OT3bIB
Ha aBTOpedepar
AUCCEePTALHOHHON padoThl [lemeHeBoi BukTopun BaanuMoBHBI
no teme «Posab abeppaHTHOro MeTHJIHpoBaHus perporpancno3ona LINE-1 B
3THOJIOTHH YMOPHOHAJIBLHOI ruGean»,
NpeACTABJICHHON HA COUCKAHHE YYEHOI cTeNeHH KAaHAUIaTa MeAHIHHCKUX
Hayk no cnenuajbHoctu 1.5.7. eneTnka (MeTUIIHHCKHE HAYKH)

Mucceprauuonnas padbora Buxtopuum BamumoBHB! JleMeHeBOM IMOCBsIIEHA
aKTyaJIbHOM Hay4HOH mpoOsemMe - H3YyYEHHUIO OJIHUIeHEeTHYEeCKuX (HaKTOpOB,
BIMSIFOIIMX Ha paHHIO TIubeilb 5SMOpPHOHAIbHYIO TIubOenb. AKTyaJbHOCTD
npo0JsieMbl 00yCIIOBIIeHA BBICOKOM YaCTOTOM caMOIPOU3BOIBHBIX abopToB (1m0 10-
15% mnonTrBepKAEHHBIX KJIMHAYECKH OepeMeHHOCTel), 3HauuTelnbHas dYacTh
KOTOPBIX OCTaéTcsl HEOOBSICHEHHON € MO3WILUN KIIACCHYECKOW IMTOTCHEeTHKH. B
40-50% cny4aeB OTHOJOTHsS SHU30J0B IOTEpPU OepeMeHHOCTH Tpedyer
yTITyOIEHHOTO N3YYeHHUS MOJICKYIISIPHBIX U SIIUTCHETUIECKUX (haKTOPOB.

B stom xonTekcTe perporpancno3onsl LINE-1, cocrasmstomue okono 17%
reHOMa YeJIOBEeKa, MPEACTABISIIOT OCOOBIM HMHTEpec, MOCKOJIbKY HApYIICHHS WX
pPEeryyisiiii  acCOLIMMPOBAHO C HECTAa0MIBHOCTHIO TE€HOMa, HapyIICHUIMU
SMOpHOreHe3a U BPOXKACHHBIMH MOpoKamu pa3BuTus. COBpeMEHHbIE JTaHHBIE O
ponu metunupoBanus LINE-1 B mpenmIianTaliMOHHOM Pa3BUTHH U ILIAIlCHTAIIAN
OCTalOTCsl  (DparMEHTapHBIMH, YTO MOMYEPKUBAET HAYYHYIO HOBU3HY |
NPaKTUYECKYIO 3HA4YUMOCTh paboThl. PereHue 3Toi 3ajia4u KPUTUYECKU BaKHO
U1 pa3pabOTKU MPEAUKTUBHBIX MapKepoB HEBBIHAINMBAHUS, ONTHMHU3AINN
npotokonoB BPT, cHuxkeHuss penpoLyKTHMBHBIX IOTEPh, YTO COOTBETCTBYET
NPUOPHUTETAM HAIMOHAJIBHBIX IPOrpaMM B OOJACTH OXpaHbl MaTEPUHCTBA H
JIETCTBA.

B muccepranmonnoii pabore JlemeHeBoit BukTtopun BammmoBHBEI mpoBeneH
KOMIUIEKCHBIM aHalu3 poiiu HapymeHud metunupoBanus LINE-1 B mexanusmax
5MOpHOHAIBHOM IMOeNu, YTO HAIlUI0 OTpaKeHHWE B aBTOpedepaTe MUCCEPTAIMH.
CtpykTypa uCCleJOBaHHS JIOTHYHA, BBIHOCHMbBIC HA 3alllATy IIOJOXKEHHUS U
BBIBOJBI ITOJATBEPKIECHBl DKCIEPUMEHTAIBHBIMU JaHHBIMHU, TOJYYCHHBIMH Ha
PENpPE3EeHTATUBHBIX BBIOOPKAX CHOHTAHHBIX W MEIUIUHCKUX aboproB. Pabora
BBLIMOJIHEHA C TIPUMEHEHUEM COBPEMEHHBIX METOAOB MOJICKYJSIPHOU T'€HEeTHKH,
IIUTOT€HETUKU, OMOUH(GOPMATHKHA W CTATUCTHKH, YTO CBHUICTEIBCTBYET O €&
BBICOKOM Hay4YHOM YPOBHE.

