AKAODEMHS MEAUUHWHCKHX HAYK CCCP

Ha npaBax pykomucH

H. B. JIYVYHUK

MOJIEKYJISIPHbIE OCHOBBDI
MYTALMOHHBIX U3MEHEHUH

ABTopedepar

JIMCCEPTALMH HAa COUCKaHHE YYeHOH CTeneHH
JOKTOpa OHOJOTHYECKMX HayK

Mocksa — 1966



AKAJEMHS MEJHMLIMHCKHUX HAYK CCCP

Ha npaBax pykonucu

H. B. JIYUHHUK

MOJIEKYJISIPHBIE OCHOBBI _
MYTALIMOHHBIX U3MEHEHMI1

ABTopedepart

JAMCCepTallHUd Ha COUCKAHHE YUEHOH cTeleHH
JIOKTOpa GHOJIOTHYECKHX HayK

MockBa — 1966



Pa6ora BoinonHeHa B Otpese GHODH3HKH YPasbcKOro ¢Guiu-
ana AH CCCP, r. CpepasioBck (3aB. OTIe0M — AOKTOp 6HOJIO-
ruueckux Hayk H. B. Tumodeep-PecoBckuil) u B UHcTHTYTE Me-
aviuHckoit paanosorni AMH CCCP, r. OGHHHCK, (AMpeKTop—
neficrButenpHbiit ynies AMH CCCP npodeccop I'. A. 3EIATE-
HU3E).

HaqubIe KOHCYJIbTAHTHI:

geiicrButenbublit unren AMH CCCP npodeccop I'. A. 3EI-
IFEHU3E,;

Hoxrtop Guosmornuecknx Hayk H. B. THUMO®EEB-PECOB-
CKHHM.

O®HLIUAJIbHBIE OTITTIOHEHTHI:

UYnen-koppecnonaent AH CCCP npodeccop A.A.JIAITYHOB.
Ioktop 6uosoruyeckux Hayk B. B. CAXAPOB.
Iokrop Guosorudeckux nayk I[1. M. HEMTJIMH.

3auiura COCTOHTCS « 2%, . ¥ 1966 rona na 3aceflaHiu
Cosera OrjeneHnsi MeHKO-GHOJIOTHYUECKHX HAYK M0 (U3HOJOTHH,
6uoxumuu ¥ papmakonorun AMH CCCP (Mocksa, Conanka 14).

ABTopedepat pasocnaH « 2.3 » A% . 1966 rona.



Hucceprauus npeactabjsier cO60H NOMBITKY IMOABECTH HEKO-
topele uTord 18-neTHeit paboThl aBTOpA, KOTOpas Besach 10 1963
roga B Ypaiabckom ¢uanane Axkanemuu nayk CCCP, a nocie
3TOorO0 mnpopoaxkanace B HMHCTHTYTe MeZMUMHCKOH pajHOJOTHH
Axkanemun meguuuHckux Hayk CCCP.

Bce Hamu paGoThl OBIIH TaK HJIH HHAye CBA3aHbI ¢ GHOMH-
3HYECKHM aHaJH30M MeXaHU3MOB OHOJIOTHYECKOTO JeHcTBHSA HO-
HU3upyoIWKNX u3nyueHuil. [lomaBasiolree GONBLIMHCTBO 3THX pa-
60T KacaJjoch UUTOreHeTHYecKHX 3¢ ¢dekToB, Kak HauboJsiee Cy-
IleCTBEHHOrO KOMIIOHEHTa GHOJIOTMYECKOro [eHCTBHSI pajHalMH.
HccnenoBanus Beauch Ha pas3MYHBIX YPOBHSIX — HauHHAs C MO-
JIEKYJSIPHOTO M KOHYasi ONBITAaMHM MO TOTAJbHOMY OGJIyUEHHIO
MJeKOnHuTaIHX. EcTecTBEHHO, YTo Kaxjaas oriaenabHass pabora
cTaBusa nepel co6ol BIONHe KOHKpPETHBIe 3aJaui; OJHAKO TpH
3TOM Hac Bcerjia MHTepecoBaJs BONPOC O TOM, KaKuM o6pa3oM
nepBHYHBIe CYyGMOJIeKYyAsIpHble U3MeHeHUs! NPUBOASAT, B KOHEUHOM
cyeTe, K NOpPaxXeHHI0 Bcero opraHuama. M u3 Bcex ONBITOB MBI
CTPeMHUJIHCh H3BJIeYb BO3MOXKHYI0O HHGOPMAIHIO O 3TOMY BOINpO-
cy. Dta 3ajaya HeNMoCpPeICTBEHHO CBsi3aHa ¢ ApPYroH, eie 6ogee
IIMPOKOH, NMpo6neMoil BHLIICHEHHA CBSI3H MEXAY Da3HbIMH YpoOB-
HIMH OpraHu3auuu GHOJIOTHUYECKHX CTPYKTYp U (YHKUHH B HOp-
me. Ecau 6blmocaennsis npobiema yxe Obljia pelieHa, TO 3TO
OYeHb CHJBHO 0oOJsieryusio Obl pelleHue npenblayuiel 3agaun. On-
HAKO COBpeMeHHble 3HAHHA II0 3TOMY BONPOCY NOKa OYeHb Orpi-
HuyeHbl. [Ipy Tako#i cHTyauuu mnepBas 3ajauya CTAHOBUTCS elle
6oJiee MHTEPECHOH, TaK KAaK BBHISICHAS CBfI3b MeXK1Yy I'eHeTHUYEeCKH-
MH H3MEHEeHHSIMH Ha Da3HbBIX YPOBHAX, MOXKHO HaleATbcs IO.1Y-
YUTh HH()OPMALHIO M O CBSI3H MeXAY 3THMH YDOBHSMH B HOpMe.

JIio6ass M3 3THX JABYX 3ajJauy HacTOJbKO OOGLIMpPHA, YTO HH
OJMH YeJIoBeK, HH OJHa JabopaToOpusi He MOTYT DPaCCUHTbIBATh
Ha TO, 4TOGBI PeLINTb ee B OrpaHHYeHHOe BpeMs. Mbl popmyaupy-
€M HX 3/leCh JIHIIb /15 TOrO, YTOGH yKa3aTb Ha Ty OOLIYlO HAEIO,
KOTOpasi CcBS3biBaeT BOEJHHO BCe HAIIH PaboThHI.

3a npowexnine rogbl 6oabllle Bcero Martepuasia y Hac Hako-
MHJIOCh O CBA3H MEXKIY MOJIEKYJSPHBIM H XpPOMOCOMHBIM YPOBHf-
MH TIDH BO3HHKHOBEHHH pajHalHOHHO-T€HETHYeCKHX 3((eKTOB.
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[To3TOMY MMEHHO 3TOT y4yacTOK pa6oT W 6Gbisi U3GpaH B KayecTBe
TeMBbl 1J51 JUCCEPTALHH.

Pa6ora Benach B n1ByX HanpaBJeHHsiX. Hauunas ¢ konua 40-x
rOJ0B aBTOP 3aHHMaJicd U3yUeHHEM KOJIHUECTBEHHBIX 3aKOHOMeEp-
HOcTel NeHCTBHMSI MOHM3HPYIOUIMX JyuyeH Ha XpoMmocoMbl. B cepe-
nute 50-x romoB 3TH pa6GoThl NpHUBeiH K 0G0CHOBAaHHIO NpeacTaB-
JIEHHSI O TOTEHLHa/JIbHOM XapaKTepe TMepBHYHBIX TeHETHUECKHX
JIyyeBBIX NOpaXKeHHH, a HccaeIOBaHHE MPHPOAbl MEPBUYHBIX 110-
BpeXJeHH#i Jano BO3MOxKHOCTb B 1959 roay cdopmynupoBath
MaTpHYHYIO THIOTe3y, CBA3BIBAOILYI0 Habmwopaemble 3ddeKThl
C MOVIEKYJISIDHBIMH H3MEHEHHSIMH. DTH NpPeACTaBJeHUs, NOATBep-
JKJEHHBIE 3aTeM SKCIepHMEHTaJIbHO, JIelVIH B KauecTBe paGoueit
TUNOTe3bl B OCHOBY pajbHeHmnx paGor. Co BTOpO# TOJIOBHHBI
50-x romoB aBTOp HayaJ 3aHUMAaTbCsl, KpOME TOro, TeopeTuye-
CKMM GHO(H3HYECKHM aHaJHU30M HEKOTOPHIX 3JleMeHTapHbix GHO-
JIOTHYECKUX CTPYKTYp U mpoueccoB. HauGosee wuHTepecHble pe-
3yJbTaThl 3TO HaNpaBJeHHEe [1aJio NPHU HCCAeNOBAHHH TNPOGJaeMbl
reHeTHyeckoro kopa. OcHoBHBle MaTepHanbl 3TodH paGoThl cocra-
BUIH colepkaHue MoHorpapuu «CraTHCTHYECKHH aHaJu3 Mpo-
671eMBl aMHHOKHCJIOTHOTO KOAa», onmyGJHKOBaHHOH B 1963 rony.

STtu ABa HamnpaBJeHHs PabOTHl JAIOT BO3MOXHOCTb IpUMe-
HHTb <«BCTPEYHblH MeTOA» INpPH aHaJh3e MOJIEKYJSPHBIX OCHOB
reHeTHYECKHX H3MeHeHHH. BbisicHeHHe MOJIeKY/NSIpHBIX MeXaHH3-
MOB XpaHeHHsi U Ilepelaud HacJeACTBeHHOH HHpopMauuH H TO-
YTH NOJIHAsi pacliidpOBKa IeHETHUYECKOTO KOJa OTKPBIBAIOT MYTh
«CHYH3y BBEepX» — Ha OCHOBe pe3yJbTaTOB 3TOH pacliidpoBKH
M HCMOJb3ysl LaHHble 06 H3MEeHEHHH NepPBHYHOH CTPYKTYpH Oei-
KOB NMPH MYyTalUfAX, AeNaTb BBHIBOABI O MOJIEKYJISIpDHBIX MeXaHH3-
MaX BO3HHKHOBeHHsi MyTauui. IIpuMeHeHHe »Ke MaTpUYHOH TH-
noTe3bl K aHaJu3y Pe3yJbTaTOB ONBITOB O BHI3LIBAHHIO I(HTOTE-
HeHHYeCKUX H3MeHEeHHi, O3BOJIsSIeT CBSI3aTh HX C 3JieMeHTapHBIMH
MOJIEKYJISIPHBIMH TIpoLlecCaMH, WA INPH 3TOM «CBepPXy BHH3».
O6a 3T MeTOda B3aWMHO JIOMOJHSIIOT APYr Apyra.

B cBsidan co ckasaHHBIM, TepBble 7 u3 14 rjaB aucceprauuu
NOCBsillleHbl Npo6JjieMe TeHeTHYECKOro Koja, a mnocienyioliye —
pannauMoHHOH uHTOreHeTHKe. IlepBasi yacTb AMccepTalUH sB-
JsieTCsl TEOPETHYECKOH, Ile 3KCepUMeHTaJbHble NaHHble JPYrHX
aBTOPOB NpPOAHAJH3HPOBaAHBl C TOMOLILI0 METOXOB, pa3paboTaH-
HBIX HaMH. XOTS B OCHOBE 3TOMH YacCTH M JIEXKHT YINOMSHYTas Bbi-
e MoHorpadHsi, OHa, B CBSI3H C HCKJIIOYHUTEJbHO GBICTPBIM pas-
BHTHEM JaHHO# 00JlaCTH HAayKH, B 3HAUHUTENbHOH CTelleHH mnepe-
pa6Gorana. B 3To#f uacTH yuTeHbl Bce paGoTHI, BhHILIeJLIHE K cepe-
nuHe 1965 roma. Bropas yacTh ocHoBaHa Ha COOGCTBEHHOM 3KC-
nepuMeHTaJbHOM MaTepHaJje, ony6JHKOBAaHHOM B psile cTaTeH.
B nocnenHell, 3aKJIOUHTENBHON rJjaBe, NOABOAATCA OOLiHe HTOTH
H MaTepHas NpeibAYIUAX IJ1aB PaCCMATPHBAGTCH C TOUKH 3peHHs
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MOJIEKYJIPHBIX OCHOB reHeTHdecKHX 3¢ ¢ekToB. B 3T0il rnase jae-
J1alOTCSl HEKOTOPble BBHIBOABI O CBfI3H MEXIY Pa3HBIMH YPOBHAMH
6HOJIOTHUECKHX CTPYKTYP M (YHKUHH W 06CYXKAAIOTCA TNPAKTH-
vyecKHe CJeACTBHS, BHITeKalollue U3 Hauel pa6Gotel. HekoTophie
MaTepuaJibl, HeOOXOAHMBIE JJIST CTPOroro 06G0CHOBAHHUS OTHEJbHBIX
NOJIOXKEeHHH, HO cofepxKaliie pacyeThl HJIH OOJbILIOE KOJTHUECTBO
uH@p, KOTOpble MOXHO ONYCTHTh NPH YTEHHH OCHOBHOIO TEKCTa,
noMelleHbl B KOHLle paboThl, B BHAE CEMH NPHJIOXKEHHH.

