OT3bIB

Ha aBTOpedepar aucceprauuonHoi padorbl Corossn Heanu CepéxaeBHbI Ha
Temy «lIporHo3upoBaHue PHCKOB Pa3BHTHS M pPeUHIMBHPOBAHHS MHOMBI
MaTKH 10Cje PEeKOHCTPYKTHBHO-IUIACTHYECKHX ONepaluii y MNanueHTOK
PenpoIyKTHBHOIO BO3PAcTa ¢ MCIOJAb30BAHHEM MOJIEKYJ/ISIPHO-TeHeTHYeCKHX
METOJ0B HCCJICJOBAHMS», NMPEJACTABJIEHHOH HAa COMCKAHHE Y4YeHOH CTemeHH
KAHIMAATa MeAMUHMHCKHX HayK no cneuuajbHocTH 14.01.01 — akymepcTBo u
rHHEKOJIOTHsl.

B aBropedepare nuccepraunonHoir pabotsl CorosiH Hemnmu CepéxaeBHEI
paccmarpuBaercs TpoOiieMa MOBBIIEHUS 3()(HEKTUBHOCTA MPOTHO3UPOBAHUS
PUCKOB  pa3BUTUSL W  PELUAMBUPOBAHUS MHOMBI MarkKu Yy  JKEHIIMH
PENpPOLYKTUBHOTO BO3pACTa MOCIE PEKOHCTPYKTUBHO-IJIACTUYECKUX OTEepaLiUid.

[IpencraBnenHass  pabora  akTyaJbHa B  CBS3M C  BBICOKOH
pacnpoCTPpaHEeHHOCTBIO MUOMBI MaTKU CpeJiy JKEHIIMH PEenpOoAayKTUBHOTO BO3pacTa
U TSDKEJIBIM TeueHHeM 3a00JieBaHMsl, KOTOPOe MOXKET MPUBOJUTH K 3HAYUTEIILHOMY
YXYALWEHUIO KauecTBa XKMU3HU JKeHUMH. JleioMMomMa Marku ocraercsi Beaylue
NPUYUHON OINEepaTUBHBIX BMELIATENIbCTB B T'MHEKOJOTMYECKHX CTAlMOHAapax, B
YaCTHOCTH TMCTEPIKTOMUM, YUCIIO KOTOPbIX B Poccun exeronHo nocturaer Oonee
300 TBICSY, IPH 3TOM BBICOKA BEPOSITHOCTH PAa3BUTHS PELUIMBa MHOMBI MAaTKH,
BO3HUKAIOLIEIr0, COIVIaCHO JIUTEpaTypHbIM AaHHBIM, B 90 % ciyuyaeB mocie
PYKOHCTPYKTUBHO-TUIACTUYECKUX OIEpaLIUil.

Hecmotpst Ha akTUBHOE pa3BUTHE PENPOLYKTUBHON MEIUIIMHBI U T€HETUKH
B HACTOsIlee BpPEMsl HE CYLIECTBYET JOCTYIHBIX JUArHOCTHYECKUX METOJOB,
KOTOpble MOIIM OBl MO3BOJUTH OOHAPYXHTh 3a00eBaHHE [0 KIHHHYECKOM
MaHM(]ecTaluu, MPOrHO3UPOBATh PUCK Pa3BUTHSI TaHHOTO 3a00JIeBaHus, 0COOEHHO
Y JKEHIIWH C HaCJIeCTBEHHO! MIPeIpacloNokKeHHOCThIO, U PELUAUBPOBAHHS TTOCTIE
PEKOHCTPYKTUBHO-IUIACTUYECKUX ONepaluii. B CBs3M C BBIIIECKa3aHHBIM ITOMCK
HOBBIX MAapKepoB, OOBSICHSIOLUIMX TIaTOreHe3 JIEHOMHUOMBI M  IOBBIIIAIOIIMAX
5((HEeKTUBHOCTh paHHEW IMArHOCTUKU M MPOTHO3MPOBAHMS PUCKOB PA3BUTHUS U
peLUAUBUPOBaHUS  3a00JieBaHMS, IPEJICTaBIsAETC KpaliHe aKTyaJlbHBIM
HaIlpaBJI€HUEM PENPOAYKTUBHON MEIULIMHEI.

