OT3bIB

Ha aBTopedepaT auccepranuonHoii padornl Corosn Hemmm CepéxaeBHbI Ha TeMy
«[IporHo3upoBaHHe PHCKOB Pa3BHTHS H pPEeUHIMBHPOBAHHS MHOMbI MATKH MOC/e
PEKOHCTPYKTHBHO-IUIACTHYECKHX ONepalHii y NalHeHTOK PenpoxyKTHBHOIO
BO3pacTa ¢ MCNOJB30BAHHEM MOJIEKYJISIDHO-TeHETHYECKHX METO[A0B HCC/Ie[I0BaAHHUSD,
NpeICTABIEHHON HA COMCKAHHE YYeHOH CTeleHH KaHAMIaTa MEIHUHHCKHX HAYK MO

cnenuagabHocTH 14.01.01 — akymepcTBO H THHEKOJIOTHS.

Huccepraronnas pabora CorossH Hemmn CepéxaeBHBI IIOCBAINCHA BaKHOM
npobiieMe COBPEeMEHHOM MEIMIMHBI — TIOBBIIIEHHMIO 3(P(EKTUBHOCTH METOIOB
JIMarHOCTUKU U MPOrHO3UPOBAHUS PUCKOB Pa3BUTHA M PELUIUBUPOBAHUS MUOMBI MaTKH
HAa OCHOBAHWM KIMHHMKO-aHAMHECTHUYECKUX JaHHBIX M OOHApYKEHUS TIE€HETUYECKUX
MapKepoB y MAIlMEHTOK PENPOAYKTUBHOIO BO3pacTa.

Muoma MaTK¥ SBJISIETCS CaMOM  paclpoOCTpaHEHHOM J0OpOKaueCTBEHHOM
OIYXOJIBIO JKEHCKOM PENpOIyKTUBHOM CHUCTEMBI, IPOMCXOAINAs M3 IJ1aJKOMBIIICYHBIX
KJIETOK TIeHKM Wix Teja Marku. Muoma maTku BeIaBisieTcss y 50 % - 80 % »xeHInuH,
yale B PENPOAYKTHBHOM BO3pacTe, a YacToTa pPELUAMBOB 3a00jI€BaHUs II0CTE
PEKOHCTPYKTUBHO-IUIACTHYECKHX olnepanuii MmoxxeT gocturats 90 %.

B cTpyKType T'MHEKOJIOTHYECKOH 3a00/1€Ba€MOCTH MUOMA MaTKH 3aHUMAET BTOPOE
MECTO II0CJIE BOCIAJIHMTENIBHBIX 3a00JieBaHUI, MPUBOJS K 3HAUYUTEIBHBIM HaApyIICHUAM
PENPOAYKTUBHOM (GYHKIMY, YXy[IIlas KadyecTBO JKM3HM JKEHIIMH ¥  CHIDKas HX
paboTOCTIOCOOHOCTS.

DTHonaroreHes 3a00JeBaHMs OCTACTCS MAIOM3YYEHHBIM, OHAKO OOJIBLIYIO POJIb
B DPa3BUTHA MHOMBI MAaTKd OTBOJUTCS MOJIEKYJIAPHO-TEHETUYECKHUM MEXaHU3MaM,
KOTOpBIE MOTYT BHOCUTH CYLIECTBEHHBIM BKJIaJ KaK B IaTOreHe3 3a00J€BaHus, TaK U B
€ro peluIMBUPOBAHHE.

B mHactosinee BpeMs HE CYLIECTBYET JOCTYIHBIX IUArHOCTHYECKUX METOJIOB,
KOTOpble MOIJIA OBl TO3BOJIUTH OOHAPYKUTH 3a00leBaHME [0 KIMHHYCCKOU
MaHU(ECTali ¥ MPOBECTH IPOHO3MPOBAHME PHUCKOB pPa3sBUTHUS MHUOMBI MaTKd Y
KEHIIUH C HACJIEACTBEHHON IPEIpacIioioKEHHOCTBIO M PELMIUMBPOBAHUSA IIOCIIC

PEKOHCTPYKTUBHO-IUIACTUICCKUX onepaunﬁ. B naHHONI CBSI3M IIOMCK TE€HETHYECKHUX



MapKEpOB, KOTOPLIC MOTJIH Obl OBITH MCIIOJB30BAHBI C ATOW LEJBIO, MPEACTaBJIACTCA

KpaifHe aKTyaJbHBIM HallPaBICHUEM PEIPOITYKTUBHONW MEIUIIMHBI.

