa3MuAbl. Bce mogo0HBIe KOHCTPYKIIUM IITMPOKO MCIIOAB3YIOTCS
AAsl TIOAYYeHUsI KAOHOTeK 1 6aHKoB reHoB. VIx oOmmm HegocTaT-
KOM SIBASI€TCS AOBOABHO 00ABIIIOe 41CcA0 KAOHOB (40 10°), HeoO-
XOAUMOe AAsl YBepPeHHOIO IIpejcTaBAeHNsI AI000ro ¢parmeHTa
reHoMa MAeKOIUTAIOMINX UAU IITULL IPY CpaBHUTEABHO HeOO0Ab-
oM pasmepe Bctaskt — 20—40 T.1LH.

Ocobo cTouT yrnoMsHyTh KOCMUABI — TLAa3MIABIL, COAepKa-
e cermeHT /AHK ¢ara A ¢ coeaguHeHHBIMU AUTIKMMY KOHIIAMU
(cos-caiiTer). BaskHOI1 yepTOIl OOABIIIMHCTBa KOCMIAHBIX BEKTOPOB
A4Sl KAOHMPOBaHNs ABASETCS MX CIIOCOOHOCTDL BKAIOYaTh BCTaBKU

20 45 1.1.H. Ecan xoarsnesyro kocmnanyio AHK paspesars 110 xa-
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KOMY-TO YHMKaJAbHOMY canTy, cMmernats ¢ ¢pparmenramu AHK,
coJep KalllMMI AUIIKJe KOHIIbI, 1 IIPOM3BECTU OTXKUI, TO oOpa-
3yIOTCA AAVHHBIE KOHKaTeMepbl (MOAEKYABbl, COCTOsIIINe U3 KPYII-
HBIX TIIOBTOpsIIOIIMXCSl  0aokoB). Ilpm  cmemieHum — »Tmx
KOHKaTeMepoB ¢ OeAKaM!, OCYIIeCTBASIOMIVIMY YIIaKOBKY ¢ara A,
OHIU paspesaloTcs 1o cos-cantaM, n AHK ymakosbiBaeTcst B TO-
A0BKy (para. DTOT Imporecc I03B0AsIeT 0TOOpaTh BCTaBKU 0OAb-
IO HPOTSXKEeHHOCTM, TaK KakK Aasg T1oro urooer /JAHK
YIIaKOBbIBAaAaCh B TOAOBKY (para, pacCTOsIHIE MeXKAY COS-CaiiTaMu
AOAXKHO OBITh 38-52 T.11.H. Takas cMech MOXKeT codepKaTh Ppar-
MEHTBI BOBCe 0e3 BCTaBKM MAU ¢ HECKOABKVMU TOBTOPSIOITMIICS
BCTaBKaMl, YTO OTpa’kaeTcsl Ha KauecTse I10Ay4eHHOI OubanoTe-
KI U 3aTPyJHseT ee IIpUMeHeHle A4 TeHOMHOTO aHaausa. Peru-
MJEHTHBle KAETKM IIpMoOpeTaloT yIaKOBaHHBIE KOCMIABI B
pesyabTaTe MHPUUNMPOBAHMS «(PaAbIIUBBIMI» (PArOBHIMU JacT-
I1aMy, IpuYeM STOT Ipoliecc 6oaee 3PpPeKTuBeH, 4eM TpaHCPeK-
LIVST I1A1a3MUAHOM AHK. ITomaB B KAETKY-XO351Ha,
pexomOuHanTHas AHK amnandguumpyercs u coxpaHsercs B BiAe
naasmMuAbl. IToayueHHble peKOMOMHAHTHBIE KAOHBI MOTYT OBIThH
ITPUAVPOBaHBI — BRIpAIlleHbl Ha I11aTaxX C yKasaHyeM KOOpAMHAaT
Ka>k40TO KAOHa. IloaydyeHne oTmeyaTkoB (pernank) Ha HUTPOLeA-
AIOAO3HBIX AU APYTUX PUABTPax AAs1 IepeHoca KAOHOB C IIOCAe-
AYIOIIVIM  paspylIeHneM KAETOYHBIX CTEeHOK OakTepuil u
OTMBbIBaHMEM 0eAKOB I03BOAseT IPOBOAUTL CKPMHNPOBAHNE Ta-
KX OmbAmoTex mpm mnomomu oOprgHOM A0T-0a0T AHK-AHK
rmopuansanun. HegoctaTkoM KOCMUAHBIX TEHOMHBIX OM0AMOTEK
sIBAsIeTCA OTHOCUTEABHO (IO CpaBHEHUIO C VMICKYCCTBEHHBIMU XPO-
MOCOMaMI ApPOXCKel) HeOoAbIlas BeAMYMHA BCTaBKU (40
45 T.I1.H.) U, cAeA0BaTeAbHO, DOABIION 00beM OMOAMOTEKM (AAS
TeHOMOB M/AeKONUTAMNX 0KoAa0 2 x 10° kaoHoB). Aast Toro 9to-
OBl COBMECTUTH IPEeNMYIIlecTBa KOCMIAHBIX OMOAMOTEK (BBICOKAs
crabuapsHOCTh JAHK-KA0HOB, OTHOCUTEABHO HM3KNII YPOBEHDb XII-
Mepu3Ma, MPOCTOTa KOHCTPYMPOBaHUs, YAOOCTBO BblAeAeHMNs
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AHK) n aposxkessix 6mbanorex (0oabInasi AAMHA BCTaBKU U
KOMITIaKTHOCTb Bcell O10A1oTeKn), OblA0 pasdpaboTaHO ABe CICTe-
MBI KAOHIPOBaHMS — Ha OCHOBE MCKYCCTBEHHBIX XpOMOCOM DakTe-
puit (BAC) 1 uckyccrseHHBIX XpoMocoM ¢ara P1 (PAC). Briepsrre
PAC sextop (pCYPAC-1) Obla 1MCHOAB30BAaH AAsl IIepeHoca pe-
koMOunantHoit AHK B xaetku E. coli mpy TOMOIM 9A€KTPOIIO-
pauun. PasjeaeHHple TIpM  IIOMOIIM  IyAbC-DAeKTpodopesa
¢parmentsr renomHoi JHK yesoseka OblaM yriakoBaHBI B T0A0B-
K1 yactuil 6akreprodara P1. 3apaxenue Takumu (paroBpIMy dac-
Tunamu mramMma E. coli, sknpeccupyioniero pekom6unasy Cre,
IIpUBEAO K BO3HMKHOBEHUIO SIIMICOMHBIX KONNII TeHOMa peKOM-
OmHaHTHBIX (paroseIx yacTuil. IToayueHHas reHoMHas O1OAMOTEKA
cogepkaaa 15000 k10HOB cO cpeaHuUM pa3mepom BcTaBku 130-
150 1.11.H. Tpuauars 4eTsipe KA0Ha OBLAM ITMOPUAVI3OBAHBI HA MI-
TOTMYECKNX XpoMocoMax MetoaoM FISH, npu sTom He Ob110 BHI-
SABAGHO HU OgHOTO cayyas xumepusma. IIpogoaxureapnoe
KyABTUBUPOBaHMe OaKTepuil He BBIABIAO HeCTaOMABHOCTU BCTaB-
K1 Ha npyuMepe 20 KAOHOB.

VckyccTsenHble xpoMmocomsl OakTepuii (BACs) ocHoBaHbI Ha
F-¢axTope (Ppakrope PpepTnAbHOCTI) — HU3KOKOIIUITHOM I1Aa3MMU-
Ae, KOTopas CyIIlecTByeT B OaKTepMraAbHBIX KAE€TKaX B CyIepCKpy-
YeHHOII KOAblleBoll (opMe U MOXKeT BKAIOYaThb BCTaBKy AO
500 T.m.H. Penankanms ¢gakropa GpepTmabHOCTU XKECTKO KOHTPO-
AUPYeTCsl KAeTOYHBIMU MeXaHM3MaMM, YTO CyIIIeCTBeHHO CHVKa-
eT ypoBeHb peKOMOMHAaII B BIIICOMax 9Toro poda. Kpome toro,
renomHasa AHK Brnaa-gonopa HaxoAUTCs MPaKTUYECKN BCe BpeMs
B CyIIepCKPYYeHHOM COCTOSIHUM, CA€A40BaTeAbHO BePOATHOCTh He-
’KedaTeAbHBIX OOMEeHOB MeXAy (pparMeHTaMM BCTaBKU TeOpeTu-
yecky npubamkaeTcsa K Hyato. Ilepsas Takas Oubamorexka Oblaa
roAayJyeHa Ha ocHOBe BekTopa pBAC108L, Bkatouarormiero gakrop
depruarnoctn u cosN-cant. Pasmep BcTaBku BapbupoBaad OT
10 20 300 T.m.H., cocTtaBasAs B cpeaHeM 100 1.rmH. CtabmapHOCTDH
BCTaBK!U (1O MPU3HAKy COXpaHeHUs MPOPUAS pecTPUKIIMOHHBIX
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¢parmenTos) noarsepskaena B tedeHue 100 rokoaeHnst 6akrepu-
aABHBIX KAeTOK. IIpoBepka KAOHOB Ha XMMEPU3M MeTOAOM IUO-
puAu3anun in situ 1mM03BOAMAA OOHAPYKUTh TOABKO OAVH CAYYail
obmeHa m3 28 cay4ariHO BBIOpaHHBIX TpaHCcPOpMaHTOB. Jaab-
HeliIe paboOTHI C MCIIOAB30BAHMEM DTON OMOAMOTEKN TaKXKe I10-
KazaAy HU3KYI0 4acToTy TpaHcAokaumi. CaeayeT OTMETUTDH B
CpedHeM MEeHbBIIYIO AAVHY KAOHMPOBAHHBIX (parMeHTOB B CHUC-
TeMaX VICKYCCTBEHHBIX XPOMOCOM OaKTepuil II0 CpaBHEHUIO C
APOXCOKEBBIMU U OCHOBaHHBIMU Ha Oakrtepuodare P1. Oanaxo
yKa3aHHBIE BBIIIIe HEAOCTATKU APO>KKEBBIX CIICTEM He IT03BOASIOT
M KOHKYpUpOBaTh C OakrepuaabHbIMU. lIpemmyiiectBoM ke
BAC-6ubanorex nepes PAC-6mbamorexkaMm sBASE€TCSI OTHOCH-
TeAbHasl IPOCTOTA MX KOHCTPYMUPOBAHMS: VMICKAIOUAETCS VICIIOAb-
3oBaHue Oakrepuodaros, nepenoc goHopuou JAHK mposogurcs
Ipy roMoInu oOprgHON TpaHcdopMaruu. Takum oOpasoM, orr-
TUMaABHBIMI CHCTEMaMI AAs KAOHUPOBAHUS IPOTSDKEHHBIX Te-
HOMHBIX IIOCAeJOBaTeAbHOCTeNl 0Oosee 50 T.OLH. IIpU3HAHBI
MICKYCCTBEHHBIE XPOMOCOMBI OaKkTepuii, a A4As1 pparMeHTOB MeHee
50 1.1L.H. (KOTOpbIe UMEIOT IIPEeNMYIIeCTBa AAsl MCIIOAb30BAHUS B
HEKOTOPBIX JICCAE€AOBAHUSIX T€HOMOB) TaKOBBIMU OCTAIOTCSI KOC-

MUABL.

6.4. IloAaumepasnas yennas peaxyus (IILIP)

IToanmepasnas nenHas peakuus (I1LIP) mpumMensiercsa npu
HeoOXOAMMOCTY MHOTOKPaTHOTO yBeANdYeHNsl MaAbIX KOHIIeHTpa-
LM OTAEABHBIX (PparMeHTOB HyKaAenHoBoi kucaotsl (AHK) B
O6moaornyeckoM Martepuage (oOpasue). IIpumenenne IILIP Ha-
CTOABKO MHOTOOOpPa3HO, YTO OAHO IlepeulrcAeHre ClIoco00B IIpu-
AOKEHMSI HTOIO MeTOAa MOXKeT 3aHATh CyIIeCTBeHHBII o0beM
TekcTa. B Hame BpeMs B mpunHInIe A100y10 ocaeA0BaTeAbHOCTD
AHK MOXHO mMOAy4YuTh B IIperapaTMUBHBIX KOAMYECTBaX 3Has

TOABKO 110 20-30 HyKA€0TNAOB Ha ee rpaHuIIax.
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ITpyHIMII NOAMMePa3HON LIEIHON peakIuy 3aKAI09aeTCs B
MHOTOKPaTHOM M30MpaTeAbHOM KOIMPOBaHUN (aMIIAMUKAIINI)
onpegeaénHoro ydacrka AHK, mposoaumom in vitro ¢ moMOIIBIO
ocoboit AHK-nmoanmMepassl (HampuMep, noanMepassl taq), Bblge-
A€HHOI U3 DKCTpeMaabHO TepMOQPUABHBIX OakTepuii (puc. 66).
Ocobast TepMOCTaONABHOCTD HTOTO pepMeHTa M03BOAsIeT MPOBO-
AuTh AeHatypaumnio gsyHnuteson AHK mpu 95 °C 6e3 motepu ak-
TUBHOCTM. YCAOBUA peakIuy TOAOMpPalOTCs  TaK, YTOOBI
aMIAnPUIpPOBaACcs TOALKO 3adaHHblin pparmenT AHK 1 Toapko
B TOM CAydYae, eCAl OH IIPMUCYTCTBYyeT B lccAeayeMoM oOpaslie.
ITocae aenarypanumu AHK xoporkue (18-30 H.1.) cuHTeTHUeCcKUe
OAMTOHYK/A€OTHUADI, HasblBaeMble IpaiiMepaMiu, IMOPUAUBYIOTCS
AHK-maTpunen coraacHO NPUMHIUILY KOMILAEMEHTapHOCTU Iap
OCHOBaHMUII, 4TO 00ycaoBAMBaeT crienuduaHocts ITLP. Temmnepa-
Typa Ha sTon craguu 50-65 °C, ToyHas TemIieparypa 3aBUCUT OT
rocAeJ0BaTeAbHOCTeN MpaliMepoB MCXOAs U3 X HYKAeOTUAHOTO
cocTaBa. DTa CTaAus Ha3bIBaeTCsl OTXKUT man rmopuausanus. Ka-
KABIV 13 IIpaliMepOB KOMILAeMeHTapeH y4acTKy OAHOM U3 Lierein
ABYLIETIOYEUHOV MaTPUIIBI M OTPaHMYMBAEeT Hadyaao M KOHeL] aM-
nandunupyemoro gparMeHTa. 3aTeM TeMmIepaTypy AOBOAAT A0
72 °C — ontuMmyMa AAs paboOThHl tag-moAmMepassl. DTO — CTaaus
noauMepusauun. Jenarypanmuio, OTXKUI U [OAMMEPU3ALIIO
(ka>kaast IPOBOAMTCS OT HECKOABKIX CeKYHJ 40 MOAyTOpa MUHYT)
noBTops10T 20-35 pas. Takum obpasom, uncao Konui amMmnandu-
1upyemMoro ¢pparmMeHTa yseAndusaeTcs B 2" pas, Ide n — 4MCAO
IIMKAOB. 3aTeM peakI[MOHHYIO CMeCh MHKYOMPYIOT HeCKOABKO
MuHyT npu 72 °C, ytoObl IoAMMepa3a CMOIAa AOCTPOUTH Heo-
II0AMMePU30BaHHbIe YJacTKM — CTagus DAOHTalMM. 3aKAI0YU-
TeAbHasl CTagus — XpaHeHume — mnpoxoaut npu 4 °C.
Busyaamsammio pesyabTaToB OOBIYHO IIPOBOASAT ITyTE€M DAEKTPO-
¢dopesa B araposHomM reae c okpackoir JHK ¢payopoxpomom sTu-

AuyM Opomug, (puc. 67).
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Aasa anaansa skcnpeccun reHoB npuMenstoT PT-TILIP — mo-
AVIMepa3HyIO LIenHyIo peakunio Ha Marpune KAHK, noayuennoi
myTeM oOparHoi TpaHckpunuy MPHK.

C mcrioap3oBaHmeM crienmaabHbIX puoopos TP moxHO
Ha0A104aTh B peXKMMe peaabHOTO BpeMeHn (puc. 68). CyriecTsyer
HeCKO/ABKO BapMaHTOB IIpOBeAeHMs Takol peakuu. OAMH U3 HUX
— IIIIP, B XOTOpOII B PeakIIMOHHYIO CMeCh, IIOMUMO TpaAMUIIMOH-
HBIX KOMITOHEHTOB, A00aBASIOT MHTEPKaAUPYIOINIT KpacuTeab
SYBR GREEN. CkaHupyiomuit Ay4 uaMepsieT ypoBeHb (pAyopec-
LIEHIMM KpacuUTeAs, CBA3BIBAIONIEIOCs TOABKO C ABYHUTEBON
AHK, KoTopsIii npsiMO IpOIIOPLIMOHAAeH YMCAY KON aMIlAK-
¢unmposanHoro ¢gparmenta. OnpejeseHrne HoOMepa IIMKAa, Ha
KOTOPOM ypOBeHb (pAyOpecIieHIINN AO0CTOBEPHO IIPeBBICUT (POHO-
BbIl (Touky Ct), 1103BOAsIET IIPOBOAUTH KOAMYECTBEHHbIe CpaBHe-
Husa JAHK B paszamunbix oOpasnax (puc. 69). Ilockoabky aas
Ka’k40ro ¢pparmMeHTa CyIIeCTBYIOT CBOs TeMIlepaTypa JeHaTypa-
uuu (rAaBAeHNUs), HaAW4dMe TOABKO OJAHOTO IMKa Ha KPUBOM
IAaBA€HUs  CBUAETEABCTBYeT O CHelnU(UUHOCTU  peaKIuu
(puc. 70).

Oranuame ITHP oT mpornecca penankannuy, IpOXO4sAIIero B
KAEeTKaxX >KMBBIX OPraHM3MOB, COCTOUT B TOM, UTO ITIOAMMepa3Hast
IlelTHas peaklysl I03BOAsAeT aMIAMQUIINPOBATh CPaBHUTEABHO
kopotkue ydactkn AHK (e 6oaee 3000 map ocHosanmit). Vc-
II0Ab30BaHIe CMeCH HeCKOALKNX II0AuMepas, Hanpumep, Taq u
Pyu, mpu onpegeaeHHBIX yCAOBUAX IO3BOAsET IIPOBOAUTH aM-
nandukanuio ¢pparmentos AHK aamnoir 20-40 T.m.H., o4HaAKO
9TU (pparMeHTHl BCé paBHO 3HAUMTEABHO KOpOYe XPOMOCOMHOIA

AHK syKapuoTnyeckom KAeTK!.
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6.5. Cexsenuposanue AHK

CexBeHUpOBaHIe HYKAMHOBBIX KICAOT — OIpejeleHne 1x
IepBUYHOI HYKA€OTUAHOI I10CAeA0BaTeAbHOCTI.

B nacrosiee Bpems 4451 ceKBeHMPOBaHM: IINPOKO MCIIOAD-
3yercs AUAE30KCUHYKAEOTUAHBII MeTO4, MAU MeTOJ «OOphIBa
Lernn», paspadorannsiit ®. Conrepom B 1977 1. Jo Havaaa cekse-
HuposaHns npoussodar IIIP-ammanduxanmio ydactka JHK,
1ocAeA0BaTeAbHOCTh KOTOPOTO TpeOyeTcs ONpeAeANUTh, C UCIIOAb-
30BaHMeM B KadecTse IPeAllleCTBeHHIKOB MOAEKYAbl AVAEe30KCUHYK-
aeosuarpudocdaros (aaHTD). Tlpn amaezokcuceKBeHMPOBaHUN
IIPOVICXOAUT TUOPUAUBALINS CUHTETIYECKOTO OAMTOHYKAeOTHAa-
npanmMepa AAVIHOM 17-25 II.H., IIOCTaBASIIONIETo 3'-
TUAPOKCUABHYIO TPYHIy AAs VMHUIIMALUMU CUHTe3a IIely, KOM-
II1€MeHTapHO) MaTpulle, cO CrennpUIecKuM y9acTKOM OJAHON
U3 Lenell cekBeHMUpyeMoro ¢gpparmenra. PactBop c mpaiimepom
pacipeeasioT MO 4eThIpeM IpoOupKaM, B Ka’KA0M U3 KOTOPBIX
Haxo4ATcs 4eTbipe Ae3okcuHykaeotuga — AAT®, ALITD, aAI'TO n
ATT® (0auH 13 HUX — MedyeHBINl paAMOaKTUBHBIM M30TOIIOM) — I
oauH u3 yetbipex 2',3'-amAe30KcuHYKAe0TUAO0B (AA4ATD, 2aTTO,
2ATT® nan aalIT®). 3aTeM IpOBOAAT OAMH IIMKA aMIAnuUKa-
uun. AnAe30KCMHYKA€OTI, BKAIOYaeTCsl MO BCeM IO3UILIMSAM B
cMecH pacTyIIMX Lielleil, ¥ IocAe ero IPUCcOoeAVHeHNs POCT el
Cpa3y ocTaHaBAMBaeTcs. B pesdyabTraTe ®TOro B KaXkAOM 13 YEThI-
pex mpoOMpoK oOpasyeTcs YHUKAABHBI HaOOp MOAMHYKAEOTH-
AOB pasHOl AAMHBL B deTbIpex mpoOMpKax MOXKHO HaNUTU
nocaegosareapHoctu AHK, paszangarommecs na 1 Hykaeortua.
Jaaee B mpoOupkm A00aBASIOT popmaMi A4 AeHaTypalun
¢parmenros AHK u mposoasTr saexrpodopes B IoAMaKpula-
MIIAHOM TeJe Ha 4eThIpex Aopoxkkax. ITocae pasaesenms ¢ppar-
menToB AHK mposoasar paamoasrorpaduio, Kotopas I03BOASET
«IIPOYeCTh» HYKAEOTUAHYIO II0CAeA0BaTeAbHOCTh CeKBeHIPyeMOo-
ro cermenTta AHK (puc. 71).

B Hacrosmee Bpems AMAE30KCHHYKAEOTHABI MeTST 4e-
TBIPBMS Pa3HBIMU (PAYOPECIIEHTHBIMU KPAacCUTEASIMU U IIPOBOAAT
IILIP B ogHO mIpoOupKe. 3aTeM BO BpeMsl 94eKTpodopesa B I10-
AVaKpUAaMUAHOM Te/le Ayd Aasepa B OIpeJe]eHHOM MecTe Trels
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BO30y>KAaeT (pAyopeclleHIMIO KpacuTeaell, U AeTeKTOp ollpeje-
As1eT, KaKoyl HyKAeOTI/, B HaCTOSINII MOMEHT MUTPpUpYeT uepes
reab. CoppeMeHHbIe ITPUOOPHI UCIIOAB3YIOT AAs1 CeKBeHMPOBaHI
AHK xanmaaspueii saextpodopes (puc. 72).
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Puc. 72. DaexpodoperpaMma pesyAbTaToB ceKBeHUposaHus ¢pparmenra JHK.
BykBamu 0603HaueHBI COOTBETCTBYIOIINE HYKAOTUABL: A — ajeHuH, C — IIUTO3UH,
T — tumun, G - ryanus, cumBoa S 0003HayaeT BapuaHT
MOHOHYKA€OTHAHOrO roanMopdnoro caiita (SNP) nutos3us — ryaHnH

Puc. 72. Tenetnuecknit anaansatop AB 3130 (Applied Biosystems).
ITpuGop MCIIOAB3YIOT AAs1 CEKBeHUPOBaHMA U TEHOTUIIM POBAHIL

10 MOAEKYASIPHBIM MapKepam
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6.6. Coopka cukeenco6 2eHOMO6

Mertog, ApoOOBUKa (motran-
CeKBeHNPOBaHNe/KAOHUPOBaHE) MOXKeT OBITh IpUMEHEeH AAs
cOOpKM CHKBEHCOB IIpOTsKeHHBIX ¢pparmenTos AHK, B ToM uncae
XpoMocoM 1 reHoMoB. B sTom caydae AHK cayuariHeiM oOpazomM
¢parmenTupyior. IloayyeHHbIe MeAKUe CETMEHTHI CEKBEHNUPYIOT
O0OBIYHBIMU MeToAaMy, Hampumep MetodoM CsHrepa. [loayuen-
Hble T10C1eA0BaTeAbHOCT! IePEeKPhIBAIOIINXCA CAYIallHBIX par-
MeHTOB JHK cobupaior ¢ moMOIbIO CriealbHBIX IIPOIpaMM B
04HY OOABIIYIO IOCAeA0BaTEABHOCTh. CyIIIeCTBEHHYIO TPYAHOCTD
pu cOOpKe MpeACTaBAAIOT IOBTOPSAIONIIMECS I10CAe]0BaTeAbHO-
ctu AHK, Tak KaKk OHM MMeIOT y4acTKM IlepeKpbIBaHUs C 00Ab-
M 41CAOM JparMeHToB. s TEHOMOB IIPOKapMUOT UM HUBIINX
YKapMOT MeTOJ, ApOoDOBMKa OKazaAcCs MOoAXoAAmuM. I'eHom de-
AOBeKa COJAep>KUT OTPOMHOEe KOAM4YecTBO (OOAbIlle IT0AOBYIHBI)
pa3HOro TUMa MOBTOPAIOMIMXCS IocaeoBaTeabHOCTell. [losTomy
AASl TIOAy4eHNUsI COBEPIIIeHHON COOPKI HeOOXOAVMO IIpUMeHeHe
MNPOTSI’)KEeHHBIX TeHOMHBIX KJAOHOB.

COopka mpy MOMOIIN MPOTSI’KEHHBIX T€HOMHBIX KJOHOB
IIPOBOAUTCSA B HECKOABKO BTaIloB. BHauase HeoOXoAMMO cOo3AaTh
HECKOABKO TeHOMHBIX 0110AMOTeK ¢ MoKpbITUeM 5-10 9KBUBaAEH-
TOB TreHoMa (pa3a. 6.4). 3areM KAOHBI OpPTaHU3YIOT B KOHTUIU
(puc. 73). KoHTUT — ®TO COBOKYIIHOCTh B3alIMHO IlepeKphIBalo-
IIIVIXCSI TEHOMHBIX KAOHOB. /A5 cCOOpPKM KOHTHUIOB OOBIYHO IC-
MOAB3YIOT T€HOMHOBIIA (pUHTepIIPUHTYHT. IroT METO,
nogpasymesaeT paspesanne JAHK-k10HOB crienmaapHBIMI dep-
MeHTaMIl — pecTpuKTazamMu 1 010T-rudpuausanuio mo CaysepHy
C MCIIOAb30BAaHMEM B KayecTBe 30HAOB MIMHMCATEAAUTHBIX IIOCAe-
AoBaTeAbHOCTeN (HEeOOABIINX ITOBTOPOB C IOBTOPSIONIENICS eAu-
HuIenn 7 u 0oaee HyKAeoTnAoB, mMemomux 0oaee 1000 caritos
AOKaAu3aluuy B TeHOMe 4yeao0BeKa). B pesyabraTe moaydaercs mH-
AVIBVAYaAbHBIN HA0Op IMOPUAN3YIOIIUXCA C 30HAOM (PparMeHTOB
AAs Kaxaoro KaoHa. IIpu »ToMm coBllageHme AAMH HECKOABKUX
¢parMeHTOB ABYX KAOHOB TOBOPUT O HAAMYMM yJacTKa IepeKpHI-
BaHM:. IlonapHoe omnpegeaeHne y4yacTKOB IepeKpbIBaHUS I103BO-
AsleT  MOAYYUTb  KOHTHUI, COOTBeTCTBYIOLIMII  AOCTaTOYHO
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IIPOTsKEHHOMY y4acTKy XpomocoMmsbl. 3aTem metogoMm FISH (pas-
4. 4.5) oripegeasioT A0KaAu3aliIo KOHTUIOB Ha XpoMocoMme. IIpo-
Ts>KeHHBbIe TeHOMHbIe KAOHBI (PparMeHTUPYIOT € UCIOAb30BaHNeM
pecrpukra3. IloaydyenHble mnocaegoBareabHOCTH AavHOM 500-
700 11.H. BCTpaBaioT B I11a3MIJHBIe BeKTOPHI. DTa IIpolielypa Ha-
3bIBA€TCs CyOKAOHMpPOBaHMeM. 3aTeM CyOKJAOHMPOBaHHEIE IT0CAe-
AOBaTeAbHOCTU CEKBeHUPYIOT UM IPU IIOMOIIM KOMIIBIOT@PHBIX
IIporpaMM COOMpPAIOT CUKBEHC BCETO IeHOMHOTO KAoHa. O0bau-
HIB CMKBEHChI TEHOMHBIX KAOHOB, ITI0Ay4alOT CMKBEHChI KOHTUTOB,
a o0be AMHMB II0CAe HIe — CUKBeHChl XpoMocoM (puc. 74). Caeay-
€T OTMETUTh, YTO HEKOTOPBIe paifOHBl XPOMOCOM, COCTOSIIIIe TIOUTU
VICKAIOYUTEABHO 13 IIOBTOPOB (HalpuMep, [IeHTPOMepHbIe paiioHbI),
TeXHIYeCKM He I0AJal0TCsl KAOHMPOBAHMIO M CEeKBEeHMPOBAHUIO U
00pasyIoT mpoOeAsI (I9IIbl) Ha KapTaX TeHOMOB.
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6.7. buounopmamuxa u cucmemnas 6uor0zUA

brnoundopmatuka mMAM BBHUMCAUTEABHAs OMOAOTUA —
OAVH U3 pa3ieAoB OMOAOTUHU, IIPeAMETOM KOTOPOTO SIBASIOTCS
MOAEKYAsSpHBIe IIPOIIecChl, HO B AaHHOM cCAydae ICCAeAOBaHVLI
IIPOBOASTCS He in vitro, a in silico, T. e. He B IPOOUpPKe, a IPU II0-
MOIIIV KOMITBPIOTEPOB.

IToa 6uonHpOpPMaTHKOII TOHNMAIOT A1000€ UCII0Ab30BaHIEe
KOMIIBIOTEPOB 1 IIPOTPaMMHOTO OOecrieueHIs AAs aHaAu3a Ouo-
AOTMYEeCKNX AaHHBIX. Ha mpakTuke 4acTto 9TO MOHATHE Cy>KaeTcs
U BKAIOYaeT B ce0s TOABKO JCIIOAb30BaHIe KOMITBIOTEPOB A4 00-
PpabOTK! DKCIIepMMeHTaABHBIX AQHHBIX IIO CTPYKType O1oaormnde-
CKMX MaKpoMOAeKyAa (0eAKOB UM HYKAEMHOBBIX KICAOT) C IIeABbIO
[IOAY4YeHVs1 OM10A0TMYeCK) 3HaYMMOT MHPOpMaLIN.

B OmomHdopmaTuKe UCIOAB3YIOTCA METOABI IPUKAAAHON
MaTeMaTMKM, CTaTUCTUKU U MHPopMaTtukiu. Vccaeaosanus B 00-
AacTsax OuonHPOPMaTUKA U CUCTEMHON OMOAOTUH 3a4acTyIo Ile-
pecekaiorcsi. OCHOBHBIE YCUAMS MCCAeaoBaTeAeli, pabOTalOINX B
o61actu OnomHQPOpPMATUKI, HallpaBAeHbI Ha M3ydeHlIe T€HOMOB,
aHaAU3 U IpeAcKasaHUe CTPYKTYphl OeAKOB, IIpeAcKa3aHue B3al-
MOAEVICTBUII Pa3AMYHBIX 0€AKOB APYT C APYTOM U APYTUMMI MO/e-
Ky/AaMI, a TakKe peKOHCTPYKIVSI IIPOI[eCCOB DBOAIOIINI.

brnoundopmarnka momMoraeT y4eHbIM, VICIIOAb3Ys I1OCAEA0-
BaTeapHoCcTH AHK, mporsosmposaTh CTPYKTYpPBI M BO3MOJXKHBIE
pyHKIIUM KOAVPYEMBIX MMM OeAKOBBIX MOAEKyA, M TaKuM obOpa-
30M, CBA3bIBaeT TeHOMHBIE U [IPOTEOMHBIE IIPOEKTHI.

Beanka poap OuonHdopmMaTUKH B IIpoIiecce MapKUPOBAHIL
TeHOB U APYIUX 0OBEKTOB B ItocaegosareapHocTy AHK.

DBOAIOLIVMOHHASI OMOAOTUSI UCCAeAyeT IMPONUCXOXKAeHIe BI-
AOB U X pa3BUTHeE C TeueHNeM BpeMeHN. MeToapl OuonH$popMma-
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TUKU aKTMBHO UCIOAB3YIOTCA OM0A0TaMU-DBOAIOLIVOHICTaMI
AASl pellleHns 11eA0T0 psija 3ajad:

e y3ydeHNe BBOAIOLNMM OOABIIOTO 4YlcCAa OPTAHU3MOB,
BKAIOYas 9BoAONNIO Moaekya /HK, a He ToAbKO cTpoeHus nan
Jusnoaornu;

e CpaBHeHIe 1IeAbIX TeHOMOB, UYTO ITO3BOAsET M3y4JaTh TaKue
sIBA€HMS, KaK AyMAMKAIV I TOPU3OHTAABHBIN IIEPEHOC TeHOB;

e IIOCTPOeHNe KOMIIBIOTEPHBIX MOJeAell MOIMyAsILNIl C lie-
ABIO TIpeJCcKa3aHNs IIOBeAeHIIs CIICTeM BO BpeMeHI.

CucremMHast 611040TMs BKAIOYAeT B ceOsl 1IeAbIN PsA CyIecT-
BYIOIIIMIX ¥ IIepCIIeKTUBHBIX HalpaBAeHNUil B Onoaorun. Cucrem-
HYI0 O110A0TMIO MOXHO OIIpeAeANTh KaK MeXAVUCHUIIANHAPHYIO
HayKy O >KM3HM, U3YYaIOIIYIO CAOXKHBIE B3alIMOAEVICTBU B KU-
BBIX CMCTEMAX ¥ VICIIOAB3YIOIIYIO HOBBIII I1I0AX0J, B OMOAOTUH: XO-
AU3M BMECTO peAyKIMOHM3Ma. 3ajadyaMlM CUCTEMHOI O61moaornn
SIBASIIOTCSL JICCA€JOBaHNE U MOJeAVpPOBaHUE CBOVICTB CAOKHBIX
0110A0TIYECKIIX CUCTeM, KOTOPBIE HeAb3sl OOBSICHUTh CYMMOII CO-
CTaBASIIOIINX €€ CBOVICTB.

Aas Bepudukany co3gaBaeMbIX MoJeaell cucTeMHas 01o-
Aorusi paboTaeT C cCaMBIMM Pa3AMYHBIMU TUIIAMU DKCIIepUIMEH-
TaAbHBIX AAHHBIX, OIIMCBHIBAIOIINX KaK OTA€AbHbIE COCTABASIOIINE,
TaK ¥ CUCTeMY B IleA0OM. B cucreMHOI O10A0TMM 9acCTO MCIIOAB-
3YIOTCSI AaHHBIE, TIOAYJYEHHBIE B APYITIX 0041acTsIX Omoaornu: 6mo-
xumny, 61odpusnke, MOAEKyAIpHOV OMOAOTUN.

Broaornyeckie cucTeMsl SIBASIIOTCS O4€Hb CAOKHBIMIU 00b-
eKkTaMl. JAs MX OIMCAHMS UCIIOAB3YyeTCs OTPOMHOE KOAMYECTBO
IIapaMeTpOB, IIepeMeHHbIX U YpaBHEHMI, a 3HaUUT, pa3sBUTHeE CO-
BPE€MEHHOII CUCTEMHOI OMOAOTMY HEBO3MOXKHO 0e3 MCII0Ab30Ba-

HMT KOMITBIOTEPHBIX TEeXHOAOTUIA.
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Konmpoavnuvie 6onpocot u 3adanus

3aroaHuTe IMpOITyCKN B CAAYIOIINX YTBeP>KACHMSX:

1. C 1eapio pasMHOXeHUs! (aMIANPUITUPOBAHI) U TIOAY-
YeHMsI B UMCTOM BIJe TeX MAM UHBIX TeHOB, (PparMeHTHl ByKapuo-
tmdeckorn  AHK  Moryr OBITh BCTPOEHBHI B  CIelaAbHO
IIOATOTOBAEeHHbIe DaKTepyaAbHble BUPYCHl UAU I1Aa3MIAbI, Ha3bl-
BaeMble

2. OrgeapHas KOAOHUs OaKTepuii, KOTOpasi COAEPIKUT
I1a3MuAy ¢ BKAloueHHBIM B Hee pparmenTom JAHK geaoseka nan
APYTOIO >KMBOTO OpraHM3Ma, Ha3blBaeTCs ; HAOOP TaKuX
GakTepuil, IIpeACTaBASIONINII BeCh TEHOM Yea0BeKa MAU APYIOro
>KMBOTO OpPTaHM3Ma, COCTaBUT

3. Cunraercs, 4TO MyTaluy, He HacJeJyeMble COrAacHO
npasuaaM Mengeas, IposIBASIOT 1 A0KaAM30Ba-
HBI, TI0-BUAVIMOMY, B FeHaxX OpraHeAA.

4. B renax BBICIIMX DYKapMOT KOPOTKME CerMEeHTBhI KOAM-
pyomen /JAHK, koTopble Ha3bIBaIOTCs , OOBIYHO pa3-
AeAeHbl AAVHHBIMM II0CA€40BaTeAbLHOCTAMU  HEKOAUPYIOIIei
AHK, KoTopbie Ha3bIBaIOTCS
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T'raea 7. TeHOMMKA

7.1. Ilonamus zeHOMUKU, MPAHCKPUNTMOMUKY U NPOIMEOMUKU

I'enoMmuka — HampaBAeHUe MOAEKYASPHON I'eHeTUKM, U3y-
JaroIiee CTPYKTYPHO-(PYHKIIMOHAABHYIO OpraHM3alliio TeHOB I
TeHOMOB >KMBBIX OPTaHI3MOB.

I'enomuka cpopmuposasach Kak ocoOoe HaIpaBAeHUe B
IIepuo/, CO3JaHMsl IEePBBIX IIPOEKTOB I10 CeKBeHMPOBAaHUIO Ie€HO-
MOB HEKOTOPBIX BUAOB KMBBIX Oprann3mos B 1980-1990-x rr. Ilep-
BBIM OBbILA IOAHOCTBIO CEKBEHNPOBaH reHoM Oakrepuodara P-X174
(5 368 1m1.1.). DTO cOOBITHE TpOM3OIIA0 B 1977 1. B 1995 1. OB1A CeK-
BeHIpPOBaH reHoM Oaktepun Haemophilus influenzae (1,8 maH 1L.H.).
ITocae »TOrO OBIAM TOAY4YeHBI IOAHBIE CHKBEHCHI T€HOMOB ellle
HeCKOABKIX BUAOB, BKAIOYas reHoM deaoseka (2001 r. — mepBbiit
yepHOoBOI BapuaHT, 2003 r.— mepBbIit 3aBepIeHHbIN peans). ITo-
cAeaHUII MO BpeMeHM peams — 37.1 — omyOAMKOBaH B aBIycTe
2009 r. B Hem anHOTHMpOBaHO 34533 reHa. XoTeA0Ch OB OTMETUTE,
4TO pa3BUTHEe TEHOMMKM CTal0 BO3MOXKHO He TOABKO Oaarogapsi
COBEPIIIeHCTBOBAHMNIO OMOAOTHYECKUX U PUBMKO-XUMUIECKUX Me-
TOAOB, HO U HOSIBACHMIO 00/Aee MOIIHOM BBhIYMCAUTEABHON TeXHU-
KIf, KOTOpas MO3BoAMAa paboOTaTh C OTPOMHBIMM MacCUBaMM
AaHHBIX 1 0o0Jee COBEpPIIIEHHOIO ITPOTPaAaMMHOIO OOecITedeHNs].
IIpOTs>KeHHOCTh TeHOMOB Y >KMBBIX OPTaHM3MOB OY€Hb 4acTO W3-
MepseTcsd MHUAANapAaMU IIap OCHOBaHMI (TeHOM yeAoBeKa CO-
cTOoUT M3 3 MAp4 II. H.), 4TO IIpeAriodaraeT HeoOXOAMMOCTb
IIPUMMEHEeHMsI CYIIeCTBeHHBIX KOMIIBIOTEPHOM MOIITHOCTeN AAs
a/eKBaTHO 00pabOTKN cogepsKaleiics: B HuX MH(popmaiun.

