OT3bIB HAYUYHOI'O PYKOBOJUTEJIA

o nucceptanuu C. FO. CypkoBoii «AHaIn3 IUHAMMKY ¥ BaprabeibHOCTH
SKCIIPECCHHU I€HOB CErMEHTALMH Y SMOPHOHOB IPO30(QUIIbI IMKOTO TUIIA 1
MYTaHTHBIX [10 TeHaM gap», MPEJCTaBIECHHON Ha COMCKaHHEe yYEHOU CTeNeHH
KaHauaaTa GHOJOrHUYECKUX HAyK MO CIELMaIbHOCTH

03.02.07 — reHeruxa.

Huccepranms C. }0. CypkoBol NOCBSILEHA H3YYEHHIO TaKHMX aKTyaJlbHBIX
OMOJIOTMYECKUX BOIIPOCOB KaK BapuadeNbHOCTb JKCIIPECCHM I'€HOB W BJIMSHUE
MyTalMi Ha XapakTep HHTEpIpeTaluy MO3ULUOHHOK MH(pOpMalMi B paHHEM
SMOPHOHATBHOM Pa3BUTHUHU.

B paGoTe Ha mprMepe MOJIEGIBHOTO O0BEKTa IJIOJOBOM MYIIKH APO30(QHIIbI
paccMaTrpuBaeTcsi  JMHAMHMKAa M BapHabeNbHOCTh  OKCIPECCHMH  TI'eHOB,
OTBETCTBEHHBIX 3a J€TEPMHUHALIMIO CEIMEHTOB — IEPBbIX METAMEPHBIX €AUHUIL
Tena Hacekomoro. IIpoBoauTcs cpaBHEHHE MpOLecca AeTePMUHALMK CETMEHTOB
y 3MOpPHOHOB AMKOTO THUIIA U HyJb-MyTaHTOB IO reHam gap. Hymnp-myrauuu B
reHax gap MPUBOJAT K CYLIECTBEHHBIM Je(eKTaM pa3sBHTHs, a WMEHHO, K
yJaNeHMIO OOJIBIINX YYaCTKOB TeNa TMIUHKU APO30(HUIIbI.

B paGore nokasaHo, YTO AJs TPAAUEHTOB IKCIIPECCHM MATEPUHCKUX T'CHOB,
oTpeeNIoIIMX AHTEPHOPHO-TIOCTEPUOPHYIO MOJISIPHOCTD aMOproHa
NpO30(HIbl U 3aJalOLUIMX HAavallbHbIE YCJIOBUS ISl BKIIFOYEHHS 3UTOTHYECKUX
FeHOB, CBOWMCTBEHEH BBLICOKHH YpOBEHb BapHadEIBHOCTH. JKCIIPECCHs
3UTOTHYECKUX ['€HOB B paHHHUE BpeMeHa y SMOPHOHOB JMKOIO THIIA TaKKe
BBICOKOBapuabenbHa, OJHAKO JTa Bapﬁa6enLHOCTb CHUIXKAETCS K MOMEHTY
JeTepPMUHAIIMKM CEeIMEHTOB Tena Apo3oduibl. B To ke Bpems, y OAMHOYHBIX
HyJIb-MYyTAHTOB 110 FeHaM gap yMEHbILEHHEe BApHaOeIbHOCTH POMCXOUT JIUIIb
YaCTHYHO, a Yy JBOMHBIX HYJIb-MYTaHTOB IIPOCTPAHCTBEHHAss TOYHOCTh
SKCIPECCHU TePSIETCS BAOJb BCEH aHTEPUOPHO-NIOCTEPUOPHON OCH 3MOpHOHA.
DTOT pe3yJibTaT BIIEPBbIE HA MOJIEKYJIIPHOM YPOBHE MOATBEPKIAET KOHLIETILIUIO

KaHaJIu3alluu pa3BUTHUS KOHpalla YOILZII/IHFTOHa, B OCHOBC KOTOpOfl JICXKUT UACA



O TMOJABICHUH BapuadENbHOCTH y OPraHM3MOB J[HMKOrO THUMA, HO He Yy
MYTaHTHbIX. B paboTe npemnoxena runoresa, 4To Bapuabe/lbHOCTH YpPOBHEH
DKCTIPECCHH TICHOB eve W fiz, OTHOCHUTENbHbIE KOHIIEHTPALUHM KOTOPBIX
ONpPEe/IeNSIIOT OTHOCHUTE/IbHBIE pa3Mepbl OydyLIMX IapacerMeHTOB, Y HyJb-
MYTaHTOB IO TeHy gap Kr oTBeyaeT 3a BapuabebHOCTb (PEHOTHIIOB IMYMHOK Yy
3THX MYTaHTOB.