B aucceprannoHHOM paboTe OBUIM  BBIABICHBI  KIMHUKO-aHAMHECTHYECKHE
TI0Ka3aTelI, OTPaXKaoInue BEICOKUM PUCK Pa3BUTHS M PELMIMBUPOBAHUS MUOMBI MATKH,
ObLla NPOBEJIEHA OLEHKA PENPOTYKTHBHOM (DYHKIMM MAIMEHTOK IIOCIE ONEPaTUBHOIO
JleYeHUs 110 TIOBOLY MHOMBI MaTku. Ha OCHOBaHMH NPOBEIEHHOrO aHaM3a 000CHOBaHA
11€1€CO00Pa3HOCTh M aKTYaJbHOCTh HCCIIEIOBAaHMH TI'EHETHYECKMX MapKepoB Kak B
TKAQHAX MMOMATO3HBIX Y3]I0B, TAK U B TCHOME JKCHIIMH C JaHHBIM 3a00JCBaHHEM.
I[IpoBeseH aHAIN3 COMATHYECKMX MyTalmi B ok3oHe 2 rena MEDI2 ¥ BbIiBiIeHa HX
accoruanys ¢ «CeMEMHBIMU bopmamm» 3a0oJ1eBaHus. OOGHapyKeHHBbIE
OJIHOHYKJIEOTH/IHBIE 3aMEHBI M JIETIEI[UH, YaCTh U3 KOTOPHIX OIMCaHa aBTOpaMy BIEPBEIC,
MOIyT OBITh HCIOIB30BaHBl C LIEABIO IPOTHO3UPOBAHMS pHUCKa PA3BUTHA U

peUUINBUPOBAHUS MUOMbI MaTKH.

B pesyibrare MOJHOTEHOMHOTO T€HOTHIIMPOBAHMS JKEHIIMH C HACJIEICTBCHHOM
TIPEeIPACIIONIOKEHHOCTEIO K Pa3sBUTHIO MHOMBI MaTKM M HAJIM4YMCM MyTalui B TeHEe
MED12 OblIM BbISBIEHB 3HAYMMBIE OJHOHYKJICOTHIHBIE ITOTMMOP(U3MEI, KOTOpBIE
MOTYT OBITh KCIIOJB30BAaHBl B KaueCTBE MAPKEPOB PasBUTHS MHOMBI MAaTKH, CPEId HMX
rs3020434, rs11742635, rs124577644, rs12637801, rs2861221, rs176069. Anamus
BAPMAHTOB aJUleNied JAHHBIX IOJMMOP(QHM3MOB B IE€HOME JKCHIIUH IIO3BOJMT
IPOrHO3UPOBATH C BEICOKOW BEPOATHOCTBIO PUCK Pa3sBUTHS U PELUIMBUPOBAHUA MHOMEI
MAaTKH{, YTO WMEET CYIIECTBEHHOE 3HA4YECHUE JUId ONTHMU3ALUU TaKTHKH BEICHUA
NALMEHTOK PEMpPOJIYyKTHBHOTO BO3PAacTa ¢ HACIEICTBEHHOU MPEAPaCIIONOKEHHOCTBIO K

Pa3BUTHIO JaHHOI'O 3a00JIeBaHU.

HpeﬂCTaB.HeHHBIC B UCCJICAOBAHUU BBI60pKI/I PEeIpPE3CHTAaTUBHBI, YUCJIO MAITUCHTOK
B TIpynmax CpaBHCHHs [HOCTAaTOYHO I IIOJYyYCHHUA JOCTOBECPHBIX PE3YJIbTATOB.
I/IHTepnpeTauwI JAaHHBIX OCHOBAaHAa Ha TIIATCJIBHOM aHAJINU3€ IIOJTYUYCHHBIX PE3YJILTATOB C

Y4E€TOM OTECUYECTBCHHOI'O 1 3apy6e>KHoro OIIbITA.