CrpykTypHas reHOMMKa — pa3jea IeHOMUKH, U3y4daioIuii
CTPYKTYpy TeHOB 1 reHoMmos. Ocoboe BHUMaHNe yaeAseTcsl BHYT-
peHHeMy CTPOEHUIO I'eHa, COCTaBy M pacOAOKEHUIO peryasTop-
HBIX  I10CAeJ0BaTeAbHOCTeN, OCOOEHHOCTAM  MOAEKYASPHO
OpraHmM3alii XpOMOCOM M XPOMOCOMHBIX PaliOHOB, OOLIUM
IIPUHLINIIAM CTPYKTYPUPOBaHM: IIOCAeA0BaTeAbHOCTEN TeHOMOB.

dyHKIIMOHAaAbHAs TeHOMUKA M3ydaeT MeXaHM3Mbl paboThI
TeHOB U APYIMX (PYHKIIMOHAABHO aKTUBHBIX D1€MEeHTOB TeHOMa.
IIporeccsl ®KcIpeccuy IeHOB U ee peryAsluy IIpU IOMOIIN
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0AM3KNMX U yAaAeHHBIX DA€MEHTOB IeHOMa HaXOAATCsA B IleHTpe
BHUMAaHI: 9TOM AVICIVUILAVHEL.

CpaBHuTeabHas (9BOAIOIMOHHAsA) TeHOMUKa — pasjea re-
HOMMKH, IPeJMeTOM KOTOPOIO SBASIOTCS ®BOAIOLVMOHHBIE OTHO-
IIleHNs1 TeHOB U TeHOMOB. Bompockl romosornm (oB1IHOCTH
IIPOMCXOXKAeHNs ABYX 1AM OoJee CTPYKTYp), DBOAIOIIMOHHOIO
KOHCepBaTM3Ma U AUBepreHIUM (pacxoXX4eHus B IIpoliecce DBO-
A101MN) HanboAee XapaKTepHBI 4451 DTOTO pasjeaa.

TpanckpunroMmuka — Kak caedyeT 13 ee Ha3BaHIA — HayKa O
TpaHCKPUIITOME.

TpanckpunToMOM Ha3bpIBaIOT COBOKYIHOCTH BCEX TpaHC-
KPUIITOB, KOTOPble CMHTe3MPYIOTCS B OAHOM KAeTKe MAM TpyIIIie
kaetok (B Tom uncae MPHK u nexoaupyiomue PHK). ITonstne
«TPaHCKPUIITOM» MOKeT 0003HaJaTh IMOAHBIN HaOOp TpaHCKPUII-
TOB, CMHTE3UPYEMBIX B JaHHOM OpTaHM3Me, UAU CrelnpuIecKmit
Habop TpaHckpunrtos (Moaekya PHK), mpeacraBaenHslit B KaeT-
Kax oIlpe4eAeHHOIO THUIIa.

Ecau reHOM y Bcex KAeTOK OAHOM AMHUMU, KaK IIPaBIAO,
OAMHAKOB, TO TPaHCKPUITOM MO>eT ObIThb BecbMa M3MEeHUMB U
3aBMCUT OT YCAOBUI OKpy»Kamomein cpeapl. llonstme «rpaHc-
KPUIITOM» OTpa’kaeT MpoPuAb DKCIIPeCCUM TeHOB B AaHHBII MO-
MEHT BpeMeHM, ITOCKOABKY BKAIO4aeT B ceOs BCe TPaHCKPUIITHI
AaHHO KAeTkn. Hanboaee yacTo B sKcriepuMeHTax 0 M3y4eHNIO
TpaHCKpUIITOMa VICIIOAB3YIOT O1OYMIIEI (metog
AHK-Mukpoappei1, II03BOASAIOIINII  aHAAU3MUPOBATh  YPOBHU
TPaHCKPUIILIMA AECATKOB TBHICSY I'€HOB O4HOBPEMEHHO) M MOAN-
MepasHyIO LIeIHYIO peaklMIO B peaabHOM BpeMeHM, KOTopas I10-
3B0AsIeT JaBaTh TOYHYIO KOAMYECTBEHHYIO OIIeHKY SKCIIpeccuu
0TAeAbHBIX reHOB. CyIecTByIOT Oa3hl AaHHBIX IO MTPOPUAIM DKC-
IIpeccuM THICAY IeHOB B Pa3AMYHBIX OpraHax M TKaHAX IIpU pas-
HBIX BO34eVICTBISIX (narpumep,
http://www.ncbi.nlm.nih.gov/guide/genes-expression).
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IIpoTteoMuKka — 9TO HayKa, M3ydaronias OeAKN U MX B3aIMO-
AEVICTBIA B XKMBBIX OpTaHM3Max. YuéHble, paboTaomiye B 001acTu
IIPOTEOMMKH, VICCAEAYIOT OMOCUHTE3, IOCTTPAHCAAIIVIOHHbIE MO-
AnduKany, B3aUMOAENCTBUA OEAKOB APYT C APYTOM U C APYIU-
MU BellleCTBaMIA.

Beakn cayxaT AAs BBIIIOAHEHMSI OTPOMHOTO umcAa (PyHK-
LMW1 B OpraHM3Me, TaKIX, HallpuMep, Kak:

¢ sH3UMHas (pepMmeHTHasA). MHOITIe OeAKI cAy>KaT KaTaau-
3aTopaMu OMOXMMIYECKNX peaKIINii, IPOTEeKalOINX B JKUBBIX Op-
raHm3Max;

e TpaHcnopTHasA. Hekoroprle Oeaky, Takme Kak IeMOTAO-
OuH, TpaHCceppUH U Ap., HEPEHOCAT pa3AUIHBbIE BellecTBa OT
OJHUX KAeTOK, TKaHell 11 OpTaHOB K APYTUM;

e CTpyKTypHas. bBeaku BxoasaT B cocTaB I104aBASIONIETO
0OABIINHCTBA CTPYKTYPHBIX KOMIIOHEHTOB KAETOK U TKaHeNl >KI-
BBIX OpraHusMoB. Hampumep, koaaareH n aacTuH oOecriednBaioT
(p1OpPO3HYIO OCHOBY COeAVMHNTEABHBIX TKAHEe Y JKMBOTHBIX;

e pesepBHas (3amacHas) HexoToprle 6eaky, Takme Kak Kase-
VH, SIBAAIOTCSI TAaBHBIM MICTOYHIKOM aMMHOKVCAOT AAsl OpPTaHM3-
MOB AeTEHBIIIIEN MAEKOMUTAIONIIX;

e peryasaTtopHas. I'opMOHEI, NIpMHUMaIOLINE ydacTue B pe-
TYASUMM MHOTHUX IIPOILIeCCOB, ITPOTEKAIOIINX B KMBOM OpPTaHM3-
Me, IIO CBOENl XMMIUYECKO IpupoJe sIBASIOTC OeAKaMu;

e perteniTopHasi. CyIIecTByIOT 0OeAKM, BCTPOEHHBIE B MeM-
OpaHbI KA€TOK, KOTOpBIe paclIO3HAIOT XMMMYECKVe CUTHAABL, IIe-
pedaBaeMble APYTUMU KAe€TKaMU;

e MoTopHas1. CokpaTuMble OeAKH, TaKie KaK MIMO3UH, KOTO-
PpbIit urpaet 60ABIIYIO POAb B ABVM>KEHUN MBIIIILT;

e 3amuTHasA. beakaMm sBAAIOTCS aHTUTeAa, KOTOpPBIe 3a-
IIMITAIOT OPTaHU3M OT 00Ae3Hel.

Beaky cuHTe3MpYIOTCS yepe3 MocpeAHNKa — PUOOHYKAEN-
HoBYy10 Kucaory (PHK), crpykrypa koTopoiil ompegeasieTcs IIO-
caeaoBaTeapHocThiO AHK. ITponecc peaamsanum reHeTndeckon
napopMarum o crpykrype 6eaxa nay PHK HasbiBaeTcs skcpec-

cueri. Moaekyasl 0eAKOB IpejcTaBAsieT CO0OM BBICOKOMOAEKY-
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AsIpHBIe OpraHnyJecKye BelllecTBa, COCTOsAIINe U3 OAHONM MAU He-
CKOABKMX aMMHOKMCAOTHBIX Liertodek. Ilopsigok, B KOTOPOM BBbI-
CTpaMBaIOTCsl aMMHOKMCAOTBI, AMKTYeTCs I10CAeA0BaTeAbHOCTBIO
Hykaeotnaos B AHK.

Hanboaee xpymHOe AOCTVKEHUE ITOCA€AHUX AeT — KapTu-
poBaHMe TreHoMma uveaoBeKka. Ilo gaHHBIM mOcaeaHero peamsa
(37.1 ot aBrycra 2009 r.) B ayrocomax Haxoautcst 32593 reHoB, B
110A0BBIX XpoMocomax — 2003 reHa 1 B MUTOXOHAPUAX — 37 T€HOB.
Koanyectso 6GeaAKoB B 4yeaA0BeYeCKOM OpraHmU3Me IIPUMEpPHO B
10 pa3 Ooabire koandecrsa reHoB. [1o orleHKaM OOABIIMHCTBA aB-
TOpOB, UX HacuutbiBaercsi ©Ooaee 300 000, a umcao Oeaok-
0eAKOBBIX B3alIMOAEIICTBUII ¥ BOBCE He II0OAAAeTCs IIOACYETY.
Hanboaee msBecTHas Oasa AaHHBIX IIO IPOTEOMUKe dYel0BeKa:
http://www.ncbi.nlm.nih.gov/protein.

Mmorne 001e3H1 MOTYT OBITH IIPOCAEKEHHI A0 M3MEHEHNI],
IIPOVICXOAAIINX Ha ypoBHe Oeakos. K mpumepy, msBecTHO, 4TO
IIpU CepIIOBUAHOK/AETOYHON aHeMUU aHOMAaAbHBII Oel0K remo-
r100MH BBI3BIBAET M3MeHeHre (pOPMBI KPacHBIX KPOBSIHBIX Telell.
AHOMaAbHBIE HPUTPOLIUTHL UMEIOT ceproBugHylo ¢opmy. Cep-
IOBMAHOKAETOYHas aHeMusi oOycAOBAeHa MyTalyell, IIPpUBOASI-
el K 3aMeHe TAyTaMMHOBOJ KMCAOTHI Ha BaAUH B Oera-lienm
reMoraoomHa (remMora00uH S). D10 3aboaeBaHMe SBASETCS KAac-
CIYEeCKMM IPYMepOM IIPUCIIOCOOUTEABHOTO 3HaYeHMsl MyTaLlui
— ITeTepO3UTOTHI 10 3aMeHe IAyTaMMHOBOI KMCAOTBI Ha BaAMH B
OeTa-11ernin TeMOTA00MHa 601€ee YCTOMIUBLI K MaAsSIpHUU, TIODTOMY
JacTOTa ee BCTpe4aeMOCTH BhIIIIe B TeorpadprUecKuX paioHax pac-
MpOCTpaHeH! s MaAAPUITHOIO 111a3MOAVSL.

Yacro mocae cuHTe3a (TpaHCASLUM), AAS TOTO YTOOBI BBHI-
IIOAHATDH OIIpejeAeHHble (PYHKIIUM B OpTaHU3Me, OeAK! TpeOyIoT
Moaudukaruy. Hanpumep, Geakn, KoTopsle BBI3BIBAIOT 0Opas3o-
BaHIe KPOBSIHBIX TPOMOOB, OCTAIOTCsS HEaKTUBHBIMU AO TeX IIOp,
II0Ka He IIpeTepIieBalOT COOTBETCTBYIOMIMX M3MeHeHnit. CaeloBa-
TeABHO, HeIpaBUAbHAsA IIOCTTPAHCAAIIMOHHAA MOAUQUKALI
TakKe ABASeTCs IPUYNHON HeNIPaBUABHOTO (PYHKIIMOHVPOBAHILA

0e/AKOB.
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[Tprunza MHOTMX 3a004€BaHUIT Yea0BeKa — MOAMpUKaIIII
0eAKOB 1 M3MeHeHIs XapaKTepa UX B3auMoJeiicTeuil. PesyabTaTs
nccAe0BaHMII B 00AacTy MPOTEOMUKM B IIOCAeAHME TOABI BCe
Jale HMPUMEHSIOTCI B OmodapmaKkoAOorny, KOoTopas IloAydnaa
Gaarogapst TOMy HajeXXHbIl TeopeTndeckuii pyHaameHnt. Cero-
AHs1 Ooaee 95 % BceX MMeEIOIIMXCS Ha pbhIHKe JAeKapCTBEHHBIX
CPe/CTB OKa3bIBaIOT CBOe AeJICTBYe MIMeHHO Ha Oeaku. CucreMHbIe
II0AXOABI IMPOTEOMUKM IIOMOTalOT ropasao »pdexTusHee MAeH-
TUQUIMPOBATh U OIIeHMBATh HOBLIE IleAeBble OeAKM, a cAeloBa-
TeABbHO, YCKOPUTDH pa3dpabOTKy HOBBIX AMaTHOCTUYECKMX CUCTEM U
TepaleBTIYecKIX CPeACTB U cAeaaTh ux 0oaee 5PpPeKTUBHBIMIU.

7.2. Ilosmopatowuecs u ynukarvrote nocaredosamerviocmu JHK

ITocaeaoBaTeabHOCTH, OAHOKpPATHO IpeAcTaBAeHHbIe B Te-
HOMe, Ha3blBalOTCA YHMKaAbHBIMU. Bo/ee 1MOA0OBUHBI reHOMa 4e-
AOBeKa IIpeACTaBA€HO B Pa3HOI CTelleHM IIOBTOPSIOIIVMIICS
rocaeAoBaTeAbHOCTAMU 1AM TToBTOopamu. OHI MOTYT OBITH DOaee
1AV MeHee PaBHOMEpPHO paclipejeleHbl 110 TeHOMY (AMCIIepCHbIe
IIOBTOPHBI) MAM OBITh IPUYPOUYEHHBIMU K OTJAEABHBIM palioHaM
XpOMOCOM (KOHCOAMAUPOBaHHBIe MOBTOPHI). K uncay nocaeanmx
OTHOCST TaK Ha3bIBaeMble CaTeAAUTHI — IOCAEeA0BATEABHOCTH, KO-
TOpBle IpPU LEHTPUQPYTMPOBAaHUM B TpajyieHTe IIAOTHOCTU CO-
CTaBASIIOT OTAeAbHBINM NUK (puc. 75). VIx HasBaau careAanTaMm
(criyTHMKaM1), IOTOMY 4TO COOTBETCTBYIOIIMII MM IIMK Ha TIpa-
(JuKe comyTCcTByeT OCHOBHOMY. Y 4eA0BeKa, KaK U y BCeX MAEKO-
nuraionnx, careaantHas AHK oboramena AT-mapamu u nMeer
MEHBIIYIO I1AaBy4yl0 IIAOTHOCTh IIO CpaBHEHMIO C TOTaAbHOI
AHK. B npuneHTpoMepHBIX palfOHaX BCeX XpOMOCOM 4Ye/lOBeKa
npucyrctsyeT aabda-careaantHas AHK man aasdponanas AHK,
uMelomas AAMHYy noBTopsomerncs eauanibl 171 n.H. OHa ABAs-
€TCs OCHOBHBIM CTPYKTYPHBIM KOMIIOHEHTOM ILIEHTPOMepBl U
gopMupyeT mHpuUIleHTPOMEPHHINI TeTepoxpoMaryH. Hexoroprre
paszanunsi MO HYKAEOTHAHON I10CAeA0BaTeAbHOCTM B Pa3HBIX
XpOMOCOMax I03BOASIOT MCIO0Ab30BaTh aabdouanyo AHK B ka-
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gecTBe XpoMocomoctenuduyeckoro 3oH4a Aas FISH (Hampumep,
IIpy IpeHaTaAbHOV AMArHOCTVKE Ha UHTep(dasHBIX KJeTKax).
BerpeuaeTcst MHAMBUAYAABHBI OAMMOP(U3M UlCla IIOBTOPOB
aapponanon AHK, xHe mmerommit (peHOTUIIMIECKOTO IIPOsIBAE-
Hus. bera-cateaantnas AHK, umeromas 4anHy HOBTOPSIOLIEIICS
eAVHMIBI 68 II.H., IIPUCYTCTBYeT B LIeHTpOMepHbIX paioHax HSA
1,9,13,14,15,21,22u Y.

OCHOBHOJ MK

CaremmtHasa JHK

OnTiyeckast MI0THOCTE

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

IlInaBy4as nnoTHOCTH
Puc. 75. Careaautnas AHK

Careaant 1 (4aMHa OBTOPAIONIENCSI eAMHNIIBI 2548 11.H.)
AOKaAM30BaH B TeTepOXPOMATMHOBBIX palloHaX OOABIINMHCTBA
XpoMocowM, cateaauTsl 2 (5 m.H.) 1 3 (5 m.H.) MOTYT OBITh BBLAB/eE-
HBI IIPaKTUIECKN BO BCEX XPOMOCOMaX.

CareaauTsl IpeACTaBASIOT cOOOV TaHAEMHBIE IIOBTOPHI
(puc. 76) — moBTOpSIIOIINECS € AVHULIBI CAEAYIOT APYT 3a APYIOM I
OAVHAKOBO OPMEHTUPOBAHBL B MHBEpPTMpPOBaHHBIX IIOBTOpax
€AVHUIIBI OPVMEHTVPOBAHBI B IIPOTMBOIOAOXKHBIX HaIlpaBAEHIAX
(puc. 77)
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Puc. 76. TanaeMHBII1 ITOBTOP

AJTITATLT T LT L 'l T4 A

Puc. 77. VInBe pTUpOBaHHBII IIOBTOP

Kpome kaaccmuecknx caTeAAUTOB B TeHOMe yeAoBeKa Hpu-
CYTCTBYIOT MUHM- I MUKPOCATE€AANUTEL.

MunncateaAAnTsl — TaHAEMHBIE OBTOPSIONINECs 0CAeA0-
BaTeAbHOCTU C eauHuuern 10-60 I.H., MMelomIell ILleHTPaAbHBIN
motus ITTTIAITA*T. Ouu aokaauzoBansl 0oaee yuem B 1500 cari-
Tax U OTAMYAIOTCA 3HAUMTEABHON BapyaOeAbHOCTBIO 13-3a YacTO
IIPOVICXOASIIIETO HEPaBHOTO KPOCCHHIOBEpPa, YTO, COOCTBEHHO, Xa-
pakTepHO AAs BCeX TaHAeMHBIX MOBTOpoB. [lpm ©Oao0T-
ruopuausanuu rno Caysepny ¢pparmentuposantoi AHK ¢ munn-
CaTeAAUTHBIMU 30HAAMU BBISBASETCS MHAUBUAYAABHBIA PUCY-
HOK — TEHOMHBII (PUHTEPHPUHT, KOTOPBHII MOXKeT OBITh
UCIIOAB30BaH AAd UAEHTU(PUKAIUU AUMIHOCTY ¥ YCTaHOBAEHU:
OTLOBCTBa (puc. 78).

Puc. 78. ITpumep reromuoro ¢punrepnpunra (poro Science Photo Library)
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MukpocareaanTsl — KOPOTKHME TaHAeMHBIE IIOBTOPHI C AAU-
HOJ HOBTOpsIoLeNics eAHUIb 1-6 1m.H. OTaAnyaioTcs 3Ha4yu-
TeABHBIM MNOAUMOPPU3MOM ¥ OOABIINUM YMCAOM PaBHOMEPHO
pacipejeseHHBIX IO TeHOMYy A0KycoB (okoao 100000). Dtu ob-
CTOATEALCTBA CAEAaAV MUKPOCATeAAUTHl YHUBEPCAAbHBIMM Map-
KepaMi AAsl TeHeTUJeCKOTOo KapTUpOBaHUsA, UAeHTUPUKAIUN
AVYHOCTHM, yCTaHOBAeHU: poAcTBa. I10cKOABKY MMKpOCaTeAAUTEI
uMeIoT npueMmaeMyio Aas INIP-amnangukanum 4AuHy U € ABYX
cropoH ¢aaHKMposaHbl yHUKaabHOM AHK (r4e MoXHO pacrioao-
JKUTh UHAUBUAya/AbHble IIpaiiMepsrl), Ipoliedypa OIlpejeAeHNs
aaaeaell TaKUX MOAMMOPQHBIX MapKepoB AOCTaTOYHO IIpOCTa U
noajaercs apromaTtusanuu (puc. 79). Vicrioansys pasuble ¢payo-
POXPOMBI, MOKHO O4HOBPEMEHHO B OAHOJ HpOoOMpKe aHaAM3N-
poBaTh TOAMMOPU3M Cpa3y HECKOABKMX MUKpPOCaTeAAUTHBIX
AOKYCOB. AHaAM3 AAUMH aMIANQUIMPOBAHHBIX (parMeHTOB
OOBIYHO IPOBOAAT IIPYU ITOMOIIY KalMAAIPHOTO AeKTpodopesa
C Aa3epHBIM CKaHMPOBAaHMEM, YTO MO3BOAseT BBIABUTDL Pa3dANdysl
A0 OAHOTO HyKA€OTHAA.

Mate @

FeBeHok E

T

Puc. 79. PesyabraThl aHaau3a AAUH aAleleit

OTey,

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

B oTanmune oT KOHCOAMAMPOBaHHBIX IIOBTOPOB AVICIIEPCHBIE
IIOBTOPHBI PacIIOA0KeHbI II00OANHOYKe, B Pa3HBIX yJacTKaX reHOMa.
Ogna u Ta >Xe MOBTOPSIONIAsCSA eAMHIIIA MOXKeT HaXOAUThCS B
ThICAYAX Pa3AMYHBIX caliToB. K aucriepcHpIM ITOBTOpaM OTHOCAT
rensl TpaHcrioptHolt PHK — TpaHCIIO30HEI 1 IIC€BAOTeHBI, He CO-
Aep>Kalllyie MHTPOHOB KOIIMM T€HOB, KakK IIPaBUAO, BO3HMKIIIVe
IIyTeM 0OpaTHO TPaHCKPUIILINIL.

V3 yncaa TpaHCIIO30HOB B rTeHOMe 4ea0BeKa Hanboaee IIn-
POKO IIpeAcTaBAeHbl AAMHHBIe UHTepcrepcHble oBTOpHI (LINE) —
850000 xormit u 21 % reHoma, KOpOTKMe MHTepCIepCHbIe ITOBTO-
px1 (SINE) — 1500000 xommit 1 13 % reHoma, peTpOTpaHCIIO30HbI C
AanHHBIMU KoHIIeBbIMU oBTOpaMmu (LTR) — 443000 xormit u 8 %
renoma, 1 AHK-Tpanciozonsr — 300000 xoruii u 3 % reHoMa.

K rpynme LINE oTHOCAT 11ocaea0BaTeAbHOCTU AAVHOM OKO-
40 5 T.ULH., KOTOphle cogep>kKaT IIpOMOTOp, Yy3HaBaeMBbIN
PHK-noanmepaszoit II, ren o6paTHON TpaHCKpUIITa3hl ¥ MHOTJA
reasl PHKa3zer H. Ha 3’-koHIie HaxoanTCsI curdaAa rnoamaaeHmnAn-
posanmsa (AATAAA) u noanA-xsoct. Y yea0BeKa IMeeTCsl TOAbKO
oaHo cemericTBo mosropos LINE - L1.

Kopotkne nnrepcriepcusie nosrops! (SINE) mpeacrapasior
coboit nocaeaosareapHocTu 4o 500 IL.H. 1 cojepKaT oOpaTHbIe
Tpanckpuntsl pparmentos TPHK, pPHK n maPHK. ¥V npumaros,
B TOM 4liCJe U y YyeaoBeKa, 3HaunTeabHas 4dacTb SINE mpeacras-
AeHa Alu-mosropamny, nMmeomiumu Aanny 280 ILH. U He colep-
>KaIllMI TeHOB.

Ha puc. 80 mpusesena cxeMa KaaccupyKalyy YHUKAABHBIX
U IIOBTOPSIOLINIXCS TIOCAeA0BaTeAbHOCTEIA.
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=/

ndosgou BT

ndorgon anHEeg0dHTHLOIHOY

i

YH MI20HAR1PEOTRLI00 B)aKtmomsdo1ao]|

Puc. 80. ITosTOpsiommecs mocae4oBaTe AbHOCTY TeHOMa YeA0BeKa

148



7.3. Komnosuyuonnas zemepozeHnocmo

Heoanopoanocres  pacnpegeaenusa 1o reromy I1I- m
AT-oOorarrieHHBIX paliOHOB, APYTMMM CAOBaMM, KOMIIO3UILIVIOH-
Has rereporeHHocts AHK — ogna 13 HanbOoaee Ba>KHBIX XapaKTe-
PUCTUK MOAEKYASPHO OpraHM3aliy TeHOMOB.

boaee copoka aer Hasag bepHapan u coTpyAHUKM IIpU HcC-
cAeaoBaHUM TeHOMa MM Mus musculus OOHapy>XMAM, YTO
komriaekc AHK u cepebpa MoxkeT OBITh pasddeseH ¢ IMOMOIIBIO
PaBHOBECHOTO IeHTpUQYIUPOBaHN B TIpadlieHTe ILA0THOCTHU
Cs2S04 1o vacrtote cairtos Ha Moaekyae AHK, cpsasapmmx cepeb-
pO. DTO OTKpBITHE II03BOAMAO C BBICOKOM TOYHOCTBIO Pa3AeAsTh
AHK Ha $paxmun. JdaavHeriniee usydenne stux ppakumin AHK
NPUBEAO K OTKPBITUIO YeTKOV KOMIIO3UIIMIOHHOV TeTepOreHHOCTI
AHK. Komnosunmonno romorennsle cermentol /JAHK, mpunaa-
AesKarye K HeDOABIIOMY YNCAY CEMENICTB, pa3ANJaloIXcs 10
IAaBydell MAOTHOCTM, OBLAM Has3BaHBI M3oxopamu. PpaxioHN-
posanne AHK 1o maasydeil IMAOTHOCTM HpU LIeHTpUQPYTUpOBa-
Hum pparmenTos AHK B rpaanente Cs:SOs (1am caxapo3sbl) ObLA0O
BBISIBA€HO y OOABIIOIO 4McAa BUAOB KMBOTHBIX. DTO OTpa’kaeT
rereporesHocts JAHK mo nHykaeotmguHomy cocrasy: AT-OoraTsie
1ocAeJ0BaTe AbHOCTY 001a4al0T OOABIIIEN I1AaBydeli IIA0THOCTBIO,
gem ['TI-0orateie. OTHOCUTEeABHBIE KOAMYecTBa AHK B cemericTBax
130X0p (POPMUPYIOT TaK Ha3bIBa€MBbII KOMIIO3UILIVIOHHBIN M30-
XOPHBINI TIaTTEPH TeHOMa (Tak’Ke OH Ha3bIBAeTCsl TeHOMHBIM (peHO-
TUIIOM), T. €. XapaKTepHBII «PUCYHOK» U3 M30XOP, SABASIOLIMIICS
crenpUIHBIM A5 KaXKAO0TO OTpsIAa UAN ceMelCTBa.

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

22 %, H2 — 9 %, cemerictBo H3 cocrasasier okoao 3 % reHoma.
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Hamnboablllee 3HaueHMe, ¢ TOUKM 3pEHMSI CTPYKTYPHO-
(YHKIIMOHAABHON OpraHM3aluy TeHOMa, IMeeT BOIIPOC O CBS3U
Pa3AMYHBIX CEMEIICTB M30XOP C KOAUPYIOIIMMHU I10CAeA0BaTeAb-
Hoctsimu AHK m ocobeHHOCTsIMI MX ®KcIipeccun. B mepsbix mc-
CAeJ0BaHMSIX DTOTO BOIIpOca OBLAO MOKa3aHO, YTO OOABIINHCTBO
n3 40 B3ATHIX B aHaAM3 TIeHOB YeAOBeKa pacIlOAOKeHbI B
I'lI-OoraTeix cemericTBax. BmocaeactBum aokaamsatiust in silico
(myTeM KOMIIBIOTEpPHOTO aHaamsa) 0oaee 14000 reHOB yeaoBeKa
IpuBela aBTOPOB K TOMY >Ke CaMOMY BBIBOAY, I103/4Hee II0ATBep-
JKA€HHOMY Ha ellle OOABIINX BBIOOpKax KOAMPYIOMINX IIOCAEAO-
BareapHocTerr. Ha pmc. 81 mpeacraBaena  amarpamma,
AeMOHCTpUpYyIOllas pacrpeeleHre II10THOCTY TeHOB B KaXKA0M

3 CeMeVICTB N30X0p y 4eA0B€eKa.

50

40

IInotHoCTE
TEHOE
(umco resos
ua 1000 Tmm)

20

) l
oLl e

L H1 H2 H3

Puc. 81. TIA0THOCTD TEHOB B pa3AMYHBIX CEMENCTBaX U30XOP Y YeA0BeKa

BrisiBaeHme CBsA3M BpeMEHHBIX U MeXXTKaHeBLIX pa3ANduii
ypoBH: 9Kcripeccun reHos ¢ [1l-ypoBHeM, MHBIMM caoBamu, pac-
npejeAeHNs TKaHecHel[npuIecKX reHoB I TeHOB JOMaIITHero Xo-
3JICTBA OTHOCUTEABHO M30XOp, SABASETCA He MeHee Ba>KHbIM

ACIIEKTOM XapaKTepUCTUKN CIJYHKL[I/IOHaAbHOFO 3Ha4YeHI:sI KOMIIO-
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3UITMOHHOM TeTeporeHHoctu renomuoin JAHK. O6o0mas gaHHbIE
II0 CTPYKType XpoMaTuHa U pacHpejeleHUIO TeHOB M M30XOp,
Ax. beprapau B 1993 1. mmcaa: «Cxopee Bcero, HarOOABIINIA
YPOBeHb TPaHCKPUILIMM BCTpedaeTcsl B ceMelictBe m3oxop H3,
IIOCKOABKY TaM KOHIIeHTpalMs TeHOB, IIpeXXJe BCero IeHOB J0-
MallIHeTO XO3:JCTBa, ABAfAeTCs HauboablIei». [urore3a o BeIco-
KOJ TPaHCKPUIIIMOHHOM aKTMBHOCTU T€HOB, AOKaAM30BAaHHBIX B
cemerictBe H3, moarsep>xaasace 1 1ccAeA0BaHMAMM HYKAOTUA-
HOTO KOHTeKcTa crapToBbiX AYI-xoaoHos. [Ipusaeuenne gomoa-
HUTEABLHOTO KPUTEPMs — IIPOLIEHTHOIO COAep>KaHNs TyaHHa AU
LIMTO3MHA B TpeTbeM I10A0XeHun kxogoHa (I'TI3-yposensn) — mo-
MuMo MoasgpHoro otHomtenusa I'T] m AT (I'Ll-yposensn) u cratu-
cTryecknit aHaaus mocaegosareapHocreit AHK u3 renoMHbIx Oa3
AAHHBIX YeJ0BeKa I IIIOopIeBolt Aarymku (Xenopus laevis) mosso-
AVLAV YCTaHOBUTD, UTO TeHBI 4OMAaITHeTO XO351ICTBa

1) npeumymectseHHO A0Kaan3oBaHbl B I'TI-6oraTeix cemeii-
CTBax M30XOp;

2) He cocTaBAIOT O0oAbIINHCTBA reHoB B ['TI-6oraTeix cemeit-
CTBax M30XOp;

3) sBastoTcst He MeHee ['LIz-oOoratieHHBIMY, YeM TKaHecITe-
1guyeckre reHsl.

ITospiIeHHOE COAep>KaHUe KOAMPYIOIIMX II0CAeAOBaTeAb-
HocTell, 601ee BLICOKUII YpOBeHb peKOMOMHAIMM, 00AbIIIOe YlC-
20 T'TI-o0ora1reHHBIX KOPOTKMX MHTepcrecHbIX TOBTOpoB (SINE) B
TsKeABIX M30XOpaxX, B TO BpeMs KaK B AeTKMX A0KaAM30BaHO 3Ha-
YITeALHO MeHblIlle TeHOB, HIKe YPOBEeHb peKOMOMHAIIUM U HaXo-
AATcst  mout  uckaounteabHo — I'Tl-obeanenHBle  AAMHHBIE
nHrepcriepcHsle 11osTophl (LINE), aaeT ocHoBaHme rosoputs o0
130X0pax KaK CTPYKTYPHO-(PYHKIIMOHAABHBIX eAVHUIIaX OpTraHMu-
3anuy reHoMa. I'paHMIIbI MeXAY TsSKeABIMM U AETKMMU M30XO-
paMu Ha HIpuMepe AeTaAbHO MCCA€A0BAaHHOTO B OTHOLIEHMU

KOMIIO3MIIMOHHOTO COCTaBa Ha MOAEKYAJIPHOM YPOBHE KaacTepa
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reHoB rucrocopmectumoctn (MHC) ueaoBeka siBASIIOTCS Ooaee
geM KOMITO3MLIVOHHBIMI CTPYKTYpaMIl — BpeMeHHbIe TI'PaHUIIBI
pernaukanuy B dasze S KAETOYHOIO LMKAA IPaKTMIeCKU TOYHO
COOTBETCTBYIOT (pM3UIECKUM I'PaHMIIaM A0KaAM3aLU U30XOp.

KoMmnosniinoHHoe KapTupoBaHue — 9TO U3yJeHle paclipe-
AeAeHNs IO AAVIHE XPOMOCOM Pa3ANYHBIX CEMENCTB M30XOp.
OcoObI1 MHTepec mpeacTaBAsieT COOTHECeHVe KOMITO3UITIOHHBIX
U IIUTOTeHeTMIECKNX KapT XPOMOCOM, BBIIBAEHNUE IIPUYPOUEHHO-
ctu ppakumit M30xop K MopdoaornueckuM (LieHTpoMepa, Teao-
Mepa) n muroxummdeckuMm (G/R-6a0kmu) mapkepam. Paszamuaror
«XpOMOCOMHO€» KOMIIO3UILIMIOHHOe KapTUpOBaHMe (MeTOAOM
rMOpuAM3anuy in Situ pasANMIHBIX PpaKLINil U30XOp Ha XPOMO-
coMax B IIpucyTcTsum KoHKypupytomein AHK, kotopas nmossoas-
€T IOYTM  IOAHOCTBIO  WCKAIOUNTH  HecrenumQpuIecKkyro
IMOPUAN3aINIO IOBTOPOB) U «MOAEKYASIpHOE» — IIyTeM AOKaAl-
3anuy reHoB BO Qpakuysix usoxop merogoM IILP manm O6a0t-
rnopuansanuy o CaysepHy.

Y Maekommramomux OBLA0 ITOKa3aHO HEOAHOPOAHOE pac-
IpeJeJeHNe pa3HBIX ceMeNCTB 130Xxop. CaMble «TsKeAble» M30-
xoper H3 pacnoaoxener B T-amckax (IIperMyIeCTBEHHO
nputeAoMepHble R-amcky, ¢ Hamboaee SPKO BbIpakeHHBIMU
CTPYKTYPHO-(QYHKIIVOHAABHBIMU XapaKTePUCTUKAaMU BTOM TPYII-
IIbI), KOTOpble XapaKTepU3YIOTCs HauOOAbIIeN KOHIIeHTpalyen
reHOB, OCOOEHHO TeHOB JOMaIlTHero XO3sJCTBa M OHKoreHos. Ha-
04104aeTcsa oOImIasl TeHAEHINS MPUYPOUYEHHOCTM AeTKMX (pax-
LIV K G-auckam (OTHOCUTEABHO VHEpPTHEIE,
MO3AHOPENANIIMPYIOIINeCs, BBIABAsIEMble IIPU OKpaIllVBaHUU
KpacureaeM [MM3bI), Tae 3HaUMTEABHO HIKe KOHIIEHTpamus Te-
HOB, 4eM B R-amckax (oOpartnsle G-AnckaM, paHOPENAUIUPYIO-
myecs,  OTHOCUTEABHO  (PYHKIIMOHAABHO  aKTUBHBIE), U
PacIoA0XKeHBl PEeNMYIIeCTBeHHO TKaHecIenuduyeckye TeHsl, a

TsDKeAbIX 130X0p — K R-auckam. Tak, y yeaoseka T-gucku mpea-
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CTaB/AeHBl CaMBIM TsIKeAbIM cemelicTBoM m3oxop H3 m wactmuno
cemericteamu H2 u H1, R’-aucku (R-auckm 3a mckamodyeHreM u3
nx umcaa T-guckos) — cemerictsoM H1l ¢ MuHOpHBIM ydacTuem
cemericts H2 m H3 n cemernicteamn aerkux mszoxop L1 m L2, a
G-auckn — cemerictsamu L1 n L2 ¢ MuHOpHBIM KOMIIoHeHTOM H1.
Y A0MOBOII MBIIIN Ma>KOPHBIM KOMIIOHEHTOM T-AMCKOB ABASIOT-
cs1 msoxopsl ceMericta H2, R’-aucku mpeacraBaeHbl ITpeuMylile-
CTBeHHO msoxopamu cemerictsa H1 ¢ HesHaunTeAbHBIM y4acTueM
L1 n L2, a G-a1cK1 — IIOYTU MCKAIOUYMUTEABHO CeMelcTBaMU Aer-
kyx nsoxop L1 u L2. B uaTepdasHIX sgpax ObLA0 ITOKa3aHO I10-
ASpHOe OTHOCUTEABHO ApPYI ApyTa paclolo’KeHue Haboaee
AeTKMX U Hauboee TsKeAbIX PppaKLNil M30X0Op, YTO, IO BCell BU-
AVIMOCTH, OTpakaeT 6A1n30cTh Haboaee ['1I-OoraThIX TeA0MepHBIX
parioHos nHTepdasHbIX XxpoMocoM. Ha puc. 82 nokasaHo pacrpe-
Ae/eHIe U30X0p IO AAMHE XPOMOCOM JeaoBeKa. ToHKoe pusnye-
CKOe KapTHpOBaHIE M30XOp Ha IIpoMeTadasHBIX XPOMOCOMax
ye/0BeKa I103BOAMAO IOCTPOUTh KOMIO3MIIMOHHBIE KapThl BBICO-
KOTO paspellleHNs, COBMellleHHble C KapTaMy KOHTUIOB IIPOTSI-
>KeHHBIX TeHOMHBIX KAOHOB. Takue KapTol IIpeAcTaBAeHbl B CeTU
Nurepuer (http://bioinfo2.ugr.es/isochores), uto aaer BO3MOX-
HOCTb OBICTPO MOAYYNUTH KOMITO3UIIVIOHHYIO XapaKTepPUCTUKY AIO-
6oro m3ygaeMoro paitoHa MAM (PpAAHKUPYIOIeil 061acTi A10001

I10CA€e40BaTeAbHOCTN reHOMa 4eA0BeKa.
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Puc. 82. Pactipeaeaenue u30Xop IO AAMHE XPOMOCOM YeA0BeKa:
A.HSA1-10; . HSA11-HSAY"

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

IToaaraior, 4ToO B XO4e paHHel HBOAIOLMN YacTO IIPOMCXO-
AVIAU AYTIAMKALIMY TE€HOB, YTO IPUBEAO K OBICTPON AVBepPTeHITUN
u crienyaaAnsanyy GpepMeHTaTUBHBIX peaKlNii, OIpeAeAMBIIIX
pasHooOpasue Ku3HeHHBIX popM Ha 3eme. YBeaudeHue pasMe-
POB TeHOMOB, BO3HUKHOBEeHe HOBBIX (pepMeHTaTUBHBIX peaKIIuii,
¢popmupoBaHme HMTOCKeAeTa, IOsIBAeHMe KOMILAeKCHBIX ITyTeil
MeTab0AM3Ma CYUTAIOT IPSMBIMU CAEACTBUSIMM Te€HHOW AyIAU-
KaIum.