ABTOpCKas METOIOJIOTHs, OCHOBAaHHAs Ha TapPreTHOM OUCYIb(GUTHOM
MacCOBOM IapajlIeJIbHOM CEKBEHUPOBAHUU, ITO3BOJIMIIA BBISBUTH KIFOYEBEIE
3aKOHOMEPHOCTU. Y CTaHOBIEHO, YTO UHAEKC wMeTwimmpoBanus LINE-1 B
XOPHOHUYECKUX BOPCUHAX CIIOHTaHHBIX a0oOpTycoB ¢ Tpucomueil mo 16-i
XpOMOCOMe W MOHOCOMHeH X 3HAYMMO HPEBBIIIACT TAKOBOM y METHIIMHCKHX
abopTycoB. DTO CBUAETENLCTBYET O CBsi3u rurnepMmerwiuposanus LINE-1 ¢
XPOMOCOMHBIMU aHOMAJIUSIMM, YTO MOXET OOBSCHATh MeXaHW3Mbl TI'€HOMHOM
HECTaOMIBHOCTH NIpH paHHed sMOpuoHanmbHOW rubenw. [IpumeuarensHo, 9TO y
12,3%  crnoHTaHHBIX a0OpPTYyCOB C HOPMaJIbHBIM  KapHOTHUIIOM  HMHIEKC