O6wmuit o6beM aHccepTalud — 673 CTpaHHUBI MalIUHOMHCH.
HManmoctpaunonuslii Matepuan coctout Hu3 68 pucyHkoB u 141
Tabauubl. CNHCOK LMTHPOBAHHOM JHMTEPaTypbl BKAKOYaeT 528 HO-
MepoB (193 paboTel Ha pycckoM sidbike M 335 Ha HHOCTPAHHBIX).

Huxke nanaraercs KpaTkoe cojiepKanue JUCCePTaLHH.

IlepBasi rimaBa «MexaHuam OuocHHTe3a OeJsika, TepMHHbBI, OT-
HocsuMecs K npobaeme koja» u Bropas — «Pacmudposka re-
He1MYeCKOro Koja, HCTOPHYECKHA 0630p» SIBJSIOTCS BBOAHBIMH K
nepBoil yacTH JHccepTauHH. B mepBoil riaBe nmpuBojsTca Kpar-
KHii OYepK COBpEMEHHBIX TIpeACTaBJeHHIl O MexaHH3Me GHOCHUH-
Te3a 6esnka, a TakKe TepMHHBl U ONpejesIeHHst, OTHOCSiLHecs K
upobneme reseTuyeckoro koxa. Bo Bropoii raase gaercs, B MCTO-
pHueckom acnekre, 0630p OCHOBHBIX paGoT 10 npodJaeme rehe-
THueckoro xona. Hauasno pa6Gor mo 3toit mpobiemMe MOXKHO OTHe-
cTH K 1953 roay, korna YorcoH u Kpuk, pacuimdpoBaB waipo-
moJiekyasipuyto crpyktypy JdHK, nokasanu, uto B camoii »70M
CTPYKTYpe 3aji0)KeHa CMOCOGHOCTb MOJIEKYJl K CaMOBOCIIPOH3BC-
JleHHI0. DTOT pe3yJbTaT, HapsAY C HAKOMUBLIHMHCH AAHHBIMU O
TeHeTHYeCKOH POJIH HYKJIEHHOBBIX KHCJOT, CTHMYJHPOBAJ MOSB-
JdeHue psaa pabor, rie NbITAJUCh YCTAHOBHTb CBSiI3b  MCKIY
crpoeduem [HK uau PHK w nepBuyHO#l cTpyKTypoH GeJsKOB.
B cBfi3M C OTCYyTCTBHEM 3KClIepHMEHTAJIbHBIX TOAXO0A0B, HauHHas
¢ pa6otei ' A. TamoBa (1954) npumeHsinu Kpunrtorpacguueckue
MeTOAbl, T. €. CTPOWJIH Te WJH HHble (B 06lleM, Majo 060CHOBAH-
Hble) mpenanosiokenuss 06 o6LIMX CBOHCTBAX KOAAa M HA MX OCHO-
BaHHWH aHAJU3HPOBaJH JaHHble O CTPOEHHH GeJKOB. DTH PaloThI
npo6sieMbl He pewnau. Bropoit nepuon Hawascs c¢ 1961 roaa,
KOTJZa OTKPBUIMCH TPH NMyTH 3KCMEePHUMEHTAJIbHOrO H3YUeHHS reHe-
THYECKOTO KOJa — OMNBITH ¢ OecK/JeTOuHO# CHCTeMOH CHHTe3a
f6esika B TIPUCYTCTBHH HCKYCCTBEHHBIX TNOJHPHOOHYKJEOTHIOB
(Hupen6epr ¢ corp., Oyoa c cotp.), Bbi3biBaHHe MyTauu# y BH-
pyca Ta6ayHOl MO3aHKM C NOMOLUIbIO a30THCTOH KHcaoThl (ButT-
maH, ®penkeab-Konpart, Llyaxura u ap.) u aHaaus npogaasu-
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HOBbIx MyTaHTOB Gaktepuodara (Kpuk u corp.). HamnGosabuiee
3HAYeHHE MPU 3TOM HMeJH ONBbITHl ¢ OecKJeTOYHOH cHcTéMOM, no-
3BOJIMBLLIHE JaThb YacTHYHYIO pacwingpoBky kona. OaHako, mo-
ciaenyolue paboThl, XapaKTepU3YIOIllle COBPEeMEHHBIH MepHo.l,
NoKasaJi, 4To UeJblii psa ¢akTopoB (aHTHOWOTHKH, pas/HuHbIC
KaTHOHBI, OpraHuyeckKHe pacTBOPHTENH, TeMIepatypa) cyliecT-
BEHHO BJIMSAIOT Ha MOJiyuyaeMble Pe3yJbTaThl, B CBS3H C YeM MO-
ABHJIUCh Cepbe3Hble COMHEHHSI B a/JleKBAaTHOCTH OecKJ/JeTOUHOH CH-
cteMbl. Mexy TeM, Bce NONBITKH pacliudPOBKH KOJa, MOJHOCTbIO
HJH 4acTHYHO, 6a3UpOBAJIUCh Ha pe3y.,bTaTax OMNbITOB C Oeck.le-
TOYHOU cHcTeMoil. KpoMe TOro, BBISICHHJIOCH, UTO KOJ SIBJSIETCS
CHUJbHO BBIDOXKIEHHBIM, T. €. OJJHA U Ta XK€ aMHHOKHCJI0Ta KOIH-
pyeTcs, KaK NpaBHJO, HECKOJIbKMMH KOMOHMHAIUSIMH HYKJEOTH-
noB. OnHaKO, 3KcnepHMeHTasJbHbBle JaHHblE aHaJM3HPOBAJIUCH
TakuM o6pa3oM, KaK GYATO KOJ He SIBJSETCS BBIPOXK/IEHHBIM, UTO
MOIJIO BeCTH K KPYNHBIM oulu6kaM. B cBsI3W ¢ 3TUM, OCHOBHBIMH
3ajJayaMu B nNpobJieMe KOIA CTaJIM: HaXOXJEeHHe COBepLUIeHHO He-
3aBHCHMBIX OT GECKJIEeTOUHOH CHCTEeMBI METOJOB pacCIIH(pPOBKU
KOJa, Ha OCHOBAHHM TOJbKO NAHHBIX «HH BHUBO», U pa3paboTka
METOAOB aHalu3a 3KCIEePUMEHTAJbHBIX NaHHBIX ¢ YYETOM CHJIb-
HOH BBIPOXKAEHHOCTH kKona. Pemenne 3Tux aByx Hau6Gosee BaxK-
HBIX BONPOCOB M SIBUWJIOCH TJIaBHBIM NpeiMeTOM Hamux paoor,
ONHUCAHHBIX B NEPBOH YacTH AHCCEPTALUH.

OCHOBHBIM MaTepHajOM HJis pacliuPpoBKH KOHA, HCXOASl M3
HaHHBIX «MH BHBOY, SIBISIIOTCS 3aMeElLEeHUs aMHHOKHCJOT. B cBsi-
34 C 3TUM B TpeThell rjaBe «3aMelleHHss aMHHOKHCJIOT» '3TOT Ma-
TepHaJ MOABEPTHYT CIIELHAJbHOMY pPAacCMOTPEHUI0. 3aMelleHUs
MOTYT ObITb TOJBKO TOT[JA HCIOJb30BaHB JJis aHaJdu3a KOiIa,
KOrjla UMeeTcs MOJIHAS YBEPEeHHOCTb B TOM, UTO OHH IpeAcTaBJs-
I0T cOO0i pe3y/abTaT 3aMeHbl OJHOTO OCHOBaHUS (T. €. SABJASIOTCH
«pa3pelleHHBIME»). MeX1y TeM HH B OJHOM, OTAENbHO B35TOM,
cjyyae Tako#i yBEPEHHOCTH ObITh He MoxKeT. OGBIYHO NpHUMEHsIe-
MBI CTpOruil oTOOp MaTepuana TOXe He AaeT HUKAaKOH TrapaHTHH
OT omnGOK. MBI BriepBble MPUMEHHJAH [JIs KAaCCH(MUKALMH 3aMe-
LIeHUH CTAaTHCTHYECKU#l aHasju3, KOTOPHIH TNO3BOJHJ H3 BCETO Ma-
TepHa/aa BbIASTHTb JBe TPYNIBl — 3aBeJIOMO PaspeuleHHbIX 3aMe-
IeHHl U 3anpelleHHbIX 3aMellleHHi. DTOT MaTepHal H HCIIOJb-
3yeTcsl B JaJibHedlleM [Js HCCleJ0OBaHUS TeHeTHUeCKOro KojJa.

UemBepTas riaBa «O0mue cBOACTBA reHETHYECKOro KOAa» (i0-
CBsillleHA BBISICHEHHIO OCHOBHBIX OOILMX 3aKOHOMEPHOCTEH KOIHu-
poBaHMs reHeTHyeckoil HHpopmauuu. B aurepaType nocaeanux
JIeT 3TOMY BONPOCY YJAETSI0Ch HEJOCTAaTOYHO BHHMaHusA. Eaumct-
BeHHasa paboTa, cnelHasbHO MOCBsiilleHHAss OO6ILMM CBOHICTBaM
Kola — H3BecTHas cTaThbs Kpuka U coTp., ony0JMKOBaHHAs B
1961 ro1y. B Heil coenaHbl BHIBOABI O psifie CBOMCTB, OJHAKO 1/
3TOFO NPHMEHeHbl KOCBEHHble METOIhl, KOTOpble He MOTryT ObiTb
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BMOJIHE HaJeXHBIMH. MBI HCNOABb30BaNM {151 MCCJHEIOBAHHUS TeX
JKe BONpPOCOB JApYyrue MeToJdbl — TIJIaBHBIM 06pa3oM CTaTHCTHYe-
CKHMIl aHa/Nu3 3aMellleHuil. DTO MO3BOJHUJIO CAeNaTh CleAyIolHe
BBIBO/bI:

a) reHeTHYeCKH! KOJ yHHBepcaJieH, T. e. oblipe CBOHCTBA
KOJa M CMBIC] KOJOHOB OJMHAKOBBI JJIsI BCeX KHBBIX CYLIECTB,
XOTSl ‘He3HauyHTeJibHble Pa3/jiHuMsl B COCTABE «CJAOBapsA» AJi OT-
JeJbHBIX BH/IOB He HCKJIOYEHBI;

6) uHdOpMaLUsa O NepBHYHON CTPYKTYype 6enKa, 3aKOJHPOBaH-
Hasi B BHIe NOCJeNOBaTeJbHOCTH HYKJIEOTHAOB HH(pOPMALUOHHOIT
PHK, cuuTbiBaeTcst mnocaefaoBaTe]bHO, HAyHMHAs C HEKOTOPOH
(UKCHPOBAHHON TOYKH;

B) TEHETHYEeCKHi KO/ SBJAETCS He INepeKpbiBaloUIUMCH;

r) KOJOBOe OTHOLIEHHWE PABHO TPeM, T. €. Ha KaxKAYyl0 aMHHO-
KHCJIOTY NPUXOAUTCS 1O TPU OCHOBAHUS B HWH(OpPMAaLHOHHOH
PHK; )

) KOLOBOE YHUCJIO pPaBHO TpeM, T. e. KaxJas aMHHOKHCJIOTa
KoJupyetcss KoMOGuHauuelf U3 TpeX HYK/JEOTHIOB (TPHUIJIETOM);

e) KO SIBJSIeTCS CHJIbHO BBHIPOXKJEHHBIM, BC€ HJH TIOYTH BCe
TPUNJIETHl KOAHPYIOT aMHUHOKHCJOTHI, TAaK YTO GOJBLIMHCTBY aMH-
HOKHCJIOT COOTBETCTBYeT 60Jiee O(HOTO TPUILJIETa;

’K) IOCJeN0BaTeJbHOCTH aMHHOKHCJOT B OeJKe U KOJOHOB B
HYKJIEHHOBO! KHCJIOTe KOJIHHeapHHI.