[ToHsITHE «TOMOAOTHS» MPUMEHSIOT 110 OTHOIIEHNIO K ABYM
CTPYKTypaM MAM IOCAeAOBaTeAbHOCTAM (HYKACOTUAHBIM WUAN
aMMHOKICAOTHBIM), KOTOpble Pa3BUANCh U3 OAHOM IIPeAKOBOI
CTPYKTYpPBl MAM IIOCAeAoBaTeAbHOCTH. UTOOBI Kaaccupuimpo-
BaTh pa3AM4HbIe TUIIBI TOMOAOTUM HPUHATO UCIIOAb30BaTh Tep-
MUHBl ~ «OPTOAOIMSI» U «Hapadorusa». OpToaormyecKuMm
Ha3BIBAIOTCSl CTPYKTYPBI MAM IIOCAeA0BaTeAbHOCTU ABYX pa3And-
HBIX OPraHM3MOB, KOTOpble HPOM3OIIAU M3 OAHONM HpPeAKOBON
CTPYKTYpPBl MAU TIOCA€A0BAaTeABHOCTH, COBCEM He 00s3aTeabHO
coxpaHsa QYHKIIUM MX IpeAlrecTseHHMKa. Ilockoapky mpocae-
AUTDH 9BOAIOIIUIO CTPYKTYp MAM IOCAeJ0BaTeAbHOCTel Ha Ipak-
TUKe He Bcerda IIpeACTaBAseTCsl  BO3MOXKHBIM, OOBIYHO
DBOAIOLIVIOHHBIN KOHCEPBaTU3M CTPYKTYp MAU IOCAeJ0BaTeAbHO-
CTell CAY>KUT OCHOBaHMeM AAsl TOTO, YTOOBI CUUTATh UX OPTOAOTU-
geckumu. Ilpumep oproaorum — [-1ernm raoduHa yeaoBeKa U
AoMoBoI1 Mplmu. IIoHATHME «IIapaaorus» OTHOCUTCS K CTPYKTY-
paM 1AM IOCAeAO0BaTeAbHOCTAM, BO3HUKIINM B pe3yabTaTe AyTIl-
Aukaruy. OOBIMHO BTO IOHATUE IPUMEHSIOT K TOMOAOTUMYHBIM
CTPYKTypaM AU TIOCAeAO0BaTeABbHOCTAM B IIpejelax OAHOIO Te-
HoMa. Hampumep, [-1ienb rao6mHa yeaoBeka sIBAsIeTCs Iapado-
TOM o-1IelM IA00MHa M MMOTrA00MHa YeAoBeKa, IOCKOALKY OHMU
BCe MPOM3OIIAN B pe3yabTaTe I0CAeAO0BaTeAbHbBIX AYIIAMKALIWIAL
Aas cepuii MapaAOTMYHBIX PaliOHOB, KOTOPBIe MOTYT CUMTaThCs
IIPONCIIeAITMI OT OJHOIO IPeJKOBOTO paiioHa, HpeAA0’KeH
TEPMUH «IIapaloroH». KomapasaoramMm Ha3bplBalOTCS T€HBI, MPU-
Haj/JeXalye K O4HOMY IIapaAOTOHY, He3aBUCUMO OT TOTO, SBAs-
IOTCSI AM OHU MeXXAy coboil mapaaoramMm mam HetT. OOIumii
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IIpeAOK pPaliOHOB, BXOAAIINMX B OAVH IIapaJOTOH, Ha3bIBaeTCs
«IIPOTOIIaPaAOTOH».

JBa payHJaa KpyITHOMAaCIITaOHBIX AYTIAUKALIVIL IPOV30IIAN
B XO4€e paHHell 9BOAIOLIMHI ITO3BOHOYHBIX JKMBOTHBIX COTAacCHO TaK
HasplBaeMoOl rumotese 2R (4pyroe HaspaHMe — MOJeAb «OAVH-K-
geTbIpeM»). CaeaoBaTeAbHO, Ka’KABII TeH AOAXKEeH OBITh Ipea-
CTaBAeH YeThIPbMSI TOMOAOTMYHBIMHU I10CA€AO0BAaTEABHOCTAMU B
KakgoM reHome. IIpomeccel guBepreHUIuM I crenuaAn3alyn
MOTAN CYIIJeCTBEHHO M3MEHUTD CTPYKTYpHBIe U (PYHKIIMOHAAbHBIE
XapaKTepUCTUKI TOMOAOTOB, a AYNAMKAILIUI U AeAeLIUM — UX YUC-
20. Haamume Ooapmioro umcaa mHapaloTMIHBIX HYKAEOTVAHBIX
rocae0BaTeAbHOCTeN, IIpeACTaBAeHHBIX ABYMS AN TPpeMsl reHa-
MM, CBUAETEeAbCTBYeT O BO3MOXKHOI MacCOBOIl IOTepe IeHOB II0-
cAe  ABYX payHA0B  AyNAMKaIlMM B COOTBETCTBUU  C
BBLIIIEN3A0KEeHHO! IuIore3oll. /okaansanys B IlapaloroHax U
CXOACTBO MOCAeA0BaTeABHOCTEN ABYX MAM HECKOABKUX MOJAEKYA
AHK MoxeT cAyXUTb OCHOBaHUEM AAs IIOMCKa MX OOIIero
IpeAIliecTBeHHIKa, KaK 9TO IIOKa3aHO Ha IpuMepe TeHOB ceMelicTBa
WNT (romoaoros wingless-type reHoB Ap0o30(p111bI) YeA0BeKa.

Bompoc o ToMm, HackoabpKO PpusmIecKas Kaacrepusanus (10-
KaAusaluus B OAHOM XPOMOCOMHOM paliOoHe) OTpakaeT (PyHK-
LIMOHAABHYIO KAacTepu3aiuio HYKA€OTUAHBIX
Ioc/eA0BaTeAbHOCTEN 1, CAeA0BaTeAbHO, BO3MOXXHa AU KODBO-
A1o0us1 PYHKIIVOHAABHO-CIIEIAAN3UPOBAHHBIX PaliOHOB XPOMO-
coM, OOCy>KJaeTcsl B TedeHle I0CAeJHUX AeCATH AeT. AKTUBALIVL
OTAEABHBIX PallOHOB XpPOMOCOM B OIpeAeAeHHBIX KAeTOUYHBIX AU-
HISIX MOXKET OBITh OOBsSCHEHMEM MPUPOABI MapalOTUYHBIX paii-
oHoB. Hanpumep, reHb! aljeTUAX0AMHDCTEPa3bl ¥ TUPOrA00yAHa
MMeIOT TOMO/AOIUIO HyKA€OTUAHBIX I10CAeJ0BaTeAbHOCTeN U pac-
II0AOXeHBI BOAM3M OT reHoB Helipomnentuga Y (HSA 7) u man-
KpeaTnyeckoro noaunentuga Y (HSA 17) coorsercrsenno. Takum
oOpa3oM, gBa TeHa 13 [TapalOTMYHOIO pailoHa XPOMOCOMEBI 7 DKC-
IPeccUpyIoTCsl B KAeTKax HePBHOM CICTeMBI, a 4Ba TeHa COOTBeT-
CTBYIOILIIETO palioHa XpOMOCOMBI 17 — B KAeTKax MMMYHHOI
cucreMbl. AHaAu3 pacIipejeleHlNsl TeHOB, KOAVMPYIOIINUX Oeaku,
BOB/A€YeHHBle B pasAnyHble (PYHKIIMOHAAbHBIE KOMIIAEKCHI, IIO
AAVIHE XpOMOCOM 4Ye/JOBeKa I103BOAMA YCTaHOBUTH COOTBETCTBIIE
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HEKOTOPBIX I1apal0rOHOB 0J0KaM TeHOB, BOBAEYEHHBIX B OAUH
Kackag peaknuit. Takum oOpasoM, mapaaorus MOXKeT OBITh CBs-
3aHa ¢ (QYHKIMOHAABHONM CIlelMaAu3alyil OTAeABHBIX paliOHOB
xpomocoM. C Apyroii CTOPOHBI, MOTYT IIPUCYTCTBOBATh MeXaHM3-
MBI, oOecrieunBalonive AnddepeHnnaibHyI0 DKCIIPeccUIo IMapa-
AOTOHOB B pPa3AMYHBIX  KAETOYHBIX  AUHMAX.  /aHHbIe
CPaBHUTEABHOTO M3Y4eHM:s ITapaloTHYecKuX paiioHOB XPOMOCOM
gyel0BeKa U ApPO30QUABI TOCAYXKUAU OCHOBAHMEM AAs TUIIOTe3bI
KO®BOAIOINY (PYHKIIMOHAABHBIX KAACTEPOB.

I'eHBI HECKOABKIIX CEMETICTB (I11a3MIHOTeHHbIe aKTUBaTOPBI,
aHKUPVHBI, pellelTOpPbl poCTOBLIX $pakTopoB pudpobaacTos, aj-
peHepruyeckue  perenTopbl,  Be3UKYASpPHbIE  MOHOaMMH-
TpaHCIIOPTEPHl, AUIIONIPOTEMH AUIIA3bl), IpejCTaBAeHHbIe B ye-
TBIpeX palioHax XpoMocoM ueaoseka — HSA 4p16, HSA 5q33-q35,
HSA 8p12-p21, HSA 10q24-q26 — oxasaauch npeAcTaBAeHbI B Te-
HOMaX ITO3BOHOYHBIX, BKAIOUasl KOCTUCTHIX pbIO, B BiiAe KOHCepBa-
TUBHBIX IIapaA0TOHOB. B TO ke BpeMsl y UTA10KO>KIX, HAaCeKOMBIX I
HeMaTO/, YKa3aHHbIe ceMelicTBa IIpeACcTaBAeHbl OAHUM TeHoM. VIn-
TepecHo, UTo y 1104080t Mymiku Drosophila melanogaster n Hema-
TOABI (Kpyraoro uepss) Caenorhabditis elegans ToMOA0TM TEHOB
9TUX CEeMENICTB clleraeHbl Ilperoaaraior, yTto mpoTonapaloroH
CyIIIecTByeT CO BpeMeH! IPOVCXOXKAEHUs MHOTOKAETOYHBIX >KU-
soTHbIX. Ha mpumMepe romeosucusix reHos cemerictsa HOX 1 nn-
CyAMHOIIOAOOHBIX ~0eAKOB  IIOKa3aHO, YTO CKOpee  BCero
TeTpanAouAu3alus 1uMela MeCTo Ha pyoOeske 1edpaa0xopAoBbie —
JyepertHble.

B nacrosmee BpeMs m3pecTHO 15 IMapaloroHOB yeaoBeKa
(cepmit mapaaornMyecKux parioHOB, UMeIOIINX ITPOVICXOXKAEHIe OT
O/HOTO IPeAKOBOTro parioHa) (puc. 83), KoTopble BKAIOYAIOT Ooaee
1700 reHoB, 4TO cocraBAsieT OKOAO 5 % oOT 0oOIIero umcaa TeHOB
yel0BeKa. BoABIINMHCTBO reHOB, BXOAAIINX B ITapaAOTOHEI, Ipe-
CTaBASIIOT OOIIMpPHBIE CeMeliCTBa, TaKle KaK MMMYHOTA00YAUHBI,
0Ab(aKTOpHbIe PeleNTOPhl, aHTUIEHbl TMCTOCOBMECTUMOCTH
nT. A
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Puc. 83. Obo01ieHHas KapTa I1apaA0roHOB YeoBeKa.
Ob6pamaer Ha ce6s BHMMaHMe TOT (aKT, YTO paliOHBI XPOMOCOM PacCIIOA0KEeHBI
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* Cm.: FEBS Letters, 2001, V. 491, P.: 237-242.
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Ha ocHoBannmu mapasorum KapTupoBaHVe I'€HOMa MOXKeT
IIPOBOAUTHCA OBICTpee — 3Has A0KaAM3aluio OAHOTO IIpeACTaBU-
TeAs CeMeyiCTBa I'eHOB M NapaAoIuI0 ®TOTO XpOMOCOMHOTO paii-
OHa ApPYIMM palloHaM, MOXHO IIpeJcKasaTb Tpu Hauboaee
BEPOSITHBIX CaliTa A0KaAMU3alluN APYIOIO IIPeACTaBUTeAsl TOTO Ke
TeHHOIO ceMeliCcTBa. 3Has A0KaAU3alMIO ABYX UAU TPeX TeHOB ce-
MeIICTBa, MOXKHO IIpeAcKa3aTbh COOTBETCTBEHHO ABa MAM OAVIH
BO3MO>KHBIV PaliOH A0KaAM3alluL.

Hapsiay ¢ TpaguimoHHBIMY MOP(POAOTMIECKUMI TOAX0AA-
MU K M3Y4eHUIO DBOAIOLVIOHHBIX OTHOIIEHNI U MeXaHU3MOB JaH-
Hble CpaBHUTEABHOIO KapTUPOBAHMSA XPOMOCOM IIO3BOASIOT
AeAaTb BBIBOABI O IIYTAX 9BOAIOLMU. B 9TOM cayuae ydyacTku xpo-
MOCOM pPa3HBIX OPTaHM3MOB MOXXHO paccMaTpuBaTh Kak Mopdo-
AOTUYeCKNe CTPYKTYPbl, KOTOpble MOIYT IIPOSBASATH OTHOIICHI
TOMOAOIMI ¥ aHAAOIUM MeXAy coOoil. BeIcTphIil mporpecc re-
HOMHOTIO KapTUPOBaHN, NPEVMYIIeCTBeHHO Ha Ppa3ANYHBIX BU-
Aax MAEKONUTAIOIINX, II03BOANA IIPUMEHNUTDL YKa3aHHBII IT0AX0/,
U BBISIBUTH HEOXKMAAHHO BLICOKNI YPOBEHb HBOAIOIIVMIOHHOIO KOH-
cepBaTM3Ma XPOMOCOMHBIX paiioHOB. CpeAl JKMBOTHBIX Hanbo.aee
I0APOOHO (PeHOMEHHI OPTOAOTUH V3yJeHBl B TeHOMaX YeA0BeKa U
AOMOBOVI MbIN. Bprasaeno 202 paiioHa OpTOAOTHM, KOTOPBIE
BKAIO9aIOT 0Ooaee 1800 xoampyrommx [10CAeA0BaTeAbHOCTeIN .
Hanboaee agetaapHas mHPOpMaIus 006 ®BOAIOIMOHHOM KOHCEp-
BaTl3Me XPOMOCOMHBIX PallOHOB MOKeT OBITh II0AydeHa IIpU
CpaBHEHIM IOAHOCTBIO CEKBEHMPOBAHHBIX T€HOMOB AN XPOMO-
COM pa3ANYHBIX BUAOB. B ®TOM caydae cTaHOBUTCS BO3MO>KHBIM
BBIIBACHIE TOYeK pa3pblBa OPTOAOIMY XPOMOCOMHBIX PaliOHOB C
TOYHOCTBIO 40 HyKAeoTuaa. CpaBHeHMe ITIOAHOV HYKA€OTUAHOM
1ocAeA0BaTeAbHOCTI XPOMOCOMBI 16 4OMOBOJ MBIIIN (XPOMOCO-
MBI MBI Mus musculus obosznagator MMU, nHanpumep, MMU

16) 1 TeHOMa 4Ye/A0B€Ka II03BOAINAO OXapaKTepusoBaTb Ha MO/Ae-

" URL: http://www.ncbi.nlm.nih.gov/Omim/Homology
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KyASApPHOM YypOBHE SBOAIOLINMOHHBEIN KOHcepBarusmM 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 OXapaKTepu30BaHHON XpoMmocomoii 21 ve-
A0BeKa. B otHomennm kogupyomux nocaegosareabHocren JAHK
c HeuspecTHON QyHK1Meit (ESTs) mpuuAT Kputepuit opToA0TNY-
HocTu — 604ee 80 % romMoaormu HyKA€OTUAHON IOCAeJOBaTeAb-
HOCTM Ha HpoTsokeHum Ooaee 100 map ocHosaHmil. B aaHHOI
paboTe MoKaszaH 9BOAIOIIMOHHBIN KOHCepBaTU3M AoKaansarum 11
822 KOAMPYIOIIUX II0CA€40BaTeALHOCTeN CO CPeAHNM 3HadyeHNeM
UASHTUYHOCTY HYKAEOTMAHOM TocaejoBateabHocTn 88,1 % m
cpeAHell AAMHON OPTOAOTMYHBIX reHoB 198 map ocHosanmii. B
cpeJHeM Ha KaXkaple 8 ThIC. Map HyKACOTUAOB HPUXOANACI OAVH
KOHCepBaTUBHBIN MapKep.

DBOAIOLIMOHHBIN KOHCEPBaTU3M COCTaBa KOAMPYIOIIUX IIO-
CAe40BaTeAbHOCTeN B OPTOAOTMYHBIX PallOHaX MOKeT OBITh BBIAB-
AeH TIpM TIOMOIIM  CTaHAAPTHBIX MeETOA0B  (PU3MYECKOTO
KapTuposaHusi. CpaBHeHNe MeXJAy CO0OM KpYITHOMAacIITaOHBIX
I10CAe40BaTeAbHOCTell pa3AMYHBIX I'€HOMOB I103BOAsIeT yCTaHO-
BUTH HaAM4ye KOHCepBaTU3Ma IOpsigKa PacloA0KeHNs TeHOB 10
OTHOILIEHUIO APYT K APYIY Ha ydacTKaX, TPyAHOPa3pelluMbIX 415
OOBIYHBIX MeTOAOB. B caydae korga Tpu mocaeloBaTeAbHOCTU B
Ipejeaax KOPOTKOTO MHTepBaJla Ha XPOMOCOMe paclOA0KeHHI B
TOM >Ke TIOpsigKe, 4YTO ¥ TOMOAOTMYHbBIe MM I10CAe40BaTeAbHOCTI
Ha XpOMOCOMe APYIOIO BI4a, 9TO MX OTHOLIEHMEe OIpeaeAseTcs
KaK «KOHCepBaTM3M CUMHTeHII». OKa3aa0ch, YTO OA0KM KOHCepBa-
TUBHOV CUHTEHUM 4Yea0BeKa M AOMOBOJ MBIIIN MOTYT BKAIOYaTh
OT HECKOABKMX 40 HECKOALKMX COT TeHOB, IIpuYeM OTMedaeTcs B
cpeaHeM OoapmMii PU3NMYECKUII pa3Mep CUHTEHHBIX 040KOB ye-
aoseka. CymMMmapHasi gAMHa CHUHTeHHBIX 040koB Ha MMU 16—
92 MAH map OCHOBaHMII, a B OPTOAOIMYHBIX €1 palioHaX XpOMO-
coM yeaoBeKka — 108 MAH nmap OCHOBaHMIA.
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HOMI/IMO, 683yCAOBHO, 0O0ABIIIOTO 3HAUEHMS AAL TeopeTmnde-
CKO¥ Oumoaoruu QDQHOMGH OpTOA0IMIM OKa3aAcsl O4Ye€Hb I104€3€H
A4l KapTUPpOBaHMA T€HOMOB, ITOCKOAbKY, OCHOBBIBAsICb Ha KOH-
cepBaTmaMe N3y4aeMbIX paﬁOHOB, MO>KHO BDKCTpalioAmpoBaTb
AaHHbI€ II0 KapTUPOBaHNIO TeHoMa Doaee V3Yy4€HHOTIO B DTOM OT-
HOIIIEeHVNM BIJda Ha MeHee I/ISY‘IQHHbIﬂ. HOCKOAbe B HaCTOsAIIee
BpeM:l Hanboaee N3Y4E€HHDBIM BUAOM JBASIETCA 4YE€AOBEK, BbISIBAE-
HIe opToA0Irmm HYKA€OTMAHBIX moc/AeA0BaTeAbHOCTEN U XpOMO-
COMHBIX paﬁOHOB 2100010 Bliga IIO3BOHOYHBIX JKIMBOTHBIX U
yeZ0BeKa MeeT 0coDoe 3HaYeHue.

7.5. I'enomnoie 6a3vt daHHbIX

I'enomHble 0a3bl AaHHBIX MPeACTaBASAIOT CODO DAEKTPOH-
Hble OMOAMOTEKN U CAYKaT AAs 00OOIIeHNs 1 XpaHeHUs1 MHPOP-
MallMi O TIeHaX, TeHOMaX, TeHOTHuIIaX, (PeHOTUIIaX U AIOOBIX
AAQHHBIX, MEIOIIIMX OTHOIIIeHNe K HacaeAcTBeHHOCTH. Kak mmpasu-
210, AOCTyn K HuUM HeorpaHmdeH. C A1000ro KOMIIbIOTEpa, MOA-
KAIOUeHHOTO K ceTu VIHTepHeT, MOXHO HPOBOAUTH ITOMCK
nHpopMaIUM KaK MCXOAS U3 Ha3BaHIs TeHa UAM MyTaIlun, TaK U
ncxoas u3 (PpEeHOTUIINYECKOTO IIpM3HaKa (Hampumep, HacAeACT-
BEHHOTO 3a00.1eBaHIs).

Hamnboaee noanas u ynopsgodyeHHas nHpopMalus Io Te-
HOMY  ueJoBeKa  XpaHuTcsas Ha  mnopraze  NCBI -
www.ncbi.nlm.nih.gov, xoTopsIit MOAAep>KMBaeTCs COTPYAHMKA-
My Hanmonaasasix nHcTUTYTOB 320p0Bbsa CIIA (National Insti-
tutes of Health).

[Tonck mo ¢geHoTunamM OOBIYHO HAUMHAIOT C Ga3bl JaHHBIX
OMIM (www.ncbi.nlm.nih.gov/omim), nxTepdeiic KoTOopoit I0-
KazaH Ha puc. 84. HaspaHme peHOTUIIMUECKOTO MpU3HaKa IO3BO-
As€eT TOAYYUTh CBeJeHNs O Pa3AMJYHBIX IeHaX, CBSA3aHHBIX C eTo
IIpOsIBA€HNEM, UX AOKaAM3alluy Ha XPOMOCOMaX, M3BeCTHBIX My-
tanysx. Cripasa HaXOANUTCS TUIIEPCChIAKA Ha CBsI3aHHbIE PeCcypChl
— MOXHO IIOAYYUTh HYKAEOTUAHYIO ¥ aMMHOKMCAOTHYIO ITOCAe-
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AOBAaTE€AbHOCTY, Y3HATDh B KaKIX TKAHJIX U Ha KaKNX CTaAVAIX IIPO-
MICXOAUT DKCIIpeccus, eCTb AN aAbTepHaTMBHbII?I CITAQVICUHI, Ccy-
meCTBYIOT AN KOMMeEp4YecKme CcpeacTBa AMarHOCTUKIL Taxcke
MO>KHO y3HaTbhb Ha3BaHILI 11 ajgpeca Aa60paT0le71, Trae IIpOBOASIT
MOA€KYyAsIpHBbIE TECTDI A1 AaHHOTO Cl)eHOTI/Il'Ia.
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Puc. 85. Vntepdeiic 6a3br ganHbX PubMed

Ecan Tpebyetcst coOpaTh Bce cBegeHMs 00 MMeIOIIercs HyK-
A€OTHAHON T0CAe]0BaTeABHOCTY, MOKHO BOCIIOAB30BaThCS CHC-
temoit noucka BLAST (puc. 86). Ilapamerprl momcka MO>KHO
BapbUpPOBaTh, MCXOAA M3 lledell mccaeiosaHms. Bce mocaesosa-
TeABHOCTH, MMeIOI[/ieé TOMO/AOTUIO C M3yJaeMol, IPUHINIINAAD-
HO MOTYT OBITH OOHapy>keHBI TakuM oOpasoM. I'mmepcchlaku B
IIpaBOM BepXHeM YIAy MO3BOAAT HOAYIUTH MHPOPMAIIUIO O XpO-
MOCOMHOIl ~A0KaAM3aliuy, BDKCIIPeccuy, IIpOIlecCUHIe TIeHOB,
MMEIOIINX TOMO/AOTHUIO C MCXOAHOI IT0CAe0BaTe AbHOCTHIO.
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BLAST Human Sequences. - Opera
Solin Mpoe  Bwa  Jacagod  BaeeTd  AeCTRyMenTH  Crpasc

[CHENENCNENEIN - Ne E il ag o - il | v -

Search
| Map Viewer |
Clear
BLAST

Overview BLAST Human Sequences.
FAQS

Mews @ Enter an ace

NCEI Home» Genomic Biology- Human Genome Resources »BLAST
i..-i

L, @i, or a sequence in FASTA form

Manual
References
Retriewe results

Genome Project

Sek subsequence:

From: To:

Database:

gemome {all assembles) -

Program:

megaBLAST: Compare highly related nuckeotide: sequences -

Optional parameters
Expect Filter Descriptions  Alignments

0.01 ™ |default ¥ 100 & 100 %

Bl o- -0 - - ) B, Ba (140%) =

Puc. 86. VIntepdeiic mouckosoit cuctemsr BLAST

KapTer XpoMOCOM ¢ BO3MOXKHOCTBIO ITOVMICKA IO Ha3BaHUIO
1AM CUMBOAY MapKepa, a TakKe IO OTA€ABHBIM XPOMOCOMHBIM
paiioHaM, HaXOASITCS B pasaeae MapViewer
(www.ncbi.nlm.nih.gov/mapview) (puc. 87).
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Map Viewer - Opera
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Puc. 87. VIntepdeiic cucremsr MapViewer

Konmpoavtvie sonpocot u 3adanus

1. MuxpocaTeAAUTBl OTHOCATCS K TpYTIIIe:

A) AuCTIepCHBIX IOBTOPOB;

B) KoHCOAMAVPOBaHHBIX TTIOBTOPOB;

B) TpancniosoHoB.

2. Ha puc. 88 mpeacraBaeHbl AaHHbIE T€HOMHOIO (UHTIEp-
npuHTyUHTra. OnpejeanTe poACTBEHHBIX UHAVBUAYYMOB.
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Puc. 88. AanHbIe reHOMHOTO GUHTIEPIIPUHTHHTA (445 32424 2 K I . 7)

3. PopMaabHbIil OTel, pebeHKa COMHeBaeTcsl B CBoeM 0110.410-
rigeckom otuoscrse. CripaBeAAMBEI AM €TI0 OITaceHMsI 110 AaHHBIM
MIUKPOCATeAAUTHOTO aHaAM3a, IIPUBeAEHHBIM Ha puc. 897?
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Puc. 89. JlanHple MUKpOCaTe AAUTHOTO aHaAu3a (445 3a4aun 3 K I4. 7)

4. TTonck 1o HyKA€OTUAHBIM I1OCA€40BaTEABHOCTSIM AydIlle
IIPOBOAUTH B CUICTEME:

A) BLAST;

b) OMIV;

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

8.1. Ilonsamue u kraccupurxauus zenemu1eckol UsMeH4U60Ccmu

Iloa M3MeHYMBOCTBIO IIOApPa3yMeBaeTCs CBOMCTBO >KMBBIX
OpPraHN3MOB M3MEH:Th CBOM IpU3HaKu. Ee mpuHATO moapasse-
AATh Ha MOAUQUKALVOHHYIO M3MEHUMBOCTb, IPU KOTOPON He
MIPOMCXOAUT M3MEHeHNs TeHOTUIIa OpTaHM3Ma UAU KAETKU, U3-
MEHSIeTCsl TOABKO IPOsBAEHME TeHOB, U TeHeTUYecKylo, KoTopast
CBsI3aHa C M3MEHeHMeM TeHOTHIIa B peayAbTaTe MyTaluil (MyTa-
LIMIOHHAs M3MEHUMBOCTS, pasa. 3.10) nanu nepekoMOMHMPOBaHNIEM
reHoB (KOMOMHAIIMOHHAsSI U3MeHUYNBOCTh). KoMOuHaImonHas ms-
MEHUYMBOCTL OPraHM3MOB OIlpeJeAseTcsl KpOCCUHIOBEpOM, He3a-
BIUCUMBIM pacXoOXJeHIeM XpPOMOCOM BO BpeMsl Meloza U
CAy4dallHBIM COYeTaHMeM XPOMOCOM BO BpeMs OIA0AO0TBOPEHN:I.
Myraunm — Hacaesyemble M3MeHEHUsI TeHETUUYECKOIo aIlrapara.
OOBIYHO X MOAPA3AEASIOT Ha TeHOMHBIE, XpPOMOCOMHBIE VI T€H-
Hble. B AByx mocaeaHux caydasx M3MeHeHUs IIPOVCXOAAT BHYTPU
XpPOMOCOM MAM BHYTPU OTAEABHBIX I'€HOB COOTBETCTBEHHO.
Ilog reHOMHBIMM MyTaLMsAMM HOHMMAIOT M3MeHEHMUs 4ucaa
XpOMOCOM.

8.2. Pexombunayus

I'eneTnueckass peKOMOMHAIUS — IpoIecc, IpU KOTOPOM
IIPOMCXOAUT Pa3pblB MOAEKYAbl HYKAEMHOBOM KMCAOTHI (OOBIMHO
AHK, Ho BosmoxxHo 1 PHK) 1 coeannenne ¢ Apyroit MoaeKyA0i
AHK. PexoMOMHaIMsI MOXeT IMPOMUCXOANUTH KaK MeXAY CXOAHBI-
My moaekyaamu AHK — romoaormyHas pekoMOMHAIMS, Tak U
MEXAY Pa3ANJalomVMICSI — HErOMOJAOTMYHasl peKOMOMHAIINA.
Y sykapuoT peKoMOMHaIus IIPOUCXOAUT B IIpoIjecce Melio3a B
X04e KpOCCHMHIOBepa I MHOI4a B cOMaTHU4yeckux Kaetkax. IIpomecc
KPOCCHHIOBepa IMPUBOAUT K IOSABAEHUIO IIOTOMKOB C KOMOMHa-
LMAMY T€HOB, OTAMYHBIMU OT POAUTEALCKUX, U MOSIBA€HUIO HO-
BBIX XMIMEPHBIX adJejeil. Y OpraHM3MOB, MMeIOIINX alallTUBHYIO
MMMYHHYIO CUCTeMY, MMeeTcsl ocoDasl crucreMa peKOMOMHalN,

169



6aarogapst KOTOpoit ObICTPO 0OpasyeTcs 60AbIIOe pasHOOOpasue
AMQOIINTOB, CIIOCOOHBIX Y3HaBaTh HOBble aHTUIeHBL. B renHoit
UHXXeHepun 1o/ pekomOnHantHol JHK noHmmaior Moaekyasl,
IOAy4YeHHble B pe3yaAbTaTe MCKYCCTBEHHO OCYIIeCTBAEHHON pe-
koMOuHanum moaekya AHK, gacto mpuHagaexamiux pasHBIM
BrAaM. /lydiiyM IpuUMepoM TakKoOTO I0AXOAa SABASETCS IOAyde-
HIle PeKOMOMHAHTHBIX OeAKOB, HaIlleAlINX CBOe IIpUMeHeHlUe B
Japmakosornu 1 MeAUIIMHE. DTOT METOJ, OYeHb BasKeH A4s1 O1o-
MEAUIIMHCKNAX MCCA€AOBAaHNI, IIOCKOABKY II03BOAsET W3ydaTh
9 PeKTH oIpeseseHHBIX TeHOB. B mporiecce pekomOuHanm 3a-
AEVICTBOBAaHO MHOKeCTBO Pa3AMJHBIX (PepMeHTOB, Ha3blBaeMBIX
peKoMOuHa3aMN.

B meiio3e B mpolecce KpOCCMHIOBepa HPOMCXOAUT PEeKOM-
OuHaIMs MeXAy CIlapeHHBIMU TOMOAOTMYHBIMI XPOMOCOMaMI,
yHacAeJ0BaHHBIMU OT KaXkKA0To U3 poauTteaeii. B xoae mpodassr 1
BCe YeThIpe XpOMaTUAbl PacOA0KEHbl 40CTaTOYHO OAM3KO APYT
OT ApyTa, Tak 4TO ABe XPOMaTUAbI MOTYT IePeKpPeIBaThCs OAHA
C APYTOii, I B 9TOT MOMEHT MOXKeT IPONUCXOAUTh OOMEeH TeHeTH-
geckoil MHQpOpMaIyeln B FOMOAOTUYHBIX CalfTax.

8.3. I'enommvie mymayuu

Ecan m3aMmeHeHMe 4mcaa XpPOMOCOM KpaTHO TallA0MAHOMY
qICcAy XpOMOCOM (HallpuMep, y yedoBeka — 23, y cobaku — 39, y
Apo30duabl — 4), TO TaKue TeHOMHBIE MyTaIlUy OTHOCAT K IIOAN-
IIA0MAVIAIM, €CAM M3MeHeHNe He KpaTHO TallA0MAHOMY 4HCAY
XpOMOCOM (HallpMMep, O4Ha AONOAHUTEeAbHAs MAU OAHA Hez0C-
Talollasi XpoMocoma) — K aHeynaouauam. Iloanmnaouauio, cps-
3aHHYIO C KpaTHBIM yBeA4YeHleM Tall10MAHOTO YlcAa XPOMOCOM
O/HOIO BMJa Ha3bIBAIOT apTomnoAmniaouguein. Ecanm mpoucxoant
KpaTHoOe yBeAndyeHIe XpPOMOCOMHBIX HaDOpOB pasHBIX BUAOB, TO-
BOPAT 00 aA10II0AUTIAOUAVI.

[Noannaonans 3HaAYUTEABHO Yallle BCTPeYaeTCs cpeau pac-
TeHUII, YeM cpeayt XMBOTHBIX. OOBIYHO MOAUIIAOMAHbBIE paCcTeHMs
OTAMYAIOTCs YBeAMYeHHBIMI pa3MepaMll KAeTOK U OpTraHOB, U3-
MeHeHIeM CPOKOB IIBeTeHNs U 1A0A0HOILIEeHNS, YCUAeHHBIM CUH-
Te30M psAa XMMIYECKNX BeIleCTB.
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Aneynaonanusi — TeHOMHasl MyTallMsl C HeKpaTHBIM TaIlao-
AHOMY HaOOpy M3MeHeHHMeM 4lcda XpOMOCOM. Y AUILAOMAHBIX
OpraHM3MOB HaAW4YMe AOTOAHUTEABHOM XPOMOCOMBI Ha3bIBAIOT
TPMUCOMMeN 1O OIlpeseAeHHON XpOMOCOMe (HarpuMep, CMHAPOM
Aayna y uyeaoseka — Tpucomusa no HSA21), orcyrcTBue Kakoii-To
XpPOMOCOMBI — MOHOCOMIEIi, a OTCyTBMe ODeuX TOMOAOTMYHBIX
XpPOMOCOM — HyAAMICOMMUEIL.

8.4. Buympuxpomocomubie nepecmpoixu

BHYTpMXpOMOCOMHBIE TIepecTpOMKI 1AM abeppaliuy Moj-
Ppa3AeAsIoT Ha HeCKOABKO TUIIOB:

e Jejelusl — yTpaTa ydacTKa XpOMOCOMBI (0OO3HadaeTcs
<<del») (pI/IC 90);

e seduIiieHCH — KOHIleBas Jelenns (0OOO3HayaeTcs 3HAKOM
paspsiBa «:») (puc. 91);

® AyIAMKalIMs — YABOEHMe ydacTKa XpOMOCOMBI (0DO3Haua-
etcst «dup») (puc. 92);

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

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

e napareHTpudecKkas: MHBepcus — rmoBopor Ha 180° ygacTka
XPOMOCOMBI, He Ccogep:Kalllero IieHTpoMepy (o0o3HadaeTcs «inv»)
(puc. 95);

e epulleHTpUYecKasl MHBepCus — NoBOpOT Ha 180° ydacTka
XPOMOCOMBI, COJep>Kalllero IieHTpoMmepy (o0Oo3HaydaeTcs «inv»)

(pmc.96);

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

® pelUIIPOKHAasl TPaHCAOKaIUsI — OOMeH yJacTKaMI MeXAy
HETOMOAOIMYHBIMU ~ XpoMOcOoMaMy  (ODO3Ha4aeTcs  «rcp»)
(puc. 98);

® poOEpTCOHOBCKas TPaHCAOKAIIMS — CAMSHNE ABYX aKpo-
LIEHTPIYEeCKUX XpPOMOCOM C obpasoBaHIIEM OAHO

(cyb)MeTtanenTpudeckon (puc. 99). MexaHmusMm, Kak IIpaBUa1O, Ta-
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KOII: IIPOMCXOAUT OOMEH I11e4aMy MeXAY ABYMs aKpOlleHTpuye-
CKUMM XpPOMOCOMaMU, IIPMBOASAINMII K IIOABAEHUIO ABYX
(cyO)MeTarieHTpMYecKX XpOMOCOM, COCTOAIINMX TOABKO U3 AAUH-
HBIX I11€4 BOBJEYeHHBIX B OOMeH aKpOIIEHTPUKOB, ¥ TOABKO KO-
porkux. ITockoapKy XpomocoMa, cOCTaBA€HHas W3 KOPOTKUX
IL1ed, Mcye3aeT B XOAe IepPBBIX >Ke I10CAe BO3HMKHOBEHUs Ilepe-
CTPONIKM KAETOYHBIX AeAeHUil, eAMHCTBeHHBIM pe3yAbTaToM po-
OepTCOHOBCKOI TpaHCAOKAIlUM SIBASIETCS IIOsBAEHNEe HOBOI
(cyb)MeTanieHTpuYecKoil XpoMOocoMbl. ODo3HauaeTcs «rob».

Puc. 90. Cxema ageaermu
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Puc. 91. Cxema Ae(l)I/IH_IeHCI/I

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

Puc. 93. Cxema aMrIAMC])MKaLU/m

o)~ N - -X -

Puc. 94. Cxema uHCcep1m
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000006
00000806

200006
0600606

Puc. 95. Cxema napalieHTpU4ecKOl MHBePCUI

0000090
000000

Puc. 96. Cxema nepuIeHTpUYECKON MHBePCUU
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Puc. 97. Cxema TpaHCAOKaIM

“

Puc. 98. Cxema pelMIIpOKHOM TPaHCAOKAaIU
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Puc.99. Cxema pobepTCOHOBCKOI TPaHCAOKAIU

IIpumeprr:

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

46, XX, del 5p- — >xeHCKMIT KapMOTHUII C AeAeLiyieli KOPOTKOTO
I.1€49a XpOMOCOMBI 5;

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

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

5q33: — gedpurieHcn AAMHHOTIO I11€4a XPOMOCOMBI 5, pa3phIB
pacrioa0XeH B paioHe 5q33;

t (2; 5) (q21; g31) — penunpokHas TpaHCAOKALIMA XPOMOCOM
2 1 5. Pa3pbIBBl U BOCCOEAVHEHNs TPOM30IIAN B partoHax 2q21 u
5q31. D1y Xe TpaHCAOKAIIMIO MOXHO 3aIicaTh 0oaee IoApoOHO:

t (2, 5) (2pter — 2q21 :: 5q31 — 5qter; Spter — 5q31 :: 2921 —
2qter).
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VMnorga npy IMTOreHeTMYECKOM aHaAM3e BBIABASIOTCS M30-
XPOMOCOMBI, COCTOSIIIIVE U3 OAMHAKOBBIX I11€4 — TOABKO KOPOTKMX
AU TOABKO AAMHHEBIX (puc. 100). Takast abeppaHTHasl XxpoMocoma
00O3HavYaeTcst «i».

nnwu

Puc. 100. Cxema 130XpOMOCOMBI
AJeaeniiut KOHIIEBBIX paI7IOHOB 000UX [11€4 MHOTAa IIpUBOAST

K (POpMUPOBAHMIO KOABIIEBOI XPOMOCOMBI (OOO3HAYAETCS «I»)
(puc. 101).
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%

Puc. 101. Koasniepast XpoMOcoMa B KapMOTHUIIE YeA0BeKa
(¢poto E.I'. Heporosoii)

XpoMoOcOMBI € ABYyMs IleHTpoOMepaMM (AUlleHTpuJecKue
xpomocoMmel) (puc. 102) m xpoMocoMHbIe (pparMeHTH Oe3 IleH-
TpoMepsl (arjeHTpudeckne ¢parmenTs!) (puc. 103) BO3HMKAIOT
IIpY HapyIIeHN! CIlapMBaHMs TOMOAOTMYHBIX XPOMOCOM B Meiio-
3e y TeTepO3UTIOT II0 NapalleHTpu4eckuM MHBepcysiM. OOBIYHO B
XO/e HeCKOABKMX MUTOTUYECKNX AeleHNil alleHTpudeckne ¢par-
MEHTBI TepsAIOTCsA, a AULIEHTPUKM (POPMUPYIOT XapaKTepHbIe
«MOCTBI» B aHadpase 1 pas3phIBalOTCsl, 00pasys B MHTepdase MUK-
posigpa — XpoMaTHHOBBIE Teablla B inToIaa3Me. IlogoOHoro posa
IIepecTpOKM MOIYT IIPOMCXOAUTH M B COMaTUMUECKUX KAeTKax
10/ BO3/eVCTBYeM CUABHBIX MyTareHoB (HallpuMep, paAualiin).
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Puc. 102. AurieHTprdecKas XpOMOCOMa B KapUOTHIIE YeA0BeKa
(¢poto E.I'. Heporosoii)

L

't

Puc. 103. AnenTpudecknii ¢pparMeHT B KapyOTHIIE YeA0BeKa
(¢poto E.I'. HepoHosoii)
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B HeKOTOPBIX MOMyAsSINAX YeloBeKa IIMPOKO pacIpocTpa-
HeHbl epulleHTpudeckne nHpepcun inv 9 (pl1; q13) (puc. 104) u
inv 10 (p11; q21) (puc. 105), He nMeronIMe PEeHOTUINIECKOTO IIPO-
SIBA€HUs, XOTs HEKOTOpPble aBTOPhI YKa3blBalOT Ha BO3MOXKHOCTD
CHIDKeHMs1 (epTUABHOCTH Y X HOCUTeAel, IIOCKOAbKY MHBepCUN
3aTPYAHSIOT KOHBIOTAIIUIO TOMOAOTMYHBIX XPOMOCOM Y TeTepo3u-
TOT U IOAABASIIOT KPOCCUHIOBEp Ha CBOMX yJacTKax.