Ha ocHOBaHuM KIMHHKO-Ta00PaTOPHOro 0OCIIeN0BaHMs, XUPYPrAYECKOro
JIeYCHUST ¥ MOJIEKYJISPHO-T€HETUYECKOIO UCCIIeIOBAHMS JKEHIIUH ¢ MUOMOM MaTKU
BbISIBJIEHBI (PaKTOPBI BBICOKOTO PUCKA PAa3BUTHs M PELIUIMBPOBaHUS 3a601eBaHuU, a
TaK)X€ TCHETHYECKHE MapKephl, KOTOpble MOTYT OBITh MCIIOJB30BaHbLI C LIEJIBIO
NPEKIMHUYECKON TUAarHOCTHKH.

Tmarensnepli  cOOp  KIMHUKO-aHAMHECTHYECKMX  JAHHBIX  ITO3BOJIHI
OOHApyXWTh  KIMHHYECKME  (AKTOPbl  BBICOKOTO  pPUCKA  DPasBUTHA |
PEeLUIUBUPOBAHUS 3a00NIEBaHUsI, CPEM KOTOPBIX OTATOLIEHHOCTh aHAMHe3a II0
MHOME MAaTKH, I[IOBBIIIEHHBIM HWHIEKC MacChl Tejla, a TakkKe Halludue
MHOXeCTBEHHOM Jjeiomuombl (JIM). AHanu3 OmmkallIuX M OTJAJIEHHBIX



pe3yJIbTaTOB XHUPYprHYecKOro JIeYeHUsi BbIABMII Oojee YacToe U paHHee
peuuauBpoBanue JIM cpeau >KeHIIMH ¢ HACJIEACTBEHHOM MPEepacoioXeHHOCTHIO
K Pa3BHUTHUIO 3a00JI€BaHUSI.

MorekynsipHO-TeHeTUYeCKOe HCCIeIOBaHUWe, NPOBEJEHHOE B TpH ITala,
TI03BOJTMJIO COMCKATEIIO MPOBECTH aHAJIU3 COMAaTMYECKUX MyTalMil B 9K30HE 2 reHa
MED12, B pe3ynsrare 4yero Obula OOHapy>eHa accolUalys JaHHBIX MyTalllil C
«ceMeWHbIMU (hopMaMu» 3a00JIeBaHMs, @ TAKXKe MOATBEP)KIACHA MOHOKJIOHAJIbHAS
IPUPOJA OIYXOJIH.

B xozme mosHOreHOMHOro reHOTUIHMPOBAHUS U JAJIbHEUILEro MCCIeI0BaHUsS
OTOOpPaHHBIX «KAHIUAATHBIX» OJHOHYKJIEOTHIHBIX MOTUMOP(PHU3MOB OOHAPY>KEHBI
NOTEHI[HAIbHBIE TeHeTHUeckue Mapkepbl, cpeau Hux rs3020434, rs11742635,
rs124577644, rs12637801, rs2861221, rs176069. HccinegoBaHue BapUaHTOB
ajuteJiel  JaHHBIX MOJMMOP(GU3MOB IO3BOJIUT IMPOTHO3HPOBAaTH C BBICOKOU
BEPOSTHOCTBIO PHUCK pa3BUTUS M PELUIAMBUPOBAHUS MHOMBI MAaTKH IIOCIE
PEKOHCTPYKTHUBHO-TUIACTUYECKUX OINEpalldid, YTO UMEET CYIECTBEHHOE 3HaYeHHUE
VIS ONTHMH3ALMU TAKTUKUA BEICHMS IallUeHTOK PEerpoAyKTUBHOIO BO3pacTa C
MHOMOW MaTK{ M HACJIEJACTBEHHOW MPeIpacroioKEHHOCTBIO K Pa3BUTHIO JAHHOTO
3a00JIeBaHMUS.