Hu oanH M3 3THX BBIBOAOB He SIBJSETCS MPHHLUUMNHAJIBHO HO-
BbiM. OflHaKO 10 TMOC/efHero BpeMeHH OHH 0a3MpOBAaJIHCh JIHLIb
Ha HeMHOTOYHC/JEHHBIX KOCBEHHBIX JNaHHBIX. IlogTBepiknmenne c
NMOMOINBIO HOBBIX METOJOB JejaeT UX 3HAUUTeNbHO Gosiee JOCTO-
BEPHBIMH.

Ham ananus nan BO3MOMHOCTb HAHTH 3aKOH BBIPOXKIEHUSA
kona. BelpoxIeHHOCTh HOCHT He cJyyaHHBIH xapakrtep. M3 Tpex
O6YKB TpHUIJIeTa ABE SIBJASIOTCS OSJMIaTHBIMH, T. €. He MOryT GbITh
3aMeHeHbl Ha Jpyrue 6e3 H3MeHeHUs] CMbICJa Tpumaera, a
TpeTbsl — (PaKky/JbTaTHBHOM, T- €. MOXeT OBITb 3aMeHeHa (HA
Jo06yI0 UJAM BIOJHe OIpeieNeHHYI0 OyKBy) 0e3 H3MeHeHHUs
cMbicaa Tpumiera. @akyabraTHBHass 6yKBa BO BCeX TPHUIJIETAX
3aHMMaeT OHO U TO XK€ MecCTO.

Ecom Gbl reHeTHUECKHH KO Obl1 BHIPOXKAEH CaAy4aHHbIM 06pa-
30M, TO C MOMOLIbI0 MMeoLHXCs (PaKTHUECKHX JaHHbIX O HO3HA-
yHo pacuwudpoBaTh ero 6u710 Obl HeBO3MOXKHO. (Takasi BO3MOXK-
HOCTb MOSIBUJIACH TOJbKO IMOC/J€e OKOHYaHUs Halueii paboTHl, B MO-
caennux onbltax Hupen6epra). OnHako, ycTaHOBJIeHHE HepaBHO-
LEeHHOCTH GYKB TPUILJIETAa AaeT BO3MOXKHOCTb MPEAJOKHTbH MeTO.,
OHO3HAYHOH paclHdpPOBKH BBIPOXKIEHHOro koxa. Huas storo ee
cJeayeT Moapas3fesiuTh Ha JBe YAaCTH: CHayaJja BBISCHHTb COCTaB.
0GJUTaTHBIX MNap, KOAHPYIOUIHX BCe aMHHOKHCJOTHI, H TOJbKO
nocJie 3TOro MepexoguTh K MOJHOH paciundpoBKe Koxa.
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ITstas rnaBa «Onpenenenne oGauraTHuIX GyKB» pacnajaercs,
B CBA3H ¢ OoOLIMM TJaHOM paboThl, Ha 1Be YacTH. B nepBoil ua-
cTH o6GJiMraTHele GYKBbI ONpefensioTCsl ¢ NOMOLLbI0O KaueCTBeHHO-
rO aHaju3a pe3yJibTAaTOB ONBITOB ¢ OeCcK/JeTO4YHO#H cucTtemoil. Bo
BTOPOH — TO XK€ JeJlaeTcsl Ha OCHOBAaHHH NAaHHBIX «UH BHBO». B
nocjejHeM cjiyyae YyAaJochb NPHMEHHMTb JIJs 3TOH LlelH yeThipe
pasHbix Metona. Bce oW jgaau cornacHble pe3ynbTaTthl, COBMA-
Japlile ¢ MoJIY4YEeHHBIMH NpPU aHaJjM3e ONbITOB ¢ GecK.JeTOYHOH
cuctemoil. Takoe coBmaleHHe NMOKa3blBaeT, UTO HOpMaJbHas Oe-
CKJeTOYHas cucTeMa, B Toil opMe, B KOTOPOil OHAa NMPUMeHsAIACh
B onbitax HupenGepra u Ouoa, NpUBOAHT K TeM K& BbIBOIAM,
YTO W AaHHbIe «HH BHBO>.

B uiecroit rimaBe «AGCOMIOTHBINH NMOPALOK GYKB B KOJOHaX»
paccMOTpeHbl TNyTH ONpeJeJieHHs NOcJeL0BaTeJbHOCTH OCHOBA-
Huil B Tpunjaerax. MudopMauuu no naHHoMy Bompocy HMeeTcs
JIOBOJILHO MaJio, TIO3TOMY AJSl €ro BhIsSICHEHHSI GBblJIO NMpUMEHeHO
ceMb Pa3JIHYHBIX MeTOJOB (YacThb U3 HHX Oblja BnepBble Npeaso-
JKeHa aBTopoM). /IBa MeTo/na OCHOBaHBI Ha aHaJsu3e pe3yJibTATOB
ONBITOB ¢ GecK/AeTOYHOH CHCTEMOH, TPH ABJSAIOTCS IeHeTHYeCKHMMU
M JBa UCNOJIb3YIOT HEMHOTOYHCJEHHbIe NaHHble O NMOCJel0BaTelb-
HOCTH OCHOBAaHHH B NPHUPOAHBIX HYKJIEeHHOBBIX kucaorax. [lo-
CKOJIbKY BO'BCeX CJyuasiX aHaausi6asupyercs HajHe60JAbLIOM Ma-
TepuaJse, 3TH METOAB JaJH OTYACTH NPOTHBOpPeUHBBbIE pe3yJibTa-
Thl. OHaKo, cpaBHeRHe JAaHHbIX, NOJYYEHHbIX Pa3HbIMH MeTOlda-
MM, MO3BOJHJIO OAHY W3 BO3MOXKHBIX NMOCJeIOBaTeJbHOCTEH CuM-
TaTb HauGoJsiee NMPaBAONOLOGHON.

B ceabmoil raaBe «PacundpoBka reHernueckoro Kopa», 3a-
Bepulaolllell NMepBYylO 4YacThb AHMCCepTalMH, pa3paboTaH MeTOA,
TI03BOJISIIOIUHNA OJHO3HAYHO aHAJH3HPOBAThL 3IKClepHMeHTaJbHble
JllaHHble B CJiydae BBIPOXIEHHOTO Koxa. DTOT MeToa Obla NMpHMe-
HeH K aHa/lu3y pe3y/abTaTOB ONBITOB C OGeCKJIETOYHOH CUCTeMOH,
YTO NMO3BOJIMJIO pacwindpoBath 6OMbLIYI0 YacTbh TpHIeTOB. B co-
OTBETCTBUM C TNEpPBOHAYaJbHBIM INJaHOM paboThl, B 3TOH riase
npeanoJiarajock, TakK e Kak B MATOH, NMONbITaTbCA 1aTb He3a-
BHCHMYIO pacliu¢pOBKY TPHUIMJIETOB Ha OCHOBAHHM OMNBITOB ¢ Gec-
KJIETOYHOH CHCTeMOH W Ha OCHOBAHHH OMNBLITOB «HH BHBO»». OjHa-
KO, YXKe BO BpeMsl HalHCaHHs AuMccepTallUH NOsiBHJCA psa padoT
HupenGepra u cotp. (1965) no npuMeHeHHI0O HOBOH GeCKJICTOYHOH
CHCTEMBI, [1e CPOACTBO aMHHOKHCJIOT K TPHILJIETaM OlNpejensieTcs
He MO0 BKJIOYEHHIO AMHHOKHCJAOT B MOJUMENTHAbl, a Ha 3Hauu-
TeJibHO GoJiee paHHeH cTaguM — NPH NPHCOEIUHEHHH HX K pubO-
comaM. Caenyer 3aMeTuThb, YTO 3TH pabOTH AaJH NpPsiIMOe 3JKcie-
pHMeHTaJbHOe MNOATBepXKIeHHe psiAy BBIBOAOB, CAEJaHHBIX aBTO-
pom paHee (Jlyunuk, 1963), ¢ nomoliblo pa3pabOTaHHBIX UM Me-
TONOB U BONpPEKH NPOTHBOPEYHBBIM BHIBOJAM aBTOPOB APYTrHX pa-
6or.
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Baarogaps mnosiBiieHHIO YHNOMSIHYTBIX PpaboT, OKOHYATEJbHYIO
paciindpoBKY KOZA CTaJO BO3MOXKHBIM YNPOCTUTL H CcHeJaTh
6osee y6enuteabHoil. Ha ocHoBe HalieHHBIX Bbillle OGJUTraTHBIX
nap Obl1a npoH3BedeHa pacllH(pPOBKA TPHUIIETOB C NOMOLIBIO
MeTOJ0B, NpeajoxeHHBIX aBTopoM. CpaBHeHHe MOJYyYEHHBIX pe-
3yJIbTaTOB C HOBbIMH pe3ysabTaTaMu HupenGepra majio mnoYTH
noJiHoe coBnajende. Ilocie He3HAUHTENbHBIX B3aHUMHBIX yTOYHe-
HUH cOBpeMeHHOEe COCTOSIHHE pacliH(PpPOBKH TeHeTHYeCKOro Koja
6bl10 JTOBEAEHO 10 YPOBHS, npeiacraBjedHoro B tabauue 1. Cue-
LyeT 3aMeTHTb, UTO 3TH pe3y/bTaThl HYXHO CUHTAaTb 3HAUH-
TeJIbHO 6GoJlee JOCTOBEPHBIMH, ueM NyOJHKOBaBLUHecs KOrja Ju-
60 paHee. B ux gocroBepHOCTH y6exjaaeT, B YaCTHOCTH, HX COIO-
CcTaB/leHHe ¢ PSANOM JAaHHBIX «HH BHBO», He HCMOJIb30BaBLIMXCS
IJist paclindpPOBKH TPHUMJIETOB, TAaKUX KaK KOppeJsilHH MexXxay
cocrasom JIHK u Genkos, coctaBoM PHK u 6enkoB, naHuble o
HUTPHUTHBIX W CNOHTAaHHBIX 3aMelleHHSIX aMUHOKUCJIOT B Oeakax

IIPH MyTaUHaX.
Ta6nanuuga 1

CospemeHHOoe COCTOSHHE PacHPOBKH reHETHHECKOro Koaa

AMHHOKHCAOTHI KonowHumn
Ananun TUA, rur, rut, roy, (@)
Aprunun LICT, LUTA, LUI'L, (ArA), (?)
AcnaparuHoBasi KHCJOTa FAL, TAY
Acnaparun AALL, AAY, (?)
Llncrenn yry
lnoramuHoBas Kucja0Ta T'AA, TAT
I'aoTaMux LIAA, LIAT
Canunu I'TA, I'TL, I'TY, (I'TT)
Tuctuaun LIAL, (LIAY)
Hsoneiiuun AVA, AYlU, AYY
Jlefiuux LY, UyL, LYY, YYA, ¥yr
JIusux AAA, AAT
MeTtHoHHH AYT
dennaananun YYy, YYL
Ilpoann LA, LILILL, LIy
Cepun ATLI, ATY, YUA, YUT, YUL, Y11V,
Tpeouun AUA, AL, ALLLL, ALLY, (LILLT), (?)
Tpunropau yIr
Tuposuu VAL, YAV
Baaun YA, TVT, TV, TYY
Honcencn YAA, (VAT)
He pacuwndposann LUry, LYA, ¥TA, yru

IMpumeuyanus: 1. IMocrenopartenbHocTb yKasaHa B HampasieHRH OT
3’ K 5/-THAPOKCHAY. CUHTHIBAHHE TpH CliHTe3e OejKa CnpaBa HaJieBo.