{ i it 1t

BE 2% BE 82 28 3° 4%
P8 56 2B 8 82 &8

16 17 i8

48 X8 -as 53 ‘ ]

192 28 Z1 22 x ¥

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

N2 Ko
IRIRIRIRIRIR]
¢ 28 £0 &8 @b A
68§ B2 ad 23 ‘ )

21 22 X ¥

Puc. 105. Tlepunientpudeckas nusepcus HSA10 (¢poto E.I. Heporosoit)
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B momyasnmsx yeaoseka 4acTo BCTpeyaeTcs HoAUMOpPPu3M
(buoaormyeckoe paszHOOOpasue) AAMHBI TeTepOXPOMaTUHOBBIX
palioHOB, B TOM 4liCJe BTOPMYHBIX IepeTsKeK. Takue n3MeHeHus
IpUHATO 0OO03HavyaTh h+ — yBeanMdeHMe reTepoXpoMaTMHOBOIO
palioHa (B TOM 4ucJe BTOPUYHBIX MepPeTs KeK) IO CPaBHeHMIO C
HopMmoIl 1 h- — ymensienne. Kak mpasnao, ¢peHOTUIINYECKOTO
¢ PexTa Takue noauMopQHle BapMaHTHI He MEIOT.

Ipumepvor:

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

46, 21ph- — yMeHbIIleHle AAVHBI BTOPUYHONM IE€PETSIKKIU B
KOPOTKOM I11€4e XpOMOCOMEI 21;

46, XY, Ygh+ — yBeanyeHne TeTepOXpOMaTIHOBOIO palfOHa
Y-XpoMOCOMBI;

46, XX, r (D) — >xeHCKMII KapMOTHUII, COAep>Kallluil OAHY
KOABIIEBYIO XpOMOCOMY 13 Ipytiibl D;

46, X, i (Xp) — >KeHCKMIl KapuOTHUII, B KOTOPOM OJHa
X-xpoMocoma HOpMaabHasl, a ApyTrasi — M30XpOMOCOMa, COCTOSI-
111as1 U3 KOPOTKOTO I1Aeya.

8.5. I'etinvre mymavuu

I'ennble MyTaluyu OPUHATO MOApa3AeAATbh Ha CIIOHTaHHBIE
(caMOIIpOM3BOABHO BO3HMKAIOIINE B TeUeHMe BCell KU3HU Oopra-
HI3Ma B YCAOBMAX OKPY>KaIOIIel cpeabl, SBAAIOIINXC HOpMaAab-
HBIMI A48 AQHHOTO OpraHM3Ma) UM MHAyUMpPOBaHHBIE -
BO3HUKAIOIINE I104 BO3JeNICTBeM HeOAarONpUsATHBIX YCAOBUIL
OKpY>KaloIllell cpeAbl UAM B XOAe DKCIepUMEHTOB B aabopartop-
HBIX ycAOBMsAX. YacToTa BOZHMKHOBEHM: CIIOHTaHHBIX MyTalluii
Koaebaetcs B mpedeaax 10 ~° — 10 ~!2 Ha HyKAe0THJ, 3a KA€TOU-
HYIO TeHeparuio.

B >x1BOII KaeTKe IIOCTOSIHHO ITPOMCXOAAT TaKMe IPOIeCcChl,
kak pernaukanusa AHK, penapanma AHK u renetnyeckas pekom-
OuHalNs, B XOAe KOTOPBIX IOCTOSHHO BO3HMKaIOT MyTanmm. K
BO3HMKHOBEHMIO MyTalMil HPUBOAAT CIIOHTAHHBIE M3MEHEHIs
XMMIYECKON CTPYKTYPbl HyKA€OTIAOB, KOTOPBIe IIPOUCXOAAT IPU
penaukanun. Tak HampuMep, IIpU 4e3aMUHUPOBaHNY IIUTO3MHA
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B oaHou u3 neneit AHK obpasyercs ypaina. B sTom caydae Bme-
CTO KaHOHMYecKOIl mapsl ocHosaHuil I'l] nmosasasercs napa I'Y. B
AaAbpHeNIIeM B IIpoliecce pernamuKaluy B HOBYIO IeIlb KOMILAN-
MeHTapHO ypaluAay BKAIOUaeTcs yXKe adeHUH, 11 oOpasyeTcs Hapa
AY, a B caegyromieM LMKJe pelAuKalyy OHa 3aMeHseTCs Ha Ka-
HoHMueckylo napy AT. Takum oOpasom, IPOUCXOAUT TPaH3UIIN
— TOYeYHas 3aMeHa OAHOTO NIMPUMIAVHA Ha APYTON IMPUMUAVH.
AHaJA0TMYHO MPOUCXOAUT U 3aMeHa OJAHOIO IIypMHa Ha ApyToe
IIypPMHOBOE OCHOBaHIUe.

Vs Bcex pekOMOMHAIIMOHHBIX ITPOIIECCOB MyTalMI dYalle
BCETO IIPOMCXOAAT B XO4e HepaBHOIo KpoccuHrosepa. Kax mpasu-
A0, HePaBHBIVI KPOCCHHIOBEP ITPOMCXOANUT B TeX ydacTKaX XpOMO-
COM, IAe A0KaAMU3yeTCs HeCKOABKO KON OAHOTO M TOTO JKe IeHa,
BO3HMKIINX B pe3yAbTaTe AyNAMKaIUN AW MyABTUILAUKALIMU U
COXpaHMBIIMX BBICOKYIO CTelleHb romoaornu. B pesyapraTe He-
PaBHOTO KPOCCHUHIOBepa B OAHON 13 XpPOMOCOM IOSABASIETCS Aeae-
111151 HEKOTOPOTO y4acTKa, a B APYTOil — eT0 AyIIAMKaLIVL.

B Teuenme >xusHM 100011 KAETKM AOBOABHO 4YacTO IPOMC-
xo044T crioHTaHHble nospexaenns AHK. Aasa Toro utoOsl ycrpa-
HATbH 9TU TOBPEXAEHMs, CYIIeCcTByIOT ocoOble ¢epMeHTHbIe
cHucTeMBl — cucTeMbl pernapanuyu. Ecan mo xakmm-ambo mpudn-
HaM B paboTe cucTeM pelapanyuy IIPOMCXOAUT OO, BO3HUKAIOT
MyTanum. MyTranuy MOTYT HOSABAATBCSA M B IeHaX, KOAMPYIOIINMX
cammu epMeHTHI CUCTeM penapaliuy, YTO IPUBOAUT K PE3KOMY
IIOBBIIIEHNIO (MyTaTOPHBIN 9PPEKT) NAU CHUKEHUIO (aHTUMYyTa-
TOpHBI 9(PPeKT) YacToThl MyTalluii APYTUX TeHOB. Y yeloBeKa
13BECTHO 3aboJeBaHMe MUIMEeHTHas KcepodepMa, HpU KOTOPOM
1104 AeNCTBUeM yAbTPapMrOAeTOBOTO OOAY4YeHMsI BO3HUKAIOT
AepMaTuUTHI, a II03JHee U 3/]0KadyeCTBeHHble HOBOOOpa3OBaHI
KoXM. IIpnunHoii gaHHOTO 3a00AeBaHMS SABASETCs MyTalus, B
pesyabTaTe KOTOPOII HapyIlaeTcsl paboTa CICTEMBI perlapaliyi.

Cy1ecTBeHHO yBeANYNTh YaCTOTy MyTallii MOTYT He TOAb-
KO M3MeHeHIs B cucTeMax (pepMeHTOB pelapanyuy KAeTKH, HO U
MHOTHe Apyrue (aKTOpbl, KOTOpble Ha3bIBAIOTCS MyTareHHBIMM.
Pasanyaror xummdeckue BellecTBa (BbI3bIBAIOIIVe MyTalluy, Ha-
IpyMep, HUTPO3OMeTUAMOYeBIHa, STUAEHUMIH U Ap.), pusude-

cK1e (MOHU3MPYIOIee U yAbTpadpuoaeToBoe U3AydeHNs, BBICOKas
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TemIlepatypa u T. A.) U Omoaormyeckme (peTpOBUPYCHI, peT-
POTPaHCIIO30HBI) MyTareHbl.

I'ennble MyTanmy BCTpeyalOTCs yallle, 4eM ApYyTue TUIIbI
myTauuit. [eHHble MyTal[UM MpeACcTaBAsSIOT COOOI 3aMeHBl, Jele-
LM M BCTABKM OZHOTO MAM HECKOABKMX HYKA€OTHAOB, TPaHCAO-
Kaluy, AyNAUMKaIUMM M MHBEPCUM Pa3AMYHBIX YacTell TeHa.
Myranus, 3arparmsaionas TOAbKO OAVH HyKA€OTNA, Ha3bIBaeTcs
TOYKOBOJ. 3aMeHBl OAHOTO HyKAeOTHAa APYIMM Ha3bIBAIOTCS
TpaH3ULMAMHU (3aMeHa IIypUHa Ha IMypUH UAU IIMPUMMAVHA Ha
NUPUMUAVH) AW TPaHCBepPCUAMU (3aMeHa ITypuHa Ha NUPUMMN-
AuH man Haoboport). IlocaeacTBusi TOYKOBBIX MyTallMii MOTYT
ObITh pazamuyHbIMU. Ecam B pesyabTaTe 3aMeHBI HyKAeOTHAa
CMBICA KOJOHa COXPaHsSeTCsl U3-3a BHIPOXKAEHHOCTY TeHeTHYeCcKo-
o KOJa, TO TaKasl 3aMeHa Ha3blBaeTCsl CMHOHMMudeckoin. Hykaeo-
TUAHAs 3aMeHa MO>KeT U3MEeHUTh CMBICA KOAOHA U IPUBECTU K
3aMeHe COOTBETCTBYIOIIero JaHHOMY KOAOHY aMMHOKMC/AOTHOTO
ocTaTKa B MOAMIIENTUAHOM Iieny (MHucceHC-MyTanus). B pesyan-
TaTe 3aMeHbl O4HOTO HYKJeOTHJa BO3MOXKHA TakkKe IIpeXJAeBpe-
MeHHasl ~ TepMMHAIMs  TpaHCAAIIMM  U3-3a  0OpasoBaHUsA
OeccMbICA€HHOTO KOog0Ha: ambep — YAI, oxpa — YAA nan onaa
— VYI'A. TloaoOHble MyTaluy Ha3bIBAIOTCS TaK’Ke HOHCEHC-
MyTanuaMu. BosMo>KHBI Taxoke MyTalny, IpUBOASAIINE K 3aMeHe
CTOI-KOAOHOB Ha CMBICAOBEIE.

Ms-3a TpUILA€THOCTM TEHETUYeCKOTO KOJa, B cAydae ecaAm
IIPOVICXOAUT AeAelyis AN BCTaBKa 4lcAa HyKAeOTUAOB, He KpaT-
HOTO TpeM, IPOMCXOAUT CABUT PaMKI CUMTBIBAHI:, 0O0@CCMBICAN-
BaIOLINIA TPAHCAALIAIO.

Caeayet pasanyaTh IIepBUYHYIO (IIPAMYIO) MyTallMIO U pe-
BepCUIO MAY OOpaTHYIO MyTalMIO, T. €. TaKyIO0 MyTalllio, KOTopas
BOCCTaHaBAMBaeT MCXOJHYIO CTpyKTypy reHa. OaHako He Bcera
JenoTunmueckas pesepcusi ObiBaeT 0OycA0BAeHa OOpaTHOI My-
tanueir. IlogoOHoe sBAeHNe MO>KeT OBITH OOYCAOBAEHO CyIIpec-
COPHOM MyTalluel, KOTopas MOXeT IPOM3ONTU KaK B APYTOu
004acTy TOTO >Ke caMOTO reHa (MHTpareHHas CylpeccopHas MyTa-
L1s1), TaK ¥ B APYIOM HeaAJeAbHOM IeHe (®KCTpareHHas CyIipec-
copHas myTanus:). HexoTopsle myTanum KapAuHaAbHO M3MEHSIOT
IIpOLIecchl, MpoTeKaloine B KAeTke. Takas KAeTKa, KakK IIpaBuAo,
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pacrio3HaeTcsl CUCTeMaMl KOHTPOASl TOMeocTa3a (IIOCTOSHCTBA
BHYTpEHHell cpeAbl OpTaHM3Ma), IIPOMCXOANUT 3aIlyCK IIpOrpamMm
arionTo3sa (IIporpaMMMpPyeMOl KAeTOYHON CMepTH), 1 KAeTKa I10-
rubaer. Ecam mo KakuMM-TO NpUYMHAM M3MeHeHHas KJAeTKa He
Oblaa ®AMMMHIPOBaHA, OHa JaeT HauyaAlo HOBOM IOIyAAIIUN Kae-
TOK C M3MEHeHHBIM TeHOTUIIOM U, KaK CAeACTBUe C HOBBIMU
$ynkumsamu. Ecan mogobHast MyTanms Ipousolida B coMaTude-
CKOJI KA€TKe, TO HTO MOXKeT IIPUBeCTU K pa3BUTUIO 3A10KadeCTBeH-
HBIX MAUM AOOpOKauecTBeHHBIX HOBOoOpasoBaHmil. Ecam B
reHepaTUBHON KAeTKe — K IIOSIBA€HUIO HOBBIX OPTaHM3MOB C CO-
BepIIIeHHO MHBIMM CBOVICTBAMM.

[ToaaBasioniee OOABIIMHCTBO MyTaljUil IPUBOAAT K CHU-
JKEHUIO KM3HEeCIIOCOOHOCTY OPTaHM3MOB U KAETOK BIIAOTb A0 MX
rubean. OgHaKO OYeHb PeAKO IMPONCXOAAT MyTalluu, KOTOphIe
IIPUBOAAT K IOSIBA@HUIO Y MYTaHTHBIX OCOOell I0Ae3HbIX IIpU3Ha-
KOB U OKa3bIBalOT MOJAOKUTEAbHOE BAMSAHIE Ha IPUCIIOCO0AeH-
HOCTb K yCAOBUAM cpeabl. Takue MyTalum ABASIOTCA CPeACTBOM
ajanTaluuy KAETOK U OPTaHU3MOB K YCAOBUAM OKpY>KaroIien
CpeAbl ¥ Ha3bIBAIOTCS aJalTallVIOHHBIMIA.

MyTanuy, 3aTparupalolye «MoAdallye» y9acTK/ IeHOMa,
U CUHOHMMUYECKUe HYKAeOTMAHBIe 3aMeHbl OOBIYHO He MMeIOT
¢enoTunmyueckoro npospaeHuA. VIx Mo>XHO 0OHapy>KUTh TOABKO
C IpuUMeHeHNeM COBPEeMEeHHBIX MOAeKyAsIpHO-0M0AOTIMIeCcKIX
MeTo40B. [IpuHuMas Bo BHUMaHMe TOT akT, YTO IOJaBAsIOIIee
GOABIIIMHCTBO MyTalMil ABAAIOTCS CIIOHTAHHBIMM, 4acTOTy BO3-
HUKHOBEHMSI MyTalMJi MOKHO CYMTaTh BeAMYMHOJN ITOCTOSHHOIA.
Ha sTOM OcHOBaHO M3ydyeHme MyTalMii B «MOAYAIlMX» TeHax C
11e4bI0 McCAeA0BaHMsl PUAOTEeHNN (ITyTeil DBOAIOINN) Pa3ANIHbIX
BIJAOB, B TOM 4lCAe U 4YeaoBeka. Pe3yabTaThl MccaeA0BaHUI My-
Taluil, 3aTparuBaiolIMX MUTOXOHAPMAABHBIM T€HOM, U Hacae-
AYIOIIUIXCSL MCKAIOUMTEABHO II0 MaTePUHCKONM AMHUM, a TakXke
MyTaluii, A0KaAU3yIOIINXCA B Y-XpOMOCOMe, KOTOpble Hacaeay-
IOTCSI TOABKO IO MY>KCKOM AMHUM, HaXOAAT IIMPOKOe IpUMeHe-
HI1€ B DBOAIOIVOHHOJ OMOAOTUY ¥ STHOTEHeTHKe.
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8.6. Penapavus AHK

Penmapanus — ucrpapaeHne IHOBpPeXAeHUII B MOJAeKyaax
AHK, BosHuxmmunx ns-3a ommnook AHK-nmoanmepassr B mporecce
perAuKanuy AU BCAeACTBIE BO3AeMCTBIA PU3MIECKUX UAN XU-
Mmyeckux areHToB. [Ipo1jeccel perapamum ocyIecTBAsSIOTCs CIie-
IMaAbHBIMY  (PepMEHTHBIMU  cucTeMaMit  KaAeTKU.  dedexTs
¢epMeHTOB cucTeM perapanuy IPUBOAIT K Pa3BUTUIO psla Ha-
CAeACTBeHHBIX 3a00.1eBaHMI1, TaKUX KaK IIMTMEHTHasI KcepodepMa.

Vmeetcst o KpaiiHell Mepe Ase pepMeHTHbIE CUCTEMBI pe-
Napauuy — IHpsaMas U skciusuonHas. [Ipu npsmMoit perrapanyn
3agericTBoBaHbl crerudrueckue GpepMeHTH, OBICTPO (OOBIMHO B
OJHY CTaAUIO) YCTpaHSIONINe COOTBETCTBYIOIIee IOBpeXJAeHNe,
BOCCTaHaBAMBas MCXOAHYIO CTPYKTYPYy HYKA€OTUAOB. DTO HamnOo-
Aee TIpocToM 1yTh ycrpaHeHns nospexxaennin JAHK. Tak aerictpy-
er, Hanpumep, O6-Metnaryanns-JAHK-merunarpancdepasa,
KOTOpasl IepPeHOCUT MeTUABHYIO TPYIILY C a30TICTOTO OCHOBAHIAS
Ha OAVH 13 COOCTBEHHBIX OCTAaTKOB IVICTEeMHA.

DKCIM3MOHHAs pernapaluus 3aKAl04aeTcs B yaaAeHUM (9KC-
LIM3UM) OBPEeXAEHHBIX a30TUCThIX ocHoBaHmUi1 3 AHK c nocae-
AYIOIIIVIM BOCCTaHOBAEHIE€M HOPMaAbHOM CTPYKTYPhl MOAEKYABI.

Cucremsl pennapany BKAIOYaIOT CAeAYIOIT/ie KOMIIOHEHTBL:

e pepMeHT, CIIOCOOHBIN Yy3HaBaTh M3MEHEHHBIe yJacTKU B
nermn AHK 1 geaats Hagpes 11eny BOAM3Y IOBPeXKASHIAS;

e pepMeHT, yAaAAIoIIil ITIOBPEKAEHHBIN yJacToK;

e pepment (AHK-moanmepasa), cCMHTE3UPYIOMINIT COOTBET-
creyromuii ygactok ternn AHK Bzamen yaaaénnoro;

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

8.7. I'ennas xoneepcus

I'enHas xoHBepcusl — MpoIiecc, MpyU KOTOpoM MHGPOPMAIINL
nocaeaosareabHoct AHK mepegaercs (mepeHocuTcst) ¢ OAHOM
Hutn AHK, KoTtopas ocraeTcs HeM3MeHHON, Ha APYIYIO HUTb
AHK, mocaeaoBaTeAbHOCTh KOTOPOI M3MeHseTCsA. DTO OAUH U3
MeXaHI3MOB TeHHBIX MyTanuii. I'eHHas KOHBepcusl MOXKET OBITh

HpI/I‘{I/IHOﬁ HeMeHae1€eBCKOIo HaCae40BaHVIs.
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Taxast KOHBepCHS OAHOI aAleau B APYIYIO IIPOUCXOAUT IO
IIpUYNHe perapaniuy HeIIPaBUABHO CIIapeHHBIX OCHOBAHMIL B XO-
Ae pexomOuHarum. IIpu KOHpIOTaIIM OAHOM U3 YeThIpeX HUTEN C
APYTOi U3 TOMOAOTUYHON XPOMOCOMBI pellapaliisl HelIpaBUAbHO
CIIapeHHBIX OCHOBAHMII MOXXET IPOTH IO MaTpUIie APyroit Xpo-
MOCOMBI, 4YTO IIPUBOAUT K 3aMeHe aaaeas (puc. 106).

B HOpMe AUIIAOVAHBIN OpPraHU3M HeceT 110 OJHOMY aAleArio
OT Ka’k40TO U3 poauTeseit (COOTHOIIeHe TaMeT B Meriose 1A:lay
rerepo3urotsl). [Ipy KoOHBepcuM HTO COOTHOIIEHME M3MEHSeTCs
(BA:1a, 1A:3a, 5A:3a nan 3A:5a). I'eHHBIe KOHBEpCUM MOTYT OBITH
IIPUYMHOI HacAeACTBEHHBIX 3a001eBaHMUIA.

Puc. 106. Konsepcus reHOB
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8.8. I1odsuxxtvie IremeHmvl z2eHOMA

MobGuapHble reHeTnyeckue saemMeHTs (MID) mpeacraBasior
cobont ygactkn AHK, criocobHble TepeMemiaThes Mo reHomy. K
HIIM OTHOCSTCS:

® TpaHCIIO30HEI — mocaegoBareabHoctn AHK, criocobnbie
IlepeMeIaThCs IPY IIOMOIIN TPaHCIIO3ULINIA;

® I1.1a3MMABI — KOAblleBble HexpomocomHble JAHK Gaxrepnir;

e GakTeprodary — BUpPychl OaKTepuii;

® HTPOHHI I'PyNIIEl 2 — 004ajalonye aBTOKaTaAuTUIeCcKO
criocobHOCTHIO prb0o3UMBI (pepmenTaTuBHasA PHK).

Aas MaexonuTaomux u3 scex MI'D Hanboaee xapakTepHbI
TPaHCIIO30HbL. TpaHcIIo30H — 3TO 11ocaegosareabHocts AHK, ko-
TOpas crocoOHa HepeMenlaThcsl BHYTPM TeHOMa B pesyabTare
Iporiecca, KOTOPBIN Ha3bIBaeTcsl TpaHcro3uiyell. Berpansasics B
TeHOM, TPaHCIIO30HbI MOTYT BBHI3bIBATh pa3AM4YHbBIe MyTalluM, B
TOM 4ICA€ Y XPOMOCOMHEIe IlepecTpoiiku. TpaHCIIo30HEI OOBIYHO
COCTOAT U3 ABYX IPAMBIX LAY MHBEPTUPOBAHHBIX ITIOBTOP IO VX~
cs1 mocaeaosareabHocTert AHK, Mexxay KOTOpBIMM HaXo4sATCs Te-
HBI, HeoOXoAuMBble AAs TpaHcnosunuu. VIHoraga B cocrase
LIEHTPaAbHON YacTU TPaHCIIO30HOB HAaXOAATCS TeHBI, KOTOpLIe
oOecreuynBaloT DBOAIOIMOHHOE IIPeMMYIIeCcTBO AAs OpraHU3Ma,
cogep:Kallero MOOMABHBIN DaeMeHT. Pasamuaior ABa Kaacca
TPaHCIIO30HOB: K II€PBOMY OTHOCAT PeTpOTPaHCIIO30HEI, IIepe-
MeIlleHe KOTOPBIX II0 TeHOMY IIPOMCXOAUT IyTéM OOpaTHOI
TpaHcKpuninuy, Bropolt kKaacc — JAHK-tpancmosons, nepeme-
IJaoIIecs IyTEM MPSIMOTO BbIpe3aHNs U BCTaBKM C MCII0Ab30Ba-
HUeM (pepMeHTa TPaHCIIO3a3hl.

Tpancrosons! MOIyT UIpaTh BakHYIO pOAb B TeHOMe OpTa-
Hu3Ma. Tak, Harpumep, HeKOTOpble TeHbI-PeryAsATOpPH, obecIiedn-
BalOlIe ajeKBaTHYIO peakIMIO pacTeHMii Ha M3MeHeHMNs
OCBeIIeHHOCTH, TIOSIBUAMCDH B pe3yabTaTe BCTpauBaHUsA B IX TEHOM
TPaHCIIO30HOB. TPpaHCIIO30HBI MOTYT OBITH MPUYMHON AeCcTaduAN-
sanuyu reHoma. He menee 80 % MyTtanmii sIBASIOTCA CAeACTBYEM
aKTUBHOCTY HTVX MOOMABHBIX DA€MEHTOB.
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Konmpoavnvie sonpocwvt u sadanus

1. ITpounTaiite KapMOAOTMYECKIIT 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 KapMOAOTMYECKNII AMATHO3 Ha OCHOBe (POTO-
rpadpuii MUTOTMIECKIIX XpOMOCOM Ha puc. 107.
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I'raéa 9. OCHOBBI ITONY ASIIIMIOHHOV TeHe TYIKI

[Tory AA11MOHHBI MeTOA MMeeT 0co0oe 3HaueHle B TeHeTH-
Ke 4e/0BeKa, IIOCKOABKY OH I103BOAseT U3ydaTh TeHbI U1 TeHOTUIIBI
0e3 ITOCTAHOBKM CKpelluBaHMil. B ocHOBe ®TOro Meroda AeXUT
3aKkoH, cpopmyanposaHHbi B 1908 I. aHTAMIICKMM MaTeMaTUKOM
I'. Xapau n Hemenxum BpadyoMm B. BaitnOeprom HezaBucumo Apyr
OT ApyTa, ¥ Ha3BaHHBIN 3aKOHOM Xapau-BarnOepra. Ycaosus aas
BBITIO/AHEHIS DTOTO 3aKOHa CAeAylolue:

® NOMyAALINS AOAXKHA MMeTh HeOTpaHMYeHHBII pa3Mep
(OBITH 40CTAaTOYHO MHOTOYMCAEHHOI IT0 MepKaM CTaTUCTUKMN);

® TeHOTHUII 11O M3ydaeMbIM TeHaM He AOAXKeH BAMATDH Ha BbI-
O6op OpauHoro mapTHepa (CKpeljuMBaHUe AOAXKHO OBITH CBODOA-
HBIM, T. €. He aCCOPTaTUBHEIM);

e MUTpalsl He AOAKHA CYIIeCTBeHHO U3MEHSATh TeHOTMUII
IOy ASILTU;

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

B OGoapmmHCTBe IOMyAsAINiI yeAoBeKa A4s1 OOABIINHCTBA
IIPU3HAKOB BTU YCAOBUA cO0AIOAaIOTCA. VIckaioueHms:, Korga 3a-
KoH Xapan-BaitHOepra He MO>KeT BBIIIOAHATLCS:

® OCTPOBHBIE, OTJaJ€HHbIe ¥ BBHICOKOTOPHBIE ITOITYASIINI,
rJe 13-3a HeDOABIIIOTO YncAa 0codell cAydariHble (PaKTOPhl MOTYT
IIOBAUATH Ha YaCTOTHI aaleaelt;

® 30MpaTeAbHOCTh (aCCOPTATUMBHOCTDL) CBs3€l, HPUBOAS-
mux K poxaenuio gereit. Hanpumep, 8 CIIHA 6paxku 6eabix Myx-
9yH ¢ OeABIMM >KeHIMHAaMM U YepHBIX MYXXUMH C YepHBIMU
KeHIIIHaMM BCTPeJyalOoTCsl HAMHOTO Jallie, 4eM CMelllaHHbIe.

® IMMUTpAIMs OOABIIOTO YMCAa HOCUTeAel peAKMX B IIO-
Iy ASIMI TeHOTUIIOB;

® reHbl, aAleAy KOTOPBIX IO-Pa3HOMY BAUSIOT Ha >KM3He-
CIIOCOOHOCTH U PeIPOAYKTUBHYIO (PYHKIIMIO.

Ecau yactora B momyAsnuy AOMUHAHTHOIO aaaeast A co-
CTaBAseT p, TO YacTOTa peliecCMBHOTO aaaeas a Oyaer q =1 - p.
CoraacHo mepsoMy ITOAOXKeHMIO 3akoHa XapaAu-BarinOepra stm
3HaueHUs OyAyT HeM3MEHHBI U3 IIOKOAeHUs B IOKoJAeHue (Ipu
YCAOBUM BBIITOAHEHMsI TpeOOBaHUII, M3A0KEHHBIX BBIIIE) — DTO
COCTOsIHIE TeHeTMJYeCcKOoro pasHoBecus B nonyasanun. CooTHome-
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Hlle paBHOBECHBIX YaCTOT TeHOTUIIOB OyJAeT OIpeAeAsThCsl BO3Be-
A€HleM COOTHOIIIeHNs YacTOT aAdeleil B KBaApaT — BTO BTOpOe
IoAOXKeHMe 3akoHa. VI coraacHo TpeTbeMy IMOAOXKEHMIO 3aKOHa
Xapau-BaitHOepra paBHOBecUe 4acTOT T€HOTUIIOB AOCTUTAETCS 3a
OJZHO IIOKOJAEHME U OCTAaeTCs HeM3MeHHBIM. MaTeMaTU4ecKyl OH
MO>KeT OBITh 3aIlliCaH 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 (TeTepO3NUTOThHI);

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

ITpumep

Ogna u3 Qopm aapOMHU3Ma (OTCYTCTBMSI IUTMEHTAIIUN
KO, Pajgy’kKHOI U IIUTMEHTHON 000.104Yek raasa) y 4deaoBeKa
00yCAOB/A€Ha peJKNM pPeLleCCHBHBIM alleleM a (MyTalus B reHe
TUPO3MHA3BI). B HEKOTOpoOll MOMyAsIMM YacToTa aAbOMHOCOB
pasHa 0,0001. Toraa,

g —4acToTa pellecCUBHOTO aAleAs a — V 0,0001 =0,01;

p —4acroTta AJoMuHaHTHOTO aaaeas A —1-0,01=0,99;

p? — dacrorta reHotuna AA (40MMHaHTHbIe TOMO3UTOTHI) —
0,992=10,98;

2pq — 4yacrora reHorumna Aa (rereposurorsl) — 2 x 0,99 x 0,01
=0,02.

M3 npumepa BUAHO, YTO IeTepO3UTOT 110 TeHy aAbOMHMI3Ma
B oty Asiiyu B 200 pas 0oablire, yeM aaAbOMHOCOB.

B cay4dae MHO>KEeCTBEHHOTIO alleAN3Ma MCII0OAb3YIOT aHalo0-
I'M9HbIE pacCYeThl.

ITpumep

B monyasnum unaycos I rpynima KpoBu BCTpedyaeTcs C Jac-
toro 0,314, II - 0,189, III - 0,410, IV - 0,087.

Ilyctp yactora aaaeasn I° —r, aaaeas 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.

O61as yactota aaaeaeit [* u IB (p +q) =1-r=1-0,560 = 0,440

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

(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, yacTtoTel aaaeaeit rpynn kposu cucremsl ABO B no-
Ny AUy MHAycoB caeaytomue: I° — 0,560, I - 0,149, I - 0,291.

B GoapminHCTBe HmoOMyAsnuii HabA0AaeTcsa Apeiid IeHOB —
M3MeHeHle JacTOT aadelell 104 BAMUSHUEM CAydalHBIX (PaKTo-
poB. DPdeKT OYTBIA0UHOTO TOPABIIIKA — CAYJaliHON Inbeaun Ho-
cuTeAell TOrO WMAM WHOTO TeHOTHUIIa IIpM  CYyIIeCTBEHHOM
CHIDKeHMI paszMepa HONyAslUU — sABAsSeTCs Hambo/ee JacToil
NpuanHON Apeiida TeHOB. B HeOOABIIMX TMOMyAAIMAX MOXKHO
BCTpeTUTh PPeKT OcHOoBaTeAs! — KOTda 04Ha 0coOb (ITOYTH BCeraa
MY>Kul{Ha, HanmpuMep YmMHIM3XaH) OCTaBAse€T OrPOMHOEe 4YMCAO
IIOTOMKOB, BCA€ACTBU€ Yero M3MeHseTCsl COOTHOIIeHNe YacTOT
aAAeaei ¥ TeHOTUIIOB.

Vcexoas us 3akoHa Xapau-BaitnOepra HeTpyaHO yOeAuThCs,
4TO OTOOpP MPOTUB TOMO3UTOTHBIX peleccuBoB Hed(PPeKTUBeH:
DAUMMHAIMA (yCTpaHeHMe) ? HocuTeAeli TeHOTUIIa aa He BAUseT
CyIIIeCTBEHHO Ha YacCTOTHI alaeeil. BoApIIMHCTBO HOCUTeAell pe-
1IeCCUBHOTO aa4eAs SBASIOTCS TeTepo3urotramu. B sTom nmpuunHa
reHeTM4YeCcKOIo Ipysa B HOMyASIMSIX delOoBeKa — 3HauMTeAbHOIO
9ycAa TeTepO3UTOTHBIX HOCKUTeAell AeTaAbHBIX (IPUBOAANINX K
CMepTH) aadelell U aaleaell, CBA3aHHBIX CO CHIVDKeHMeM >KI3He-
CIIOCOOHOCTU U pernpoayKTusHoi PpyHKmuu. ITonsaTne reneruye-
CKOTO Tpy3a sBAseTcs (PyHAaMeHTaAbHBIM B IIOIYAAIIMOHHO
reHetuke, ero Beea I'. Meazep B 1950 r. B cBoent kaure «Harr rpys
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MyTanuii». Jas pacyera HOpsAAKOBOIO HOMepa mokoaeHus (t), B
KOTOPOM Hayda/bHas 4acToTa PeljecCUBHOIO aaaeas (qo) IpuMeT
OoXIJaeMoe 3HadeHMe (t IpyY OTOOpe IPOTNUB TOMO3UTOTHBIX pe-
11€CCUBOB, MCIIOAB3YIOT GOPMYAY

1t
qt qo
ITpumep

Yacrora penieccusHoro AetaapbHoro aazeas 0,01. TpeOyercs
YCTaHOBUTh, CKOABKO MOTpeOyeTcs ITOKOAeHUII 4451 ee yMeHbIle-
Hys B 10 pas npu ycA0BUM OTCYTCTBMSL HOBBIX MyTalllii?

q0=0,01
q:=0,001
1 1
t=—————=1000—100 =900 .
0,001 0,01

Wrak, 445 yMeHbIIeH: YaCTOThI PelleCCUBHOTO A€TaAbHOTO
aaaeas ¢ 0,01 g0 0,001 norpebyetcs 11eapix 900 mokoAeHUIA.

Konmpoavtvie sonpocot u 3adanus

1. PaccunraiiTe 4acTOTHI aAleAeil TPYHII KPOBU CHUCTEMBI
ABO B momnyasnum aHramdas, rae I rpymma KpoBu BcTpedaeTcs C
vacroton 0,462, I1 - 0,436, 111 - 0,074, IV — 0,028.

2. VIsmeHseTcst AU TeHeTM4eCcKnil Ipy3 B HOIYASLIUIX Yeao-
BeKa co BpemeHeM? Ecam aa, To 6aarogaps AeiicTBUIO Kakux ¢ak-
TOPOB?

3. Ha oaHOM OCTpOBe AguKapu HNPUHOCUAU B KePTBY BCex
aABOVMHOCOB A0 AOCTVIKEHMS VMU T1010BO3peAoro Boszpacra. 13-
Hava/AbHasl 4acTOTa BCTPEYaeMOCTM HOCUTeAel BTOro (peHOoTHIIa
6p12a 0,0001. Hackoapko oHa n3MeHnaach yepes 180 moxoaeHmit?
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I'rasa 10. DriureHeTUKAa

IToa TepMIHOM «®IIUTEHETVKa», B HACTOsIIee BpeMs ITIOHN-
MalOT HacAeayeMmble B PsIAy MUTOTUYECKUX UM MEMOTUYECKUX JAe-
AEHUI COCTOSIHMS XpOMaTHHA U DKCIIPECCUI TeHOB, KOTOphIe He
CBSI3aHBbI C M3MEHEHIUAMU B HYKACOTUAHON IT0CAe40BaTeAbHOCTU
AHK.

B ocHOBe snureHeTHYECKON NaMATU AeXKUT OMOXUMITIecKast
MoAnpUKaIUs CTPYKTYpBl XpOMaTIHa. Y CTaHOBAEHO, YTO OCTaT-
ky umurosuHa B cocraBe CpG-niocaegosareapHocrent AHK y sxnm-
BoTHBIX 1 CpNpG-11ocaes0BaTeAbHOCTM Y pacTeHMII MOTYT OBITh
MeTuAnposaHbl. Takas MoauduKanms XxapakTepHa 445 HeaKTVB-
HOI'O XpOMaTMHa, TPAHCKPUIILMS C KOTOPOIO He OCYIIeCTBASETCS.
Ilepenoc MeTMABHON TPYHIIBI C S-a4e€HO3MAMETHMOHIHA Ha OCTa-
TOK IJUTO3MHA OCYIIECTBASIETCS HeCKOABKMMM IPyIIIIaMi MeTUA-
TpaHcdepas. OgHa TIpyIlla OCYIIeCTBAseT I10AJdep>KMBalolee
MeTUAMPOBaHMEe BHOBb CUHTE3MpOBaHHON aodepHen Hutu JAHK
Ha OCHOBE PVCYHKa METUAMPOBAHNA MATEPUHCKON HUTH, a APY-
ras TpyIa IIPOU3BOAUT MeTUAMPOBaHNe de 10vo B OTBET Ha CUT-
HaAbl KAETOYHOU AudQepeHInpoBKY 1 pa3AndHble (PaKTOPHI
BHEIIIHel CpeApbl.

C moandukanueinn AHK conpsixeHa Takke (pepMeHTATUB-
Hasl MoAuduKamus Apyroro KOMIIOHeHTa XpoMaTiHa — TMCTOHOB.
UYeTpIpe KOPOBBIX IMCTOHA 00Pa3yIiOT HYKA€OCOMY — CTPYKTYpY, Ha
koTopylo HamoTana HuTh AHK. Cymiectsyer MHOXKeCTBO BapuaH-
TOB MOAMQUKAINMIT aMUHOKMCAOTHBIX OCTaTKOB I'ICTOHOB, C pas-
HbEIM cpoactBoM K /AHK m xapakTepHbIX 445 pasandHbIX
COCTOSIHUI XpOMaTuHa. B cBs3m ¢ 9TUM ga’ke MOABMAOCEH TIOHATHE
«TMICTOHOBOTO KOAa» — Habopa MoAM(pUKaIINIL, COOTBETCTBYIOMINX
TPaHCKPUIIMIOHHO aKTUMBHOMY, TPAHCKPUIILIMOHHO HEaKTMBHOMY
1AV KOHACHCMPOBAHHOMY XPOMAaTUHY MUTOTUYECKNUX XPOMOCOM,
a Takxke rucronaMm, cMemaomunmcsa ¢ AHK B S-dase kaeTounoro
nukaa. Tak, aueTmaMpoBaHue OCTaTKOB AM3MHA U aprUHMHA
OOBIYHO CBsI3aHO C TPAHCKPUIIIIMOHHO aKTUBHBIM COCTOSHMEM
XpOMaTMHa, a METUAVPOBaHME DTUX aMUHOKUCAOTHBIX OCTATKOB,
HaoOOPOT, CO CHIKEeHMEM TPaHCKPUIIIIVIOHHOTO CcTaTyca.
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Moaudukanms xpomaTuHa A€XKUT B OCHOBe TaKOTO sBAe-
HISI, KaK TeHOMHBIN MMIIPUMHTUHT (3ariedaTAeHne). OTOT TepMUH
nossuAaca B 1960 r. 1 mepBoHayaAbHO OTHOCUACS K BHIOOPOUYHOI
DAUMUHAIUM OTIJOBCKMX XPOMOCOM Y HEKOTOPBIX HaCeKOMBIX.
MccaeaoBanusa mo TpaHCIAaHTaLUM SA€pP IMOAOBBIX KAETOK MBbI-
mrerr B 1980-x IT. MoKasaau HEBO3MOXKHOCTb PasBUTUS ®MOpPUO-
HOB, HeCyIIUX TOABKO MaTepUHCKUe WAU TOALKO OTIIOBCKIUE
IIpOHyKJeychl. boaee Toro, gake Haanume AMIIL ABYX I'OMOAO-
TMYHBIX XPOMOCOM OT OAHOTO pOAMTeAsl MOXKeT IIpUBeCcTU K rude-
an smbpnona. Okazaaoch, YTO HpUYMHA AAHHOTO SIBAEHMS —
pasanuns metuanposanns AHK B My>KcKux 1 >KeHCKIX rameTax.
Bcaeactsue »TOrO mnosBAeHNe B TeHOMe OOOMX KOIMII alaeaei,
IIOABEPTIINXCS UMIIPUHTUHIY (BBIKAIOYEHUIO), IPUBOAUT K DIIN-
reHeT4YeCKOl HeIoAHOIIeHHOCTU ®MOpPMOHa, XOTs C TOUYKU 3pe-
HIUs KAACCHMYeCKOV TeHeTUKM, OH MMeeT HOpPMaAbHBI Habop
reHoB. Y YelOBeKa Ha CeTOAHAIIHUII JeHb OOHapyKeHO 0Ooaee
30 UMIOPUHTUPOBAHHBIX T€HOB, a ODIIlee MX YICAO OIleHUBaeTCs B
npegeaax 200-500.