metunupoBanusi LINE-1 oxa3zancs mnosbimieH, a y 3,4% - CHHXEH, 4YTO
MOAYEPKUBACT POJb JIMUICHETHUYECKUX HApYyIIeHUH KaK CaMOCTOSTEIBHOTO
takTopa pucka. OcoOblii HHTEpec MPEeACTABISIOT HaHHBIE 00 3SBOJIOIHOHHO
npesaux mnoacemeiictBax LINE-1 (L1PA3 u L1PA4), neMOHCTpHUPYIOIIMX
CTATUCTUYECKU 3HAYUMOE IIOBbIIIEHHE METUJIWPOBAHUS B TIPYINE CIOHTAHHBIX
abopTycoB. DTO yKa3biBaeT Ha MOTEHUHUAIbHYIO pPOJb PETPOTPAHCIIO30HOB B
peryisuuu >MOpUOTeHe3a dYepe3 COXPAaHEHHBIE HBOJIOLUOHHBIE MEXaHU3MBbI.
BakHbIM BKJIaJOM B PENPOAYKTHBHYIO MEIWIIMHY SBJISETCS  BBISBICHUE
Koppensuuu uHaekca MeTunupoBaHus LINE-1 ¢ Bozpactom poauteneit. [lns
MEIUIIMHCKUX a00OpTycOB OOHapy)kKeHa MpsiMasl 3aBUCUMOCTh OT BO3pacTa MaTepu
W OTIa, @ B CJIydassX MOHOCOMHUHU X — BBIPaXXEHHas CBSI3b C BO3PACTOM OTIA. JTH
JIaHHBIE aKTYyaJTU3UPYIOT BOMPOC O BIUSIHUU MO3JHErO PEMPONLYKTUBHOTO BO3pacTa
Ha DSIUTeHeTHYeCKyl0 CTaOWIbHOCTh 3MOpPHUOHOB. [IpUHIMIHANTBHO Ba)KHBIM
BBIBOJOM  SIBJISIETCS  OTCYTCTBHE CBs3u runepmeruinuposanus LINE-1 ¢
MPUBBIYHBIM HEBBIHALIIMBAHUEM, OTSITOLIEHHBIM aKyLIEPCKUM WA
I'MHEKOJIOTHYECKUM aHaMHEe30M. OTO CyXaeT Kpyr HCCIeAyeMbIX MPUYUH
SMOpHOHANBHON THbenu W (DOKycHpyeT BHHUMaHHME Ha SIUIeHETUYeCKUX W
reHOMHBIX (DakTopaxX. YHHUKaJIbHBIM aCIEKTOM paloThl CTajla JIeMOHCTpAITUs
BHyTpHUCEMENHON koppemnsuun MetmiinpoBanus LINE-1 y cionTanHbIX abopTycoB
C pa3HBIM KapHOTUIIOM, YTO TpeanojaraeT Hajludhe HaCclIeJCTBEHHBIX WIIN
CPENOBBIX SIIUIC€HETUUECKUX NTATTEPHOB, BIMSIOIIMX HA PENPOTYKTUBHBIE UCXOJIBI.
(DyHKIMOHANbHAA 3HAYUMOCTh  pEe3yJbTAaTOB MCCIENOBaHUS MOATBEPXKICHA
aHanmuzoM okcipeccun reHoB NUPI53 w YWHAB. YcTaHOBIEHO, 4YTO UX
TPaHCKPHUIILMS C anbTepHATUBHBIX HpoMoTopoB LINE-1 B BopcuHax XopuoHa
3HAYUMO BBIIIE, YEM C KaHOHUYECKUX, IIPU 3TOM YPOBEHb 3KCIIPECCHU OOpaTHO
KOppeIupyeT ¢ MHIEKCOM METUIMPOBAHUS. DTO PACKPBIBAET MEXaHHUCTHYECKYIO
cBaA3p Mexay wmerunupoanueM LINE-1 w HapylieHuem peryisiiiud TEHOB,
KPUTUYECKUX IS KJIETOYHOT'O LIMKJIa U TPAHCIIOPTa HYKIIEOITPOTEUHOB.

ITpu oOuieil BrIcOKO# omenke paboThl BukTopuu BamumoBHBI JeMeHEBOI,
ocTaeTcsl He sACHBIM Bompoc — «lloueMy umMcneHHOCTH TPyMIbl CpaBHEHUS — 46
MEIUIMHCKNAX abOPTyCOB — HACTOJIBKO Masia, uTo conoctaBuMa (1 x 1) ¢ rpymmoit
MoHocomull o X (46 x 46-tr)?». Bo3MOXHO M POJOIDKEHNE HCCIIENOBAHUS U
YBEIUYEHUE YHUCICHHOCTH IPYINbl CpaBHEeHUs] B 2-3 pas3a, 4TO ITO3BOJIMIO OBI
rOBOPUTH O Oollee BBICOKOM TOCTOBEPHOCTH IOJYYSHHBIX B JaHHOH pabore
pe3yJIbTaTOB.

B nemom nmuccepranms JlemeneBoit B.B. BHOCHT CyIlleCTBEHHBIM BKIan B
[IOHAMaHKe pobJieM pPenpoAyKTUBHOW OWONIOTMH W B Pa3BUTHE MEIMLIMHCKON
reHeTUKU. Pe3ynbTarsl UCCIe0BaHUS YIIIyOJISIOT TOHUMAHHE SIIHTE€HETHYECKUX
OCHOB O5MOpHOHANBHON THOENM TpH HEBBIHAIIMBAHUU M OTKPBIBAIOT HOBBIE
MEPCHEKTUBBI JUIS allbHEUIINX HAYYHBIX HCCIICTOBAHMM.