2. B cko6kax — BeposiTHble, HO HEJOCTATOYHO jAOKa3aHHble. Bomnpocuresib-
HbIH 3HAK — BO3MOXKHOe (MaJOBEepOSiTHOE) CYyIHECTBOBaHHE MONO/HHTE/NbHORO
KojoHa.
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Lobasaenue npu okonuaTesbHOU pedakyuu. YxKe 1ociae OKOH-
YaHHsA AMCCeDTallMH W HanucaHus aBTopedepaTa HaM CTaJa
u3BecTHa InoclelHas pabGora  XopaHa M COTp., B KOTO-
po#l naeTcsi MOUYTH NoJiHasi paciuindpoBKa TeHETHUYECKOTO KOad
C TTOMOUIbIO HOBBIX MeTOA0B. JTa paboTa MOJHOCTHIO MOATBEPK-
JaeT cllelaHHble HaMH BbIBOAH. EIHHCTBEHHOE pacXoXieHHe —
tpunier LI, KOTOpPBI OBl HAMH MPEANON0XKHUTEAbHO pacling-
pPOBaH KaK KOAMPYIOIUHH TPEOHHH (aBTOpPBI HUTUPYeMOH paloTHI
CYHTAIOT, YTO OH KOJHpYeT INposuH). Kpome ToOro, pesy/braThl
3TOH paGoThl NO3BOJSIOT NONMOJHHTL Hawly TabJauLly TpUMJeTaMH,
JJs paciiu(pOBKH KOTOPBIX Y Hac He OBLJIO JOCTATOYHBIX OdH-
neix; LII'Y xonmupyer aprunuu, a YI'Ll — uucrteun. dtu pesy.ih-
TaThl paccenBalOT NOCJeJHHe COMHEHHS] B aJeKBaTHOCTH pacling-
POBKH KoOja.

INocsenyiole rjaBel AUCCepPTALUH TOCBSILIEHBl 3KCNEPHMEH-
TaJbHO-TEOPETHUYECKOMY  aHAJHU3y paAHalHOHHO-UHUTOTeHeTH!Ie-
cKUX u3MeHeHu#l. B BocbMOI riiaBe « U3yueHne untToreHeTnyeckux
noBpexiaeHni», sBiasiollelicds BBOLHOH KO BTOPOH uyacTH, jaaer-
csl KpaTKMH OYepK HMCTOPHH H3yuyeHUs MexaHM3Ma 06pasoBaHUs
XPOMOCOMHEIX MyTauuil Noja AedCTBHEM H3JyueHHH M ero 3Ha-
YeHHUsl OJs1 pa3BUTHA APYTrUX obsactelt O6uosorun. Paccmorpenue
COBPEMEHHOT0 COCTOSIHMSI NpOG6JeMBl TOKa3BIBaeT, YTO B HAacTO-
silee BpeMsi HauboJjee aKTyaJbHBIMH SIBJASIIOTCS CJeAyloliye Bo-
NPOCHI:

a) IOKa3aTelbCTBO BOCCTAHOBUMOCTH (IOTEHLUHAJIBHOTO Xapak-
Tepa) NMepBHYHBIX H3MEHEeHHH XPOMOCOM;

6) BHIsiICHEeHHEe TIPHPOABI MEPBUUYHBIX MOBPEXKAEHHH, JexalluX
B OCHOBe reHeTHYeCKHX M3MeHeHHUH;

B) H3yuyeHHe MeXaHH3Ma peajii3allMd NepPBHYHBIX NOBpeKje-
HHli B HeoOpaTUMble H3MeHEHHs ¥ MeXaHM3Ma BOCCTaHOBJIEHHS
NOBpPEeXAEHHbIX BHYTPUKJIETOUHBIX CTPYKTYP;

r') HcCleOBaHHe CBSI3H YNOMSHYTHIX Bhille H3MEHeHH# H npo-
LIeCCOB ¢ KJETOUHBIM LHMKJIOM H €O CTPYKTYpaMH H IpolieccaMu
MOJIEKYJIAPHOTO YpPOBHS. VIMEHHO 3TH BONpPOCH M CTOSAT B LEHTpE
BHHMAaHHsl B TNOCJeQYMOIUUX TJaBax AUCCEPTalMH.

B BocbMOil IJ1aBe OonHcaHbBl TaKKe OCHOBHBIE METOJbl LHTOTe-
HEeTHYECKHX HCCJeJOBaHHH, B YaCTHOCTH, METOAHKA COOGCTBEHHBIX
ONMBITOB. DKCIEepUMeHTa bHAsl YyacTh Halled pa6GoThl Obla mpose-
JeHa rJaaBHBIM 00pa3oM Ha ceMeHax H NPOPOCTKAX ropoxa copra
Kanutas, 06J1yyeHHBIX raMMa-jiyYaMu paguoko6anbra. Jlo3bl 06-
JIyYeHHsl, TAK 3Ke KaK MX pacrpeeseHde BO BPeMeHH, BpeMs (HUK-
CallMH, IOMNOJIHHTEJIbHBEIE BO3JEeHCTBHS B PAa3HHIX ONBITaX BapbH-
poBaJiUCh B LIMPOKUX mnpepenax. @Pukcauuss NPOH3BOAHJIACL B
CMeCH CIHPTa, YKCYCHOH KHCJIOTH H xjopodopma 6:3:1, uccae-
ROBAJIHCh JaBJieHHble NpenapaThl, OKpalleHHbie aleTOJaKMOUI0M.
Bo Bcex onbiTax ompejensijiacb MHTOTHY€CKAasds aKTHBHOCTb, MOA-
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CUMTBIBAJIOCH YHCJO KJETOK, HaXOAfLMXCA HAa pa3HbIX ¢asax je-
JIEHHsl, a TakKie NPOBOJHJICA NOAPOOHBIH aHANIU3 HEHOPMaJibHBIX
aHatdas. B anadasax 1auddepeHUHPOBAHHO TNOACUMTHIBAJHCH
(oanHOuUHBlE W MapHble): MOCTHI, NMOJYMOCTHI, NpoGenbl, KOablia,
npsmble, QyroobpasHble M ToYeuHble PparMeHThH. B cnenmadn-
HBbIX ONBITaX YYUTHIBAJHUCh H HEKOTOpble JOMNOJHUTENbHBIE OKa3a-
TeJH.

Bomnpoc, cocrasasiominii comep:kaHue aeBsATONH raaebl «Boc-
CTAHOBHMOCTb MNEPBHYHBIX LMTOT€HETHYECKHX TOBPEXAEHHH»
B TOCJefHHe TOAbl fABJSAJCS NPEeIMeTOM OMKUBJEHHBIX THCKYCCHH
W UHTEHCHBHO HCCJE[0BaJICs SKCIepHMEeHTalbHO. B Kiaccuueckoi
PaaHOGHOJNIOTHH TOCHOACTBOBAJIO NpeAcTaBjeHHe O HeoGpaTUMO-
CTH TlepBHYHBIX M3MeHeHHH, JieXXalluX B OCHOBE TeHEeTHUYeCKHX
H KJETOUYHO-JeTaJbHBIX 3(pdekroB o06ayuyenusi. Ilocne orkpbiTus
siBJeHHs. (OTOpPeaKTHBAUUHN cTaJjia OYEeBHAHOH BOCCTAHOBUMOCTH
NePBHYHBIX TOBpEXJEHHH, BHI3BIBaeMBIX yabrpacduosnerom. B Ha-
CTOsilllee BPeMsl 3TO siBJeHMe, TaKXKe KaK M «TeMHOBasi» PeaKTH-
BallHs, HCCJIEN0BAHBl HOCTATOYHO rIyOOKO, BIJIOTh [0 BBISICHEHHS
OMOXMMHYECKHX H MOJIEKYJspHbIX MexaHuaMmoB. [lepBble yKa3sa-
HHSl Ha BOCCTAaHOBHMOCTb NepBHYHBIX TOBpPEXAEHHH NMpH AeHcT-
BHH MOHH3HpYyIOlleH panuauuy ObIIH TOJIyYeHBl TOJBKO B HATH-
JecsThIX TOAAaX KAaK B OTHOIUEHHH KJIETOYHO-JIeTaJbHbIX 3¢ deK-
toB (B. U. Koporoaus, O. B. Manunosckuii, T. Aasnep, 2. Bur-
KMH, M. DJIKUHX H Ap), TaK U B OTHOLUIEHHH TeHETHUYECKHX H LH-
toreHetHueckux 3t dekroB (H.B.Jlyunuk, P.Kum6aan, K. Jo-
Hudr, 1. Aysp6ax u ap.). OnHako, X0Ts 4HcJ0 (aKTOB, KOTOpoLIe
Jlerye Bcero o0BbsICHAJNMCH C IO3HLHUU THNOTe3bl BOCCTAHOBJEHMS,
HelpephIBHO BO3pacTaso, UX NPH JKeJaHHH MOXKHO Gblio 00bsc-
HATb U MHaue (HanpuMep, pa3HOH NEPBHYHON IOPAXKaAeMOCTbIO
KJIeTOK WJH pasUYHbIMH BTOPHYHBIMH 3 dekTamu). B orHouie-
HUH BOCCTAHOBJIEHHS ©OT KJETOYHO-JIeTaJbHbIX MoBpexaeHuf
ENoJHe y6enuTeJbHble JIOKa3aTeNbCTBA €ro CYLIeCTBOBAaHUS OBLIH
noayuensl B. Y. Koporoauubim. 15 nuroreHeTnueckux 3hpeKkToB
OHH OTCYTCTBOBaJH JoJjbuie. [losToMy B HacTosiued riaaBe rJaBs-
HOe MeCTO 3aHMMaeT pacaMOTPeHHe CTATUCTHUECKHX 34KOHOMED-
HOCTell pacrnpelesieHus] MOBpeXIEHHH IO KJeTKaM, TaK KakK OHO
JaeT Haubosiee 6ecCrIOpHOe |IOKa3aTeJbCTBO BOCCTAHOBJEHHS
KJETOK OT NEPBHYHBLIX NMOBPEXKJEHMH, JeXKalluX B OCHOBe 06pa-
30BaHUS XPOMOCOMHBIX MYyTalHuil.

B Hamux onblTax yAaBajoCh CHH3HTb YHCJO XPOMOCOMHBIX
MyTalHi He TOJBKO NYTeM XHMHYECKHX BO3AEeHCTBHH HerocpeacT-
BEHHO nepel oOJydYeHHeM, HO TakxKe NpPH BO37eHCTBHSX MNocje
o6ayyeHuss ¥ NpH U3MeHEHHH (U3HOJOTHYECKOTO COCTOSIHHSI 00-
JyyaeMHX KJeToK. B kauecTBe mpuMepa B Tabauue 2 npusene-
Hbl pe3y/ibTaThl ONBITOB MO BJIMSHUIO LHCTeHHA nocje 06JyyeHHsi
W N0 BJMSHHIO COJepKaHHUs BOAbl B 06JydYaeMbIX C€MeHax Ha HX
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Ta6auuya 2
Hamenenne pajnouyBCTBHTENBHOCTH CEMSH TOPOXa B Pa3HHIX YCJAOBHAX

Bapuanti Yucao [MpoueHT Yucno ¢parmeHToB
HCCAe0-| KJIeTOK ¢
BaHHbIX | (pparmenra- Ha KJeTKy
OMBITOB ; Ha obayueH-
anagas MH HYI0 K3eTKy ¢ q’l;:'::leﬂ'
HamaunBauue nocie 06-
JVYEHHS]
B BOJe 1450 24,5+ 1,13 0,62+0,021 | 2,24+0,075
B LHCTeHHe 1400 84+ 0,74 0,19+0,012 ] 2,21+0,138

Coxepxanie BOgH B 00-
Jy4aeMblX KJAeTKax

Hu3koe (5—8%) 1150 50,0 =

BbicOKoe (12—16%) 1100 26,5 +

471 1,400,034 | 2,80+ 0,066
)33 0,71+0,026 | 2,600,096

MMpumeuanune. Tlokosmuecs cemena oGayua.aich gosoit 15000 pan.
Duikcaluusi — B KOHILle TMepBOTO MHTO3a.