I1poKO M3BeCTHHII HNpUMep TeHOMHOTO MMIIPUMHTUHIA Y
gyeaoBeka — cundpomot [1padepa-Burru u Arzeaomana, KoTopble 00y-
cA0BAeHBI MUKpoJeaeninen B paitone HSA15q11-q13. Ecan abep-
paHTHas XpOMOCOMa IIPUXOAUT OT OTIIA, pa3BMBAeTCs CUHAPOM
IIpagepa-Buaan (oxupeHne, CKAOHHOCTL K IlepeejaHNIO, IMUIIO-
TOHYC, HapyllleHle KOOpAVHAIUN ABVKEeHUI, MaAeHbKUe KUCTU
U CTOIIbI, HU3KUI POCT, NOBBIIIEHHAs COHAMBOCTD, KOCOTJa3ue;
IIOHVDKeHHasl IIAOTHOCTh KOCTeli, IMIIOTOHaAM3M, pedeBasl 3a-
Aep>KKa, 3a4eprKKa IICUXMYeCKOTO Pa3BUTHs, OTCTaBaHMe B OCBOe-
HUM HaBBIKOB 00ImIet um Meakoir Mortopuku) (puc. 108). Ecan
aHOMaJbHas XpOMOCOMa IOAydYeHa OT MaTepy, TO pa3BMBaeTCs
cuHApOM AHreabMaHa (pa3Mep IOAOBBI MeHbIIIe CpeJHero, He-
Pe4Ko ¢ yIJOIlleHneM 3aTblAKa, 3a4ep>KKa B pasBUTUN HaBBIKOB
00111eil MOTOPMKH, 3ajep>KKa pedeBOro pasBuTus, AepUINUT BHU-
MaHNs ¥ TUIePaKTUBHOCTh, CAOXKHOCTH C OOy4eHMeM, YacTo SIIN-
Aericusl, HeOOBIYHbIe ABVDKEHUS — MeAKUII TpeMOop, XaoTUJecKie
ABVDKeHIsI KOHeYHOCTell, YacThlll cMex 0Oe3 1oBoJa, Xoab0a Ha He-
rHymuxcs Horax) (puc. 109). Pazanuns B MeTMAMpPOBaHUU LIUTO-
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3UHa B MY>KCKOM I JK€HCKOM OpTaHM3MaX IPUBOAAT K pa3AMIHO-
My TIPOsBAEHUIO OAHOI U TO¥ >Ke MyTaIlM B 3aBUCHMOCTH OT TO-
To, KTO U3 pojuTeaeil Iiepejal aHOMAABHYIO XPOMOCOMY
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 M3Y4EHHBIX BIIN-
reHeTM4ecKX (PeHOMEHOB OTHOCUTCA WMHAKTUBAIUs I1010BOA
X-XpOMOCOMBI y caMOK IJalleHTapHBIX MAEKOIUTAIoINX (Aaiio-
Hu3auusA). B comaTmdeckmx KaeTkax caMOK MAEKOIIMTaIOIINX
IIPUCYTCTBYIOT gBe X-XPOMOCOMBI, COOTBETCTBEHHO 11 HaDOp TeHOB
Ha HUX /ABOJMHON, IIO CPaBHEHMIO C COMaTUMYeCKUMM KAeTKaMU
CaMIIOB, y KOTOPBIX B sIApe HaXOAUTCS TOABKO 0gHa X-XpOMOCOMa.
Aas KOMITIeHcaluM AO03bl TeHOB Y CaMOK OJHa M3 X-XpPOMOCOM
MHaKTUBMpYyeTcs: ¢ pOpMUpOBaHUEM CIIeNM(UUecKon AAepHOI
CTPYKTYpPBbI, Ha3BaHHOI1 TeablleM bappa. B ocnose »Toro nmpoiiecca

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

causes-life-expectancy-and-treatment.html
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aesxut sxcrapeccust PHK XIST, koropast He koanpyeT 0eaok. OHa
B3alIMOJENICTBYyeT C XpOMaTUMHOM X-XpPOMOCOMBI, KaK Obl 00.aer1-
A5 e€, U IpuBAeKaeT OeAKOBble KOMIIAEKCHI, aKTUBMPYIOIIue
AHK-MeTnAaspl 1 TMCTOHOBbHIE alleTuAasbl, CAeACTBUeM paboThI
KOTOPBIX sBAseTcs: dopMmuposaHne (aKyAbTaTUBHOTO TeTepo-
XpoMaTHHa ¥ MHaKTUBaluM X-XpoMOCOMEL VIHTepecHo, 4TO ®Kc-
npeccusi gpyron Hekoaupymwomern PHK TSIX antucmbicaosoit k
XIST npensTcTBYeT €€ SKCIIpeccun B akTMBHOM X-XpoMocoMe.
HoGeaeBckass mnpemeHn ©o MeaAuIlMHe U (PU3MOAOTUN
2006 r. O6p1aa mpucyxgera 9. Pantepy u K. Meaao 3a oTkpsI-
THe APYTOTO WMHTEPEeCcHOTO SHINUIeHeTHYecKoro (QeHOMeHa -
PHK-unaynmupyeMoro mnojaBaeHMsl BDKCIIPecCUM TIe€HOB AU
PHK-unrepdepenunn. Viccaeaosatean oOHapyKmau, 9To BBeJe-
HIe B OpTaHU3M Kpyraoro uepss Caenorhabditis elegans AByxije-
noueuHort PHK  Beger k cmenuduueckoil — pemnpeccun
TOMO/AOTMYHOTO eJi II0 HyKAeOTHUAHOM I10CAe40BaTeAbHOCTH TeHa.
ITosxxe PHK-mHTepdepennus Oplaa oOHapy>keHa ITOYTM Yy BCeX
DyKapMOTHYeCcKIX opraHusmoB. Ha mepsom sTame sTOro snmre-
HEeTUYeCKOTO Ipollecca IPOUCXOAUT paciiierileHne (pepMeHTOM
PHK-sng0nYK2€a3011 III THma sk3orennon asyienodeunon PHK,
IIOIaBIIell B KAeTKy, Ha HeDoAbllNe, AByXIllelloueyHble ¢pparMeH-
TBI AAMHON 20-25 HYKA€OTIAOB, Ha3BaHHBIE MaAbIMI UHTepQde-
pupyomumn PHK. Ogna u3 Hurtein Takux ¢parMeHTOB
IepexoAuT B COCTaB CIHelnpUIecKoro SHAOHYKAea3HOTO KOM-
ILAeKca U, B3aMOACIICTBYs C KOMILA@MeHTapHO I10CAeA0BaTeAb-
HocTpi0 MaTpmuHoii PHK, paspymaer nocaeanioro, ambo B
cocTaBe ApYTOrO KOMILAeKca, IIoIlagas B SAPO, NepPeBOAUT B
TPaHCKPUIILIMOHHO HeaKTMBHOE COCTOSHIE XPOMaTHH C KOMILJe-
menTtapHoit AHK. ®yuxunm PHK-uaTepdepennunm Ha yposHe
KAETKM CPaBHMBAIOT ¢ PYHKIIMAMU MMMYHHOI CCTEMBI Ha YPOB-
He opraHmsMa. Cumnraercs, uro PHK-mHTepdepennus sapasercs
BHYTPMKAETOYHBIM aHaA0TOM MMMYHHOI CHCTeMBl, IIpejoxpa-
HAIOIMM 9yKapUOTU4ecKylo KaeTky ot PHK-supycos n Moonas-
HBIX TeHeTMYeCcKMX 9AEMeHTOB (TpPaHCIO30HOB). Beayrcs
aKTUBHBIE pabOTHI IO CO3JaHUIO AeKapCTBeHHBIX CPeACTB Ha OCHO-
Be wuHTepdepupyomux PHK, nossoasomux 3aba0KmpoBarh
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CHHTe3 IIPOAYKTOB, IIPMHUMAIOIINX yJacTue B pa3BUTuu 3abo0ae-
BaHUII YeA0BeKa; 0gHaKO HPPeKTUBHBIX 1 Oe30IIaCHBIX BeKTOPOB
aas goctasky nHteppepupyionux PHK B kaeTky moka He Haiige-
Ho. [lepcmekTuBHO mpuUMeHeHMe MaAbIX UHTepdepUpPYIOIIUX
PHK 1 B OMOTEXHOAOTMYECKIUX LIeASX.

V3BecTHO, YTO TeHOM pacTeHMIi MeTUAMPOBaH B 3HaYUTeAb-
HO 0OAbIIIell CTereHn, YeM >KMBOTHBIX. B repBuyHOIT HyKAeoTuA-
HOJ I10CAeA0BaTeAbHOCTM 5-MeTUALIUMTO3MH BCTpedaeTcs Jake
Janie, 4yeM HeMeTUAMPOBAHHBIN IUTO3MH. 3HauMTeAbHas 4YacTh
TeHOB y pacTeHMII HaXOAUTCSI B HeaKTMBHOM cocTtossHun. Ilokasa-
HO, YTO IIpMMeHeHle AeMeTUAUPYIONINX aTeHTOB MPUBOANUT K Ha-
caeayeMoil B pPsAAy IOKOAeHMI aKTMUBAalM IPOMOTOPOB U
DKCITPECCUM paHee BHIKAIOUeHHBIX reHOB. Takoe nsmMeHeHne ¢eHo-
THUIIa HaITOMMHAaeT OOBIYHYIO MYyTalMIO.

A0 HejaBHEro BpeMeHM CYMTaA0Ch, YTO SIUTeHeTUIeCKUI
PMCYHOK reHOMa MAEKOHHUTAIOMIuX GpopMUpPYyeTcs B Iepuo/ 5M-
OpMOHAABHOTO Pa3BUTHUS U BIIOCA€ACTBUI OCTAeTCsl HeM3MEeHHBIM.
XoTs 9TOT Hepuo/ IO-IIpe’KHeMy CUUTaeTCs SIMUTeHeTHYecK!
Hanbo/ee Ba’KHBIM, OAHAKO BDKCIIEPMMEHTHI C Aa00paTOPHBIMU
JKMBOTHBIMU TI0Ka3aAl, 4TO yIoTpeOJeHMe psija BellecTB OIlpe-
Ae/eHHBIM 00pa3oM CKa3bIBaeTCsl Ha MeTUAMPOBAaHUY Pa3AMYHBIX
y4acTKOB XpoMaTuHa. Tak, HegocTaTok 1Ay, Ha00OpPOT, N3DBITOK B
IIMIIe BeIlecTs, CAy>KallluX IIpeAlecTBeHHIKaMM 4451 CyOCTpaToB
metuanposanusa AHK, ckaspiBaeTcsa Ha mogaep>KaHUM MeTUAN-
posannsa JAHK. Kpome Toro, ps1 Beliects MOXXeT BAVUATDH Ha DIIU-
reHOM I yepes 60.1ee CAOKHBIE MeXaHI3MBI.

Konmpoavnuvie 6onpocut u 3adanus

1. Kakne mMoaudukamyuy I'MCTOHOBBIX O€AKOB MPUBOAAT K
aKkTMBalM, a KaKye — K MHaKTUBaliy XpoMaTiHa’?

2. B cembe poamacsi peOGeHOK C CMHAPOMOM AHTre/AbMaHa.
Kro u3s ero pogureaent spasercs HocuTeAeM aOeppaHTHON
15-11 xpoMocoMBbI?

3. B uem 3akatogaercs siBaeHne PHK-naTepdepennm?
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I'rasa 11. TeHeTHKa U ceAeKITVISI

11.1. Ombop, nod60op u oyenka 2eHOMUNA 6 ceAexyuu

Cezexuns, no caosam H.V. Basnaosa, npeacrasaser coboin
DBOAIOIINIO, HaIlpaBAsieMylO BoJeil deaoseka. Iloa ceaexumerin
IIOHMMAIOT COBOKYITHOCTh METOAOB CO3JaHMs HOBBIX IOPOA, THU-
IIOB, KPOCCOB M AMHMI >KMBOTHBIX, COPTOB U AVHUII pacTeHWUI],
IITaMMOB 1 KAOHOB MUKPOOPIaHM3MOB, 001a4alo0IX KeAaTeAb-
HBIMIU AAs 4eAoBeKa cBolicTBaMm. TeopeTmdeckoil 0a3oil ceaek-
IIUU SIBASIETCSI TeHeTUKa.

OcHOBHBIE METOABI CeAeKIUM — OTOOp (IIOAHOe MAM Yac-
TUYHOE yCTpaHeHle KaKoil-A100 JacTy ocoOeil OT pa3MHOYKEH)
1 noadop (popMupoBaHUE MHap POAUTEABCKMX (POPM C IIeABIO
IOAy4YeHMsl IIOTOMCTBa, 00Aajalollero >kelaTeAbHbIMIU IIpU3Ha-
KaMI) Ha OCHOBE OIIeHKU reHOTuna. [eHOTuI MO>KHO OITeHUBaTh
UCX0As U3 (PEeHOTUIINIECKMX OCOOEHHOCTeN caMoil 0coOM MAM
(HammpuMep, B cAydae OTpaHMYEHHBIX [T0A0M IIPU3HAKOB) IO (Pe-
HOTHUIIaM CHOCOB, poANUTeAell MAM IOTOMKOB. Tak Hampumep, B
MO/Z0YHOM CKOTOBOACTBE HanboAee TOYHas OlleHKa reHOTuIIa ObI-
KOB (IO KOTOPBIM IPOBOANUTCA MHTEHCUBHBIN OTOOP) HOAydaeTcs
10 IPOAYKTUBHOCTHU VX AOYepeii.

3aa0roM ycrexa CeAeKIIMOHHBIX MepOHpUATUIL SIBASETCA
BBICOKasl HacAeAyeMOCTb IIpI3HaKa, C KOTOPBIM IIPOBOASAT padoTy.
Mepoii HacaeayeMOCTH canTaeTcst KO9(pPUIINEHT HacAeAyeMOCTH!
h? — oTHOmIeHNe reHOTUIINYECKON Aucepcuyu (IoKaszaTeab W3-
MEHUMBOCTU BHYTPU TeHeT4ecK OAHOPOAHON TPYIIIEI) K (eHO-
TUIINYECKON  Aucrepcum  (IlOKazaTeAb  M3MEHUMBOCTM B
MO ASLIVIN).

ITpumep

VmeroTcs ABe AMHUM Kyp € pa3HO TOAIIMHOI CKOPAYIIBI
s/illa — TOHKOM M TOACTON. Y OAHOV AVIHUM IITULL CPeAHsAs TOA-
muHa ckopaynsl 320 MKM, agucnepcus 12, y Apyroi cOOTBETCT-
BeHHO 320 MM m 16. Y ruOpMAOB IEepPBOIO ITOKOJEHILI
(reHeTHYeCKM OAHOPOJHBIE T€TE€PO3UTOTHI) AMCIIEPCUs COCTaBUAA
14. Y ruOpnaoB BTOpOTrO MOKOAEHM:I (OHM y>Ke IeHeTIYeCKl reTe-
porennst!) aucnepcus 39. IloHATHO, YTO M3MEHYMBOCTL y pOAU-
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TeAbCKUX AVHUI 1 F1 00yca0BAeHa TOABKO BAMSIHMEM CpeAbl, a B
F2 — BansAHMeM reHotuna m cpelosbix ¢akTopos. PaccunTriBaem
CPeAHIOI0 AMICTIEPCUIO POAUTeAbCKUX AvHUI 1 F1 (oHa pasHa 14)
U TOTAa:
ne = 39-14

39

PaccMOTpMM OCHOBHBIE TIOHATMS CeA€KUMM Ha HpuMepe
JKMBOTHOBOACTBAa. B pacTeHMeBOACTBe U CeAeKIIMM MMKpPOOpTa-
HI3MOB MIMEIOTCS OTANYMS, OIIpejeAseMble O110A0T1ell OOBEKTOB.
[12eMeHHBIM >KVMBOTHBIM HAa3BIBAIOT OCOOB, KOTOpasl MMeeT IIOA-
TBEpP>KAEHHOE ITPOVICXOXKAEHNEe VI MOKET OBbITh MICITOAb30BaHa A/
BOCITPOM3BOACTBa OIIpeAeAeHHON 1opoasl. [Ipu sToM naemeHHas
II€EHHOCTh >KMBOTHOTO — YPOBEHb TeHeTHYECKOTO ITOTeHIIajla Iae-
MEHHOTO KVMBOTHOTO M BAUSHIE AQHHOTO T€HETUYECKOTO ITOTeH-
I[/1aJa Ha XO3AVICTBEHHO I10/Ae3Hble MPY3HaKy rmotoMcTsa. ['pymiy
oco0ell, MHTEHCHBHO NCIIOAB3YIOIIUXCSA AASl BOCIIPOM3BOACTBA,
Ha3bIBAIOT IL1€MEHHBIM SIAPOM IOPOABL. AAs oueHKU 3PPeKTIB-
HOCTU CeAeKLIVM CAy>XKaT IOHATHS «(PEHOTUIINIECKNUIT CABUT» —
U3MEeHeHle IIpU3HaKa 3a OIpeJeleHHbINI Iepuo/ BpeMeHN, «Te-
HeTMYeCKUIT IIPOrpecc» — PasHOCTh MeXAY CpeAHell IA1eMeHHOI
IIEHHOCTBIO ITOTOMCTBA, OTOOPAHHOTO A4Sl BOCIIPOM3BOACTBA PO-
AUTeAel, U CpeAHell II1eMEeHHOI IIEHHOCTBIO IOy ALY, U3 KO-
TOPOII OTOOpPaHbI POAUTEAN, U «CeAEKIIMOHHBIN AnddepenIal»
— Pa3HOCTh MeXAy CpeAHMM 3HayeHueM IIpU3HaKa B JICXOAHOI
IOy ASIINY Y CPeJHNM 3HauyeHIeM TOTO >Ke IpM3HaKa y ocober,
OTOOpaHHBIX B OAHOM U3 ITOCAEAYIONINX ITOKOAeHUit. Aas Koau-
YeCTBEHHOI OLIEHK! peaKLNV IPYIIIB 0co0ell Ha OTOOp MCIIOAB-
3YIOT CeAeKIIMOHHBII OTBeT — IIpou3BeieHue Kod(pPulileHTa
Hacaegyemoctu h2 u ceaexnuonsoro audgdepeninasa. Tosap-
HBIM Ha3bIBAIOT XO3SIICTBO, TAe IMPOU3BOAAT IPOAYKIIMIO, ILAe-
MEHHBIM — TJAe PasBOAAT MOAOAHAK AAsl BOCIIPOU3BOACTBA
oIpeJeeHHOI TTOPOABL

[Toa AvHUAMM B ceAeKUMM IIOAPa3yMeBalOT HE COBCEM TO
K€, 4TO T10J, YUCTHIMY AVHVSIMU — TPYIIIIaMJ TOMO3UTOTHBIX OCO-
Gell — B TeHeTUKe. BbIAeAsIOT reHeaa0rMYecKue AMHUU — IPYIIIIBI
oco0erl ¢ OOIIMM ITPOVICXOXKAEHNEM U 3aBOACKUE AVMHUU — TPYII-
IIBI 0COOeN! C OOIIUM MPOUCXOXKAEHNEM U OAUBKUMU ITPOAYKTVB-
HBIMU U DKCTEPbEePHBIMU IIPU3HaKaMIU.

=0,64 .
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B cBUHOBOACTBE M NTUIIEBOACTBE TOBapHBbIE XO3SAMCTBA VIC-
IIOAB3YIOT ABYX- MAU TpeXAMHEeNHble KPOCChl — IMOPUAOB OT
CKpelMBaHNsl MaTePUHCKMX AVHMII, KOTOPbIe 4acTo 0041ajaior
reTepo3ncoM (IrMOPUAHON MOIIHOCTBIO) IO >KeAaTeAbHBIM IIpU-
3HaKaM.

B nocaeaHme roanl Bce 6oabIliee pacIipocTpaHeHNe HaXOAUT
MHAEKCHasl ceAeKIus — oTOOp 1 oAO0p Ha OCHOBE KOMILAeKCHOI
OLIEHKM ITPOAYKTMBHBIX Ka4yecTB. B ceaeKIMOHHBIN MHAEKC BXOAAT
OCHOBHBIE€ ITPOAYKTUBHBIE U1 DKCTepbhepHble MPU3HaKM, Ka’KA0MY
13 KOTOPBIX INpUAAeTCs CBOM KOD(PPUITMEHT MCXOAS U3 OObeK-
TUBHO LIEHHOCT) 4QHHOTO IIpM3HAaKa 4451 IIOPOABL.

Boapmoe 3HaueHme a4s ceaeKuM MMeeT COXpaHEHUe Te-
HOpOHAA MaAOUMCAEHHBIX TIOPOA - TPYIII PeAKO BCTPedalOIIXCs
JKMBOTHBIX OIIpeAeAeHHON IIOPOAbl, OTAMYAIONIMXCA TeHeTUKO-
CeAeKIIVIOHHBIMY OCOOEHHOCTSIMM ¥ HaxOASAIIUXCS 104, YTPO30ii
VICYEe3HOBEHILS.

11.2. Ceaexyusi Ha OCHO6E MOAEKYAAPHLIX MapkKepos
U 2eHOMHAS OUeHKa

BoABIIMHCTBO XO35MCTBEHHO ILIeHHBIX NPU3HAKOB JOMalll-
HIX >KMBOTHBIX U KyABTYPHBIX pacTeHMII MMeIOT CAOXKHBIN I10AN-
TeHHBIII THUI HacAeAOBaHUS ¥ KOHTPOAMPYIOTCSI MHOIMMU
reHaMl, pacllOAOXKeHHBIMI B AO0KycaX KOAMYECTBeHHBIX IPU3Ha-
koB — QTL. Aasa swrasaennsa QTL 1mcroap3yloT HOAHOTEHOMHOe
CKaHMpOBaHMe — aHaAUBUPYIOT TeHeTuJecKoe  Clielll1eHNe
(pa3a. 2.7) OOABIIIOTO YMcCAa PaBHOMEPHO pacIipejeAeHHBIX II0
XpOMOCOMaM MOAEKyASPHBIX MapKepoB (HaIpumep, MUKpoOca-
TeAAUTOB) C M3ydaeMbIMU HpU3HaKaMU (HaIlpuMep, yAOM y KO-
POB, ANIIEHOCKOCTb y HeCyllleK, CKOpOCTb pocTa y OpoOIiaepos).
ITocae ycraHoBaeHms paiioHa aokaamsauyu QTL Ha renermue-
CKOI KapTe IIPOBOAAT TOHKOe KapTUpOBaHME IO CLelAeHHOMY
HacJeA0BaHUIO ¢ Hamboaee OAM3KO PpacroOAOKEHHBIMI MapKepa-
mu. Onpegeaenne rpanny; QTL mossoasier IpoBOAUTL ITO3UIIN-
OHHOe K/JOHMpOBaHle — I10/Ay4yeHle TeHOMHBIX KAOHOB U3 palioHa
ero aokaamsanyu. ViccaeaosaHue 1oAy4eHHBIX TEHOMHBIX KAOHOB
IpU IOMOIIM MOAEKYAsIPHO-TeHeTU4YeCKIX MeTOAOB AaeT BO3-
MO>KHOCTb BBIABUTDH TeHBI-KaHAMUAATHI A5 U3y4aeMOTIO IpU3HaKa.
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CpaBHeHMe »KcIpeccuy TeHOB-KaHAMAATOB B TKaHAX, y4acCTBYIO-
mux B GOpPMUPOBAHUNU IIpU3HAKA, Y OPTaHM3MOB C Pa3HbIM €ro
IIpOsIBA€HNMEM JaeT BO3MOXKHOCTh ONpeAeAUTh I'eH, OKa3bIBalo-
M BAUSHIUE Ha NposBAeHne Ipu3Haka. CeKBeHpoBaHIe pery-
AATOPHBIX UM KOAUPYIOIIMX 00JacTell BHISIBA€HHOTO TIeHa
I103BOAsIeT HAlITU er0 aAAeAbHble BapMaHThl, CBA3aHHbBIE C IIPOsB-
AeHUeM IpU3HaKa, 10 KOTOPhIM MOXHO IPOBOAUTH OTOOP — TeH-
HYIO ceAeKIMIO (pa3HOBMAHOCTh MapKepHO cedekunm). B 6oaee
o0111eM caydyae MapKepHOI ceAeKIluell Ha3hIBalOT OTOOp M MOJ-
Oop 10 aaaeasiM MOAEKYASAPHO-TEHeTUYeCKUX MapKepoB, KOTO-
pble  TpPOSBAAIOT TeHeTHYecKoe ClLeNAeHNe UAU  UMeIOT
pu31010TIYECKYIO CBA3D C JKeAaTeAbHBIM ITPU3HAKOM.
Kaaccuyecknit npumMep co3gaHus CUCTeMbl MapKepHON ce-
Aexknun — BplsiBaeHne reHa DGATI, aaaean KOTOPOTO OIlpejeAst-
IOT pa3HYIO KMPHOCTb MOAOKa y KPYHHOIO pOraToro CKOTa Ipu
IIOMOIIM MO3UIIMOHHOTO KaoHupoBaHus. IlocaeaosareapHoe co-
KpaiieHue uHrepsada aokaausaunumu QTL metosom anaamsa Ko-
cerperanuy >KMPHOCTU MOAOKA C aAAeAsMU MUKPOCaTeAANTHBIX
AOKYCOB IT03BOANAO aBTOPaM YCTaHOBUTD, YTO TeH-KaHAMUAAT DTO-
ro IHpu3HaKa HaXOAUTCI B XPOMOCOMHOM paliOHe BeANYMHON
3 cM, orpannyenHom mukpocateaantamu BULGE13 n BULGEO09.
CkpuHMpOBaHUe TeHOMHOI 6M0AMOTeK! KPYITHOIO pOTraToro CKo-
Ta C UCIOAb30BaHUEM 9TuUX Mapkepos B KauectBe JHK-30Ha0B
AAsl TUOpUAM3ANY, TO3BOAMAO HOAYYUTH IPOTIKEHHEIe
AHK-ka0HBI TpaHuiy »Toro paioHa. Meroaom «mporyakm 1o
XpoMocoMe» (KOHIIbI KAOHOB OBLAM CeKBeHMPOBAHBI 1 MX IOCAe-
AOBaTeAbHOCTU MCIIOAB30BaHbI 4451 co3ganus /JAHK-3ona0B g4s
cepun IOCAeA0BaTeAbHBIX CKPMHIHIOB) U C IPUBAEYEHMEM JaH-
HBIX II0 TeHHOMY COCTaBy OpPTOAOTMYECKOIO paiioHa XpPOMOCOM
gel0BeKa ObLA IOCTPOeH KOHTUT 13 50-T1 MCKYCCTBEHHBIX XpOMO-
coM OakTepmuii, KOTOPHINI TpOeKpaTHO IepeKphiBal palioH UHTe-
peca. ITpu CeKBEHVPOBaHNUI HYKA€OTUAHBIX
IocleA0BaTeAbHOCTel ®TOTO KOHTHUTa Obla OOHapy>keH TIeH
DGATI (arma-xopepMeHT A — AMaIIUATAUIEPOA arfuATpaHcPe-
pasa), KOTOPBIil O PU3NOA0TNIECKOMY ATICTBUIO MOT OBITh KaH-
angatom  aas ganHoro  QTL. Anaama  HyKaeoTHAHOI
I10CAe40BaTeAbHOCTU HTOTO IeHa y HOpOJ, KOPOB C aabTepHaTUB-
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HBIM IIpOsBAEHMEeM IpU3HaKa >KMPHOCTM MOJOKa II03BOAUA
UNAeHTU(PUIUPOBATh TOUKOBYIO MyTanuio K232A, kotopast okasbl-
BaeT pellaollee BANMSIHME Ha IIPOsABAEHUS DTOTO IIpu3Haka. B Ha-
cTosiIllee  BpeMsl 9Ta HYKAeOTHAHasl 3aMeHa 00s3aTeAbHO
YUUTBHIBAETCsA BO BCEeX CHCTeMaX MapKepHOM ceAeKIUU KPYITHOTO
pOraToro ckoTa MOAOYHOIO HallpaBAeH.

Cucrema MapkepoB IIA0AOBUTOCTH, CTPeCCOyCTOMYMBOCTH,
KayecTBa MsICa ¥ Pe3MCTEHTHOCTY K HEKOTOPBIM MH(EKIAM IIIH-
POKO IIPUMEHSETCS B CeAKIUN CBUHEIA

B nocaeanne roanl B ceaeknuy KPYHHOTO POTaTOTO CKOTa
MOJOYHOTO HallpaBAE€HMs HUCIOAL3YIOT T€HOMHYIO OLIeHKY IIpu
ITIOMOIITY OMOYNUIIOB, COAep KalyX O0ABIIIOe YicA0 (KaK IIpaBuAo,
250 000) MapkepoB MOHOHYKAeOTHAHOTO noammopdpusma (SNP).
CrienlmaapHOe IporpaMMHOe obecIiedeHne I03B0AseT C BBICOKOI
BepOATHOCTLIO (Ttopsiaka 0,6 — 0,8) npeackazaTb MOAOYHYIO ITPO-
AYKTMBHOCTD gO4epell Ha OCHOBE M3BEeCTHOV KOppeAAlun (cTaTu-
CTUYecKol cBsa3u) aaaeaeit SNP m mHTepecylommux HpU3HAKOB.
CaeayeT oTMeTUTh, 4YTO TeHOMHAas OlleHKa IIOKa OCTaeTcs A0CTa-
TOYHO NpUOAM3UTEABHON, a HauboAee TOUYHOI (C BEPOATHOCTBIO
0,95) sABaAseTcs OlLleHKa IO KayecTBy ITIOTOMCTBA. AHa/AOTIMYHBIE
CHICTeMBI CO34aI0TCsl B IITUIIEBOACTBE.

Konmpoavtvie sonpocor u 3adanus

1. V HekoTOpBIX NOPOA KPYITHOIO POTaTOIO CKOTa 0eAKOBO-
MOAOYHOCTh MMeeT KoapduineHt HacaeaosaHys 0,85, a ycroii-
4YMBOCTDL K MacTuTaM (3ab00aesanHusM BeiMenn) — 0,18. ITo kakomy
U3 9TUX IIPU3HAKOB ceaeK1ys OyaeT 601ee 9pPeKTrBHON?

2. lmeercsa ABe AMHUU KPOAUKOB. Y OAHOWM I1A0IIaAb
IIKypKM uMeeT aucnepcuio 1,8, a y apyroit — 2,6. Y rmbpusos
IIepBOTo ITOKOAeHus Aucnepcust 2,3, a B F2 — 4,2, Paccuuranire ko-
3¢ PuLIeHT HacaeA0BaHUsI HTOTO IIPU3HAKA.

3. Mo>XHO AM OTKa3aThCsA OT TPaAMLIMIOHHBIX CeAeKIIVIOHHBIX
MeTOJ0B ¥ JCII0Ab30BaTh TOABKO MapKepHYIO CeAeKLMIO U re-
HOMHYIO OLIeHKY?
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I'rasa 12. TeHeTHUKa M1 MeAUITIMHA

12.1. bAusneyo06vii memoo

B npeapiaymux raasax peub HpeMMYIIeCTBEHHO IIlla O Ha-
cAeJ0BaHMU AVICKPETHBIX (KaueCTBeHHBIX) MPU3HAKOB. BoAbIINH-
CTBO MOP(POA0TUIECKNX (POCT, TeA0CcA0XKeHUe, popMa OTAeABHBIX
qacreil TeAa), PUIMOAOTMIECKUX (MHTEHCHBHOCTh OOMeHa Be-
IIIeCTB, CKOPOCTh pOCTa) U IICUXOAOTUYECKIX (TeMIlepaMeHT) IIpu-
3HAKOB SBASIOTCA KOAMYECTBEHHBIMM, MX MOJKHO BbIpa’kaTh
YIICAOBBIMU 3HAUEHVSIMU U CpaBHUBATh MeXXAy codoit. OgHuM us
II0AXOA0B TeHeTUYeCKOIo aHaAl3a KOAMYEeCTBeHHBIX IPU3HAKOB Y
ye0BeKa SIBAsIeTCsl OAVM3HEIIOBBIN MeTOA,.

Caeayer pasamuath ABa HNPUHLIMIINAABHBIX TUIIa OAM3He-
LIOB — Pa3HOSANLIOBbIE (AMBUTOTHBIE), KOTOPble BO3HMKAIOT IIPU
OII040TBOPEHUN ABYX Pa3HBIX SMIIEKAETOK ABYM: pa3ANIHBIMU
cIlepMaTo3onjaMy, U OAHOSINIIOBble (MOHO3UIOTHBIE), KOTOpbIe
MOSABASIOTCSL B pe3yAbTaTe APOOAeHNs YKe OIL10A0TBOPEHHOI
SIATIEKAeTKN (3UTOTHI). JAVM3UTOTHBIE OAM3HEIIBI HUYEM He OTAMU-
YJalOTCsl OT OOBIYHBIX CIOCOB. MOHO3ZUTOTHBIE OAVI3HEIIHI SIBASIIOTCS
KAOHaMU — FeHeTNYeCK) MASHTUYHBIMY OpraHu3MaMI.

VsBecTHBI caAy4day, KOTAa AVBUTOTHBIE OAM3HEIBl UMeAN
pa3HbIX OTIIOB. B ®TOM cayyae, ¢ TOUKU 3peHMs TeHeTUKY, OHU SB-
AAI0TCs ToAycuOcamu. PosxaeHne 0AHOIIOABIX AUBUTOTHBIX 0AM3-
HeIIOB CAy4YaeTcs HeCKOAbKO uyallle, 4eM pPa3HOIOABIX, HO BTO
CBs13aHO CKOpee BCero C Pa3HoI MOABV>KHOCTBIO CIIEpMaTO301A0B,
Hecylux X- 1 Y-XpoMOCOMBI. PasHo:AI110Bble OAM3HEeIbl TI0ABAS-
I0OTCsA B pe3yAbTaTe OJHOBPEMEHHOTIO CO3peBaHIsA ABYyX U 0Ooaee
SNIIeKAeTOK — IIOAMOBYASIINM, KOTOpasi OOBIYHA AAs MHOTUX
MAEKOMNTAIOIINX, HO Y 4eA0BeKa IIPOMUCXOAUT C HeDOABIIION Jac-
TOTONM. CKAOHHOCTD K IOAMOBYAALINI HacAeAyeTcs (ecAu y >KeH-
IITVMHBI Y>Ke ObLAM OAM3HeLB, TO 4acTOTa VX POXKAEHISI BO BTOPOII
pas3 B 4eTbIpe pasa BhlIlle, 4YeM B CpeAHeM B IOy ASLINN).

MoHnosurotasle OAM3HELIBI MHOTAA pas3deleHBbl He ITOAHO-
CTBIO, Y HUX MOTYT OBITh Ja’Ke OOIIMe opraHbl. B Takmx caydasx
MIPOU3BOAAT XMpPypIUyeckoe pasieleHne, 3a4acTylO CONpPsIKeH-
HO€ C PUCKOM AAs >KM3HM 000MX OAM3HEI0B.
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CpeaHss yacToTa pOXKAEHMSI MOHO3UTOTHBIX OAM3HEIIOB —
0k040 40 Ha 10000 1 Maa0 BapbupyeT B pa3HBIX IOIYAALINAX de-
AoBeka. Au3anroTHele OAM3HEIH Yallle POXKAAIOTCs Y MpeaCTaBU-
Teaell HerpouaHol pacel (okoao 100 na 10000), y esporieonaos —
okoz0 80 Ha 10000, y moHroaonaos — oxkoao 20 ma 10000. Dror
¢akT MOXHO OOBACHUTL HaCA€ACTBEHHBIM XapaKTepOM CKAOHHO-
CTM K MOAMOBYAAIIUM U HeTeHeTMYeCKUMU IpUYMHaMM Apob.e-
HISI OIIA0A0TBOPEHHOM ANIIEKACTKU.

Bausnue Ha mpusHaK HacAeACTBEHHOCTU U (PaKTOPOB CpeAbl
MO>KHO ONpeJeAUTb MCXOAS U3 CTeIeHM CXOACTBa (KOHKOpAaHT-
HOCTM) AM3UTOTHBIX (MMEIOIIMX pa3HbIl TeHOTUII, HO BEIPOCIINX B
0AM3KIX YCAOBUAX) I MOHO3UTOTHBIX (MMEIOIINX OAVH T€HOTUII 1
BBIPOCIINX B OAMBKUX YCAOBU:AX) OamsHeriob. Ocoboe 3HaueHUe
JIMeeT M3y4YeHMe Pa3Ayd4eHHBIX B MAaJA€HYeCKOM BO3pacTe MOHO-
3UTOTHBIX OAm3Hentos (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 HacAeAOBaHNUs M3ydaeMOro
IpU3HaKa, HO He 4aeT BO3MOXKHOCTY OTBETUTH Ha BOIIPOCHI O TUIIe
HacAeA0BaHIsl, KOAMYECTBe Y4aCTBYIOIMX T€HOB U X BO3MOXKHOM
B3alIMOAENCTBUNL.

Puc. 110. PazayyeHHble B paHHeM BOo3pacTe OAM3HeIb],
BBLIPOCIIIVE B PA3HBIX COIMAABHBIX YCAOBMAX
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12.2. Moaexyasiptvle Mapkepovl 6 usyueHuu HACAeOCMEeHHOT
namoaozuu

[TaTtoaorus — 910 A1060€ OTKAOHEHNE OT HOPMaJAbHOTO Te-
yeHMs1 O11010TMIeCKMX IIPOIeccoB — 0OMeHa BelllecTB, pocTa, pas-
BUTISI, pa3MHO>KEHIL.

HacaeacTsennas 1aroa0ormust — OTKAOHeHUE OT HOPMBI C ycC-
TaHOBAEHHBIM (paKTOM HacAeJOBaHUs, T. e. lepejadnl OT ITOKOJe-
HUs K Tokoaenunio. Caeayer pazandaTh BPOXKAEHHYIO TIaTOAOTHUIO
— OPUCYTCTBYIOIIYIO OT POXAEHUS MHAUBUAYYMa — OT HacAeACT-
BeHHOII MaTroAorum. BpokaeHHas maTtoAoruss MoOXKeT OBITH 0Oy-
cA0BAeHa aelicTBueM (paKTOpOB BHeIIIHel cpeAbl — HeJ0CTaTKOM
IMTaTeABHBIX BEIeCTB U KICA0POAa BO BpeMs BHYTPUYyTPOOHOIO
PpasBUTNSA, POAOBBIMU TpaBMaMM, MHPEKIUAMHI U TaK Jasee. Yc-
TaHOB/AEHJe B COOTBETCTBME C TpeOOBaHMAMI TeHeTHYeCcKOTO aHa-
amsa (ra. 2) ¢akra HacAeAOBaHUsA aHOMAaABHOTO IIpM3HaKa
SABASI€TCS eAMHCTBeHHBIM OCHOBaHMeM IIPpU3HaHMS HacAeACTBEeH-
HOTIO XapakTepa aTOAOTUA.

CymiectsyeT ABa THUIIa KAaccupuUKauy HacAeACTBEHHON
naroaorun. [lepBuiii (IpMHATHINI IPEeMMYIIECTBEHHO B OTeJecT-
BeHHOII AuTteparype) — KAunuveckutl Tun. CoraacHO STOMy TUILY
KaaccupUKaIuy CyIecTsyeT YeThlpe IPYIIIb 3a00AeBaHMIt:

e rpynmna I — 9To cOOCTBEHHO HacAeACTBeHHbIe DOAe3HU —
XPOMOCOMHBIE U TeHHble 3a0o0AeBaHUsA (CMHAPOMBI DaBapaca U
ITaray, ¢peHnAKeTOHYpHU:l, MyKOBUCIIEA03);

e rpymmna II — Goaesnn c BeIpa’keHHOI HacAeACTBEeHHOI
IIpeApaclioA0KeHHOCThIO, B IIaTOTeHe3e KOTOPBIX HpOsiBAeHIe
HacAeACTBeHHBIX (paKTOPOB OIlpejeAseTcs AelicTBueM crenndu-
YeCKMX BHEIIHMX OOCTOATeABCTB (apTepuaabHas TUIIEPTeH3N:,
caxapHBII1 Auabert, mojarpa);

e rpymnmna III — 3a004eBaHus1, KOTOpBIE OIIpeAeAsIOTCS IIpe-
MMYIIIeCTBeHHO (paKTOpaMI BHeIIIHeil CpeAbl, HO B IaTOreHe3e KO-
TOPBIX HEKOTOPYIO POAb MWIPalOT HacAeACTBeHHBbIEe (PaKTOPHI
(raaykoma, aTepocKAepo3, pak MOAOYHOI KeAe3bl);

e rpymnmna IV — 604e3H1, K KOTOPBIM HacAeACTBEHHOCTH, Ha
IIepBbI B3IA54, He MMeeT OTHOIIeHN: (MuIeBble OTpaBAeHI:,
IIepeAOMbl, OKOTH).
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CaeayeT OTMETUTH, YTO YaCTO UCIIOAb3yeMble MOHATIS «Ce-
MeliHBIe» U «CIIOpajudecKye» 3a004eBaHIUA He MMEIOT IPsIMOTO
oTHOWIeHMs1 K HacaeactBeHHocT. CeMeriHble 3a0o0aeBaHUs Ha-
04104a10TCs1 y pPOACTBEHHUKOB, HO MOTYT OBITh BBI3BAHBI U AETICT-
Bl/ieM O/MHAKOBBIX BHEIIHNMX NPUYMH, HaIlpUMep XapaKTepom
mutanus. Cropaamdyeckue cAyday HaOAIOAAIOTCS Y OTAEABHBIX
MHAVBVAYYMOB, HO MOIYT OBITH OOyCAOBAEHHI 1 PeAKUM cOYeTa-
HIeM allelell AU BO3HUKIIEN de novo MyTaruel.