HayuHas HOBM3HA, HAyYHOE M NPAKTHYECKOE 3HAYECHUE NPOBENCHHON paboThI He
BBI3BIBAIOT COMHEHWMH. BHeapeHHe pe3ysbTaToB HCCIECNOBAHMSA B IIPAKTUKYy H €€

anpoGaum COOTBECTCTBYIOT Tpe60BaHI/IHM, NpeaAbABIAEMBIM K JUCCEPTAMOHHBIM



pa60TaM. MaTepI/IaJILI HUCCJIEIOBAaHU IIPEACTABJICHBI B [AOCTAaTOYHOM KOJIHYCCTBC

y6IMKaIuii, 5 mevaTHsIX paboT oIy 6IMKOBaHbI B XKypHanax, pekomeHayembx BAK.

Pesynbrathl paGoThl, MPEACTAaBIECHHBIE B aBTOpedepare, MO3BOJSIOT OLECHUTH
nuccepranuonnyio padory CorosH Hemmn CepéxaeBHbl Ha Temy «lIporHosupoBanue
DUCKOB Da3BUTUSL U PEIMAMBHPOBAHMSA MHOMBI MAaTKH IIOC/IE PEKOHCTPYKTUBHO-
IUTACTUYECKUX OIEPaIii y MaIMeHTOK PEeNpoIyKTHBHOIO BO3pacTa ¢ MCIOJIB30BAaHUEM
MOJIEKYJIAPHO-TEHETHYECKIX METOOB MCCIIEOBAHM) KaK HAYYHO-KBAIU(HUKALKOHHYIO
paboTy, B KOTOPOil CONEPXKUTCS PEIICHHE 3a/a4y, UMEIOMEeH 3HAUCHUE I PasBUTHSA
3HAHUH B 00J1aCTH aKyLIEPCTBA M THHEKOJIOIUH. BBIABICHBI MOJICKYJISIPHBIC MApKEPBI IS
IIPOTHO3MPOBAHHUS PUCKOB Pa3BUTHUA M PELUIUBUPOBAHISI MUOMBI MATKH, KOTOPBIE TAKKCS
[I03BOJIIOT PACIIMPUTH MPEICTABICHUS O ATOTeHe3e 3TOro 3a00JIeBaHusI U ONPEACITHT

BO3MOYXHBIC MOJICKYJIIPHBIC MUIICHU U1 TEPATICBTHYCCKOTO BO3/ICHCTBUA.

Jucceprarmonnas  pabora Corosn  Hemm  Cepé&xaeBHBI — IOTHOCTBIO
cOOTBETCTBYeT TpeOoBaHMAM IyHKTa 9 «llonokeHust O TPHUCYKICHUH YYEHBIX
crereHeit» yreepxkaenHoro [TocranosnenueM IlpaBurenscrBa Poccuiickoit Denepanuu
or 24 cenrabps 2013 roma Ne 842 (¢ M3MEHEHMAMH B PEIAaKIMHU IOCTaHOBJICHHI
IIpaButenscTBa Poccuiickoit @enepariy or 01.10.2018 r. Ne1168), mpexbsBisieMbIM K
KaHIUIATCKUM JUCCEPTAIUAIM, a €€ aBTOP 3aciIyKUBAET NPUCYIKICHUS UCKOMOM yYeHOH
CTeTeH! KaHIWIaTa MeIUIMHCKUX HaykK 1o crernuanbHocTd «14.01.01 - akymepcTBo u
TMHEKOJIOTUAY.

JIOKTOp MEIMIMHCKMX Hayk, mpodeccop, npodeccop Kadeapsl akyumepcrsa H

rurexosiorud Ne 1 ®I'AOY BO Ilepseiiit MIMY um. U.M. CeuenoBa MuH3apaBa
Poccun (CeueHOBCKMIT YHUBEPCUTET)
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