PalHOYYBCTBHTEPHOCTb. B OGOJbIIHHCTBE IOAOGHBIX OMNBITOB,
TaK JKe KaK H B TOJbKO YTO NpHBEAEHHBIX, OTMeYaJjcsi cBoeoOpas-
HBI XapaKTep M3MeHEHWS PaHOYYBCTBHUTEJBHOCTH: YHCJIO TO-
BpeXKJIeHHbIX KJIeTOK yMeHblIaa0Ch, HO CpPeJlHee YMC/I0 H3MEHEeHHH
Ha NOBPEXAEHHYIO KJETKy OCTaBaJloch NOCTOSIHHBIM. Takoil «ro-
KJIeTOUHbIH» XapakTep H3MeHeHHs 3¢ ¢eKTa OTMeyasicsi H APYTHMH
apTopamu _([lkekcon, bap6ep, Maurtean, I'punbaat u ap.), HO
HHUKONAA He HBJSJICS NMPeIMeTOM CHeLHaJbHOrO HCCJeJOBaHHSA.
ABTOpOM GBI NOAPOOGHO H3YyYeH BOMPOC O BO3MOXHBIX NMPHYHHAX
NOKJIETOYHOTO H3MeHeHHs 3¢ @deKTa, npuyeM ObIIO NMOKa3aHo, YTO
Ijs oObsicHeHHS HaG6J110aeMOro sIBJEHUS MOXHO NPeNJOXKHTb
HECKOJIbKO THMOTe3, TpeOYIoLHX, ONHAaKO, pa3HO# 3aBHCHMOCTH
3¢ ¢dekTa OT M03bl M PA3NHYHON CBSI3U MEXKAY YHCJIOM XPOMOCOM-
HBIX MYTalUWid U MHTOTHYECKOH aKTHBHOCThbIO. CrnelHanbHO MNO-
CTaBJIeHHbIe OMBITH NIOKa3aJu, YTO H3MeHeHHe 3¢ (deKTa He conmpo-
BOX/2€eTC M3MeHEeHHEeM MHTOTHYECKOH aKTHBHOCTH H YTO C MO-
BhILIEHWEM H03bl 06GJIyYyeHHs] BO3pacTaeT He TOJIbKO oflliee 4YHCJIO
MYTalHi, HO TaKXKe YHCJO KJIeTOK C MYTAaUUSIMH H CpelHee YHC-
JIO MyTauuil Ha U3MEeHEHHYIO KJeTKy. DTH pe3yJbTaThl OTBEYaloT
€/IHHCTBEHHOH THIIOTEe3e, COrJIacHO KOTOpPOH MOKJEeTOUHOe pacnpe-
lleJleHHe MYTalUil CBsI3aHO C BOCCTAHOBJIEHHEM KJETOK OT nep-
BHYHBIX TIOBpEX/JEeHHH, NMPOUCXOAAIMNX N0 NPHHIUNY «BCe HJIH
Huuyero», Takum o6pasomM, cyllleCTBOBaHHe I[OCTPaAHalHOHHOrO
BOCCTAHOBJ/IEHHs] OT MEPBHYHBIX NOBPEeXIEHHH, JeXalluX B OCHO-
BE XPOMOCOMHBIX MYTaUHil, MOXKHO CYHTaThb AOKa3aHHHIM. B auc-
cepTalHH NpUBedEeHBbl TaK¥Ke pe3yabTaThl IPYTHX OMBITOB, NPHBO-
ISIUMX K TOMY 2Ke BBHIBOJY.
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IMonyyeHHbili BBHIBOJ JaeT BO3MOXHOCTb HCMOJIb30BaTh (akT
MOKJIETOYHOTO BOCCTAHOBJIEHHS [J/f1 KOJHUYECTBEHHOH OLEHKH YHC-
Jia BOCCTaHaBJIHBAIOIINXCS KJETOK, KOTOPOe NpPSMbIMH METOJAaMH
onpejensiTb He/ab3s. MeToad OCHOBaH Ha aHaiause HabJio-
aeMOro B OfbiTax pacnpejeneHiis MNOBpexAeHUH 1O KJer-
kaM. CocraBienbl creuHaJjbHbie Ta6uiUbl, 3HAYUTENBHO Y-
poluaoule aHaaus.

ITocne p0kKasaTesnbCTBAa NOTEHLHAJNbHOTO XapaKTepa nepBuY-
HbIX M3MeHEeHHH, ecTeCTBEHHO, BCTaeT Bompoc o6 HX INpHpode.
DTOMY BONpOCY MOCBslleHa JecsaTasi ryiaBa auccepraunu «llpu-
poia NMEepBHYHbIX LUTOTEHETHYECKMX NMOBPEXAeHHit». B stoii raa-
Be NOJABEPrHYTH KPHTHUECKOMY pacCMOTPEHHIO NpejJarabBlIHecs
B pa3HOe BpeMsl THNOTE3bl O NMPHPOJEe MEePBUYHBIX MOBpPEXKAEHHIL.
Bce cyuiecTByooumue B3rasilbl MOXKHO CBECTH K UeTbipeM THIOTe-
aaM. Cor/iacHO nepBOil M3 HHUX, NepBHUHOE H3MEHeHHe IpelCcTaB-
asiet coboil usuueckuil (MCTHHHBIR) pa3ssom xpomocoMmbl (Hasa-
wuH, Craanep, Jlu, Pun u ap.). Cornacso BTOpof, NepBHYHOE
NOBpeXAeHHe NpeacTaBiageT co00H <«MOTEHUHAJbHBII Pa3ioM»,
T. e. MecTo, crioco6Hoe Kk passiomy (Toneir, CBencon, JItoHHHT U
np.). Tperbs rumore3a mpexamosiaraet, YTo OGJy4eHHe BBHI3bIBAeT
BO3HUKHOBEHHE MECT, CrnocOOHBIX K pekoMb6uHauuu (Cepebpos-
ckuii, Pusenn, Meenc n ap.). CornacHo 3To#t «06MeHHOMN» THIIO-
Te3e (ppanveHTH paccMaTPUBAIOTCH KaK pe3yabTaT HeNoJHbIX
o6meHoB. HakoHen, ueTBepTasi runore3a npeanoJaraet, 4To nep-
BHYHOE MOBpEX/JeHHe COCTOMT B JIOKaJbHOM H3MEHEHHH MaTpuu-
HBIX CBQHCTB XpoMocombl (JlyuHuk). Bce rH0Te3bl CTaBAT Ha-
6at0aemMbte H3MEeHEHHWsl B CBfI3b C COOBITHAMH KJIETOUHOTO LHK-
Jla, B YaCTHOCTH, C TIpOLeccoM penynauHkanuu xpomocom. Cornac-
HO TpeM MepBLIM THMOTe3aM, BO3HHKHOBEHHE OJHHOYHBIX (T. Ha3.
XPOMATHAHBIX) H MAapHLIX (T. Ha3. XpOMOCOMHBIX) abeppaunmii cBs-
3aHO ¢ TeM, 06Jy4aloTcs il XpOMOCOMbI B «pacllefyieHHOM» HJIH
«He pacuienjeHHoM» cocTasiHui. UeTBeprasi («MaTpHuHas») THIO-
Te3a CBsi3bIBaeT BpEeMS pPefyMJIHKalUH XPOMOCOM © MNEPeXOaoM
HNEepPBUYHBIX U3MeHEeHH! B HeoGpaTHMYyIO dopMy.

[IpoBeneHnble OMBITHI MOKa3ajH, YTO OXHIaeMass C TOUKH
3peHHs CTapbiXx THIOTe3 CMeHa BO BPEeMeHH OXHHOYHHIX abeppa-
UM napHHIMM Ha6/l0JaeTcsi TOJMbKO JJsi «06MeHOB» (KOTOpbie
B OCHOBHOM M PacCMaTPHBAaJHChb CTOPOHHHKAMH YMOMSHYTBIX TH-
note3). [las apyrux rpynn aGeppauuii Takoil nepexon He HalJro-
naeTcsi, YTO, HapSdy C COBPEMEHHBIMH NPENCTaBJAEHHAMH O CTPO-
€HUH W MeXaHH3Me PelyNJIHKalHUH XPOMOCOM, TOBODHUT MpPOTHB
3THX THIOTE3.

B Hamux onbiTax, B MOJHOM COOTBETCTBHM C pe€3y/abTaTaMH
IPYrHMX aBTOPOB, OBIIM NOJYYeHbI acHMMeTPHYHbIE KPHBBIE Bpe-
Msi—3(hdeKT ¢ MaKCHMYMOM, NPHXOASLIUMCS HA BpeMs nepexona
OT CHHTETHYECKOil K MOCTCHHTeTHUYeckoh cTaiuu MHTepdaswl. [1pu-
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MeHeHHe MeT0,1a, ONHCAHHOTO B JeBSATOH IJaBe IHCCEPTAallMM, MO-
3BOJIMJIO BBISICHHTB, UTO yMeHblUeHHe 3(PdeKTa B CHUHTETHUECKOH
H NpecHHTeTHYeCKOH CTa MU CBSI3aHO ¢ MOCTPAIHALHOHHBIM BOC-
craHoBjeHHeM. Hu3Kuil Ke NpPOLEHT XPOMOCOMHBIX MyTalMi B
KJeTKax, OOJMyuUeHHBIX B NOCTCHHTETHYECKOH CTa UM, KaK 110Ka3bi-
BaeT TOT XK€ aHaJjiu3, CBSA3aH C HepeasJH3allHell CKPBITHIX MOBpeX-
JeHuil. DTH pe3yJbTaThl Jajd OCHOBaHHWe cHOPMYJHPOBATH YIO-
MSAHYTYIO Bbllle MaTPHYHYIO THMOTe3y, COIJacHO KOTOpOi#l mnepe-
XOJ CKDBITBIX MOBPEXAEHHH B HeoOpaTuMyl (OpPMY OCYILeCTB-
JiseTcsl BO BpeMs M B Ipollecce CHHTe3a JOYEpPHUX XPOMaTHA.

OpuHHanuaTtass riaBa «MaTpH4YHas rumore3a» [OCBSILLEHA
JajbHelieMy O6OCHOBaHMIO M OoJiee JeTajbHOH pa3paboTke
B3IVIs0B, COPMYJIHPOBAHHBIX B INpedbinylleil riase. B cBsi3u
C TeM, YTO XPOMOCOMBI CTPOATCS NOJYKOHCEDBAaTHBHO, T. €. KaX-
Jasi HOBasi XpOMAaTH/Aa COCTOMT HAmnoJIOBUHY H3 HOBOrO, a Halo-
JIOBHHY M3 CTaporo MaTepHaJja, cjenoBaso Obl 0XMAaTh, UTO
NOJIHble Pa3pbiBbl JOJMKHB HA6/I01aThCsl TOJBKO BO BTOPOM
nocie oOJyyeHHss MHUTO3e, TaK KaK COlJJaCHO MAaTPHYHOH TIH-
noTe3e U3MEHEHHBIMHM JOJIKHBI ObITb TPEUMYLIECTBEHHO J10-
YyepHHe CTPYKTYpPhl. MeXay TeM ONbITHl NMOKa3bBalOT, YTO YiKe
B NepBOM MHTO3e HabJ/l0JaeTcsi 3HAUYMTENbHOE YHCJAO TMOJHBIX
paspeiBoB. Takoro pesyabrara cjaefoBajo Obl 0OXHAaTb IIpH
KOHCEepBaTHBHOM IOCTPOEHUH XPOMOCOM, KOria OJHa H3 XpO-
MaTH[ COCTOMT TIOJIHOCTbIO M3 HOBOTO, a Jpyras — M3 CTaporo
MarepHuaJna.