Bropas cucrema kaaccuduranumu — zeHemuieckas — ABAseTcs
OOIIeNIPMHATOIN B 3apyOe>KHOI AuTepaType U B ITOCAeJHee BpeM:l
HaxoAUT Bce OoJee yacToe IIpMMeEHEHNe U B AUTepaType Ha pyc-
cKOM s3bIKe. COraacHO TOM CUCTeMe BBIAeASIOT ILATh TPYIIIL:

e rpymmna I - reHHsIe 004€3HH, OIIpeaeaseMble MyTalVISIMU
B OIpeJeAeHHBIX TeHaX. DTO MpeUMYIecTBeHHO MOHOTeHHbIe
NpU3HaKNI C ayTOCOMHO-AOMVHAHTHBIM, ayTOCOMHO-
pelleCCUBHBIM, CLIeTIA€HHBIM C I10AO0M JAOMMUHAHTHBIM, CII€ILAeH-
HBIM C IIOAOM PEeLIeCCUMBHBIM, TOAaHAPUYECKUM VM MUTOXOHAPU-
aAbBHBIM TUIIOM HacAeA0BaHUSI (TA. 2);

e rpymmna II - xpomocoMmHble 004€3HHU, T. €. TEHOMHBIE I
XpOMOCOMHBIe MyTauuu (ra. 8);

e rpymmna III — Goae3HM ¢ HacAeACTBEHHOI IIpeApacIIoo-
>KeHHOCTBIO, B IIaTOTeHe3e KOTOPLIX UTPalOT poAb CpeAOBble 1 Ha-
cAeacTBeHHBle  (PAKTOPBl,  MMeIOIIye  MOHOTeHHBINI AU
HOAWUTEHHBINI TUII HacAeAOBaHUsI (MHONONS, I1aTOAOTUYECKOe
OXIpeHIe, s13Ba JKeAyaKa).

e rpymma IV — reHetnueckne 604€3H1M cOMaTUIECKUX KAe-
TOK, 3a49acTyIO CBs3aHHBIE CO 3A0KayeCTBeHHBIMM HOBOOOpa3oBa-
HUsIMI (PeTMHOOAacTOMa, OIyX0Ab BuabMca, HekoTopsle (popMEI
AeVKeMUNn);

e rpymma V — 00Ae3HM TeHeTHYeCKOl HeCOBMEeCTVMOCTU
MaTepu U I1104a, KOTOpble Pa3BMBaIOTCs B pe3yAbTaTe MMMYHHOM
peakuuy MaTepu Ha aHTUTIeHBI 11104a (HeCOBMECTMMOCTD IO pe-
3yc-(PpaKTOpPy U HEKOTOPBIM APYTUM SPUTPOLIUTAPHBIM CHICTEMaM
aHTUTEH-aHTUTEAO).

Hacaeactsennsle 3a004eBaHNsI MOTYT HadaTh CBOE IIPOSIB-
JAeHUe B pa3HOM BospacTe. XapakTep MaHudecranuy (BpeMeHU
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IIPOSIBAEHMSI IIePBBIX CUMIITOMOB 004€3HU) sBAseTCs crerudu-
9JeCKUM A5 pa3HBIX pOpM HacAeACTBeHHOI naroaornu. Kak mpa-
BUAO, AAsd  HaCAeACTBEHHBIX  3a004€eBaHMII  XapaKTepHO
XpoHMYecKoe (IIPOAOAKNUTEABHOE) IIpOorpejueHTHOe (C HapacTa-
HIIeM CTeIleH!U BBIPa>KeHHOCTY CYMIITOMOB) TeUeHe.
3HaunTeabHas YaCTh HaCA€ACTBEHHBIX 00ae3Hel 1 00ae3Hell
C HacAeACTBEHHOI IIpeApacIioA0’KeHHOCTHIO MMeIOT HeMOHOTeH-
HYIO TIpupoAy. VIX MOXXHO OTHeCTM K KOAMYECTBEHHBIM IIpU3Ha-
KaM, T. €. TeM, KOTOpble IMEIOT HeIIPePhIBHBIN Psij M3MEHIMBOCTY
U MOTYT OBITh U3MEpPEHBI — HAaIIpUMeP, pOCT, BeC, AAMHA KOHEYHO-
creil. Aaaean GOABIIIOTO YNCAa TeHOB BHOCAT BKAaJ B IIPOsIBAEHIIE
TaKMX IIPU3HAKOB, IIOSTOMY MX Ha3bIBAIOT NOAUTeHHBIMU. IIpo-
CAeAUTD UX HacAeJOBaHIe U BBIIBUTH T€HBI, aA1eAV KOTOPBIX yJa-
CTBYIOT B IaTOAOTMYECKNUX IIpoIieccaX, MOXKHO IpHU ITOMOIIN
TeHeTIYeCKVIX MapKepoB. BrlsiBaeHNe clIeTIAeHHOTO HacAe A0BaHILs
(accoumanyy) (PeHOTUIIMIECKUX IPU3HAKOB C TIeHeTUYEeCKUMI
MapKepaMI IT03BOAsIeT HaWTH PallOHBI XpOMOCOM, OKa3bIBAIOIIIIe
pelaioniee BANMSHME Ha M3ydaeMble ITPOLIECCHl (ITO3UILIVIOHHOE
KAOHIpOBaHUeE), U MOAYIUTh HaAeKHBIE CUCTEMBI AAsl MOAEKY-
ASPHON AVIaTHOCTVKU (MOAEKYAsSpHOe MapKupoBaHue). B Ha-
CTosIlee BpeMsl HamOoJee pacIpOCTpaHEHHBIMU MapKepamiu B
TeHeTUKe 4YeJOBeKa ABASIOTCS MMKpPOCaTeAAUTHBIE AOKYCHI
(puc. 111) m MOHOHYKAeOTMAHBIe TTOAMMOpQHbIe caiTel — SNP
(puc. 112), ocHOBHBIE OCOOEHHOCTU KOTOPBIX HOKa3aHbI B TaOAMIIe.

Tabauua
CpaBHeHIe OCHOBHBIX XapakTepucTuk SNP 1 MukpocareaauTos
SNP MuxpocaTeaAnTsl
Uucao aaaeaen 1-2 (4) 1 -602ee 20
B IOy AU
Cpeansas ~0,3 ~0,7
reTepO3UTOTHOCTh
VudopmaTuBHOCTD + +++
Uncao 10KycoB ~106 ~105
B TeHOMe 4e/10BeKa
BosmoxnocTh +++ +
aBTOMaTU3alu
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AHaau3 9KcIIpeccuy reHOB (BceX 1AV TPYIIIBI) Ha OroynIiax
B TKaHSIX, MIMEIOIINX OTHOIIIeHNe K OIlpeJe1eHHOMY HacAeACTBeH-
HOMY 3a004€BaHMIO, B HOpMe I MaTOAOTUM YacTO IT03BOASET BbI-
SIBUTD TeHbI-KaHAMAATHI A4S U3ydaeMoli 001e3HU. XpOMOCOMHYIO
AoKaau3zaimio rnocaegosateapHocreit AHK, Bamsoninx Ha Koau-
gecTBeHHBIT ITpu3HaK (QTL), MOXXHO oIpeseAnTh Ha OCHOBE COBMe-
CTHOTO HacAeJOBaHUA C HECKOABKMMI OAM3KOPaCIOAOKEHHBIMU
Mapkepamu. Ecam ygaercst HaliTm MapKephl, OrpaHMYMBAIOIIVe
QTL c AByX CTOpPOH, TO Ha OCHOBe AAHHBIX TEHOMHOTO CHMKBEHCa
MO>KHO COCTaBMUTbh CIIMCOK T€HOB, SBASIOIIVIXCS MO3MIIVIOHHBIMU
KaHgugatamn Aaa QTL msydaemoro szaboaesanus. Ilpu oaHo-
BpPEeMEHHOM MCIIOAb30BaHUM aHaAM3a DKCIIPeccuu U JccaeloBa-
HISL acconyanuii 3a004eBaHNs C MOAEKYAAPHBIMU MapKepaMu
MO>KHO OIIpeAeANTh Hanubo.Jee BepOsITHbIEe TeHBI-KaHANMAATHL — Te,
KOTOPBIe OKaXKYTCsI B 0OOMX CIIMCKAX.

CrerneHp BOCIPUNMMYNMBOCTU K OIpeJeleHHBIM AeKapCTBeH-
HBIM IIpernapaTaM U 9(PpPeKTUBHOCTD VX IPUMEHEHNs BapbupyeT
B IIMPOKUX IIpegeaax. IIpu oagHOM 1 TOM >Ke 3a004eBaHNU IIOA-
XOASIIIUIL AAsI KOHKPETHOTO MHAMBUAYYMa IIperapar 4acTo MOA-
Oupaior MetrogoM Ipob6 u ommbok. Kpome morepm BpemeHU
TaKOJ ITOAXOJ MHOTAA HaHOCUT HEIIOIIPaBMMBIN Bpes 3A0POBBIO.
B Hacrosmee Bpems 4451 0OABIIOTO KOAMYECTBA AeKapCTBEHHBIX
CpeACTB pa3pabOTaHbI CICTeMBI MapKkepoB Ha ocHoBe SNP, 11o3so-
Asiomiue a priori (A0 OIbITa) IIpeAcKasaTh peakLNIO MHAVBUAY-
aABHOTO OpTaHU3Ma Ha TO AU MHOE XMMMYECKOe BeIllecTBO.
Acconmanmm oT4eApHBIX a14eAbHBIX BapuaHToB AHK-Mapkepos ¢
OCODOEHHOCTSIMM OMOXMMMYECKMX peakLMil SBASIOTCA OCHOBOM

UHAVBUAYaAbHON Tepanuu (puc. 113).
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MuxkpocaTe/nTbl

- 0
- o
UunmBuayym A Wupuugyym b
ITTTTTTITATIATIATIATTTTAILL.. LITTITTTITAITATIATTATIATTTTAIL...
«LTTTTT(IIA), TTTTALL... ITITTT(A) TITTALL,..

Puc. 111. B MuKpocaTe AAUTHBIX AOKycaX eAUHULIEN M3MeHUMBOCTU
SIBASETCS IPYIIIIa HyKA€OTUAOB

MoHoHyK/IeoTHIHbIe TONTUMOPdHBIe

caiiTel (SNP)
Mupusupyym A Mupusupgyym b
LWITITATTATATIIITAT... WU TATTATAITIITAT...

Puc. 112. B MOHOHYKA€OTUAHBIX T0ANMOPPHBEIX caiitax (SNP)
eAVHUIIEN M3MeHYMBOCTHU ABAAETCS OAVH HYKAOTI/,
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llog6op nHAMBHUIYaTBHOI
Tepanuu

n’di[lﬂell'l'hl, He nMelniie n{il[b‘l&l['l'hl C BhipdiKeHHbiM
BLIPAXKEHHOTO TTI060UHOTO O60YHBIM 3 PekToM

a¢dexTa

“ SNP

ATTTTIATTIIITATTATT HpOd)PIHb TATTATTTULTILITAIT

Puc. 113. ITpunimn noadopa MHAMBUAYaABHOI Teparmmu
Ha OCHOBe I0AMMOpP(U3Ma MOHOHYKAOTUAHBIX IIOBTOPOB - SNP

12.3. Adabopamopnas Ouamocmuka HACAEOCHEEHHBIX

3a00Areganuti

MeTOAbI Aa6opaTopH0171 ANArHOCTMKM HaCAeACTBEHHbIX 3a-
DoaeBaHIIT MOXKHO YCAOBHO pas3aeAuTb Ha ABe I'PVIIIIBI. npimbvle
(HOSBOZI}IIOH_[I/IG BBISIBUTH BTMOAOIMYECKYIO IIpUYNHY, T. €. MyTa-
Ouio, — OUTOreHeTn4YeCcKne 1 MOAEKYASIPHO-TeHeTNYeCKIe MeTO-
AIJI) n  KOcseHHbvle (HOSBO/I}IIOH_II/IG BBISIBUTH  OCOOEHHOCTU
ITIaTOreHe3a — 6I/IOXI/IMI/I‘~I€CKI/I€, remMmaroAaormiyeckne, MMMyHOAOTIN-
qyecCKue, YHAOKPMHOAOIMYECKIE, BAGKTPOCIDI/ISI/IOAOFI/ILIGCKI/IQ,
PEHTTEHOPAANOAOTIIECKNE MeTOAbI).

,Z',I/IaFHOCTI/IKa XPOMOCOMHBIX Do.ae3HelT MOKeT IIPpOBOANTHCSL
Yy B3POCABIX MHANBUAYYMOB 2100010 BO3pacTa mnan I1peHaTaabHO

(AO pO)KAeHI/IH) — B DTOM cAy4dae IIpu HaA49uM IaToAOTMIM MOKeT
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OBITL PEeKOMEHJO0BAaHO IpepbiBaHMe OepeMeHHOCTU. JAs HpoBe-
A€HUsI TIpeHaTaAbHON AMATHOCTUKM TPeOYIOTCs ITOKasaHMs — Ha-
AV4dyie XpPOMOCOMHBIX aHOMaAuil B CeMbe, BO3pacT Marepu
crapire 35 2eT, A0ATOBpeMeHHBII KOHTaKT ¢ MyTareHaMy. OObI4-
HO Ha 10-11-11 Heaeae IPOBOAST OMOIICKIO XOPMOHA — HeDOABIIIOE
KOAMYeCTBO XOPMOHAAbHOM TKaHM OTcachlBaeTcs IMINIPUIeM depes
KaTeTep AU AAMHHYIO UrAy. BeposTHOCTDH BBIKMABIIIA IIPU DTOM
nponeaype 2-6 %. Bo BTopoM TpumecTpe MCIIOAB3YIOT I1AalleH-
TOILIeHTe3 (II034HIOI0 OVOIICHIO XOPMOHa) — IIpolledypa aHaA0TMd-
Ha XOPMOIIEHTe3y, HO OOBEeKTOM AabOpaTOPHOIO MCCAEAOBAHILA
IIPY STOM ABAAIOTCA KAeTKM IlAaneHTsl. Ha 15-16-11 Heaeae uHO-
I4a IPOBOASAT aMHUOLIEHTe3: 3 aMHMOTUYeCKOM JKUAKOCTU BBI-
AeASIOT HaxoAsdIiuecs B Hell KAeTKU I1104a (CAyllleHHble KAeTKIU
KOXU 111042, STIUTEeAVOLNTHI 13 MOUYEBBIBOAAIIUX ITyTell U T. A.),
KOTOpble KyAbTUBUPYIOT A4Sl ITIOAYYeHUsI IIperiapaToB XPOMOCOM.
Prick BBIKMABIIIIA IPU DTOM cIIOc00e — 0KOA0 1 %. OOBIYHO KA€TOK
BbIAeAseTCsl MaAo, Pa3MHOXUTL UX B 3HAUMTEAbHON CTeIleHM 3a-
TPYAHUTEABHO, IIODTOMY IIPOBECTU ITOAHOLIEHHBIN KapMoAoTnye-
CKMII aHaAM3 Ha MUTOTHYECKMX Xpomocomax (ra. 4) He Bcerga
BO3MOXKHO. B mocaeaHne roasl 44s1 IpeHaTaAbHON AMarHOCTUKU
Bce Oozee mupoko npumensercs FISH ¢ xpomocomocnienuduye-
ckumn AHK-3onzamu Ha nHTepdasHeIx sapax nan CGH - cpas-
HUTeAbHas TeHOMHas IuOpuAu3ans, KOTOpble He TpedyioT
IoAyJ4eHMsI KAeTOK Ha cTaaum Mertadassl (pasa. 4.5). Hakoner,
rocae 18-i1 HegeAM MCIIOAB3YIOT KOPAOILIEHTE3 — OOpasIibl KpOBU
111042 ITOAY4aloT 3 BeHbl MYHOBUHBIL. PUICK OCAOKHEHNUII IIpU I10-
cAegHeM criocobe MIHMMaAJeH, HO IIpepbIBaHNe OepeMeHHOCTI B
cAy4dae OOHapy>KeHIsI Cephe3HOI MaTOAOINI B BTOT IIePUOJ Tpe-

6y€T AAUTEABHOM TOCIIUTAAUBAITNN U qpeBaTo OCAO>KHEHIUSIMIL.
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- fenble KPORAHKE KIeTKM
|| - Cpelia VIR KYALTHBHPOBAHMA
- THAOTOHKYECKHIT pacTROp

- durcatop (3 Metanon : | MefAHAN YRCYCHAA KMCIOTA)

Puc. 114. IlpuroToBaeHue npernapaTos MUTOTMYECKIX XPOMOCOM
U3 KyABTYPBI A€MIKOIIUTOB IepydepudecKkoit Kposu

OCHOBHBIM MeTO40M AMAaTHOCTUKIM XPOMOCOMHBIX aHOMa-
AU TIOCAe POXKACHUS ABAAETCS IMTOTeHeTUIecKnii (KapuoAoTu-
JyecKMil) aHaAuM3 Ha MeTa(asHBIX XpoMocoMax. JIHoraa
IIPUMEHSIOT MeTOABI DKCIIpecc-AMarHOCTUKM Ha UHTep¢asHBIX
KaeTkax. Hampumep, aas 6p1cTporo nojcyera umcaa 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, 9ro
gncao Teael, bappa pasHO uncay X-XpoMOCOM 3a BBIYETOM eAM-
HULBL. /1451 BBISIBA€HUS Y-XpOMOCOMBEI B MHTepdase MCI0Ab3YIOT
okpacky AT-crenmpuueckumn ¢payopoxpomamu. Ilpm sTom
KPYIHBII TeTepOXpOMAaTHHOBBINI 0AOK JAAMHHOTO Ildeda Y-
XPOMOCOMBI O4eHb sIpKo ¢gayopecuypyeT. Uncao Takux 0A0KOB
COOTBETCTBYeT 4ulncay Y-XpomocoM. /s roaydeHus IiperiapaToB
MUTOTHYECKMX XPOMOCOM d4allle BCero MCIOAB3YIOT KyAbTYPBI
AerikounTos nepudepudeckoit kposu (puc. 114). B mocaeanne
roAbl Kak OTAEAbHYIO TPYIIly XpPOMOCOMHBIX aHOMAaAUl BbIAeAs-
IOT MUKPOLIMTOTeHeTHYeCK/e CUHAPOMBI (MUKPOAeAeIU U MUK-
poaynamkauun).  JAas ux ~ AMArHOCTUKM  MCIIOAB3YIOT
MOAeKYy A PHO-IMTOTeHeTUYeCKIe METOABL
MoaekyasipHo-TeHeTMYeCKasl ~ AMarHOCTUKA  IIPOBOAUTCS
IIPSIMBIM METOAOM (€CAM IIPY DTOM aHaAU3UPYIOT IeH, Herocpea-
CTBEHHO BOB/A€YEHHBIN B I1aTOAOTUIO) MAM KOCBEHHBIM (IIpU IIO-
MOIIIM  acCOIIMMPOBaHHBIX ¢ 3aboaesanmem /JHK-mapkepos).
OcHOBHBIMI MeTOJaMM MOAEKYAsSPHO-TeHeTUYeCKO! AMarHoCTH-
ku sBagiorcsa TP u cekBeHuposaHme. broaormyeckum oOpas-
oM aast Beigeaenus /AHK moxer ObITh Ar00ast TKaHb. Yarie
VICIIOAB3YIOT COCKOO OyKKaAbHOTO SIMTeANs (C BHyTpeHHel CTO-
POHBI 11IeKM), Tepudepudeckyio KpoBb AU BOAOCSIHbIE AYKOBU-
IIbI, IIOTOMYy 4YTO MX IOJAy4YeHUe HayMeHee TpaBMaTuyHO. Jas
AVArHOCTUKM HacAeACTBeHHBIX 3a004eBaHMIl Y YMepIINX MOXKHO
IICII0AB30BaTh KOCTHBIE OCTaHKM MAM pparMeHTsl MyMmuii. Brige-
aenne AHK mpoBoaaT ¢peHoa-xa0poPpopMHBEIM METOAOM UAU ITy-
TeM OuUMCTKM Ha KoAoHKaXx. Pesyaprater IILIP oObpraHO
aHAAMBUPYIOT IIPY IOMOIIY KalnAAIpPHOro saekTpodopesa (pu-
cyHOK puc. 115). MoaekyasipHO-TeHeTU4YecKasl AMarHOCTUKa MO-
JKeT IPOBOAUTLCA KaK IpeHaTaAbHO, TaK U B AI00OM BO3pacTe
rocae poxxaenus, Tak kak AHK He nameHsercs: B OHTOTeHese.
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Brigenenue
JTHK 1P

—_— | | —

Buonoriacckumit
obpasery
Kanunnapusiii

anexTpodopea

AlLing 11

Puc. 115. Cxema HaubO0A€e TUIIMIHOTO CrIocoba

MOAeKy/lprHO-TeHeTI/I‘{eCKOﬁI AVATrHOCTU KU

PacyeT reHeTmMyeckoro pucka Ipy MOHOTEHHBIX 3a0o0JeBa-
HISIX OCHOBaH Ha 3akoHax Mengeas (ra. 2). Ecan oaun us cynpy-
TOB SIBAsETCs TOMO3UTOTOM I10 aAAeAl0 AMKOIO Tuma (OTCYTCTBUe
3a004eBaHNs), a TEHOTUII BTOPOTO CyIpyra HeU3BeCTeH, TO PUCK
poXAeHnss OOABHOTO peOeHKa COOTBETCTBYeT YacToTe BCTpedae-
MOCTU JaHHOTO 3a00AeBaHM:l B TonyAsuyu. [Ipu moaHoi meHeT-
PaHTHOCTU B CeMbe TIeTepO3UIOT II0 ayTOCOMHO-pPelleCCBHOMY
3a004€eBaHNIO PUCK POXKAeHMs 00AbHOTO pedenka — 0,25. I1pu He-
IIOAHON IIeHeTPaHTHOCTM HeoOXOAMMO BHecTM IompasKy. Ha-
npuMep, Ipu mneHeTpaHTHOCTU 80 % Y IeTepOo3UIoT IO ayTOCOMHO-
pelieccuBHOMY 3a00aeBaHMIO puck cocrasut 0,25 x 0,8 = 0,2. B cay-
Jae ayTOCOMHO-JOMMHAHTHBIX 3a00JeBaHMil C TO3AHel MaHue-
CTallMell BHOCAT AOIO/AHMUTeAbHBIE IHOIIPaBKU C y4eTOM BO3pacTa
rpo0aHJa.

12.4. Xpomocommvie 60re3HU

Ecau He Bce KA€TKM OpTaHU3Ma UMEIOT OAMHAKOBLIN Kapyo-
TUI, TO TaKue OpPTaHM3MBbl Ha3bIBAIOT MO3aMYHBIMIU MAU MO3au-
KaMi. Y dJeloBeKa OOBIMHO (peHOTUIIMYEecKoe IpOosBAeHNe
Ha0A104aeTcs y MO3aUKOB, €CAM MYTaHTHBIX KAeTOK OOAbllle yeT-
septu. Ha »TOM Habar0aeHun ocHOBaH IIMPOKO pacIpOCTpaHeH-
HBIN B AMIaTHOCTMYECKON IIpaKTUKe MeTO/ aHaan3a XpomocoM. Ha
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IepBoM 9Tane aHaansupyior 11 meTtadasHBIX MMAaCTHMHOK — BTO
YIICAO COOTBETCTBYET PacCYUTAHHOMY YUCAY KAETOK, Tae Ipu
25-TIpOLIEHTHOM MO3auIM3Me CTaTUCTUYECKU JOCTOBEPHO IIPU-
CyTCTByeT 0oJAee OAHOV MYTaHTHOM KAeTKM. Ecam MyTaHTHBIX
KAeTOK He OOHapy>KeHO, TO MHAMUBMAYYMa CUUTAIOT KapMOTUIIN-
Yecky HOpMaabHBIM. Ecau cpeau oguHHaaLaTé IpoaHaAU3UpPO-
BaHHBIX KAETOK JBe U 0o0Jee OKaXyTcsd MYyTaHTHBIMU —
AVAaTHOCTUPYeTCs. Mo3aunu3M. Ecam Toapko oaHa KaeTka OKa-
JKeTCsl MyTaHTHOM — aHaAM3UPYIOT ellle I1eCcTh KAeTOK. Ecamu cpe-
AV HUX He HaxoAAT HU OAHOM MYyTaHTHOM (IpMdyeM MMEHHO C
TaKOJ MyTaliiiel, KaK U y IIepBOM BbIABAHHOIM MYTaHTHOM KA€T-
KI) — MHAMBUAYYM CUMTAeTCsl KapUOTUIIMYECKM HOPMaAbHBIM, a
OOHapy>KeHMe IIepBOii MyTaHTHON KAETKU CYUTAIOT CAyJaliHBIM.
Ecan cpeau mpoaHaau3MpOBaHHBIX IIECTU KATOK HAXOAAT elre
O/Hy MYyTaHTHYIO C TOM >Ke MyTallieli, TO B aHaAu3 OepyT ele
I1eCTh KAeTOK. AHaAu3 MPOJ0AXKaIOT A0 TexX IIOp, MoKa He OOHa-
pyXaT ABe 1Ay 00Aee MyTaHTHBIX KAeTKI CpeAy odepesHOI IIpo-
aHaAM3MpOBaHHON cepuu. Toraa CTaBAT AMarHO3 — MO3aMUII3M.
Ecan B ouepeanoit cepun npoaHaAu3MpPOBaHHBIX KAETOK BCe OHM
OyAyT MMeTh HOPMaAbHBINl KapMOTUII — MHAUBUAYYMA CUUTAIOT
KapMOTUIINYECKM HOPMaAbHbIM.

V3 Bcex BO3MOXKHBIX BapMAHTOB IIOAUILAOMAOB Y YeAOBeKa
OIIMCaHBl TOABKO TPUILAOUABI — OOBIYHO DTO BBIKMABIIIN Ha pas-
HBIX CTaAUsAX BHYTPUYTpOOHOro pasputus. VIHoraa >KMBOPOXK-
AEHHBIE AeTU-TPUILAOUABI CMOTAM IIPOKUTH HECKOABKO 4acOB AN
AHel1, TpyyeM OOABIIMHCTBO U3 HUX ObLAM MO3anKaMu. VI3BecTHBI
OTAeAbHBIE CAy4Yay BBDKMBAHMA MO3aUKOB II0 Tpurnaouaun. de-
HOTUIINYECKM TPUILAOUANS IIPOABASETCS IPEeXAe BCero B Iy3bIp-
HOM IIepepOoXXAeHMH IIAalleHThl. XapaKTepHble JA4As MHOTUX
XPOMOCOMHBIX aHOMAaAUi HPU3HAKUA — YMCTBEHHas OTCTaAOCTb,
HEIIOAHOe 3apacTaHne POAHINYKA, A0KaAbHbIE IIOPOKU Pa3BUTI —
Ha0A104aI0TCs U TPV HTOM THIIe TEHOMHBIX MyTaIluIii.

Hamnboaee pacipocTpaHeHHBII cAy4all aHEYIIAOUANUM Y de-
A0BeKa — Tpucomus (Haaudue OAHO A00aBOYHOI XPOMOCOMEI)
110 xpoMocome 21 nau cundpom Aayna. Ita aHOMaAns BCTpedaeT-
cs1 ¢ yactoroii 1 Ha 700 HOBOpO>KAeHHBIX. Puck poskaeHns peGeH-

220



Ka ¢ cuHApoMoM /layHa MOBBIIIaeTCs C yBeAMdeHMeM BO3pacTa
Matepu. B mocaeaHme roapl yactoTa poKAeHUA AeTeil C DTUM
CUHAPOMOM B Pa3BUTBHIX CTpaHAaX CHIDKaeTCsA IO IMpUYMHE JIC-
I10Ab30BaHNUsI IIpeHaTaAbHOM (A0POAOBOI) AMATHOCTUKI. Y 00Ab-
HBIX OTMedaeTcs 3aJepKKa pocTa ¥ pasBUTH:, YMCTBeHHas
OTCTaA0CTh, BPOXKAEHHBIN IIOPOK cepAlla, CHVDKeHVe MMMYHUTe-
Ta, CHV>KeHIe MBIIIeYHOIo TOHyca. BHelllHe mx Aerko ysHaTh —
IIIMPOKOe ANII0, pacKoChle r1a3a C BIMKaHTyCcOM (CKAaAKO¥ BepX-
Hero BeKa), KOPOTKMIT HOC, OOABIIION CKAAaAYaThIN SA3BIK (puc. 116).
Kax 1 24451 Bcex XpOMOCOMHBIX aHOMAaANI 4YeA0BeKa, 4451 CUHAPO-
Ma /ayHa XapakTepHa BBICOKas M3MEHUYMBOCTh (PeHOTUIIMYECKIUX
IIpOsIBAEHUII — y PasHBIX MHAUBUAYYMOB MOXKeT HabAI0AaThCs
pasHasl BBIPa’)KEHHOCTb OTAEABHBIX CHMIITOMOB, a HEKOTOpbIe 13
HIIX MOTYT OTCYTCTBOBaTh Bobce. OOBIYHO OOAbHBIE MUPOAIOOUBEL,
HeIIA0XO ITPOXOAST COIMAaAbHYIO aJallTalliio — HEKOTOphIe Aaske
o0pasyior ceMbn. CpeAHss TPOAOAXKUTEABHOCTD KU3HM — 49 aeT.
BoabHble My>KumHBI O€CIAOAHBI, Y HEKOTOPBLIX >KEHIIIMH MOTIYT
OBITH AeTU KaK ¢ cuHApoMOM /JlayHa, Tak 1 HOpMaAbHBIe. 3aIliCh
KapMOTHIIa C TPYICOMMEN TI0 XpoMocoMe 21 BrIrasiaut Tak: 47, XX,
+21 mnan 47, XY, +21. Kpome A0moaHUTeABHON XpoMocoMmbl 21
IIPUYMHON DTOTO CMHAPOMa MOTYT OBITH BHYTPUXPOMOCOMHBEIE
IIepecTPONIKI C ee yJacTUEeM.

Puc. 116. Pebenoxk ¢ cunapomom Aayna (dporo C.B. AyHAyKOBOII)
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Apyroil mpuMmep aHeyIAOUAUM YeAOoBeKa C MHOXKeCTBeH-
HBIMI TIOPOKaMM PasBUTUS — TPUCOMUs IO XpoMocome 18 man
curdpom 2dsapdca. ITO BTOpOe MO YacTOTe BCTPeuaeMOCTI XPOMO-
coMHoOe 3a0o4eBaHne 1ocae cuHapoma Jayna — 1 na 7000. Kapno-
TUII DOABHBIX A€BOYEK VM MaAbYMKOB COOTBeTCTBeHHO 47, XX, +18 u
47, XY, +18. boabHble pOXXAaIOTCsA C HUBKUM BecoM (0OK040 2 KT), ¥
HIX OTMeJaeTcs 3aJep>KKa pocTa U pa3BUTHUs, YMCTBeHHas OTCTa-
AOCTh, IIMPOKME POAHUYKN IIPU POKACHNUM U OTKPBITHIE IIIBBI Ye-
pemna, rpyAHas KAeTKa IIMpe M KOpode HOPMaAbHOM, HVIKHSA
4eAIOCTh U POTOBOe OTBepcTue MadeHbkue (puc. 117). I'aasHble
IeAM y3K1e 1 KOPOTKIe, CAyXOBble OTBepCTus AepOopMIUpPOBaHELI
U MHOTAa OTCYTCTBYIOT. OTMeYaroTcs NOPOKM cepalia ¥ KPYITHBIX
COCYAOB, TUIIOILAa3Msl MO3XKedKa M MO30AMCTOro Teaa. /o rogo-
BaAoro Bospacta AokmsaeT 5-10 %, Bce BBUKMBIINE — IAyOOKue
0AUTO(]PEHBL.

Puc. 117. PeGeHOK ¢ CMHAPOMOM SABapaca*

" URL: http://medgen.genetics.utah.edu/photographs/diseases
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Cundpom Ilamay — TpucoMms mno xpomocome 13 B paszany-
HBIX TONyAsSLMAX delOoBeKa BCTpedaeTcs ¢ yacToTamu oT 1 Ha
14000 g0 1 na 7000, kapuotun — 47, +13. EcTb cBA3b Bo3pacTa Ma-
TepU U pUCcKa poXAeHMs pebeHKa C STUM CMHAPOMOM, XOTs OHa
He TaKas CTporas, Kak B caydae cuHapoma Aayna. ITpu BeiHamm-
BaHUU I1104a ¢ cuHApomoM Ilaray y 1oaoBuHBI GepeMeHHBIX Ha-
64a104aeTcs MHOToBoAMe. JeTu poKAaloTCsl C HeOOABIIIUM BEeCOM —
0KO0A0 2,5 KI, UMeIOT YMepPeHHYIO MUKpoIedaanio, HU3KUI CKO-
IIIeHHBI 100, Cy>kKeHHbIe TAa3Hble IIleAl, PacCTOsTHMe MeXXAy KO-
TOPBIMIU YMEHBIIIEHO, IIOMyTHeHIe POTOBUIIbI, MUKPO(PTaAbMUIO,
K01000My, pacilleAHy BepxHeli IyOsl 1 HeOa, AepopMMpOBaHHbIE
yIIHBIe paKOBMHBI, NoangakTuauio (puc. 118). Ilo npuynne MHO-
JKeCTBeHHBIX BPOXKJAEHHBIX aHOMaAuil OOABIIMHCTBO OOABHBIX
(a0 95 %) ymupaet B Bo3pacte A0 roga. IIpu goa5kHOM yXxo4e oko-
20 15 % BBDKMBIINX IIOCAe AOCTVKEHUs I0A0BalOIo BO3pacTa
UMEIOT MPOAOAKUTEABHOCTb XKU3HU 5 2eT, 2-3 % AOXKUBAIOT A0
10 aer.

Puc. 118. PeGenok ¢ curapomom Ilatay”

* URL: http://ptgandg.com/peter.htm
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Cundpom Bapxaru — TpucomMmsi IO XpoMOcoMe 8 oIucaH
IIpeVIMYIIIeCTBEHHO y MO3anKoB 46 / 47, +8. [loanas Tpucomus 1o
Xpomocome 8, Kak MHpaBMAO, AeTaabHa. YacToTa BCTpedaeMOCTU
cpean HOBOpoxXAeHHBIX — 1 Ha 5000. Jdetn po>kaaroTcst AOHOIIeH-
HBIMM, BO3pacT MaTep! He BAUsET Ha BePOATHOCTb POXKAEHMS pe-
OeHKa ¢ 9TUM CUMHAPOMOM. XapaKTepHbI YMCTBEHHas OTCTAaAOCTb
(97,5 % caydaes), BhICTYHAIOMINII 100, KOCOTAasue, TAyOOKO IIO-
Ca’KeHHBbIe I1a3a, SIMKaHTYC, TUIepTeA0pu3M (yBeAndeHHOe pac-
CTOsIHMEe MeXAy IIapHBIMM OpraHaMM) Ida3 UM COCKOB, BBICOKOE
HE0O (MHOTJa pacllieAnHa), TOACTbIe I'yObl, BRIBEpHYyTasl HVIKHSA
ry0a, aHOMaANM CKeleTa, allla3ys MO3O0AMUCTOIO TeAa, IOPOKU
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. PeGeHok ¢ curapomoM Bapkanu (Mosanimsm o tpucomun 8)°

" URL: http://web.coehs.siu.eduGrantsTRISkidsof TRISDateOrder.html
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AHeynaouAnu 10 MOAOBBIM XPOMOCOMaM Tak>Xke A0CTaTO4-
HO 4YaCTO BCTPeYaloTCsl B MOMyAsAUAX yeaoBeka. Monocomus (OT-
CyTCTBU€ OAHOM 13 TOMOAOTMYHBIX XPOMOCOM) IO X-XpOMOCOMe
uan cunopom Illepeurescxozo-Téprepa BcTpedaeTcsa ¢ yacToTon 1
Ha 1500. Kapuorun — 45, X. Iloa pebeHka ¢ MOHOcOMUell IIO
X-XpoMoOcoMe >KeHCKMII, TaK KaK y BCeX MAEKOIMUTAIOIIMX MYXK-
CKOII 1104 OoIpeJeAseTcss HaaudueM Y-XpOMOCOMBI, a He KoAude-
cTBOM X-XpOMOCOM. BplHammBaHme AeBOYeK C HTUM CMHAPOMOM
9acTO MPOXOAUT C TOKCMKO30M U YIPO30M BBIKMABIIIA, a POABI
OBIBAIOT IIpeXKAeBpeMEHHBIMM U HaToAormdeckumu. Bo Bropoit
I1010BMHEe OepeMeHHOCTM IPOUCXOAUT WHBOAIOIMA (oOpaTHOe
pasBUTHe) IIOAOBBIX KAETOK, I K MOMEHTY pPOXJAeHus y peOeHKa
Pe3KO yMeHBIIIeHO KOANYeCTBO (POAAMKYAOB MAM OHU BOBCE OT-
cyrcTByIOT. CAeACTBUAMM HeAOpa3BUTH TOHAJ, SABASIOTCI HeAOC-
TaTOYHOCTb  >KEHCKMX TOPMOHOB, aMeHopes  (OTCyTCTBUe
MeHCTpyanuit) u 6ecriaogue. Jas GOABHBIX 4eBOYEK XapaKTepeH
HUBKUII POCT, OTCTaBaHUe B pasBUTUM, IIMPOKas OOYKooOpasHast
rpyJHas KAeTKa, KOpOTKasl ITlesi, KpbLAOBMAHBIe CKAaAKM Ha OOKO-
BBIX IIOBEPXHOCTAX Ieu, JedopManms AOKTeBBIX CyCTaBOB
(puc. 120). YacTo BcTpedaloTcsl MOPOKU cepalla ¥ KPYIIHBIX COCY-
A0B, anaasus (palaHT MaAblleB, CKAOHHOCTb K OXKMPEHUIO U TU-
nepreHsus. MoaouHble >Keae3bl y OOABIIMHCTBA OOABHBIX
Hepas3BUTB, COCKM pacIlOAOKeHbl HU3KO. Marka HeJOopa3BuUTa,
BXOJ, BO BAaraAmiiie — BOPOHKOOOpPa3HBLIN, Maable II0AOBbIe I'yOBI,
KAUTOPp U AEBCTBEHHas I1AeBa HeJOpa3BUTH, OOAbIINe I10A0BbIe
ryObl IO BMAY HaIlOMMHAIOT MOIIOHKY. IIpu sTom cunapome
IIPOSABASIOTCA BCe MMEIOIIeCs ClIelAeHHbIe C II0AOM pelleccuB-
HbIe MyTall/.

225



(I8 & N

Puc. 120. IlecTHaAlaTMAETHSL AeBYIIIKa ¢ cuHApomoM Illepemresckoro-Téprepa”

Cundpom mpoutotr X-Xpomocomvl BCTpedaeTcsl C 4aCTOTOM
1 1Ha 700. Bce OoabHBIE — BHeIlIHe HOpMaAbHBIE >KEHIIVHBI C Ka-
puotuniom 47, XXX. VMHoraa BcTpedatorcst Ase nAy 601ee 401104-
HUTeAbHbIe X-XPOMOCOMBI. YMCTBEHHasl OTCTAaAOCTb M aAaAvs
oTMevaloTcs y 75 % OO0ABHBIX, YaCTO HabAIOAaeTCs HelOopasBuUTHe
(poaaukya0B, paHHUIT KAMMAaKC 1 Oecriioaue.

OaHa 1AM HECKOABKO JONOAHUTEABHBIX X-XpOMOCOM Y
IpecTaBUTeACI MYKCKOTO IIoda — cunopom Kiatngeromepa.
Bosmoxxubr kapmorumnsr: 47, XXY; 48, XXYY; 48, XXXY; 49,
XXXXY; 49, XXXYY). Yacrora BctpeyaemocTtu 1 Ha 500-700 HOBO-
POKAEHHBIX MaAb4MKOB. /A OOABHBIX XapaKTe€PHBI BBICOKMIA
POCT, AAMHHBIE KOHEUYHOCT! PV CPaBHUTEABHO KOPOTKOM TyAO-
BUIIle, TMHEKOMAaCTHUs, eBHYXOMAU3M, Oecriaoaye, ITOBBIIIEHHOe
coJeprKaHMe >KeHCKMX TOPMOHOB, OXMpeHHUe, ICUXIYecKue Ha-
pyIIeHs, CKAOHHOCTD K acoliiaAbHOMY HoBeeHmIO (puc. 121).