Ilens wucciemoBaHus 4YeTKO CGOPMYJIUPOBaHA, IIOCTaBJIECHHHbBIE 3aJadd
COOTBETCTBYIOT IIEJIM MCCJIEIOBaHUs, pa3paboTaH YeTKHi NU3aiiH HCCleIoBaHMS,
oIpeesIeHbl KpUTEPUH BKIIIOYSHHS M HCKITFOUEeHUS MAlIMeHTOK U3 MCCIIeJOBaHUS.

B aBropedepare mpencraBieHbl CTeNeHb pa3pabOTaHHOCTH TEMBI,
NpUBEACHBl METONOJIOTHSI M OCHOBHBIE OJTambl IMPOBEACHHOIO MCCIEIOBAHMS,
pe3yJbTaThl, BBIBOJBI, MPAKTUYECKHE PEKOMEHAALMH, OTPa)Ke€H JIMYHBIA BKJIAJ
aBTOpa.

Pesynbrarel paboThl, MpeacTaBiIeHHbIE B aBTOpedepaTe, MO3BOJISIOT OLEHUTD
nuccepraimonHyro  pabory  CorosH  Hemm  CepéxaeBHbI Ha  TeMy
«IIporno3upoBanue pUCKOB Pa3BUTHUS U PELUIMBUPOBAHUS MHUOMBI MAaTKH IOCJIe
PEKOHCTPYKTUBHO-IIACTUYECKUX ONEepaluii y TMalUeHTOK pPernpoayKTUBHOTO
BO3pacTa C UCIIOJIb30BaHUEM MOJIEKYJIIPHO-T€HETUYEe CKUX METOJIOB
MCCIIEZIOBAHUS» KaK Hay4YHO-KBAJTHU(HUKAIIMOHHYIO pabOTy, B KOTOPOM COMEPIKHUTCS
pelleHre 3aJa4d, HUMEIOlleld 3HaueHue [UIsi pa3BUTHS 3HAHUH B 00JacTH
aKylmepcTBa U TI'MHEKOJOrMM. BBISBIEHBl MOJIEKYJISIpHbIE MapKephl IS
IPOTHO3UPOBAHHUS] PUCKOB Pa3BUTHUS U PELIMIMBUPOBAHHUS MHOMBI MAaTKH, KOTOPBIE
TaK)Xe IO3BOJISIFOT PACLIMPUTh IIPEICTaBICHUS O TATOreHe3€e 3TOro 3a00JIeBaHus U
ONPENENIUTE  BO3MOXKHBIE MOJIEKYJISIpHBbIE MHIIEHH [JIS TepareBTHYECKOIO
BO3JIEHCTBHUS.



HucceprammonHas pabora CorosH Hemmu CepéxaeBHbI IOJTHOCTBIO
COOTBETCTBYEeT TpeOoBaHMAM IyHKTa 9 «llonokeHuss O MoOpsAKe MPUCYKICHUS
YYEHBIX  CTemeHel»  yrBepxkaeHHoro IlocranoBnennem  IIpaButenbcTBa
Poccuiickoit ®enepauuu or 24 centsiops 2013 roma Ne 842 (¢ wM3MeHEHHMSIMH B
penaxuuu nocranosiienuit [IpasurenscrBa Poccuiickoit @enepaunu ot 01.10.2018
r. Nell68), mpenbsBisieMbIM K KaHIUWAATCKUM JUCCEPTALMsAM, a €€ aBTop
3aCIIy)KUBAeT IPUCYKICHUS UCKOMOM Y4YeHOH CTeNneHM KaHAuAara MeIUIIMHCKHX
HayK 110 criequaibHOCTU «14.01.01 - aky1iepcTBO U THHEKOJIOTHS.
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