ABropecepar  muccepraumu  JlemeneBoii ~ B.B.  mammcanm  scHo,
[OCJIENIOBATENBHO U JIOTMYHO, JOCTAaTOYHO IOAPOOHO PAaCKpBIBAE€T COIACPIKAHHE
paboTbl. Pe3ynbTaThl mccieqoBaHUN JOKIAIBIBAIMCE HA KOH(MEPEHLIHUSIX, B TOM
4uClIe B BUJIe YCTHBIX HoKnanos. [To marepuanam paboThl omyOauKoBaHO 4 CTaTbH



B pelLEH3UpPYEeMBbIX Hay4yHbIX KypHanax, Bxomamux B Ilepeuens BAK mpwu
Munobpuayku Poccun.

Takum 00pa3oMm, 1O CBOeH aKTyaJlbHOCTH, OO0BEMY BBIIIOJIHEHHBIX
MCCieI0BaHU i, HAYyYHOH HOBU3HE U MPAKTHUECKOM 3HAYMMOCTHU JUCCEepTALUOHHASA
pabota cootrBercTByeT 1.9 llonoXkeHUs O NPUCYKIEHUM YYEHBIX CTEIEHEH,
yrBepxkaeHHoro IlocranosnenueM IlpaButenscTBa Poccuiickoli ®Denepanyn No
842 or 24.09.2013 r. (c U3MEHEHMSIMH B peJAaKUW{d IOCTAaHOBJIEHUM
ITpaButenpctBa Poccuiickoit ®@enepanmu ot 25.01.2024 r.), npeabsBiseMbIM K
JUCCepTallMsM Ha COWCKaHMe YYEeHOM CTElNeHHM KaHAW[aTa HayK, a €€ aBTop
JlemeneBa Buktopuss BanumoBHa 3aciay’KMBAaeT NPUCYXKACHUS YYEHOW CTEIEHU
KaHaAuAaTa MeIMIMHCKUX HayK 10 crienranbHocTu 1.5.7. I 'eHeTuKa.

Benymumii Hay4HBIH cOTpyAHAK DeneparbHOro rocy1apCTBEHHOTO OI0IKETHOTO
yupexaeHus: «['ocynapcTBeHHbIN Hay4HbIN HeHTp DenepanbHblil MEAUIIMHCKAN
onoduzmaeckuit nentp um. A.. BypHa351Ha OMBA Poccun», kanauaar
MEJUILUHCKUX HAYK, TOLIEHT

~ Mxepckuii [TaBen Bnagumuposra

Cenenus 00 oprarmzanuu: OenepanbHOE TOCYIAPCTBEHHOE OIOKETHOE
yupexaeHue «l'ocynapcTBeHHbll HaydHbId HeHTp PeaepanbHblii MEIULIMHCKUI
ouoduszmueckuit nentp um. AWM. bypuazsaa ®MBA Poccuny», 123098, r. Mocksa,
yi1. Mapmana Hosuxkosa, a. 23, Fmbe@fmbamail.ru.

Cormacen Ha cOop, 00paboOTKy, XpaHEHUEe U Mepefady MOUX MePCOHANTBHBIX
JAaHHBIX IIpH padoTe auccepTaluoHHOro coBeTa 24.1.215.03 no guccepraimoHHON
pabore [lemeneBoii Buktopuu BamumoBabel 10 Teme «Poib abeppaHTHOIO
MeTUmupoBaHusi perpotpancrniozoHa LINE-1 B »Tuomoruu sMOpHOHABHON
rudenm», TMpeJCTaBIeHHONW Ha COWCKaHWe YYEHOM CTelmeHW KaHIuaaTa
MEIULMHCKUX HAayK M0 crienuranbHocty 1.5.7. ['eHeTrka (MeIULIMHCKUE HAYKH ).

Wxescknii [TaBen Bragumuposuy
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[Monmuce kaua. Mes. HayK, JOIIEHTa

WMxesckoro Ilasna Bnaguvmuposuya
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