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

Cundpom donorrnumervron Y-xpomocomor (Kapuorumn 47,
XYY) Bcrpeuaercst ¢ yacroroit 1 Ha 500. Kannmyeckue mposisae-
HIUs IpaKTUYeCcK) He BhIpakeHBl. UacTo BCTpedaroTCsl BBICOKMIT
pOCT, aTAeTU4ecKoe TeAOCAOXKeHNe, HeCKOABKO ITOBBIIIeHHDIN
ypOBeHb arpeccMBHOCTM, HeaJeKBaTHasl peaklNs Ha KPUTHUKY,
CKAOHHOCTb K MMITyABCUBHBIM IIOCTYIIKaM, AI000Bb K PUCKY U
npukAodeHnsM. CHMHAPOM ¢ OOAbIIIell, 4yeM B cpeJHeM IO IIOIy-
AAINY, 9aCTOTOM BCTpedaeTcsl CpeAut OCY>KAEHHBIX 3a HacCUABCT-
BeHHbIe ITpecTyIlAeHNs, MpejcTaBuTelell ONacHBIX Ipodeccuit u
A1001UTeAeil DKCTpeMaAbHBIX BUAOB CIIOpTa.

" URL: http://dermline.ru/htm/23/233709.htm
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Hamnbosee n3BecTHBIM cAydaeM XPOMOCOMHBIX aOepparimii
JyeA0BeKa SABASETCA CUHOPOM Kouiadvezo kpuka (uau cunopom lexe-
na) — HSAS5 del (5p-). OObHO AeAeTHpOBaHO OT TPETU A0 MOAO-
BIHBI KOPOTKOTO I11€4a XPOMOCOMEI 5, pesKe BCTpedaeTcs II0AHas
deaeuysa 5p (puc. 122). Cunapom BcTpedaeTcs: ¢ yacToroir 1 Ha
45000. Hacaeayetcs 110 ayTOCOMHO-A0MUHaHTHOMY Tuiry. OTMe-
yaeTcs HM3Kas Macca MHpU POXKACHUM, MBIIIeYHas TMIIOTOHMS,
TUIePTeAOPU3M I4a3, U3MeHeHUe TOpTaHM, IIpUBOAsAIee K Xa-
paKkTepHOMYy TUITy Ildada peOeHKa, HaIlOMUHAIOIIEMYy MsyKaHbe
xomku. Ilocaeannit mpu3Hak HMPOXOAUT K KOHILy IepPBOTO IoJa
KM3HU. Y OOABHBIX BCTpeyYaloTcsl MuKpoledaans, BpOXKAeHHbIe
IIOPOKM CepAlla, KOCTHO-MBIIIIEYHO CHCTeMBI ¥ BHYTPEHHUX Op-
raHos, geopManysl YIIHBIX PaKOBMH, STIMKAHTYC, aHTMMOHTOA0-
UAHBIN paspes raas (puc. 123).

HK 1'{8 KEX fnsﬁ
RN B8 30 KR 20 35 1
A g
ATV .

Puc. 122. XpomocoMHBIi HaOOp 60ABHOI C CMUHAPOMOM KOIIIaubero KpyKa:
rpynmosas (0T A 40 G) u uHAUBUAYaAbHAsA MAHTUPUKALIN A XPOMOCOM (CTPeAKON YKazaH
2edeKT KOPOTKOTO I11e€4a XPOMOCOMBI 5-11 Iapbl)”

" URL: http://medarticle23.moslek.ru/articles/45310.htm
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Puc. 123. PeGeHOK ¢ CMHAPOMOM KOIIIaybero KpI/IKa*

Cundpom Borvga-Xupuixopra (cuHApOM 4p) BO3HUKaeT IO
npyunHe AepuilteHcy (TepMUHAABHOM AeAelin) KOPOTKOTO I1ae-
ya xpomocomsl 4. CuHApoM BeTpedaercs ¢ yactoTon 1 Ha 96000
JKMBBIX HOBOPOKAEHHBIX. ¥ OO0ABIINMHCTBA OOABHBIX JeAeTHpOBaH
paiion 4p16.3, BeanunHa geaenuu — okoAa0 165 r.aH. IIpn meHs-
IIeM pa3Mepe AeAeTUPOBaHHOTO y4yacTKa IPOsBASIeTCsS MeHee BbI-
pakeHHbII  (QeHOTUI. JIcmoab3oBaHMe PYTUHHONM  OKpacKu
XPOMOCOM I103BOAsIeT BBIABUTH BTy abeppanmio ToAbko B 60 %
caydaes. PayopecrieHTHas rMOpuAM3aIus in sit JaeT BO3MOXK-
HOCTb BBLABASATH A0 95 % Hocureseir. /Jast GOABHBIX XapaKTepPHBI
Mukponedaans, 3ajep>kka BHYTPUYTPOOHOTO pPas3BUTU, «PbI-
Ouit» pot, KpaHmodalmaabHbIl AUCMOPPU3M, paclieanHa TyOb

" URL: http://medarticle23.moslek.ru/articles/34943 htm
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1 HEOa, HU3KOPACII0A0XKeHHbIe Ae(pOpMIUPOBaHHLIE YIIIHbIe paKo-
BUHBI, TunepTeaopusM (puc. 124). VI3 BHyTpeHHMX OpTaHOB yallle
BCEro MOpakaloTCsl MOYKM (AUTIAa3us, KUCTHI), cepalle (aTpualb-
HBIVl VAV BEHTPUKYAAPHBIN celTaAbHble AeeKThl) M CeMeHHUKN
(xpunropxmam). Brokusaer He 6oaee 20 % HOBOPOXKAEHHBIX C
9TUM CUHAPOMOM, MPOAOAKUTEABHOCTh XXU3HU — A0 25 aeT. Y
604bHBIX Ha0AI0AaeTCsl TAyOOKasl 3aJep>kKKa YMCTBEHHOTO Pa3BUTIL.

Puc. 124. PeGeHok ¢ curapomoM Boasda-Xupxopra®

ITpyanHOM XpoHu1eckoz0 Muerodracmiozo Aetikosa (XM/1) si-
AseTCsl coMaTudecKas MyTalusl — CAMsHMe JacTy TeHa TUPO3UH-
K1Haspl ABL1 9-11 xpomocomsl ¢ reHoM BCR 22-i1 XpoMOCOMEI ¢
obpaszoBaHueM XxumepHoro Oeaka (puc. 125). Puaageandpuiickas
XpOMOCOMa, BBIsABAsIeMas y Bcex cTpagatoniux XM/, — pesyabrar
penuIpoxHoi TpaHcaokanun t (9; 22), (q34; ql1). Haszsaune «pu-
AajeappuiicKas» 9TOM abeppaHTHOI XPOMOCOMe JaHO IOTOMY,
4TO BIepBhle ee OOHapyKmuaAmu coTpyAHukm IleHcmansaHckoro
yHuBepcutera B Pnaageandpun. XM/ — mueaonpoandepaTusHoe
3aboaeBaHIe, IIpU KOTOPOM B HOpMe Haxogsmuecs B Pase Go
rpaHyA0IUTH (HeNMTpoPuAbl, 6a30PuUAbl 1 DO3MHOPUABI) HaUU-

" URL: http://en.wikipedia.orgwikiWolf-Hirschhorn_syndrome
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HalOT aKTVMBHO JEAWUTLCS II04 BAVMSHUEM XUMepHOro Oeaka
BCR/ABLL. B xponmnueckoit ¢ase 3aboaepaHMs1 00AbHBIE OOBIYHO
9yBCTBYIOT HeJOMOTaHUe M IIepelloAHeHNe >KUBOTa. Akcelepa-
TuBHasA ¢asza 3ab0aeBaHN MOXKET IPUBECTI K 61aCTHOMY KPU3Y,
KOTOPBIN MPOTeKaeT IM0A0OHO OCTPOMY AeNKO3y ¢ OBICTpOIl mpo-
rpeccreit 1 HeGOABIION BBIKMBAEMOCTBIO.

—=— ['en BCR

|

Dunagensduickan
Xpomocoma 22 XpoMocoMa

[+ l'en ABL1
| o -

Xpomocoma 9

Puc. 125. ®uaaseapduiickas XpoMocoma

Cundpom Aayna MHOTAa MMeeT TPaHCAOKALMOHHYIO IIPUPO-
Ay. 3HaumnTeAbHas 4acTh XPOMOCOMBI 21 MOXKeT ObITh IepeMelne-
Ha Ha ApyIvie XpOMOCOMEI (Yaiie Ha 15, pexxe Ha 14, emjé pexxe Ha
21, 22 n Y-xpoMocoMy). B Takmx cayyasx mpu HOpMaabHOM 4mcae
XpoMOCOM (PYHKIIMOHAABHO OyJeT HpUCYTCTBOBATh aHEYIIAOMANS
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 (pparnAbHBIN CaliT. DTO CUHOPOM
Mapmuna-beax man cutdpom romxoti X-xpomocombvl. Moaexkyasp-
HBII MeXaHI3M 3aKAI0YaeTcsl B HKCHaHCUIU TPUHYKACOTUAHBIX
LIT (uurosmMH-ryaHMH-TyaHIH) IOBTOPOB. B HOpme B palioHe
Xq27.3 2402>XHO OBITH OT 6 40 54 TaKMX IIOBTOPOB, IIpeAMyTalll-
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OHHOe cocTosiHMe — OT 55 20 200 Tak1X IOBTOPOB, B HTOM cAy4ae y
Marepei ¢ IpeAMYTalJIOHHBIM COCTOSHVEM BO3MOXKHO yBeAnde-
HIIe 411CAa IIOBTOPOB B MeJ103e 13-3a HePaBHOIO KPOCCUHIOBEPa, U
VX IIOTOMKM MOTYT IOAYYMTb MYTaHTHYIO (C UCAOM IIOBTOpPOB
602ee 200) X-xpomocomy. Hanboaee BpipaskeHO MOsBAEHE CUH-
ApoMa B TeMU3NUTIOTe, T. €. Y MaAbYMKOB C MyTaHTHOI 1o ¢pa-
IMABHOMY caiiTy X-xpoMocomoli. Takue MaabumKy poKAaloTCs C
BecoM 3,5-4 Kr u MakpoopxmsMoM. Hacto HabA0OAAIOTCA yBeAU-
YyeHHbIe pa3Mephl TOA0BbI, AAMHHOE AUIIO C YBeANYeHHBIM I10400-
POAKOM, HM3KO€ PacrOAOKeHMe YIIHBIX PAaKOBMH, ITOBBIIIEHHAs
IOABV>KHOCTD CyCTaBOB (puc. 126). I'1aBHBle cuMOTOMaTHYeCKUe
IIPpU3HaKU — YMCTBeHHAasl OTCTaA0CTh ¥ CBOOOpasHble HapyILIeHNs
peun — 9X04aausl (HEOCMBICAEHHOE IOBTOpeHNe Yy>KUX CAOB) U
nepcepepanyst (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 AA5 BCEX XPOMOCOMHBIX abepparinii
Jye/0BeKa XapaKTepHbl 00miue (eHOTUINYECKNe IIPOsIBAEHILS:
HI3KUI BeC IIpU PpOXAeHUM, 3alep>KKa PasBUTNS, HU3KUI POCT,
MyKpouedaans, MUKPOTHATIVI, HapyIIeHNUs OCTeOTeHe3a, aHO-
Ma/bHOe pacloA0XKeH!e I1a3.

12.5. Monozentvie 3a00Ae6aHUs HeAOBeKA

MoOHOTreHHbEIMI 00AE3HIMM Ha3bIBAIOT I1aTOAOIMYECKUe CO-
CTOSIHUSI, IIPUYVMHOV KOTOPBIX SIBASIOTCSI TeHHble MyTauyu. Yarre
BCEIO TO IOHATIE IIPUMEHSIOT K MOHOTEHHBIM 3a00/1€BaHIIIM.

AAs1 9TOVI IPyNIIBI XapaKTepHa IreTepPOreHHOCTh — OAVHAKO-
Bble 3200€BaHIsI MOTYT OBITh BBI3BAaHBI MYTAILVISIMU B Pa3HbIX Te-
Hax. OOIIMMM HpUMHOUIIAMM Pa3BUTUS IATOAOTMM Ha YPOBHE
TeHOB MOTYT OBITh CAeAYIOIINe:

e BpIpabOTKa aHOMAABHOTO O€AKOBOTO IIPOAYKTa;

® OTCYTCTBIIE€ HOPMaABHOTIO OeAKa;

® He/0CTaTOYHOEe KOAMIEeCTBO HOPMaAbHOIO De/Ka;

® 130BITOK HOPMAaABHOTO O€AKOBOTO IIPOAYKTA.

Ilo xapakTepy HapyllleHuil romMeocTasa (IIOCTOSIHCTBA BHYT-
PpEeHHell Ccpeabl OpraHM3Ma) BBIAEASIIOT CAeAYIOIue TPYIIIbl TeH-
HBIX OOAe3HeIx:

1. Boae3nu aMUHOKICAOTHOTO OOMeHa

CaMast MHOTOUMCAEHHAsI TPYIIIa HacAe ACTBEHHBIX O0.Ae3Hel
obmeHa Beriects. IIouTn Bce OHM HAcAeAyIOTCS IO ayTOCOMHO-
petteccuBHOMY THITy. [Ipuunaa 3a004eBaHniI — HEA0CTaTOYHOCTD
TOTO 1AM MHOTO ¢pepMeHTa, OTBETCTBEHHOTO 3a CMHTE3 aMIHO-
KICAOT.

DeHuAKemoHypus — HapyllleHue IpespaleHus ¢eHnaasa-
HIHA B TUPO3VH U3-3a PE3KOTO CHVDKEHVS aKTMBHOCTU (eHmAa-
AQHUHTUAPOKCUAA3Bl — ayTOCOMHO-pellecCUBHOe 3a0o/eBaHIe.
IIposiBasieTcst B Bo3pacte 2—4 MecsilieB, IIepBble CMIITOMBI — BSi-
A0CTb, CYAOPOTH, DK3€Ma, «MBIIIVHBIN» 3arax (3arax KeTOHOB).
ITocrerieHHO pa3BUBAIOTCS TSKeAble IIOPA’KEHMs TOA0BHOTO MO3-
ra, MPUBOASIIINE K PE3KOMY CHVDKEHMIO MHTeAAeKTa BIIAOTBH A0
nauotvu. Ecam ¢ mepsbIX AHel >XM3HU ITOAHOCTBIO MCKAIOYUTH
(1AM CyIIecTBeHHO OrPaHMIUTh KOAMIecTBO) dpeHnalaHnH 13 pa-
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111MOHa 0O/ABHOTO pe0eHKa A0 I0A0BOTO CO3peBaHNs, CUMITOMBI
He pa3BuBaloTCia. boaesns obycaosaena myraumsmu B rene PAH,
KOTOPBHI KoAUpYyeT peHnIasaHnH-4-rnapoxcnaasy. I'en PAH ao-
kaanszosaH B HSA12q24.1. OnmcaHo HeCKOABKO AECATKOB MyTa-
UMl 9TOTO TeHa B pasHblXx nonyasnusax. CyllecTByior
AVarHOCTH4ecKne cucteMsl Ha ocHose [IIIP, koTopble 1o3BOAAIOT
BBIABASTL TeTepO3UTOTHOE HOCUTeAbCTBO. B mocaegnee Bpems
paspabaTbIBalOTCs HOBBIE IIOAXOABI K Ae€4eHMIO (PeHNAKeTOHYPUML:
3aMecTuTeAbHas Tepanusl (peHnAalaHNMHANA30 — paCTUTEABHBIM
JepMeHTOM, KOTOpPBINI KaTaAM3UpyeT paciiernieHne ¢eHmaala-
HIHA Ha Oe3BpeJHble MeTaOOAUTH, UM TeHHas Tepamnus IIyTeM
BCTpamMBaHUs B TeHOM HOPMaAbHOIO TeHa (peHMAaAaHMHIUAPOK-
c1Aa3bl.

AAxanmornypus — ayTOCOMHO-pellecCBHOe HapyllleHre o00-
MeHa TUPO3MHa U HaKOILAeHN: B TKaHsAX OpraHm3Ma (CycTaBHBIe
XpsIIY, CYXOXKMANSA) TOMOTEHTU3UHOBONM KMCAOTH. Manudecra-
LMl IIPOMCXOAUT B AeTCKOM Bo3pacte. IlepBblli cMIITOM — IIO-
TeMHeHMe Mouu. Yacto passuBaercs MOYeKaMeHHas 004e3Hb U
nneaoHepput. Hakonaenme mpoayKToB pacrada TOMOTeHTU3U-
HOBOM KHCAOTBI IIPUBOAUT K IOPa’kKeHUIO CyCTaBOB (B IEepPBYIO
ouepeAb KOAEHHBIX U Tazo0eApeHHBIX). OTMevaeTcsl TOTeMHeHe
U TIOBBIIIIeHHAs! XPYIIKOCTh COeAVHNUTEABHON TKaHM. XapaKTepHO
IIOTeMHEeHe CKAep M YIIHBIX pakoBuH. Mytanym B rene HGD —
OKCIAAa3bl TOMOTEHTU3MHOBOM KUCAOTBHI — SABASIOTCS HPUYMHONM
9TOTO 3a004eBaHMsA. DTOT TeH cOAep>KUT 14 DK30HOB 1M A0KaAU30-
BaH B HSA3q21-23. Omnmncano okoao 100 pasamMyHBIX MIUCCEHC-
MyTaluii, MyTalluii TUIIa CABUTA PpaMKJ CYMTBIBAHMS M M3MeHe-
HI caliTa CILAaliCMHTa, KOTOPBIe CBsI3aHbI C DTUM 3a001eBaHIeM.

I'Aaso-xoxnvitl arvOunusm 1 — OTCyTCTBUE MAU CYIeCTBEHbIN
HeAOCTaTOK IIMIMEeHTa KOXU, BOAOC, Pagy>kKHOM UM IMUIMEHTHON
o6oa0uek raasa (puc. 127).
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Puc. 127. TlpeacraBute Ab HETPOUAHOIL Pachl - aAbOUHOC™

3abo4eBaHne C ayTOCOMHO-pPeIleCCMBHBIM TUIIOM HacaAeao-
BaH:. [IposiBAsieTcsl B pa3AMdIHON CTeNeHN AelMIMeHTaIuy Ko-
KM, BOAOC, paAy>XKHOM M TIMIMEHTHOM 000JA04YeK raasa,
CHIDKEHIEM OCTPOTHI 3peHNs, CBeTOOOSA3HMU, HIUCTarMe, 4YacTBIX
COAHEYHBIX OXKoTaxX. PasamuHple MucceHC-MyTalium, MyTalluy THU-
Ila CABUTa paMKU CYMUTBIBAHIA ¥ HOHCEHC MyTallUM B TeHe TUpPO-
suHa3b (TYR, HSA11q24) oTBeTCTBEHHSI 3a 9TO 3a00.4€BaHIe.

2. Hapymienns o6MeHa yrieBoA0B

larakmosemusi — OTCYTCTBME VAU CYIIIECTBEHHOE CHIKEHIe
aKTVBHOCTU JepmenTa raaaktoso-1-¢pocdat-
ypuauatpancdepassl U HaKOILA€HUE B KPOBU TalaKTO3BI U ee
IIPOM3BOJHBIX, KOTOpPbIe OKa3bIBAalOT TOKCIYECKOe JeVICTBUE Ha

" URL: http://upload.wikimedia.org/wikipediacommons/99a/Albinisitic_man_portrait
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LIEHTPaAbHYIO HEPBHYIO CHCTeMy, IledeHb U XpycTaAMK raasa. B
IiepBble AHU U HeAeAU KU3HM HabAI0AAIOTCA JKeATyXa, yBeAude-
HIle Te4yeHM, HMCTarM, TMHOTOHMA Mbi, psoTa. Co BpeMeHeM
pasBUBaeTCs KaTapakTa, OTCTaBaHMe B (PU3MIECKOM U YMCTBEH-
HOM pa3BuTUN. XapakTepHa HellepeHOCHMOCTh MOA0Ka.

boaesnp mMeer ayTOCOMHO-pelLleCCHMBHBIN TUII HacAejoBa-
Husl. Heckoapko ¢opm sTOoro 3aboaeBaHmsi oOyCcAOBAEHBI pas-
AVMHBIMM  MYTaHTHBIMM aaaeasiMu reHa GALT (raaaxkToszo-1-
Jocdarypuanarpancdepassl), A0KaAM30BAaHHOTO B  paiioHe
HSA9p13. MucceHc-MyTalium B pas3HOI CTeleHM CHIKAIOT ak-
TUBHOCTb (p€pMEHTa, UTO OIlpeseasieT pasHYIO CTeIleHb BhIpakeH-
HOCTM CHMITOMOB 3a0oaesaHm:A. Hampumep, rasaxrosemuist
AypTe mnpoTekaeT MOUTH OeCCMMHOTOMHO, OTMeYaeTcsl TOABKO
CKAOHHOCTD K PacCTpOIICTBaM IeYeH.

Boaesrv Tupxe (2auwozerios I muna, eauxozenosas 6oresto I muna)
— HeCIIOCOOHOCTD IIpeBpallleHNs TAI0K030-6-pocdaTa B TAI0KO3Y,
KOTOpasl NPUBOAUT K HapyIIeHMIO KaK CUHTe3a, TaK M pasAorKe-
HIS TAMKOTeHa. /lelToHMpoBaHMe TAMKOTeHa IIPOMCXOANUT, o0par-
HBII mponecc — HeT. PassBuBaercs rumnorankemus. Haxkomaenne
M30BITOYHOTO KOAMYECTBA TAMKOTeHAa B IIeUYeHU VM IOYKax MPUBO-
AUT K TI€YeHOYHON U ITOYeYHOM HeA0CTaTOYHOCTH. Tumo Hacaeao-
BaHISI — ayTOCOMHO-pelleccuBHBIN. [lpuumHa 3aboaeBaHms —
myTarus B reHe G6PC , KOTOPBIN KoaupyeT (pepMeHT TAI0K030-6-
¢ocdarasy. Onmcano 14 MyTaHTHBIX aAleAell HTOTO TeHa, KOTO-
pble cBsa3aHBl ¢ 00ae3HBIO [mpke. CyImiecTBYIOT MOAEKYASPHO-
reHeTU4YecKye TeCThl A4Sl BbISIBA€HUS TeTepO3UTOTHOIO HOCUTEAb-
CTBa U IIpeHaTaAbHON AMATHOCTUKI HTOTO 3a00.1€BaHIL.

3. Hapymenns annmasoro ooMeHa

boaesnv Humanna-ITuxa munos A u b — cHU>XKeHMe aKTUBHO-
ctu pepMeHTa KUCAONM AM30COMaAbHOMN CPUHTOMMEANHA3bI, KO-
TOpbIl Koaupyerca reHoM SMPDI1 (HSA11p15.4-p15.1). Tun
HacJeJ0BaHUsA — ayTOCOMHO-penieccuBHb. Hapymenne annma-
HOTO MeTab0AM3Ma IPUBOANUT K HAKOILAEHUIO AUIINAOB B ITeUeHN,
ATKMX, cele3eHKe, HepBHBIX TKaHiAX. XapaKTepHa JereHeparyis
HEPBHBIX KAETOK, HapylleHMe AeATeAbHOCTU HePBHOM CHUCTEMBI,
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IIOBBIIICHHBIN YPOBeHb XOAeCTepuHa U AUNNAO0B B Kposu. Tum A
AeTaleH B paHHeM JeTckoM Bodpacte. Tum b mporekaer Goaee
MATKO, 00ABHBIE, KaK MPaBUAO, AOKMUBAIOT A0 B3POCAOTO COCTOs-
Hus. PasHble TUIIBI 00yCAOBAEHBI Pa3HBIMM MyTallMsIMU B TeHe
SMPD1.

Bboaesnv Towe (zauxosurvyepamudrolii Aunudos) — HaKoILAeHUe
rAI0KOIlepeOpo3NAOB B KJAeTKaX HepBHOM U PeTUKyAo-
DHAOTeAMAaABHON CHUCTeMbl, 00ycaoBaeHHOe aeduumrToMm ¢ep-
MeHTa TIAIOKollepeOpo3naasel, KoTopas Koaupyercsi teHoM GBA
(HSA1g21). OtHOCHUTCS K IpyIIIe AM30COMHBIX 00/e3Hell HaKoII-
aenns. Hexkoropsle popMbl 3a004eBaHNs ITPOSBAAIOTCSA B TsKe-
ABIX TIOpaKeHUAX IIedeHM, CeAe3eHK!U, HepBHOM M KOCTHOM
TKaHer.

4. HacaeactBeHHBle 004€3HU IyPUHOBOTO U MUPUMUAUHO-
BOTO OOMeHa

Cundpom Aewa-Huxena — clieriaieHHOe C ITI0A0M pellecCHBHOe
3abo0eBaHIe, TIPM KOTOPOM Pe3KO BO3pacTaeT cojep>KaHue Mo-
94eBOIl KMCAOTHI BO BCeX >KMAKOCTAX Teda. Ilocaeactsuem »Toro
SABASETCSl 3aJeprKKa pasBUTU:, YMepeHHasl yMCTBeHHas OTCTa-
A0CTb, IPUCTYIBI arpeCcCUBHOTO ITOBeJeHNs C CaMOIIOBPeKAeHM!-
eM. HeaocrarounocTs JpepmeHTaTHBHOI aKTUBHOCTY
TUIOKCAaHTUH-TyaHnH}pocopudoszuaTpancdepaspl MO MIpUINHE
myTtauuii B reHe HPRT1 (HSAXq26-q27.2) Ae>XKUT B OCHOBE BTOIO
3aboaesanusA. OmnmcaHbl HECKOABKO MyTalluili B TOM >Ke TIeHe,
CAeACTBYEM KOTOPBIX sABAsETCs nodazpa (HapyllleHue IypUHOBOIO
oOMeHa I OTAOKeHIe MOYeKMCABIX COeAVTHEHNI B TKaHAX).

5. Hapy1ienns oOMeHa coeAMHUTeABHOM TKaHU

Cundpom Mapdana («<nayuvu narviyor», apaxHooaxmuius) —
Iopa’keHue CoeAMHUTeABHON TKaHU BCAeACTBME MyTallul B TeHe
FBN1 (HSA15q21.1), otBeTCTBEHHOM 3a ciHTe3 pudpuaanta. Ha-
caeayeTcsi IIO ayTOCOMHO-AOMMHAHTHOMY Tuiy. Kamnndeckas
1I0AMMOP(PHOCTh 3a00AeBaHMsI OOBACHAETCST OOABIINM YUCAOM
MYTaHTHBIX aAleAell, KaXKAbI 113 KOTOPBIX MOXKET IIPOSIBAATHCS B
TeTepO3UTOTHOM COCTOAHMU. /A1 OOABHBIX XapaKTepeH BBHICOKMIA
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pOCT, acTeH4YecKoe TeA0CAOXKeHMe (HeIpoIIopIMOHaAbHO AAVH-
Hble KOHEYHOCTH), apaxHOAAKTUAUS (AAVHHbIE TOHKME I1aAblIbl),
€A1a0O0CTh CBSI30YHOTO allllapaTa, OTCAOJKa CeTJ4aTKM ralasa, Ioa-
BBIBMIX XpPYyCTaAMKa, IIpoAaric MUTPaAbHOTO KAanaHa (puc. 128).

Puc. 128. Cunapom Mapdana”

Myxonoaucaxapudosor — rpynma 3aboAeBaHUIl COeANHUTEADb-
HOJ TKaHM, CBSI3aHHBIX C HapyLIeHMM OOMeHa KMCABIX IAMKO3a-
MMHOTAMKaHOB (Mykomoaucaxapusos), BBI3BAaHHBIX
He/0CTaTOYHOCTBIO HEKOTOPBIX AM3OCOMHBIX (pepPMEeHTOB. DTU 3a-
0oeBaHMsT OTHOCAT K AM3OCOMHBIM 004e3HsIM HakonAeHus. 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 3a00.4eBaHle, BO3HUKAIOIlee B pe3yabTare
debunurta gepmenTa aabda-L-magypoHmaassl us-za MyTaluili B
rene IDUA (HSA4q16.3). DTo NpMBOAUT K HAaKOILA€HNIO O€AKOBO-
YIA€BOAHBIX KOMIIAEKCOB U >XMPOB B KAeTKaX opraHmusma. B pe-
3yAbTaTe y OOABHBIX HaOAIOAAeTCsA MaAblll POCT, CyIleCTBeHHas
3agep>kKKa YMCTBEHHOTO Pa3BUTI, yBeAUdeHMe ITeYeHU U cele-
3eHKI, MOPOKU cCepAlla, IIOMyTHeHMe POTOBMIIBI, AedpopMariys
KOcTell 1 orpyOeHne uept auma (puc. 129).

Puc. 129. Cunapom Xypaepa”

" URL: http://medgen.genetics.utah.edu/photographs/pages/hurler_syndrome.htm

239



Myxonoaucaxapudos muna II (cundpom Xarmepa) — cuernaeH-
HOe C II0AOM pellecCHBHOe 3a0o0./eBaHle, KOTOpoe 00yCA0BAEHO
AedextoM gepMeHTa UAYPOHATCYAb(POTa3bl U3-3a MyTalll B Te-
He IDS (HSAXq28). Bemectrsamy HaKOIAeHUs SABASIOTCA AepMa-
TaH- U TemapaHcyabdaTbl. XapaKTepHbI I'pyOble 4YepThl AUIIA,
ckadonedaans, IMIyMHOe AbIxaHMe, HU3KUI TPyOBINl r0A0C, Jac-
TBIe OCTpBle pecrypaTOpHble BupycHble nHpeknun (puc. 130). B
Bo3pacTe 3—4 AeT NOsABASIOTCA HapyIIeHNsl KOOPpAMHAIINM ABVIKe-
HIUI — TIOXO/AKa CTAaHOBUTCS HEYKAIOXel, AeTU MPU Xo0Ab0e J4acTo
nagaior. /Jas OOABHBIX XapaKTepPHBI DMOIIMOHAaJAbHas AaONAb-
HOCTH 1 arpeccusHOCTh. Haba104a10TCs TakKe Mporpeccupyomnas
TYTOYXOCTh, Y3€AKOBbIe ITOpa>keHNsl KOXKM CIHBI, OCTeOapTPUTEI,
IOpa>keH!s POTOBUIIBL.

Puc. 130. Cunapom Xantepa”

Mywonoaucaxapudos muna Il (cundpom Cangurunno, 60re3Hb
Cangurunno) — 3aboaeBaHme, BhI3BaHHOE HAKOILA€HUEM rellapaH-
cyabdata. Jas HeTO XapaKTepHa reHeTHdyecKas reTepOreHHOCTb —
CYIIIeCTBYIOT YeThIpe THUIIa 9TOM 00.4e3HM, BBI3BaHHBIe MyTalsIMU
B YeThIpexX pasHbIX TeHaX, KOAMPYIOUINX (epMeHTHI, y4acTBYIO-
e B MeTabOAM3Me HaKallAuBaeMOTO BelrlecTsa. Ilepsrie cum-

" URL: http://Insk.ru/news/russia/23335.html
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IITOMBI 0OA€3HM B BUAe HapyIIeHUI CHa IOABASIOTCA Y AeTeil
crapie Tpex 4eT. IlocrenneHHO pasBuBaeTcs amaTus, OTMeYaeTCs
3a4ep>KKa ICUMXOMOTOPHOTIO pa3BUTNS, HapYIIEeHUs pedM, YepThl
antia ctaHopsaTca rpyosiMn. Co BpeMeHeM JeTU IlepecTaloT y3Ha-
BaTh OKpY>Karomux. /a5 00ABHBIX XapaKTepHHI 3ajep>KKa pocTa,
KOHTPaKTyphl CyCTaBOB, TUIIEPTPUXO3, YMepeHHas relaTocILie-
HOMeraaus. B oramune or cungpomos Xypaepa u XaHTepa npu
6o0ae3un Canduannmo mnpeobaasaeT yMCTBeHHas OTCTaAOCThb, a
IIOpa>keH!us POTOBUIIBI M CePAEYHO-COCYANMCTONM CHCT@MBI OTCYT-
CTBYIOT.

Qubpoducnraszus (occuPuyupyrowuit. Muosum, napaoccarbHasl
zemepomonuveckas. occuduxayus, doresnv Mronxeiimepa) — 3abo0ae-
BaHMe COeJMHUTEeABbHOV TKaHU, CBA3aHHOE C ee IPOTpeccupylo-
MM OKOCTeHeHueM B pesyabrate myrauuu B TeHe ACVRI
(HSA2q23-q24), koTtopslil KogupyeT peuienTop aktusuHa A. Tum
Hac/AeAO0BaHNsA — ayTOCOMHO-JAOMIUHAHTHBIN. 3abo4eBaHie IIpOsiB-
A5€TCsl BPOXKAEHHBIMU JeeKTaMU Pa3BUTUS — IIpeXJe BCero
VICKPMBAEHHBIMM OOABIIMMIU IaAbllaMM CTON M HapyIIeHUAMMA
B IIIEIHOM OTJeJe IIO3BOHOYHIKA Ha YpOBHe ITO3BOHKOB €2 — C7.
3aboaeBaHMe MMeeT IIPOTPeAMEHTHBIN XapaKkTep, MPUBOAUT K
3HAUUTEABHBIM HapyIIeHUsAM (QYHKIIMOHAABHOTO COCTOSTHIAS
OIIOPHO-ABUTaTeABHOTO amIlapara, TIAyOOKOI WMHBaAUAU3AIIUN
OOABHBIX U CMEpPTU IIPEUMYIIeCTBEHHO B JeTCKOM U MO040J0M
Bospacte (puc. 131). boaesHs ellle Ha3hBAIOT «00A€3HH BTOPOTO
CKeJeTa», TaK KaK TaM, IJe B OpTaHu3Me AO/AXKHBI IIPOMCXOANUTD
IITaTHBIE ITPOTUBOBOCIAANTEeAbBHbIe IIPOLIeCChl, HAUMHAeTCS POCT
KOCTH.
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Puc. 131. CI>M6p04MCHAa3M;I*

6. Hapymienns nupKy Anpyronux 6eaKoBs

I'emozrobuHonamuy — HacAe ACTBEHHBIE HapyIleH!s CUHTe3a
remorao6uHa. Pasamyaior ase rpyniel reMoraoomHonatuii. Jas
IIepBOJl XapaKTepHO M3MeHeHMe IIepBUYHOI CTPYKTYphl Oeaka
r1001Ha, YTO MOXET COIPOBOXKAATbCS HApyIIEHUAMH ero CTa-
O6uapHOCTM U PYHKIMU (HaIpuUMep, CepnosudHOKAenouHas ate-
Mmus). Ilpm remoraoOMHOMATMAX BTOPOM TIPYHIBI CTPYKTypa
reMorA00MHa OCTaeTcss HOPMaAbHOM, CHIUKeHa AUIIbL CKOPOCTh
CMHTe3a I100MHOBLIX 1er1ell (HarpuMmep, f-maraccemus).

7. HapymieHnns o6MeHa BelllecTB B 9pUTPOIIATaAX

Hacaedcmeennulii  cepoyumos — BpOXKAEHHasi HeAOCTaTO4U-
HOCTh AUNUAOB 000A0UKM DpUTponuTOB. /A1 3ab00aeBaHMs Xa-
pakTepeH ayTOCOMHO-JOMIHaHTHBIN nan ayTOCOMHO-
pellecCUBHBIN TUII HacA€AOBaHUA B 3aBUCUMOCTU OT MyTalluu 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 ITOBBIIIEHNIO
KOHIIEHTpally VOHOB HaTpusl BHYTPU SPUTPOLNTA, M ITPOHUK-
HOBEHMIO B HETO M30BITKa BOABI 113-3a ITOBBIIIIEHNSI OCMOTIYECKOTO
AaBaeHns1. Bcaeacrsue sToro obpasyiorcst cepuueckue SpuUTpo-
INUTH — CPepOINTH], KOTOpbIe B OTANYME OT ABOSKOBOTHYTBIX
HOPMaABHBIX DPUTPOIIUTOB He 001ajalOT CIOCOOHOCTBIO U3Me-
HATb GOPMY B Y3KUX ydacTKaX KpOBOTOKa, HallpuMep IIpU Iepe-
X0Ae B CUHYCBl CeAe3eHKM. DTO MHNPUBOAUT K 3aMeAAeHMIO
IIPOABVKeHNSI SPUTPOLINTOB B CUHYyCaX CeAe3eHKU M OTIIeILe-
HUIO YacTy MeMOpaHbl SPUTPOIINTA C OOpa3oBaHMeM MUKpocde-
PpOLITOB. Paspymiennsie SPUTPOLIUTEI IIOrA0IAI0TCS
MakpodaramMu cele3eHKN. ['eMoAM3 SpUTPOLNUTOB HPUBOAUT K
TUIePIIAa3uN KATOK MyABIIbI U YBeANMYeHUIO ceae3eHKn. OAHnM
13 OCHOBHBIX KAMHMYECKUX CUMIITOMOB sBAfeTcsa Xearyxa. Oc-
HOBHBIMI CHMIITOMaMI HacCA€ACTBEHHOTO cepoluTo3a SABASIIOT-
cs  yBeAndyeHue ceAe3eHKM (OOBIYHO — BBICTYIIaeT  M3-1I0J
roapebepbst Ha 2-3 cM) 1 XeATyXa. VIHOTAa HabAOAAIOTCS TIPU-
3HaK!l 3aMe/AeHHOIO pa3BUTNs, HapyIIeHUs ANUIEeBOIO CKeJeTa,
OaIlleHHBIN Yyeperl, ceAA0BUAHBIN HOC, BLICOKOe CTOsIHMe HEDa, Ha-
PYIIeHNs pacioA0KeHus 3y00B, y3Kue I1a3HUITBL.

8. HacaeactsenHsle 604e3H1 OOMeHa MeTaAl0B

boaestiv Kotosarosa-Buavcora (zenamovepedparvtias oucmpodusi) —
ayTOCOMHO-peIlecCMBHOe HapyllleHlre MeTadoAuM3Ma Meau, Ipu-
BOAsdIIlee K TsKeAeMIINM IOpakeHUsAM IIeHTPaAbHOM HepBHOI
CHUCTeMBl ¥ BHYTPEHHMX OpraHoB. 3aboJeBaHMe OOYCAOBAEHO
HUBKMM MAM aHOMAa/AbHBIM CHUHTE30M llepyaoIllazMMHa (Oeaka,
TPaHCIIOPTUPYIOIIero MeAb) M3-3a HeAOCTaTOYHOCTU (epMeHTa-
TUBHOM aKTUBHOCTU MeAb-1iepeHocsterr AT®aspr. MyTtarum (ux
ommcaHo okoao 200) B rene ATP7B (HSA13q14-q21) npusoaAar
M3MEeHeHMAM [3-II0AUIIeNITUAA HTOTO (pepMeHTa, UTO SABASIEeTCs Te-
HeTHYeCKOl OCHOBOM »Toi mnaroaoruu. OCHOBHYIO POAb B I1aTO-
reHese HIpaeT HapylleHre oOMeHa MeAM, €€ HaKOILAeHNe B
HepPBHOI, IIOYeYHO, IIeY€HOYHOI TKaHsAX U pOroBuIle, BCAeACTBIe
9ero MpOMCXOAUT TOKCHYECKOe MTOBpeXJeHle Meablo JaHHBIX Op-
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raHos. B neuenn ¢popmMupyercsi KpyIHOY3A0BOM MAY CMeIaHHBI
uuppo3. B noukax B nepsyio oyepeab CTpajaloT MPOKCUMMaAbHbIE
KaHaAblbl. B T040BHOM MO3re mopaxkalorcs: B 0OAbIIel CTeIlleH!
OazaapHble TaHTAMM, 3yOuaToe sAPO MO3Kedka U 4epHas Cyo-
CTaHIIVSL.

9. Hapymienns BcachbiBaHM: B IUII[eBapUTeAbHOM TpaKTe

Myxosucyudos  (kucmosnviii  $ubpos) —  ayTOCOMHO-
pelieccuBHOe 3a0o0JeBaHIe, XapaKTepusyloleecs IHOpaskeHVeM
’KeJe3 BHeIITHell ceKpelny, TSKEABIMM HapylleHnAMU (PyHKITUIA
OpraHOB ABIXaHMS U >KeAyAOYHO-KUIIedHoro Tpakrta. IIprmannoi
apasaiorcss mytauuu reHa CFTR (HSA7q31.2), kotopslit kKoaupyet
TpaHCMeMOpaHHBIN peryAsaTop KucTtosHoro ¢puoposa. 3aboaesa-
HIe XapaKTepu3yeTcs IOpa’keHMeM >Kele3 BHeIIHell CeKpeluy,
TSKEABIMM HapyIIeHMsAMM (QYHKIINI OpTaHOB ABIXaHUS U JKeay-
AOYHO-KUIIIeYHOTO TpaKTa.