ABTOpPOM OBIIO BHICKA3aHO NPEIINOJNOXKEHHE O TOM, YyTO 06JaY-
yeHHe MOXKeT NOBpexJaTb HOPMaJsbHBIEI MeXaHH3M (OPMHpPOBA:
HHS XpOMOCOM, B CBSI3H C YeM ® IIepBOM MHTO3e HabJlojaercs
BCce MHOroo6pasnHe XpoMOCOMHBIX MyTauuii. CrnelnajbHO NOCTaB-
JIeHHble ONBITHI NOKa3aJjH, 4TO OTHOCHTEJNbHOE UHCJI0 MYyTallHi,
COOTBETCTBYIOLHX HeNpaBHJbHOMY (HOPMHPOBAHHUIO XPOMOCOM
BO3pacTaeT ¢ J030H 0OJyuYeHHs M yMeHbllaeTcs CO BpeMeHeM 3a
CueT yMeHbLIeHHS YHcJa MYTalHH, COOTBETCTBYIOIUHX INpPaBHJIb-
HoMYy (opmupoBaHulo. Takoil B3auMHBI mnepexoJ HabJaogaeTcd
JJs Bcex Tpex map abeppaului, JJs KOTOPHIX OH NPENCKa3HBaeT-
Cs TeopMeH: a) Aas mapbl npocThle (pparMeHTHl — MapHble NPo-
6eabl; 6) nyroBblie parMeHTHl — napHble ¢GparMeHTsl; B) MHpo-
CTble MOCTbl — NapHble NOJyMOCTH. JlomoJHHMTeNbHBIE XHMHYE-
CKHe BO3/EeHCTBHS TaKXKe H3MEHSIOT COOTHOLIeHHUe uhca abeppa-
LHH,. COOTBETCTBYIOLIUX JBYM THNaM (OPMHPOBAHHUS XPOMOCOM.
B GoabmuHCTBE C/yyaeB 3TO H3MeHeHHe INPOHMCXOMMT Ha Qoie
obuiero BoccTaHOBJAeHHs. KOJXHLMH, COBEPLIEHHO He BJHSAIOLIHIT
Ha CTeneHb NOCTPaJHAaUHOHHOIO BOCCTAHOBJIEHHS, NOBBIUIAET OT-
HOCHTEJbHOE YHCJIO XpOMOCOM, (OPMHPYIOIUUXCA HeNpaBHJIbHO
H NoTtoMy jaeTr HaH6oJiee NeMOHCTPAaTHBHbIE pe3yJbTaThl, KOTO-
phle npuBeieHn B Tabauie 3.
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118

Ta6auua 3

BausiHMe KOJXMLUHHA HAa YHCJO HEKOTOPLIX THIOB XPOMOCOMHBIX aGeppauuﬁ, Bbi3BAHHBIX OﬁﬂquHMeM

THABL XPOMOCOMHBIX Kontpoan KoaxuuuH

- Pasunna t p

aGeppauuii a6cou. na 100 a6coii. Ha 100

uudpol KJIETOK uudpet KNeTOK
[Mapuele npo6eiibl 60/209 30,0+3,2 48/200 24,0 £3,0 6,0+4,4 1,36 017
ITpocreie  dparmenTsbl 14,200 7,0+1,8 22/200 11,0+2,2 4,0+2.9 1,40 0,16
Cymma 74/200 37,0£3,4 70/200 35,0+ 3,4 2,0+4,8 0,42 0,67
[Mapuvle ¢parMeHTH 20/300 6,7+ 1,4 12/350 3,4+£1,0 3,3+1,8 1,86 0,66
Jlyrosble ¢parMeHThl 21/3.0 7,0+1,5 42/350 12,0+1,9 50+2,4 2,10 0,03
CyMma 41/300 13,7+£2,0 54/350 156+2,2 1,8+3,0 0,66 0,1

Mpumeuvanue: Cemeda oGayyasu ueped 20 yacoB mocje KOHIA HaMauuBaHHa Jlo3of 300 pan ramma-siyuei,
nocje KOHIA Ha-

yepes 5 uyacoB noMewasnu Ha asa yaca B 0,001% pacTBopkonxuuuna. Pukcauus yepes 35 uacos

MauHBaHIIS B BOUE.



CoOBOKYNHOCTE 3THX JaHHbIX, TaKXe Kak M pe3y/bTaToB jpy-
MX OMBITOB, ONHCAHHHIX B [McCepTaluH, ybOexnaer B TOM, 4TO
MaTpHYHAsl THNOTe3a COOTBETCTBYeT (pakTaM Jyulle, YeM Mpex-
Hue nunoTe3bl. C TOYKH 3peHHs] MAaTPHYHOH TUMOTE3bl XOpPOLLO
obbAcHAeTCs BCe MHOroo6pasue Hab/a10JaeMblX CTPYKTYpPHBIX H3-
MeHeHMil XxpoMocoM. B nucceprauuu jgaHa obumas cxema o6paso-
BaHHs XpOMOCOMHbIX aGeppauuii. CornacHo 3Toil cxeMe, THN Ha-
6.101aeMblX H3MeHEHH!l onpelessieTcss B IEPBYIO Ouyepedb JIOKa-
JiH3alMeld NepBHUHOTO M3MeHeHHsl W THNOM (OPMHPOBAHHUS XPO-
MOCOM.

B nBeHaauartoit rnaBe «3aKOHOMEPHOCTH BOCCTAHOBJEHHS
KNeTOK» paccMaTpuBaloTcsi Gojee nogpoGHO BONPOCHI, CBA3aH-
Hble C MOCTPaJHalMOHHBEIM BOCCTAHOBJIEHHEM M C peaju3anued
NepBUYHBIX H3MeHeHHH B HeoGpaTuMble nopaxkeHusi, Brauane
NpoaHalu3upPOBaHbl OCHOBHBIE OTHOCSILMECS CIOfla MOHSTHS H OMN-
penenenus. Oco6eHHO NOAPOGHO PACCMOTPEHO NOHSATHE CKOPOCTb
BoccraHoBsleHusi. Iloka3aHo, 4TO XOTS ONHCaHHe pe3yJbTaTOB
ONBITOB B TePMHHAX CKOPOCTH BOCCTAHOBJEHHSI NpeNCTaBJsETCHA
BecbMa 3aMaHUYHBLIM, CYLIECTBYIOLIHE METO[bi TNOCTAaHOBKH OMNbl-
TOB He J[al0T BO3MOXKHOCTH J[Jisi KOJIMYECTBEHHOH OLEHKH 3TOH
BEJIHYMHBIL.

B psine cneuuanbHbBIX ONBITOB, ONUCAHHBIX B 3TOH IyaBe, Obl1a
6GoJsie€ NeTaNbHO H3YyueHa CBs3b NPOLECCOB, BeAyLWMX K HabJlo-
JlaeMbIM H3MEHEHHSIM, ¢ KJeTOUYHbIM LHKJIOM. B 3TuX onmiTax om-
pelessiii YHCJIO BOCCTAHOBJIEHHBIX KJETOK H YHCJI0 HabJI0 aeMblX
NOBpeXXAeHHH nNpH OONyYeHHH Ha pasHBIX CTafHUSAX KJETOYHOro
LHK/Ia — B HOPMaJIbHBIX YC/IOBHSIX M TNPH NMOJHOCTbIO BBIK/IOYEH-
HOM BOCCTaHOBJIeHWH. B kauecTBe npumepa B Tabulle 4 npuse-
JleHbl pe3yJbTaTht ONBITA MO OGJYYEHHI0 TNOKOSLHXCH CeMSH ¢
HOPDMAaJ/IbHOH M TNOHHMKEHHOH BJIA)XHOCTBIO (B NOCJEAHEM ciaydyae
1pouecChl BOCCTAHOBJIEHHS NOMHOCTbIO BhIK/IOUeHB). B nono6ubix
onbiTax GbIJIO NOKa3aHo cjedyloulee. Peanu3auuss nepBHYHRIX
MOBPEXTEHUA IPOUCXOAHT mocie OKoHyaHus cuHTeda JIHK, Bo
BpeMsi OKOHYaTenbHOro ¢opMHpoBaHUs XxpomocoMm. OnucaHHOe B
JeBSITOH TIJ1aBe MNMOKJEeTOYHOe BOCCTAHOBJIEHHE OCYLUECTBJISAETCH B
NpPeICHHTETHYECKOH CTaAuH KiaeTouHoro uukaa. Ilpomomxurens-
HOCTb BPeMeHH MexJy oG.ayuyenvem H Hauyajdom cuHTesa JTHK
Y pas/jHyHBle COMYTCTBYIOIIHe (AaKTOPBI BJIMAIT TOJBKO HA YHC-
JIO NOBpPeXIEeHHbIX KJETOK, B TO BpeMs KaK CpelHee UYHCAO MOo-
BpEXJIeHHI HAa TOBDPEXAEHHYIO KJETKY OCTAeTCsl NOCTOSHHbBIM H
3aBHCHT TOJIBKO OT H03bl 0OsaydueHusi. JpyrumMu cjlaoBamH, BOC-
CTAaHOBJIEHHE Ha 3TOH CTaJAuUH NPOTEKaeT MO NPHHLUMNY «BCE HJHM
Huuero». Bo Bpemsi cunresa JIHK npoueccsl BoccTaHOBJIEHHS
TakxXe HIYT, HO KHHETHKa HX HHas: B 3TOT NEPHOJ MPOUCXOJHUT
He3aBHCHMOe BOCCTAHOBJIEHHE OT[E/bHbIX IOBPEXIEHHBIX JIOKY-
COB H TEM CaMbIM OnpejeJsieTcsi OKOH4YaTeJbHOE CpeJHee Yudio
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Tab6bnuuna 4

Cyab6a nepBHYHBIX H3MEHEHHWHA B 32BHCHMMOCTH
OT CTaJHH KJETOYHOTO HHKJAA

g . KIeTKH ¢ Yncno éh ITpoueHT KJeTOK

Z §‘ 3 dparmenTa- | ¢parmen- |G ¥ < = = = 5

\g =1 g( MH TOB 8,- g sl==| = = i =

< s=| = - [

=} o S c=a = o Z=| o Q g =

az| 2 S s R EEIE R EEICE

cEl& | &F - 2 le=El25| 2% (22|24

v = = E |emc|n®| S5 |Sol52

= = O wm o [ L TOoOR|IaY| < 5| O

; = 5 = 4 = e = Healgal 5= |§=2lee
'§§ Lo gg 5 g o 2 |2FE=8| 33 uoo.=§
BT |Tz = = 2 g O=ZcvluoE| 8% |85F|uE&

8 % |30—40] 1250 | 1154 | 92,4 ' 3234 | 2,50 | 2,80 |92| 0 | o | 92

25 750 | 628 | 83,7 | 1511 | 2,02 | 2,41 | 92 5 4| 8

275 | 750 | 541 [ 72,1 {1067 | 1,42 | 1,97 | 92| 13 T 72

12— 30 750 | 415 | 55,3 655|087 {158 |92 29 8| 55

20% | 32,5 | 750 | 340 | 45,4 550 10,72 | 1,59 | 92| 28 | 19] 45

35 750 | 221 | 29,5 446 1046 | 1,56 |92 31 |31} 30

INtpumeaanusn: 1. Ilokosuwmecs cemeHa ropoxa o6ayyaan  1030i
15000 pax ramma-ayueil. Ilpu BaaxsoctH 8% Bo Bce cpokH ¢uKcaumu npo-
Llecchl BOCCTAHOBJIEHHSI MOJHOCTbIO MOJaB.jeHBI.

2. Cpoku ¢ukcauun 25—30 uyacoB COOTBETCTBYIOT 00.y4YeHHI0 B CHHTETH-
4yecKOH CTaAMH KJIETOYHOro HHKJAa, cpoku 30—35 yacoB — o6 yyeHHo Ha
NPeICHHTETHYECKOH CTalHMU.

NOoBpeXAeHHil Ha moBpexJIeHHYI0 KiaeTKy. Bo Bpems crtaimii, He-
NOCPeCTBEHHO NpeAUIecTBYIOLIMX MHTO3Yy, MpoLecchl BOCCTaHOB-
JIeHUSI W peasM3aluu He mpoucxo’ar. ONHaKo, KaK MOKa3blBaIOT
Hallu IKCNEepHMEHThl, CKPbIThie MOBpeXK/JeHHs, He MPOSABHBILHECS
B IIepBOM MHTO3€, MOT'YT peajii30BaThCs M03XKe, MPH MNOArOTOBKE
K nocjaeayiouiuM MutodamM. Hannuus «Heo6paTHMOro KOMMOHEH-
Ta» Ha HauleM MaTepHaJje OOGHapyXKHTb He YAaJoCh.