Ouenka ypoBHe# BapuabeNbHOCTH 3KCIPECCHH MATEPUHCKHUX M 3UTOTHYECKHX
TCHOB Ha NPHUMEpPEe CUCTEMbI CETMEHTALMU Y APO30(UITBI SBISETCS aKTyalbHOM
3a[a4ei, akKTHBHO pelllaeMOd MHOTUMU IPYIINIaMH B TeUeHHe MOCIEAHNX JIeT, HO
MMEHHO B JIaHHOW paboTe BNEpBble MOKa3aHbl BCE BHJbI BapHaOENLHOCTH,
CBOMCTBEHHbIE PaHHEW SKCIIPECCHH T'€HOB CErMEHTALMU Y SMOPHOHOB JAHKOIO
TUTIA, & TAKXKE BIIEPBBIC JIETANBHO MCCIIEN0BAHO BIMSHUE MYTAlUH B FeHaxX gap
Ha ypOBEHb BapHaOeIbHOCTH 3KCIPECCHH 3UTOTHYECKUX FeHOB CErMEHTALIMH.
Taxoke B paboTe BIepBble NPOBEJIEH aHAIN3 BIMSIHUS MyTallWil B reHax gap Ha
NpOLECC MHTepIpEeTalluy MO3MIMOHHOM HH(opMauuu. Panee GbUIO MokasaHo,
4TO B paHHEM 3MOpHOHE NApO30(HUIbl NO3ULHOHHAS UHPOPMALUS HE 3a/1aeTCs
CTaTH4ECKH MOPOrOBBIMU KOHIEHTPALMAMH MOP(OTeHETUYECKOr0 IpajueHTa (B
COOTBETCTBUU C Teopuelt JI. Bonnepra), a ycranaBiuBaeTcs AMHAMHYECKH. JTO
BBID&KAETCA B TIPOCTPAHCTBEHHBIX  CABMrax  obsacteil  sKchpeccHu
3UTOTMUYECKMX TE€HOB IMOCJE€ HW3HAYAIbHOTO YCTAHOBJIEHUS WX MO3MIMIA
MaTEepUHCKUMHU IpajueHTamu. B nanHo# pabore cienan cienyiowuii mar B
M3YYCHUH NPHUPOIbI MO3ULHOHHOW HMH(OPMALMUM ¥ BBISBIEHO, YTO HYIb-
MyTallu¥ B T€HaxX gap, OKa3bIBAIOLIME CYIUECTBEHHOE BIMSHHME Ha IpOIecc
JAeTePMHUHALIMK CETMEHTOB, HE MEHSIOT HalpaBleHWe U JIOKAIM3ALMIO CIBUIOB
00J1acTeH IKCIPECCHU 3UTOTHYECKUX I'€HOB CErMEHTAIMH. JTO MpEeoIIaraer,
YTO MO3ULHMOHHAS WH(OPMaUMs y MYTAHTHBIX 3MOPMOHOB yCTAHABIWBAETCS
MyTeM ACHCTBHS TEX K€ MEXaHWU3MOB, KOTOpPble ObIIM BBISBICHBI in silico s
5MOpHOHOB quKoro Tuna (Jaeger et al., 2004).

Ilomumo 3TOr0 B paboTe MONyYeH HHTEPECHBIHA Pe3yJIbTAT O CHUKEHHH yPOBHEI

OKCIIPECCHM  TEHOB Yy OMOPHOHOB, HyIb-MyTaHTHBIX [0 TeHaM  gap,



NPOTHBOPEYAIIMH MHOTOYHUC/IEHHBIM JOKA3aTeNbCTBAM, YTO B CETH I'EHOB gap
perynsiuys OCYLICCTBISIETCS 3a CYET B3aUMHON pENpecCHMH MeXAy 3STHMHU
reramy. Ha naHHBIH MOMEHT ¢ IOMOIIBIO MaTEeMaTUYECKOrO MOJENTHUPOBAHUS
MOJTy4eHO OOBSICHEHHWE JTOro SIBJIEHHS TOJBKO [JIsl MOCTEPHOPHBIX 0bJacTei
3KCIIPECCHH T'€HOB gap y HyJib-MyTaHTOB 110 Kr (Kozlov et al., 2012). B uenowm,
paboTa CTaBUT MHOTO 3a/1a4 TS AalbHEHIINX UCCIIeIOBAHMIA.,
Hucceprammst C. 10. CypxoBoif sButack pesynbraTom ee paboTsl B Otiene
KOMIBIOTEpHOM Ouonorun lleHTpa mnepcrnekTUBHBIX wucchaenoBanuii CaHKT-
IlerepOyprekoro rocynapcTBEHHOTO MONMTEXHHYECKOTO yHUBEpCHTETa. ABTOp
NpOSBIIANL  CAMOCTOSITENILHOCTh B paboTe Haa [IuccepTalMell, 3aHHUMasiCh
IIaHMPOBAaHMEM U IPOBEICHUEM OJKCIIEPUMEHTOB, AaHAU30M  JaHHBIX,
MoOIM(pUKAlMEH  METONOB  KOMIIBIOTEPHOH  06paGoTKy U300paXKeHUH,
HallMCaHHEeM CTaTeH Mo pe3ysbTaraM cBoeil paboTel. [1o TeMe auccepralMoOHHOM
pabotel  omybnukoBaHo 14  crateii B poccHilckMX M 3apyGexHBIX
PELICeH3UPYEeMbIX H3[aHHUAX, Pe3yJbTaThl pa0OThI BKJKOYEHBl B JICKIIMOHHBIE
KYPCBI.

A cuurato, uro pabora C.IO. CypkoBoOil MONHOCTBIO YyAOBIETBOpSET
TPEOOBAHMSM, MPEABABISAEMbIM K KaHAMAATCKMM AMCCEPTALHAM, a & aBTop
HECOMHEHHO  3aC/Ty)KMBa€T MPUCYXKACHUS YUYEHOW CTENeHH KaHaWara

Onosornyeckux Hayk o crenuansHoctu 03.02.07 — reseruka.

HayuHblii pykoBoauTEND,
JAOKTOP OHOJIOTHYECKHX HAYK
M. TI. CamcoHoBa