Henepetiocumocmo Aakmosvl (e2unorakmasus) — ayTOCOMHO-
pelieccuBHOe IaTOAOTMYECKOe COCTOsIHME T1A10XOTO YCBOeHMs AaK-
TO3BI (MOAOYHOTO caxapa), TeHeTUYeCKOll OCHOBOJ KOTOPOTO siB-
ASAIOTCS MyTallUN B PeryAsATOPHOM U KOAUpPYIOIIeil 001acTsX TeHa
LCT (HSA2q21), xoTOpHlil KOAVPYET AaKTa3dy. DTOT (pepMEHT DKC-
IIpeccUpyeTcsl IIPeUMYIIeCTBeHHO B PeCHMYHBIX KAeTKaX KHIIey-
HIKa M OTBeYaeT 3a paclllellleHye AaKTO3bl Ha TaAakTo3y WU
ra10ko3y. OCHOBHBIMM CMMIITOMaMM AaKTa3HOI HeA0CTaTOYHOCTH
SABASIOTCA MeTeopusM, 004U B KUBOTe, Auapes, psoTa. Y Jereit
AaKTa3Has HeJ0CTaTOYHOCTh MOXKEeT MPOABASATLCS XPOHUIECKMMU
3arropamy, OecCIIOKOVCTBOM I I11adyeM Iocae eAbl. B pasHpIx mo-
Iy AAIUAX YeA0BeKa 4acTOThI MyTaHTHBIX alleAell BapbUpyIOT OT
1 20 100 %.

10. 'opmoHaabHBIe HApYIIIEHM

Tecmuxyasapnas pemunusauus (cundpom Moppuca) — cuen-
AeHHOe C ITI0A0M peljeccuBHOe 3a001eBaHNe, KOTAa IIPY MY>KCKOM
Kapuotuite (46, XY) mposiBAseTcsl XKeHCKIil (PeHOTUIl. DKCIpec-
CUBHOCTD BapbupyeT. ITpu HerroaHoI PpeMuHM3aIINM TOHAABI pas-
BIBAIOTCS I10 MY>KCKOMY TUITY, HO HeKOTOPBIe TI0A0Bble IIPU3HAKI
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COOTBETCTBYIOT JKEHCKOMY IOy C Pa3HOI CTeIeHbIO BhIpa’kKeHHO-
CTU — TUNepTPOPUPOBAHHBIN KAUTOP, HEIIOAHOe 3aKphITHe IIIBa
MOIIIOHKY, MOIIIOHKOOOpa3Hble DOAbIINe I10A0Bble TyObl, YKOpO-
yeHHOe BAaraauire (puc. 132). Ilpu nmoanou ¢peMmuHM3aAIIUM OC-
HOBHBIM CUMIITOMOM SIBASI€TCS OTCYTCTBME MEHCTpyauuil u
I1010BOTO OBOAOCEHM:SI TPV XOPOIIO Pa3BUTHIX MOAOYHBIX >Ke/e-
3ax 1 >keHckoM ¢enorture. [lprunnoit 3aboaeBaHUsA SBASIOTCA
pasanunsie mytauun B reHe AR (HSAXql1-ql12), xoTopsiit koan-
pyeT pelienTop aHApOTIeHa.

Puc. 132. Bua Hapy>KHBIX TI0A0BBIX OPTaHOB ITPU HEIIOAHOI TeCTUKYASPHON dbeMuHM3aImm”

Andpozernumarorotii  cundpom (kemckuii  ncesdozepmagpoou-
musm) — SHAOKPUHHOe HapyIlleHle C ayTOCOMHO-pPeIrleCCHBHBIM
TUIIOM HacAejO0BaHMs, P KOTOPOM OOAbHas MMeeT Hapy>KHble

" URL: http://www.health-ua.org/img/woman/tabl/8_17jpg
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II0AOBble OpPTaHbl MY>KCKOIO THUIIA U >KEHCKYI0 T'OPMOHAAbHYIO
CTPYKTYpy. ¥ OOABHBIX yBeANYeH KAUTOP, KOTOPBIN CTaHOBUTCS
IIOXOX Ha MY>KCKOJ ITI0A0BOJM 4A€H C OAHUM YpPO-TeHUTAAbHBIM
OTBEPCTUEM, OTCYTCTBYeT Hapy>KHBIN BXOJ BO BAaraauiie, Maable
I100BBIe TYOBI OTCYTCTBYIOT, O0ABIIINE TyObI IIOXOXK! Ha «paspyO-
A€HHYIO» MOIIOHKY. IIpy 9TOM BHyTpeHHMe I010Bble OpraHbl MO-
IyT MMeTb HOPMaAbHBII  BUA. ['eHeTmyeckoimm  OCHOBOM
3a00aeBaHNs sABASAIOTC MyTauyu reHa CYP21 (HSA6q21.3), xoro-
poiil KoaupyeT ¢gepmeHT 21-rmapokcuaasy TPYIIIBI IIUTOXpPOMa
11450, yyacTByI1omui B CHTe3e TOPMOHOB aAbAOCTEpOHa U KOP-
TU304a.

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

Husogppenus — rpyniia OporpeAMeHTHBIX IICUXMYeCKUX 3a-
6oaeBaHMIi, MPOTEKAIOIINX C XapaKTepPHBIMM M3MeHeHUsAMM ANd-
HOCTM — DMOIIMIOHAaAbHOE OCKyJeHUe, yTpaTa eAUHCTBa, IOoTeps
CBS3M C peaabHOCTBIO, pacCTPOIICTBA MBIIIIACHNS U pa3BUTHe Ope-
AOBBIX, KaTaTOHMYeCcKUX 1 adpPeKTUBHBIX paccTpoiicTs. OmnucaHo
14 pa3zanyHBIX A0KYCOB, CBA3aHHBIX C IIPeApacIiOA0KeHHOCTBIO K
3a004eBaHIAM IOAOOHOTO poAa, B paitoHax 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 pa3BUTUsS HEPBHOM
CHICTeMBI, 4451 KOTOPOIO XapaKTepHO HaaAudue TpuaAbl: HeAoCTa-
TOK COLIMAAbHBIX B3aMMOACVICTBUII, HapyIlleHHas B3alMHasl KOM-
MYHMKaI/is, OTPaHMYEHHOCTb MHTEPecOB U IIOBTOPSIOMIMIACS
perniepTyap HoBejeHus. OTO PacCTPOIICTBO BO3HUKAeT B pe3yAbTa-
Te HapylleHMs pa3BUTUs I'OAOBHOTO MO3Ta U XapaKTepu3yeTcs
BBIPa’KeHHBIM 1 BCECTOPOHHUM Ae(PUIINTOM COIIMaAbHOTO B3au-
MOJEVCTBUS U OOIIleHNUs, a TakK’Ke OTrpaHNYeHHBIMI MHTepecaMm
U TOBTOPAIOIIMMUCS AeMCTBUsAMM. Bce ykasaHHbIe Ipu3HaKu
IIPOSABASIOTCA B BO3pacTe A0 Tpéx aeT. CXOXue COCTOSHUs, NP
KOTOPBIX OTMEYaIOTCsA 00Aee MATKMe IIPU3HAKU ¥ CUMIITOMBI, OT-
HOCAT K PacCTPOMCTBAM ayTUCTUYeCKOTO cIleKTpa. 3aboaeBaHue
OTAMYAETCsI TeHeTYeCKOJ reTepOTeHHOCThIO — M3BecTHO 17 ayTo-
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comunIx: 7q22, 7qll, 13ql4, 15ql11, 2q, 17ql11, 17921, 3q25-q27,
7931, 7q36, 1q41, 21p13-q11, 12q14,16p11.2, 7q35-q36, 3q24, 11q13
U Tpu X-CLIeILAeHHBIX A0Kyca IIpeApacloA0KeHHOCTH K ayTU3MYy.
B HeKOTOpPBIX cAyyasx M3BECTHBI MyTallll OIIpeAeAeHHBLIX TeHOB,
CBA3aHHBle C  9TUM  3aboaesanHmeM. Hampumep, T1pn
X-crieriaeHHsle pOpMBI DTOTO 3ab0AeBaHMsI OOYCAOBAEHBI MyTa-
umamy B reHax NLGN3 (HSAXql3), NLGN4 (HSAXp22.33) u
MECP2 (HSAXQq28), koTopble KOAUPYIOT HeMpOAUTUH 3, Helpo-
anrvH 4 1 Metna-CpG-cBsAsbIBaIONINII 640K 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-TIOBe AeHIeCKOe PacCTPONICTBO Pa3BUTHS, KOTO-
poe HaunHaeTcs B AeTCKOM BO3pacTe U MPOSABASETC B TPYAHOCTU
KOHILIEHTpally BHUMAaHUA, TUIIEPaKTUMBHOCTU M IIA0XO YIIpaB-
asgemon nmiyabcusHoctn. CABIT MOXXHO AmarHOCTMpOBaTh, Ha-
4yHasg C II034Hero AOLIKOABHOIO MAM HIKOABHOTO BO3pacTa, Tak
KaK 445 IIOCTaHOBKM JAMarHo3a HeoOXoAMMa OIleHKa ITOBeAeHIIs
pebeHKa KaK MMHUMYM B ABYX YCAOBUAX OOCTAaHOBKU (HaIIpuMep,
AoMma 1 B mkoe). Haaname Hapy1ieHnnit oOyueHus 1 colyaAbHBIX
pyHKUIMIT ABAseTCS HeOOXOAMMBIM KpUTepueM 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 TpeDo-
BaHusA. Takne geTy OBICTPO pearmpyioT Ha CUTyalluy, He A0K1Aa-
SICh yKa3aHWUII M MHCTPYKLIMIAL, KOTOPbIe IT0O3BOASIOT BBIIIOAHNTD
3agaHue, U HeaJeKBaTHO OlleHMBAIOT TpeOoBaHM:A 3adaHus. OHM
OueHb HeOpPe>KHBI, HeBHMAaTeAbHBI, OeCITIedHbI U AeTKOMBICAEHHBI,
He BCcerga MOTYT pPacCMOTpeTh IIOTeHIIMaAbHO HeraTUBHBIE IIO-
caeactsus ceoux noctynkos. Ilokasana cssa3p CABI ¢ myranusamn
B BocbMu reHax: DRD5 (HSA4ple), DAT1 (HSA5p15), HTR1B
(HSA6ql), ADRA2A (HSA10q24), DRD4 (HSA11pl15), SCNSA
(HSA12q13), SNAP25 (HSA20p11.2) u COMT (HSA22q11).

247



IIpedpacnoroxentocmo K AAKOZOAUSMY B IIEPBYIO Odepeab
o0ycaoBAeHa MYTaHTHBIMU aalJdeAsMU TeHOB Kaactepa ADH
(HSA4q22), xogupyromux pa3AndHble CyObeAMHUIIB aAKOT0AbJe-
ruAporeHasbl. DTOT (pepMeHT KaTaAU3UpyeT OKUCAeHNe CIPTOB
A0 aapAernaos u KetoHoB. IIpu ero gepuinre sTaHOA HaKanAM-
BaeTCs B OpraHM3Me, 4TO yCUAMBaeT TOKCUYecKoe AeJICTBNe aaKo-
roas. VI3secTHo, 4TO B palioHaX TPaAUIIMOHHOIO yIIOTpeOAeHNs
BIUHOTpagHOTO BuHa (Hanpumep, CpeansemHomopse, Kapka3s) Ha-
64104aeTcs HauMeHbIIIas 4YacToTa BCTpedyaeMOCTH aAleleli, Kogu-
pyomux aegekTHYIO alKOroAbAernaporeHasy. Bricokas vactora
MYTaHTHBIX aadeaell HaOaodaeTca B CKaHAMHaABUM, CpeAl VH-
AelilleB U a3MaTCKMX MOHIOAOMAOB, YTO BO MHOIOM OIIpejeAseT
GoabIIee pacpocTpaHeHe aAKOr0AM3Ma y 9TUX HapOAOB.

Kpome renos ADH, Ha pa3BuTne aaKOrOAbHOM 3aBUCUMO-
ctu BAysioT 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-
VAHBIX PeLIeTOPOB.

Kpumunarvioe nosederue XxapakTepHO AaAs AuUL, CTpa-
AAIOIINX HEKOTOPBIMM XPOMOCOMHBIMHU 004e3HsAMMU (Hampu-
mep, cunapom Kaaitnpeabrrepa, cCMHAPOM AOMOAHUTEABHON
Y-XpOMOCOMBI).

Kpowme Toro, Ha 6045111011 BEIOOpKe (O0aee 14000) ocyxaen-
HBIX, KOTOpbIe OBLAY IPUEMHBIMU AeTbMH, OBLAO ITOKa3aHO HaAM-
gye KoppeAsnuil (CTaTUCTUYEeCKMX CBA3el) 110 KpUMIHAABHOMY
IIOBeAeHUIO C OMOAOTMYECKUMIU POAUTEASIMU U OTCYTCTBME TaKo-
BOJ C IPMEMHBIMM POAUTEAAMMN. DTO CBUAETEAbCTBYET O 3HauM-
TeAbHOM BAUSHUU HaCAeACTBEHHBIX (PaKTOPOB B CKAOHHOCTU K
COBEPIIEeHUIO ITPeCTyTLAeHMIA.

12.7. Cospementivie 100x00bt k AeveHUuto U npoPuraxmuxe

HacAedcmeeHHbIX 3a00Ae6aHUl

/leuenne HaCcaeACTBEHHBIX 3ab00aeBaHUIl MOXKET OBITh YEeThI-
pexX TUIIOB:
® CIIMITTOMAaTIM49eCKOe — yCTpaHe€HIe AN CMsiAT4YeHINE CUM-
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nromos. [IpuMensiercss mpakTmdecku Ipu BceX HacAeACTBEHHBIX
IaTOAOTUAX, B HEKOTOPBIX CAyYasdX SABASETCS eAMHCTBEHHO BO3-
MO>KHBIM;

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

e [TaToreHeTMYeCKoe — BpayeOHOe BMeIIaTeAbCTBO B IaTOTe-
He3. IloHMMaHMe MOAeKyAsIpHO-TeHeTMYeCKIX OCHOB 3abo.eBa-
HIST M OCOOEHHOCTEN ITPOTeKaHMs OMOXMMUYECKNX IIpOIeccoB
II03BOAsIeT BO MHOTHX CAy4asX KOppeKTUpOBaTh pa3BUTHeE I1aToO-
AOTUM Ha ypoBHe (PepMEeHTOB 1AM CyOCTpaTOB, AMOO 3aMeIlaTh
HeAOCTaIOI VX OeAKOBBIN IPOAYKT;

® BTI0A0TMYECKOe — YCTpaHeHIUe MPUIMHBI 3a004eBaHMI.
Bo3MoO>kHO mpu ITOMOIIIM TeHHO Tepalni, KOTopas 3aKAI4aeTcs
B 3aMeHe MyTaHTHOTO y4dacTka /AHK na HopmaabHbII.

I'ennas Tepanmus (reHoTepalnsl) — COBMeCTHOe IIpUMeHe-
HlJle MeTOAOB TeHHOIl MH>XeHepuM U MeAMLIMHCKUX IT0AXOAOB C
11eAbI0 BHECEHUSI M3MEHEHUI B TeHOM COMAaTUYEeCKUX KJAETOK 4Je-
AOBeKa AAsl AedeHMsl 3a0oaeBaHMII. MeTOABl TeHHOI Teparun
MOSBUANCH B pe3yAbTaTe Pa3BUTUA TEeXHMKM PeKOMOMHaHTHOM
AHK. IInpokoe mnpuMeHeHMe TeHOTepalmuy B KANHUYECKON
IIpakTMKe Hadaaoch B 1993 1., Korda OBLAO IpOBEAEHO JedyeHue
MaIlIeHTOB, CTPaAAIOIIUX TsXKeABIM KOMOMHMPOBAHHBIM MMMY-
HOoAeuIUTHBIM cuHApoMOM (SCID). ¥V 00ABHBIX AeTell U3BAeKAU
T-aumornntsl, TpaHcPopMUpPOBaAN PETPOBUPYCHBIM BEKTOPOM,
BBeAsl HOpMaAbHBIN TeH ageHO3VHAe3aMIHa3bl I BepHYAU KATKU
B opraHuaM. Takyio npoleaypy OblLAO HEOOXOAMMO IIOBTOPATH
KaKAble JyeTeIpe roda. boaee g dexTnBHOI OKazalach aHaAOTUI-
Has TpaHCPOpMaIMs CTBOAOBBIX KA€TOK KOCTHOTO Mogsra. Ilosa-
Hee OBlAM ONYOAMKOBaHBI JaHHBIE O TIIOAHOM M3JA€YeHUN
8-2eTHero MaabdmKa, CTpajaioliero sTuMm saboaeBaHueMm. B Ha-
CTosIIIIee BpeMs OK0A0 yeTsepTu getelt, crpadatomyx SCID, aedaT
IpU HOMOIIY TeHOTeparn.

AAas AeveHNs1 MyKOBHCLIeA03a HEIIOBPeXK AeHHYIO KOIIMIO Te-
Ha CFTR, BKAIOUEHHYIO B a4€HOBUPYCHBIV BEKTOP MAV AUIIOCOMY,
BBOZAT B pOpMe a®p0304s B AbIXaTeAbHBIe ITyTV OOABHOTO.
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Beegenue HopMmaabHON mHoOcaejoBaTeAbHOCTM TeHa DMD
IIpU IOMOIIY aAeHOBMPYCHOTO BeKTOpa B MBbIIIEYHbIe BOAOKHA
60apHBIX MHUoAucTpodueit JroleHHa M03B0AseT J00UTLC Bpe-
MeHHOTO TeparieBTryeckoro sgdexra.

B nacrosamee spems 0koa0 400 IpoekToB MO reHOTepanmu
HaXOAATCs Ha PasHBIX CTaAVAX KAVMHUYECKNX VICIIBITaHUIA.

Mcroap3yioT ABa OCHOBHBIX IIOAXOJAd, Pa3AMYalolIecs
OPpUPOAON KACTOK-MUIIIEHEeII:

e QpetasapHasl reHorepanus, T. e. BeedeHne AHK B surory
1AM SMOPMOH Ha paHHell cTaiuM pas3suTusd. B caydae ycriexa pe-
AeHHasl TI0CAeA0BaTeAbHOCTh II0IIajaeT BO BCe KAETKU pelIIeH-
Ta, BKAIOYas I0A0BbIe, YTO ODecIieunBaeT repeady cAeaylomemy
ITIOKOAeHUIO;

e coMaTmyecKasl TeHOTepaInms, Ipu KOTOPOJ TeHeTHYeCKUI
Marepuaa BBOAAT TOABKO B COMaTUYeCKNe KACTKMN.

CrangapTHasl cxeMa KOppeKINM HacAeACTBeHHOTO AedeKTa
IIpY IOMOIIYM TeHOTepanuy HauyMHaeTCsl C CO3JaHMsl DKCIIPeCcch-
pyIOIIeiics TeHeTHMYecKOlM KOHCTPYKIUM, coaep>Kaleil KOoAu-
PYIOIIYI0 U pPeryAATOPHYIO 4YacTM TeHa. 3areM pellaercs
npob6.1eMa BeKTOpa, oOecriednsaroniero 3p@eKTnuBHyIO, a 110 BO3-
MO>KHOCTM UM aJpecHYIO AOCTaBKy IeHa B KA€TKU-MMIIeHU. 3aTeM
IIPOBOAUTCA TpaHCpeKIMs (ITepeHOC MOAy4eHHOI KOHCTPYKITUN)
B KAETKU-MUIIeHN, olleHnBaeTcsl dPPeKTUBHOCTh TpaHCPeKIIH,
CTeIleHb KOPPernpyeMocTH IIepBIUIHOTO OMOXMMIYECKOTO Aedek-
Ta B YCAOBUSIX KAETOYHBIX KYABTYp (in vitro) u, 4TO OCOOEHHO
Ba’KHO, 11 VIV0 Ha KMBOTHBIX — O11010TM4YecKuUX MoJeAasaX. Toabko
II0C/A€ DTOTO MepexoAiAT K KAMHIYECKMM UCITBITaHNIM.

B 2eueHun OHKOAOTMYECKMX U HEKOTOPBIX APYIUX 3aboJe-
BaHUII OOABIIIME HaAeKAbl BO3AaraloT Ha MCIIOAb30BaHUE MaAoil
nnteppepupyioment PHK, xoropass MoXXeT NHOAaBAATL CUHTE3
oIpejeAeHHBIX OeAKOB U IPUBOAUTL COOTBETCTBYIOIIYIO MOAEKY-
ay MPHK x gerpaganum.

[IpuHATO BBIAEAATH TPU BUAa NPOPUAAKTUKU HaACAEACT-
BEHHOII IIaTOAOTHM:

e niepBUYHas IMpopuAaKTUKa — IMpeaylpesKieHne 3adaTis
6oapHOTO pebenka. I[Ipy 9TOM yunThIBaeTCsl BO3pacT MaTepy, Te-

250



TePO3UTOTHOE HOCUTEABCTBO PeLIeCCHBHBIX IIaTOAOIUI, KPOBHOCTD
Opaka;

e BTOpMYHas NpoduiakTUKa — peKOMeHAalus IO Ipephl-
BaHIIO OepeMeHHOCT! B CAyJae AMarHOCTMPOBAaHHOI ITpeHaTalb-
HO MaTOAOTMM MAM HPU  BBHICOKOM PHUCKe MOSIBACHUA
Hac/AeACTBEHHOTO 3a004eBaHMs Y [1104a;

e TpeTuyHas IpoPuIaKTUKa — KOPPeKIINs HacAeACTBeHHBIX
I1aTOA0TMIEeCKMX COCTOSTHIIA Ha ypOBHe (peHOTHIIa.

B 3agaun MeauKO-TeHeTMYeCKIUX KOHCYAbTalMIl BXOAUT AN-
arHOCTUKa HacJeCTBeHHBIX 3abo4eBaHMII, olpeJeleHle TeHeTu-
94eCKOTIO pUCKa pOXKAeHus1 00AbHOTO pebeHKa, KOHCYAbTUPOBaHIe
CeMeJHBIX ITap II0 BOIIpocaM ITpOPUAAKTUKU U AedeHIs HacAea-
CTBeHHBIX 3abo0aeBaHMil. OCHOBEI 1a0OPATOPHON AMATHOCTUKIU U
pacyeTa TeHeTMYeCKOTO PUCKa U3A0KeHb! B pasa. 12.3.

OcHoBaHmsl A4s HallpaBAeHIUs CeMeMHBIX IHap B MeJAMKO-
TeHeTUYeCKyI0 KOHCYAbTalMIO:

® yCTaHOBAEHHAsl MAM IOJO03peBaeMas I1IaTOAOTUs B CeMbe
(AaHHBIe ITpOceMBaolIeil AaboOpaTOPHON AMAarHOCTUKY, POXKAe-
HIe peOeHKa C HacAeACTBeHHOI MaToAOTMell, 3ajep>kKKa (pusnde-
CKOTO Pa3BUTUA MAM YMCTBEHHasl OTCTaAOCTh y peOeHKa,
IIOBTOPHBIE CIIOHTaHHBIE aOOPThI, BHIKMABIIIM, MePTBOPOKAe-
HIST);

e BO3pacT MaTepu crapiie 35 AeT;

® KPOBHOPOACTBEHHbIE OpaKI;

® BO3/€JICTBIIE€ TepaTOTeHOB (BeIllecTB, BBI3BIBAIOIIVIX BPOXK-
AeHHble aHOMaANH) B IIepBOM TpUMecTpe OepeMeHHOCT;

¢ He0.arornoAy4yHoe poTekaHue OepeMeHHOCTIL.

Ja>xe mpu OTCYTCTBUM IPVUBEAEHHBIX BhIIIIe ITOKa3aHUIl MO-
AOABIM CYIIpyTaM peKOMeHAyeTCs OOpaTUThCS B MeAUKO-
TeHeTUYeCKyl0 KOHCYAbTallMIO HNPHU ILAaHUPOBaHUM AETOPOKJe-
HISL.

B mrate MeAMKO-TeHeTHMYeCKOV KOHCYyAbTallUM AO/AXKHBI
OBITH CHEIMAaAUCTBI — Bpay-TeHeTUK, ITMTOTeHeTUK M TeHeTUK-
O6uoxumuk. Jas cocrapaeHuUs 3aKAIOYEHVS UCTIOAB3YIOT CAeAylo-
IIJie  MeTOABl: KAMHUKO-TeHeaAOTMYecK!i, LUTOTeHeTHYecKIA,
MO/A€eKyAspHO-TeHeTUIeCKMI 1 Hecriel[uduyeckre MeToabl 1abo-
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PaTOPHON AMAarHOCTUKM B 3aBMCHMOCTU OT XapakKTepa HacAeACT-
BeHHOI naTtoaoruu. Ha ocHOBe 3akai0ueHns Bpau-reHeTUK IIPO-
BOAUT cobecejoBaHle C CylIpyramu, B KOTOpoM MHPOPMUPYET
X O BO3MOXKHBIX IOCAEACTBUSAX OepeMeHHOCTM U JaeT PeKo-
MeHJalNN.

Konmpoavnuvie 6onpocot u 3adanus

1. ¥V orua BTOpas rpynma Kposu, y Marepu — repsas. Poau-
AUCh OAM3HEIBl — MaAbYMK C I1epBOI TPYIIIION KPOBU 1 4eBOYKa —
c yeTBepTOIl. Mo>keT Au GOpPMaAbHBII OTel] CYUTaThCsA O10A0TH-
9YeCKMM OTIIOM DTUX AeTeit?

2. 3aBUCUT AM BEPOATHOCTb POXKAEHUsA OAM3HEI0B y CYII-
PY>KecKkol Iapbl OT HaAWM4Ms MAM OTCYTCTBUS OAM3HEIOB cpeau
KPOBHBIX POACTBEHHIKOB JKE€HBI I My>Ka’?

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

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

5. Paccunraiite reHeTUYECKUII PUCK POXKAEHI: MaabdylKa C
cuHapomoMm /lema-HuxeHa y rerepo3uroTHoi 1o MyTalliy IeHa
HPRT1 matepu 1 340pOBOIO OTIa.

6. Kakne 1oaxoapl TpMMeHSIOTCA K A€UeHUIO MPaKTIUIeCcKN
BCeX HacJeACTBeHHBIX 3a00.1eBaHmii?

7. Bxoaur am tpermuHas npoduaakTuKa HacAeACTBEHHBIX
3aboaeBaHUl B cPepy AeATeAbHOCTU MeAUKO-TeHeTHYecKIX KOH-
cyAbTalmin?

8. EcTp A1 HEOOXOAMMOCTDh IpPaKTU4eCK! 3J10POBBIM MOAO-
AoXeHaM crapie 35 AeT oOpaiiarhcs B MeAUKO-TeHeTUYeCcKyIo
KOHCY/AbTaIUIO?

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

10. MoxeTr am y reTepo3auroTsl o Myranum reHa SPTAI
OBITH HaCAeACTBEHHBIN cPepornTos?

11. Kakoe HacaeacTBeHHOe 3aD04eBaHIe BBI3BAaHO HaKOILle-
HIUeM rernapaHcyabdaTa?
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IIPEAMETHEIN YKA3ATEAD

30 uM pudbpuasa —4.3

BLAST -7.5

C-metoa —4.4

G+t-paiton — 4.4

G-metog —4.4

Hfr-xaetkn — 2.8

in silico - 7.3

LINE -7.2

N-metoa — 4.4

OMIM -7.5

PubMed - 7.5

Q-metog — 4.4

R+-paiton — 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
ABTtonoannaonans 8.3
AKpoueHTpuJecKas XpoMocoMa (aKpOIlleHTpuK) — 4.1
Aakantonypust — 12.5

Aazaeap auxoro tumna — 2.1
Aazonoannaouas — 8.3
AAbTepHaTUBHBIN cIlAaiicuHT — 3.4
Amvnandukatop — 6.4
Amvnanduxanms — 8.4
AHaausupyiolee ckpemsanue — 2.1
Anadaza - 4.2

AHApPOTeHUTaAbHBIN CUHAPOM — 12.5
Aneynaonaus — 8.3

Ayxcorpodsr — 2.8
AyTOCOMHO-AOMMHaAHTHBIN TUI HacAeJ0BaHUsA — 2.4
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AyTOcoMHoOe clleriaeHune — 2.7
AyTOCOMHO-pellecCUBHBIN TUII HacAe0BaHM: — 2.4
AyTOCOMHBII, OTpaHIYeHHBII [I0A0M TUII HacAeAOBaHVLI — 2.4
AyTocomsl - 2.4

Anentpuyeckuii pparmenT — 8.4
bruonndopmaruxa - 6.7

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

boaesns I'ome — 12.5

boaesnr Konosasosa-Buascona — 12.5
boaesns Humanna-ITuka — 12.5
BHyTpuxpoMocomMHbIe niepecTpoiiku — 8.4
BosspartHoe ckpemniusanue — 2.1
l'aaakrozemmst — 12.5

I'emusurora — 2.1

I'emoraobunonaTms — 12.5

Ten-1

I'eneasormyeckuin meroa — 2.3
I'enetuka — I

I'enetnueckast nurepdepenys — 2.7
I'enetmueckuit anaaus — 11
I'enermueckuit nporpecc —11.1
I'enermueckuin puck —12.3
T'en-xkanguaar — 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 Oas3bl AaHHEBIX — 7.5
I'enommusie 6ubanoTexu — 6.3
I'enomupIT MMOpUHTUHT — 10
I'eHOMHBIIT PpUHTEPIPUHTUHT — 7.2
I'enotum — 1

I'enoTumnmuecknm kaacc — 2.1
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I'ereposurora — 2.1

I'etepoxpomaTtun — 4.4

I'mbpuansanms in situ — 4.5
[mbpuansans HyKAeMHOBBIX KICAOT — 6.2
I'mcronossIlt K04 — 10

I'mcronsr — 4.3

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

l'omoaorus — 7.4

T'onaauspiin moa — 5

I'puauposaHHble TeHOMHBIE OMOAMOTEKN — 6.3
Aeaenus — 8.4

Aenarypanus — 4.5

Aeduriencu - 8.4

Aunaxunes — 4.2

AurnbpuaHoe ckperybaHme — 2.5
AuktuorteHa — 4.2

Aunaorena — 4.2

AuckopaanTHocTs — 12.1

AucriepcHeIN HOBTOP — 7.2
AuddepennnaapHoe okpamsanue — 4.4
Aunentpueckas xpomocoma — 8.4

AHK - 3.1

AHK-nnoanmepasa — 3.2

Jomununposanue — 2.2
AoT1-6A0T-TMOpUAM3aIL — 6.2
Aynaukanus — 8.4

3aKoH eANHOOOpa3sI TMOPIAOB IIEPBOTO TTOKOAeH!s — 1
3aKoH He3aBUCUMOTO HacAeAoBaHms — 1
3akoH paciienaeHys — 1

3akoH Xapan-BarnOepra — 9

3urorena — 4.2

Mamenunsocts — 1

M3soxopa—7.3

M3oxpomocoma — 8.4
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MuOpuansr — 1

VInBepTHpoBaHHBI OBTOP — 7.2
Mucepumsa — 8.4

Nurepdaza —4.2

VuTpon rpymmer 2 — 8.8

Murponsr — 3.4

McxyccrBennast xpomocoMa bakrepuir (BAC) — 6.3
McxyccrBennsle xpomocomsl gpoxkkeit (YAC) — 6.3
Kanmnaasapusiit aekrpodopes — 6.5

Kaon -2.8

KaonnposaHme HyKA€MHOBBIX KIMCAOT — 6.1
Koaommunposanne — 2.2

Koaonmns muxkpoopranusmos — 2.8
Koasnesasa xpomocoma — 8.4
Kombunarmmonsas nsmMeHdmBocTh — 8.1
KomnaemenrapHocts — 2.6
KomMmnosunmonHas rereporeHHOCTb — 7.3
Konkopaanrnocrs —12.1
Koncoanauposanueiit noprop — 7.2
Kontur - 6.6

Kouprorammst — 2.8

Koemmaa — 6.3

Kospdurmment nacaeayemocrn — 11.1
Kpumunaarnoe nosegenue —12.6

Kpocc -11.1

Kpoccunrosep - 2.7

KpoccosepHsle rameTsr — 2.7
KpoccosepHrre ocobm — 2.7
KymyasrtusHas noanmepust — 2.6
Kennposanne - 3.4

Aaronuzanus — X

Aamuna —4.1

/enitorena — 4.2

Auruposanne — 6.1

Avnna —11.1

/lokyc koandectseHHOTO npuaHaka (QTL) —11.2
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AmomeH — 4.1

Maaas narepdepupyromas PHK - 3.1

Maaas sigepnas PHK (MaPHK) - 3.1
Manundgecramus - 12.2

Mapxkepnas ceaexnys — 11.2
Meayko-reHeTu4eckoe KOHCYyAbTUpOBaHue — 12.7
MexaaaeapHast KOMILAeMeHTaIus — 2.2
Merios — 4.2

MetaneHnTpuyeckas Xxpomocoma (MeTalleHTpuK) — 4.1
Metog apoboBuxka — 6.6

Mukpocareaanr —7.2
MukponuroreneTnyeckuin cuHApoMm — 12.3
Munucareaaut — 7.2

Mutos — 4.2

MuToxoHApuaAbHBIN TUII HacAeAOBaHMA — 2.4
Mutoxonapun — 4.1

MoOuabHbIl reHeTHYeckuit daemMeHT (MI'D) — 8.8
MoandukamnyoHHas U3MeHINBOCTS — 8.1
Mosanunmnsm - 12.4

Mouaekyaspnpin Mmapkep — 11.2

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

MyxkoBuctnaos —12.5

Myxkonoancaxapugos —12.5

MyabsTuFISH - 4.5

Myraren - 8.5

MytranTtHslil aaaean — 2.1

Myranuonnas M3sMeH4YnBOCTH — 8.1
HacaeactBennocts — 1

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

Henoanoe gommnnuposanue — 2.2

Hoszepn 0a0T-rubpuansamnust — 6.2
Howncenc-xoaou — 3.5
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Hyxkaennospie xncaotsr — 3.1
Hykaeonema — 4.3

Hykaeocoma - 4.3

Hykaeorna - 3.1

Hyaaucomms — 8.3

OaHosiioBbIe (MOHO3UTOTHBIE) OAM3HeITsI — 12.1
Oorenes — 4.2

Onpegeaenne noaa -5

Oproaorns —7.4

Ot60p —11.1

OrtkpbITas paMKa CdUTBHIBAaHMA — 3.5
IMTapaaormsa — 7.4

ITapaaoron - 7.4
ITapanienTpnyeckas nusepcus — 8.4
ITaTtoaormsa —12.2

ITaxnrena — 4.2

ITenerpanTHOCTD — 2.1
ITepunientpudeckas nusepcus — 8.4
IletaeBoir aomeH — 4.3

ITaactuaer — 4.1

ITaenorponus — 2.6

IToBesenuecknit u MeTabOAMIECKNII 101 — 5
IToaarpa —12.5

IToabop - 11.1

IMTosunonnoe kaoHnposanue — 11.2
IToanrn6puarHoe ckperysanme — 2.5
IToanmepasnas nenHas peaxkuys (IIHP) - 6.4
IMToaumepus — 2.6

TToannaouams — 8.3

IToancoma - 3.5

IToautennele XxpoMOCOMBI — 4.8
IToaosoit gakrop — 2.8

IToaycubcest — 2.3

ITopa-4.1

ITpaBuao yncrorsl ramer — 1
ITpanmep — 6.4
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ITpeaea Xeitpanxa — 4.6
ITpeapac1ioa10keHHOCTD K aAKOTOAU3MY —12.6
ITpenaTtaabHas gnarHoctuka — 12.3
ITpoGana —2.3

ITporpeauenTnoe Teuyenue —12.2
ITporeomuxka — 7.1

ITpororpodsr — 2.8

ITpodaza —4.2

ITponeccunr — 3.4

ITpsamas pentaparnys — 8.6

Ilyp - 4.8

TP B peaabHOM BpeMeHU — 6.4
Pasnositiossre (Au3urotrHsie) 6 am3Hersr — 12.1
PaitoHsl sApBIIIKOBEIX OpraHusaTopos (S10P) —4.7
Pannuin aerckuin aytusm —12.6
PexomOnnasza — 8.2
PexoMmOuHaIMOHHOE paccTossHIe — 2.7
Penarypanms — 6.2

Perraparnms — 8.6

Penamukaiimonnas smuaka — 3.2
Penamukarims — 3.2

Peniunpoknas tpancaokanys — 8.4
Peniumpoknele ckpenjupanms — 2.7
Pu6osum — 8.8

Pu6ocoma - 3.1

Pu6ocomuas PHK (pPHK) - 3.1

PHK -3.1

PHK-mnTeppepennust — 10
PHK-nnoanmepasa — 3.3
PobGepTcoHOBCKasI TpaHCcAOKaIys — 8.4
Pyrunnoe okpamusanue — 4.4
Cartaencep - 3.3

CanTtumopras — 2.7

Careaaur —7.2

COopka CKBEHCOB TeHOMOB — 6.6
CBepxaoMuHMpoBaHue — 2.2
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Cexsennposanue — 6.5

Ceaexunonnslit guddepeniinaa —11.1

Cezexunst —11.1

Cepu1s1 MHOKeCTBEHHBIX alaeaeit — 2.2

CeprnioBugHOKAeTOYHAas1 aHeMus — 12.5

CecrpuHckue xpomaTtugasle ooMeHsl (CXO) —4.2

Cubcepr - 2.3

Cungpom Anreabmana — 10

Cungpom Bapkann — 12.4

Cunapom Boasdpa-Xupmixopua — 12.4

Cungpom Jayna —12.4

Cungpom Jgedpunmra BHUMaHUS U TUIIEPaAKTUBHOCTU
(CABI') -12.6

CuHApPOM AOTIOAHUTEABHOM Y-XpOMOCOMBI —12.4

Cunapom Kaartndeasrepa — 12.4

CungpoM Kollaubero Kpuka (cuHapom Jexxena) —12.4

Cungpowm Jema-Huxena — 12.5

Cungpom Maprnna-beaa —12.4

Cunapom Mapdana - 12.5

Cungpowm Ilaray —12.4

Cungpowm Ilpagepa-Buaan — 10

cuHapom Canduanmrmo - 12.5

CunapoM TpoitHoi X-XpoMocoMbl — 12.4

cuHgpom XaHrepa — 12.5

cuHapom Xypaepa — 12.5

Cungpowm Illepemesckoro-Tépuepa — 12.4

Cungpom Dasapaca —12.4

CnexTpaapHblil aHaAMU3 Kapuortuna — 4.5

Cnepmatorenes — 4.2

Cnaaiicunr - 3.4

CpasHuTeAbHas (BOAIOIMOHHAs) TeHOMMUKa — 7.1

CpasHurearHas reHomHas ruOpuansanus (CGH) — 4.5

CrpykrypHas reHomuka — 7.1

CyOxaoHuposaHue — 6.6

Cynpeccnst — 2.6

CynpeccopHas myTtarnus — 8.5
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Crenaenne ¢ 1oaom — 2.7
CuenenHoe ¢ 11040M JOMMHaHTHOe HacAeAoBaHue — 2.4
CuernaeHHoe ¢ I1040M pellecCMBHOe HacaeJoBaHue — 2.4
TanaemnbIN 1I0BTOP — 7.2
Teaomepa — 4.1

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

Teabnie bapa — 10

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

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

Tpancasnns — 3.5

Tpancriozon — 8.8

Tpancnoptuas PHK (TPHK) - 3.1
Tpucomms — 8.3

®asza K1eToYHOro 1uKAa — 4.2
Qennakeronypust —12.5

@enorum -1

Qenorunmyeckui kaacc — 2.1
QeHOTUNMYECKUII 104 — 5
Qenotunmuecknii casur — 11.1
Pubdbpoaucnaasns — 12.5
®ayopoxpom — 4.4

@parmenT Okaszakn — 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
XpoMOCOMHBIII 104 — 5
Xpomocomocrenuduaeckuit 3084, — 4.5
XpoHndecknit MneA004acTHbIN Aeiko3 (XMA) —12.4
LlenTpomepa — 4.1

LlenTpomepnsbiit nuaexc — 4.1
Hutorenetuxa — 4

Yncras anHms — 1

HInsodppenns — 12.6

Mramm — 2.8

DK30HHI — 3.4

DKcrpeccBHOCTD — 2.1

DKCIM3MOHHAas pernapanst — 8.6
DaoHranus TpaHckpunuuy — 3.3
DHgopenankauys — 4.8

DHxaHcep - 3.3

OnureHeruka — 10

BOnucoma — 2.8

BOnwucras - 2.6

DyxpoMaTuH — 4.4

Aapo—-4.1

Aappimko — 4.1
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Yuebroe usdanue

Azaexkceit Aaexcangposind CazaHOB

ITEHETUKA

YyeOHOe tocoOue

Peaaxrop T. I. 3axaposa
Texnmueckun pegaxrop H. B. Yepnuviuiesa
Opurnnaa-maket H. B. Yeprviuesoi

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

/leHMHTpaACKAI TOCYy4aPCTBEHHBIN YHUBEPCUTET
nmenn A.C. Ilymkuna
196605, Cankr-IletepOypr, Ilymkun, I[TerepOyprckoe mocce, 10

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