IMocnenusss rpynna BOMpOCOB, BO3HHKAIOLlasi B CBSI3H C pe-
maemol npob6saeMofi, Kacaercs (PH3HKO-XHMHUECKOH MNPHPOMLI
NepBHYHBIX MOBpeXHeHHH H OHOXMMHUYECKHX NPOLEeCCOB, Be1YLIHX
K BOCCTAHOBJIEHHIO HJIM pea/iM3allii CKpPBITbiX H3MeHeHHui. [lo-
JA06Hble HCCIeIOBaHHUsSI BBIXOAAT 3a paMKH HacTosuieil paboThl,
HO B CBSI3M C UX OOLIWM HHTEpecoM, B TpHHanuatoil raase «O ¢u-
3UKO-XHMHYECKHX U OHOXHMHUECKUX MeXaHU3Max» OfNHCaHbl H
0o6Cy2K1eHbl HEKOTOpble pe3yJbTaThl, NOJydYeHHble aBTOPOM H €ro
COTPYIHHKaMH, JalolliHe HHDOPMALMIO 1O YNOMSHYTHIM BOMpPO-
cam,

ITockobKy HauGosiee BePOSITHBIMH MOJIEKYJSIPHBIMH H3MeHe-
HHSIMH, JeXalliMi B OCHOBE XPOMOCOMHBIX MYTalHH, SIBJASIOTCSI
paspuiBbi MoJsiekya JIHK, O6blam uccreqoBaHbl KOJIHYECTBEHHBIE
3aKOHOMepHOCTH 3Toro mpouecca. Oxasanocb, YTO NOJIHblE pas-
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pPBIBBI MOJIEKYJl BO3HHKAIOT NPH HEOOJBIIMX [103aX OYEHb PEIKO
M CAedylT JBYXyJapHOH KDHBOH, B TO BpeMs KakK MNpocTefline
XDOMOCOMHBIE MYTallMH SIBASIIOTCS ORHOYJAapHbiMH. UTo 2Ke Ka-
caercss oAMHOUHBIX paspeiBoB JHK (3arparuBamouux Jauib 071-
HyY u3 caxapodocdaTHbXx HHTEH), TO, XOTS OHM BO3HHKAOT B J0O-
CTaTOYHOM KOJHUYECTBE H NPU MaJbiX J03aX U CIeIYIOT OHOYAap-
HOHI 3aBHCHMOCTH, HO caMo no cefe MX Ha/JHuHe He MOXKET CKa-
3bIBATHCSA HA CBOHCTBAaX MAaKpOMOJIEKYJ, a TeM 0oJiee XPOMOCOM.
Onnako, mocse ayropenpoaykuuu wmosexkya JHK no noaykon-
CepBATHBHOMY ME€XaHH3MY, OJHHOUHBIE PaspbIBbl JOJ2KHBI TpaHC-
(opMupoBaTbCs B NMOJHBIE, UTO MOXKET BECTH K BO3HHKHOBEHHIO
reHeTHYeCKUX aHoMamuil. Mexny TeM, Bbllle GbIJIO NOKa3aHo,
UTO CKPBIThie H3MEHEHHS PEeajH3yIOTCs B, XPOMOCOMHbIE MYTaLHH
MMEHHO mocsie 3aBepllieHnst ayTtopernpoaykuuu monekyn IHK. B
CBSI3M € 3THM, NPEACTABJSETCS BeChbMa BEPOSITHBIM, UTO B OCHOBE
BO3HHKHOBEHHSI XPOMOCOMHBIX MYTaLMH JieXKaT HMEHHO ©IHHOY+
Hble paspeiBH MoJekyan JTHK.

Haist 06bsicHeHUs MeXaHA3Ma YCHIEHNUS BHYTPHMOJIEKYIAPHBIX
M3MeHEHHIl [0 KJETOYHOrO YPOBHsSI, aBTOPOM Oblia NpeioxkKeHa
runoTe3a «3CTa(eTHOTO CHHTE3a», COIVIACHO KOTOPOi CMOCOGHOCTH
K CaMOBOCIIPOM3BEJEHUIO COXPAHSIETCS JIMIIb Yy OJHOH M3 Toyep-
HUX cTpyKTyp. IToMHMO 06bsACHEHMs] Pe3yJbTaTOB OMBITOB IO BHI-
3bIBAHHI0O MYTallMi, 3Ta THNOTE3a CHHMAaeT NPOTHBOpeYHe MexXI1V
MHOTOYMC/JEHHBIMH JAaHHBIMH O MHOTOHHTYAaTOM CTPOEHHH XPOMO-
COMBl § He MeHee MHOTOUYMCJIEHHBIMH (aKTaMH, MOKa3bIBAIOLIH-
MH, 4TO (DYHKILHOHAJABHO OHa BeleT cebs. 4acTo KakK MOHOMOJe-
Ky/JdspHas CTpPyKTypa.

[TonyyeHHble HaMM [NaHHBIE O XapakTepe XHMHYECKHX Be-
1eCTB, BJMSAIOMINX Ha CYJAb0OYy NepBHUHBIX MOBPEXJAEHHI, 3aCTaB-
JSII0T CUMTATh, YTO HauboJsiee BePOSATHBIMH KaHAHIAaTaMH Ha PO.b
GHOXMMHUYECKHX CHCTEM, COCTOSTHHE KOTOPBIX ONpeJesisieT BeposiT-
HOCTb BOCCTQHOBJIEHUsI M peajiu3alyu, SIBJASIIOTCHS CHCTeMa OKHC-
JuteabHOro gocopuUNUpOBaHUS U MeXaHU3M OHOCHHTE3a HYK/e-
HHOBBIX KHCJIOT.

B uerbipHapuartoit rnaBe «MoJeKkyJspHble MeXaHU3Mbl TeHe-
THYeCKUX 3¢ eKTOoB», siBJAOLIEHCA 3aKIIOUUTENbHON I1aBoil Beell
JHccepTaluy, NoABoAATCS 0o6lue UTOTH. B Helt ob6cyxpaarorcd,
B CBeTe MOJIyYeHHBIX NAHHBIX, HEKOTOpBle 06llHe BONPOCH TeO-
peTHyeckOd OHOJIOTHH, MOJEKYJsipHble MeXaHU3Mbl TeHHBIX H
XPOMOCOMHBIX MYTalHil U 3HaueHHe IOJYYEHHBIX pe3YJbTATOB.

Yenexu B HM3yueHHH 3aKOHOMepPHOCTeH XpaHeHHs H Neperayu
Hac/JeACTBEHHON WH(GOpPMAalLWM Ha pa3HBIX YPOBHSAX, AOCTUTHYTHIE
B NOCJeJHHEe TOAbl, AeJal0T CBOEBPEMEHHOMH TONBITKY cHOpMYJIH-
poBaTh O6IUHe TPHHUMILL, Jexalde B HX OcHoBe. [lomosHu-
TeJbHble JaHHble AJIsi 3TOTO NAIOT HEKOTOPLiE M3. DPe3yJbTaToB,
nosyyeHHBIX B Hactosied paGote. C Apyroil CTOPOHHL, TaKue
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o0LUHe NPUHUMALI CHABHO OGJIEryaloT MOHMMAaHHE MOJIEKYJIsIPHBIX
MeXaHHU3MOB o6pa3oBanuss Myrauui. [Tostomy aBTOpOM Oblnia
NpedNpHHATA TNONbiTKAa CHOPMYJHPOBATH HEKOTOPHIE M3 3THX
NPHHLUKNOB; B jAajibHedlleM OHH KJIAAYTCH B OCHOBY o6uiero oo-
CYXK/€HHS MOJNYYEHHbIX Pe3Y/JbTAaTOB. DTH MNPHHLUUNBL CBOLATCSA
K caenymolteMy.

«BuHapHBIi NPHHUKN», YXKe NaBHO NpPUMeHSeMbIH JJ5 06b-
SICHEHHS] NPOLECCOB IBOJIOUMH JKUBBIX OPraHU3IMOB, OKa3Ll-
BaeTCsl CNpaBelJIHBLIM H B psijie APYTHX NPOLECCOB (MyTareHes,
Kanueporenes M Ap.). OH CBOAUTCA K TOMY, YTO B03HUKHOBEHUE
HeobpaTumblX U3MEHEeHUl OCYULeCTBASETCA 8 pe3yavTare 83aUMO-
delicTeus cAY4alHO BO3HUKAIOWEL BHYTPEHHEl NpednoCbLAKL U
BEKTOPUZOBAHHLLX BHEUIHUX YCAOBUL ee peaiusdayuu u 3aKpen-
AeHus.

«MarpuuHblii npuHuMn», Bnepseie BuiABHHYTHIE H. K. Koab-
LOBbIM, KOTOPLIH B HacToslliee BPeMs MOXKeT ObITb pacnpocTpa-
HEH Ha TaKHe SIBJIEHHS, KAK ayTOPEeNnpoOAYKLHsS XpOMOCOM, GHO-
cunte3 JHK u PHK, a takixke 6enKoB, CBOAUTCH K TOMY, UYTO
nocTpoexue CTPYKTYp, Hecyuwyux 6oavuwold o6vem urpopmayuu,
OCYULeCTBARETCA C NOMOWbIO PACNOAONCEHUS INEMEHTAPHbLY e0U-
KUYy HaQ AUHEUHOU MaTpuye Ha OCHOBE 3AKOHA, Onpedeasiouezo
COOTBETCTBUE MEHCOY INEMEHTAPHOIMU eOUHULAMU 1 INEMEHTAMU
marpuybt. Bo3MoXKO, U4TO STOT NPUHIMI BMNOCAEJCTBHH MONKET
6bLITe pacnpocTpaHeH U Ha HeJHHeHHble MaTPHIIBL.

«3JcradeTHplii NPUHUMN», BrepBble OGHApPYXKEHHbi B CBA3H
C OTKpBITHEM 3apOABILEBOro NYTH, HO HEe ToJydyaBliuii GoJee
IWWHPOKOH (OPMYJHPOBKH, CBOJAUTCS K TOMY, UTO 80Cnpou3sede-
Hue cA0JXCHbLX 00pa308anull, NOCTPOEHHbIX U3 60AbWIOZO 4UCAQ
uOeHTudHbLX (UAUL CXOOHBIX) CTPYKTYP, OCYW,ECTBAAETCA NYyTem
nepedadu penpoOyKTUBHOL (PYHKYuUL Autlb 00HOL U3 HO8006pa-
308QHHbBLX CTPYKTYP.

Hakonen, «IpuHuMn napHocTu» Kacaercss CTPYKTYPHO-QYHK-
LHOHANbHOH CBSI3H MeEXKAY pPa3HbIMH YPOBHSIMH OpPraHH3alHU U
tdopMmynupyertcs caenywoumm ob6paszom. CaoscHbie Opeanu3mol
CTPOATCA UepapxudecKku, npuiem nocaedo8aTeibHble YPOBHU
CTPOATCA nOOYEepeoOHo TO U3 08YX, TO U3 MHO2UX IAEMEHTO8 npe-
Obidyujeeo yposns. OTMeueHHOe yepeloBaHHe KacaeTcsi He TOJb-
KO CTPOEHHS, HO H psia APYTHX CTPYKTYPHBIX H (PYHKIHOHAJDL-
HBIX XapaKTepHCTHK.

[IpuMeHeHHe 3TMX NPHUHLHUNOB, MOAPOOGHO OGOCHOBAHHBIX H
06CYXKIEHHBIX B JUCCEPTALWH, B KauecTBe OCHOBBI IJIsi PaccMOT-
pEeHHUs MOJyYeHHBIX Pe3yJbTaTOB, OKAa3bIBAETCS IIJI0IOTBOPHBIM.

IToutn nonHast pacliMPpoOBKa reHeTHYECKOro KOJa MO3BOJSAET
NOJOUTH K BBISICHEHHIO MOJIEKYJSIPHBIX MEXaHH3MOB T€HHBIX MYTa-
uuit. ITpoBeneHHBIl aBTOpOM aHaJM3 NMOKasaj, YTO BCE 3aMEHbI
KYKJEOTHAOB SBJSIIOTCA PAaBHOBEPOATHHIMH. IJTO TOBOPHT IpO-
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THB NPEINOJOXKEHHSA O TOM, 4YTO XUMHYECKHE M3MEHEHHS MOJIEeKYJ
JHK sBasiloTcs BedyIHM MeXaHH3MOM CIOHTAaHHOTO MyTareHe-
3a. Cnelyer CYHTaTb, YTO OCHOBHAsl NMPHYHHA MYTaUHMH — OWH6G-
KH, NPOUCXOAsllIHe BO BpeMs ayTopenpoiyKuuu. O6uiuii xo1 00-
pasoraHHsi TeHHbIX MYTAaUUil COCTOMT B BO3HHKHOBEHHUH IE€PBHY-
HbIX M3MEHEHHH B pe3yJbTaTe HapyuwleHHH paboThl MaTpPHYHOrO
MeXaHH3Ma; cyi1b6a nepBHYHBIX M3MeHeHUil onpelesieTcs GuHap-
HbIM TIPHHIMNIOM, @ YCHJEHHe JO HalAMOJEKYyJSPHbIX H OpraHus-
MEHHBIX MaclTaboB MPOUCXOJAUT 32 CYeT 3CTAa(eTHOro NMPHHLHMA
M NPHHUHMNA NapHOCTH.

ITpn o6paszoBaHHH XPOMOCOMHBIX MYTAalUHH AEfCTBYeT TOT Ke
OOlIMH MeXaHH3M MyTareHe3a, BbIDHCOBBIBalOLlMiics 371echb elle
6os1ee HarasiaHO. OCHOBHBIE 3BeHbsi MX 06Gpa3oBaHHUsi: CJayuyaino
BO3HHKAIOLIHE CKPbiThie H3MeHeHHs (HapylleHHe MaTpHYHBIX
CBOHCTB XpOMOCOM), CONMYTCTBYIOILIHE BEKTOPU30BAHHbIE YCJOBHS
HX peanusauuy (OGHHapHBIA NMPHHUMN), YCHJEHHE 10 KJIETOYHBIX
U OPraHH3MeHHbBIX MacuiTa6oB (3cTadeTHbld NMPUHLHUN H NPHH-
uun napioctu). Jlymaercsi, uTo JlaHHble O MecCTe TPHJIOXKEHHS
3THX TNPHHLUMNOB B YCJOBHUAX JYYeBOH MaToONOrHH MOTyT ObITh
WHTEPECHBIMH H C TOYKH 3DEHUS TO3HAHHUS MOJIEKYJSAPHBIX MeXxa-
HH3MOB HOPMaJIbHBIX NMPOLECCOB.

B 3aksiouenne o6GcyxK1al0TCA HEKOTOpble OoJiee YacTHBIE Cie-
CTBHSI U3 MOJYYEHHBIX pPe3yJbTaToB. DTH Pe3yJbTaThl B NEPBYIO
ouepelb MOryT HaHTH NPHMEHeHHe NPH PelIeHHH HEeKOTOphbIX 00-
1e61OJOrMYECKHX BONPOCOB, NPH MOMCKAX CPEACTB 3alUUTHl OT
BPEJHOr0 GHOJIOTHYECKOro 1efiCTBHS HOHH3HPYIOIIMX H3JYUYCHHIT,
npH pa3pa6oTKe MeTOJOB paLuHOTepanHH M B BOMPOCaxX KaHLepo-
TeHe3a.

BbIB O [ bl

1. PazpaboTaHbl HOBBlE METOABI H3y4YeHHMs OOLIHX CBOMCTB re-
HETHYeCKOro KojJa, NpHMeHeHHe KOTOPbIX K HMEIOLHMCS 3KClle-
PHMEHTAJbHBIM J1aHHBIM TO3BOJIHJIO NOJYYHTb HE3aBHCHMOE 1101-
TBepK,1eHHe BBIBONOB, clesnaHHbix Kpukom u cotp. B 1961 roiy
(TPHNJIETHOCTb KO/Ja, ero BBIPOXKAEHHOCTb, YHHUBEPCAJbHOCTb, OT-
CYTCTBHE TIepEeKPbIBaHMs, CUHTHIBAHHE ¢ OXHOro konua). Kpowme
TOro, HalJ1eH 3aKOH BHIPOXKAEHUS KOJda: TPHIJIETbl, KOAMpYIOUlHe
OJHY M Ty K€ aMHHOKHCJOTY («CHHOHMMBI») KaK MpPaBHJO HMe-
10T 1Ba COBMNAJAIOLIUX HYKJAeoTH1a (T. Ha3. o6jHuraTHble GYKBHI).
Tperbsi («bakyabraTuBHasi») OGyKBa MoOKeT ObITb 3aMeHeHa Ha
npyryio (mo6yio, WM BMNOJHE onpelesneHHyio) 6e3 H3MeHeHHd
CMBICJIa TPUIJIETA.

2. Tloka3zaHo, 4TO HemnocpeJiCTBeHHasi pacwHGpOBKa CHJbLHO
BBIPOXKAEHHOTO KOJa C NMOMOILBIO UMEIOIIHXCS 3KCIEepHMEHTalb-
HBIX JaHHBIX HeBo3MOxHa, PaspaGoran ABYyX3TanmHbli MeTO1 0.-
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HO3HauHOil pacHPpPOBKH BBHIPOKIEHHOTO KOAa, OCHOBAHHBLIA Ha
npeaBapuTeabHOil pacuiHdpoBke OGJIraTHBIX Tap.

3. Bnepsble mpeasioeHbl MeTOABI 1Js pacwH(poBKH Koj1a
6¢3 MCNOJIb30BaHHS Pe3yabTaTOB ONBITOB ¢ OECKJAETOYHOil cHcTe-
MOH, Ha OCHOBaHHH JaHHBIX «HH BHBO». [IpuMeHeHHe 3THX MeTO-
J0B K MMeplleMycs MaTtepHany IJjs pacliHpoBKH cocTaBa 06-
JITaTHBIX map H nopsAika OyKB B HHUX JaJO COIJacHble pe3yJb-
TaThl, COBNajalpliiie ¢ JaBaeMbIMH ONbITAMU «HH BUTPO».

4. Ha ocHoBe pacuiippoBaHHBIX OGJHUTraTHLIX Nap MNpou3Bele-
Ha JanbHeiilas pacwH(POBKA KOJa C HCMNOJAb30BaHHEM JTaHHbBIX
onbiToB ¢ OeckaeTouyHoll cucteMoil. PacuimdpoBky kola yaa-
JoCb 10BEeCTH NMOYTH A0 KoHula. ConocTaBieHHe pe3yJbTaTOB 3TOil
paclwH@pPoBKH ¢ Pa3jJUYHBIMH 3IKCNEPUMEHTANbHBIMH JaHHBIMH
NOKa3biBaeT XOpOllee COOTBETCTBHE.

5. Ha ocHoBe mouTH moJiHOCTBIO paciin¢poOBaHHOrO KoJa, aHa-
JH3HPYETCs HMEIOLIMHACS MaTepHas O 3aMelleHHSX aMHHOKHCJOT
npu Mytauusix. Jlenaercss BBIBOA O TOM, YTO MPH CIIOHTaHHOM
MyTareHe3e HaubGojiee 4acTOil NPUUHHOH MyTauuit SBJAAIOTCA
OWMOGKH NpH CHHTE3e, a He XUMHYECKHe H3MEHEHUS HUCXO/HBIX
CTPYKTYP.

6. IlepBHyHBIE H3MEHEHHS XPOMOCOM, NMPUBOJSIINE B KOHEUHOM
cueTe K XPOMOCOMHBIM MYTaUHUSIM, HOCAT NOTEHUMAJNbHBIH Xapak-
Tep U B JIOBOJIbHO CHJIbHOH cTeneHH oOpaTuMbl. [IpuBeneHbl pe-
3yJIbTaThl ONBITOB, KOTOPHIE, 10-BUJHMOMY, HE JONMYCKAIOT APYroro
o6bsichenus. IlocTpajHauuoHHOE BOCCTAHOBJEHHE MOXKET HATU
M0 JABYM MeXaHH3MaM: NMPOUCXOAHT JHOO He3aBHCHMOe BOCCTa-
HOBJIEHHE OTAENbHbIX MOBPEXKIEHHBIX JOKYCOB, JUOO BOCCTAHOB-
JIeHHe KJETOK MO MPUHLHUNY «Bce UM HU4Yero». [Ipeanoxen cra-
TUCTHYECKHH METOJ IJs KOJHYECTBEHHOH OLEHKH CTemeHH nokJe-
TOYHOTO BOCCTAHOBJIEHHS,

7 B psize onbiTOB HCCJel0BaH BOMPOC O MPHPOJE MEPBHUHBIX
noBpex/JeHuil, B pe3y/jbTaTe uyero paspaboTraHa «MaTpuyHas TH-
noTe3a», HaXOAsLIAsICA B JyyllleM COOTBETCTBHH C (haKTaMH, 4eM
apyrue B3rasabl. CornacHo NPENJIOXKEHHOH THIOTe3e, NepBHYHOe
M3MeHeHHe COCTOMT B TOBPEXKIEHHH MaTPHUUHBIX CBOHCTB XPOMO-
COMBI: MyTalHus NpeacTapiser co60i, TaKknM 06pa3oM, pe3yabrar
aHOMaJIbHOH PEenpoAyKUHH XPOMOCOM.

8. DKcnepHMeHTaJbHO MOKa3aHO CYIIECTBEHHOEe BJHsHHE pa-
JAMaUMK Ha mpolecc pelynaukauuu xpomocom. [locse o6iyyenns
yacTh XpOMOCOM (POPMHPYETCS HeNpaBH/IbHO. DTO MOBPexaeHHe
BbI3bIBa€TCS HeGONBLIMMH A03aMH OOJNYYeHHS, HO KJIETKH OTHN-
CHTEJIbHO JIETKO BOCCTaHaB/MBaloOTCs OT Hero. /lana o6umas cxe-
Ma 06pa3oBaHusi XPOMOCOMHbIX MyTauuil. HaGaonaemoe HX
MHOT006pa3ue CBSI3aHO C Pa3HOH JlOKaJM3auHed NepBHYHBIX MO-
BpeXJeHHH H ¢ THIOM (POPMHPOBAHHS XPOMOCOM.
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9. DKCNepuMeHTaJbHO N0Ka3aHO, YTO OKOHYATeJbHBI mepe-
XOJ1 NepBUYHBIX H3MEHEeHHIl B Heo6paTUMY (OpMYy HMeeT MecTo
nocse okoHuanusi cuHrteda JAHK. Ilpu o6nyuenun XxpomocoM Ha
NpecHHTETHYECKHX CTAaAMAX MpeobJanaeT MNOK/IeTOYHOE BOCCTA-
HOBJIEHHe, MpH OOJyYeHHH B CHHTETHUYECKOH CTaJu# — JIOKaJb-
Hoe.

10. IIpoBegeHHble ONBITH 1€NaI0T BEPOSITHBIM MPENNON0XKEHHE
0 TOM, UTO MepBUYHOE MOBPEKIEHHE CBSI3aHO C OJMHOUHBIMH pAa3-
pbiBaMH caxapo-gocdathbix ueneit monekyn IHK. Cyab6a nep-
BUYHBIX MOBPEXIEHHH OnpeiesseTcst COCTOSIHMEM CHCTEM OKHC-
JHTENbHOro GochHOpHINPOBAHHUS U CHHTE3a HYKJEHHOBBIX KHCJOT.

11. PaccmoTpeHue Bcero MartepuaJsa INO3BOJseT CAenaTh Bbl-
BOA O TOM, YTO B OCHOBE BO3HHKHOBEHMS T€HHBIX H XPOMOCOM-
HbIX MYyTaLHH JIeXKAT OJHH U Te e obluve MPUHUMUIL!, B MEPBYIO
oyepeib, MaTPHYHBI TIPHHLHN 'BO3HHKHOBEHHs NEPBHYHOTO H3-
MEHEHHs1 ¥ CYLIeCTBEHHAs 3aBUCHMOCTb KOHEYHOTO pe3y/bTaTa
OT CONYTCTBYIOIUUX YCJHOBHH. DTH NPHUHLUMIBI ABIAIOTCA YACTHBIM
BbIpaXkeHueM 06I1e6H0J0rHYeCKHX 3aKOHOMEPHOCTeH.

MaTtepuaabl auccepTauud 0oO0CyXKIaJjddCh Ha psiie Hay4HBIX
coBellaHHH, B 4aCTHOCTH, Ha [IsTOM MeXAyHapoLHOM GHOXHMH-
yeckom Kourpecce (MockBa, 1961), Ha MeXayHapoqHOM CHMIIO-
auyme no MyTtauuonsomy mnpoueccy (ITpara, 1965), na Ilepsom
BCECOIO3HOM OHoxuMuueckoM cbe3ge (Jlenunrpan, 1964), ia
BoCbMOM BCECOIO3HOM Cb€3/leé DEHTTEHOJIONOB M PajHoJ/oros
(Tamkent, 1964), Ha [lepBoil Bcecolo3HOH KOH(pEpPeHUHH MO Me-
JMUMHCKON pamuosorud (Mocksa, 1956), Ha Bcecolosnoil KoHpe-
PEHILUH TI0 TPHMEHEHHIO H30TONOB W M3JyUeHHHA B HAPOAHOM XO-
3siicrBe u Hayke (Mocksa, 1957), Ha IlepBoii KOH(epeHIUH No
HYKJI€HHOBBIM KHCJOTaM H HYKJEOTPOTEHIaM (MockBa, 19?9),
Ha cuMio3uyMe [lepBHYHbIE MeXaHU3MbI GHOJIOTHYECKOTO NEHCT-
BHs HOHH3MPYIOWHMX usnyderuii (Mocksa, 1960), Ha cumnosny-
me BoccTaHOBJIeHUE OT JyyeBbIX TIOPaXKeHHH Ha KJIETOYHOM YpOB-
He (Mocksa, 1964), Ha cuMmo3uyMe IO 3KCMEPUMEHTAJIBHOMY
myTareHesy (Mocksa, 1965) u 1p.
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