OT3bIB
Ha aBTopedepat quccepTanun
©®OHOBOU EJIM3ABETBI AJIEKCEEBHBI
«MOJUOUITUP YOI DPPEKT MHAKTUBALIMN
X-XPOMOCOMBI
HA TIPOSIBJIEHME HECBAJTAHCHPOBAHHBIX XPOMOCOMHBIX
BAPHMAHTOB ITPY HAPYIIEHWH PEITPO/IYKLIMM Y UEJIOBEK Ay,
HpeﬂCTaBHeHHOﬁ Ha COUCKaHHe yHéHOﬁ CTEIIEHH KaHauaarta MEIHUIIUHCKHX HayK
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Vccnenosanus, mposenénnsie E.A. MoHoBOW B Xone paboTel  Haj
AHUCCEPTaLUeH, TIOCBSIUEHBI CITOKHON MeK/IMCIUILTHHAPHOMN npoOieMe Ha CTBIKE
MEMLMHCKUX 1 OHOIOTHYECKUX HAYK,  UMEHHO BBIACHSIO POJIH ACUMMETPUYHOM
WHAKTUBALMK ~ XpOMOCOMBI X B  OCTAHOBKE pa3BUTHA  OepPeMEHHOCTH.
JleficTBUTENBHO, HEBBIHALINBAHNE GEPEMEHHOCTH B MOCTIEIHIE rOJ(bl CTAHOBUTCS
Bce OoJiee 3HAYMMOM MeIMKO-COIHAIBHOM npobaeMoii. YoeauTeasHo JI0Ka3aHo,
4TO  aHOMalHMM  KapuoTHIla SMOpMOHA 4YacTO TPUBOAST K  OCTAHOBKE
BHYTPHYTPOOHOIO pa3sBUTHsI, 0COOEHHO Ha PAHHMX cpokax Gepemennoctd. B TO
K€ BPEMs IPUYMHBI, BBI3BIBAIOLINE 3MOPHOJIETANH TIPU HOPMAJbHOM KapUOTHIIE,
HE/IOCTATOYHO ACHBIL. B KauecTBe BO3MOMKHOH NPUYHHEI aBTOPOM JUCCepTaIlHN
pacCMOTpEHa aCUMMETPUYHAA MHAKTHBALMsA XpoMocoMmbl X. JleHcTBUTENbHO, B
xone wmccinenoBanus E.A. ®oroBOH  yaanmock II0Ka3aTh, 4YTO CMEIIEeHHEe
MHAKTUBALMK X-XpOMOCOMBbI Hame (6,7%) permcTpupyercst CpPeaH JKEHIIHH C
HEBBIHALIMBAHHEM OCPEMEHHOCTH, YeM y XKeHIIHH 0e3 IpoGieM ¢ PEeNpOayKIHEH,

4 TaKike B TPYINE CIOHTAHHBIX abopTycoB ¢ KapmoturoMm 46,XX (7,4%).



WNHTEepecHO OTMETUTB, YTO TIPOIEHT BBIABIEHHUS CIy4aeB AaCHUMMETPUYHOM
HHAKTHBALIMH X-XPOMOCOMEI CX0kK - 6,7% u 7,4% coOoTBeTCTBEeHHO, B 00eux
rpymnmnax uccinegoBanusi. Kak aBTop MoKeT 0OBACHUTH Takue ONIU3KHe 3HAYEHH?
ABTOPOM yJallOCh TaK)Ke€ YCTAHOBUTb, YTO ACHMMETPHYHAs HHAKTHBaLMUsS X-
XPOMOCOMEBI Y JKEHIIWH ¢ HeBBIHAINMBaHHEM OepeMeHHOCTH B aHamHese B 30%
ciiydaeB conpoBokaaercs Hannuuem CNV - MHKpOIyIUIMKaLUeld B perpoHax
Xq28 u mukpoxmeneuueil B permonax Xpll.23 m Xq24, 4TO0 B CBOIO OYepenb
BBI3BIBAET BOMPOC O TOM, C UeM MOXEeT OBITh acCOLMHpPOBaHa MPEUMYIIECTBEHHAs
wHaKTUBaLMs B octaBluxcs 70% ciydaeB? Taxke X0TeNOCh YyTOUHUTH, KAKOB 10
MHEHHIO aBTOpa BO3MOKHBIM MeXaHU3M dMOPHOIETaTIbHOCTH IPU aCUMMETPHUYHOH
WHAKTHBAITHH X-XpPOMOCOMBI B CITy4ae KeHCKOTO I1oj1a aMOpruoHa?

Cnemyer OTMETUTH, YTO B XOJ1€ UCCIIEIOBAHHUS aBTOPY AUCCEPTALMU YIaTI0Ch
JOCTUYh LeJM M PElUTh BCe IOCTaBJeHHBbIE 33Ja4yd Ha OYEeHb BBLICOKOM
METOHYECKOM ypOBHe. Pe3ynpTaThl AuccepTalliOHHOHW paboThl, 0e3yCllOBHO,
UMEIOT IIEHHOCTH VISl TIPaKTUYECKON MEIUUMHBI, B OCOOEHHOCTH, IPeIJI0KEHHBIH
QITOPUTM  AUATHOCTHKM MUKPOCTPYKTYPHBIX II€PECTPOEK Yy IKEHIIUH C
HeBBIHAILIKMBAHHEM OepeMeHHOCTH. BBIBO/IBI, IpUBEIeHHEIE B paboTe, 000CHOBAHEL
U IOJHOCTBIO OTPAXKAIOT €€ COAECPIKAHUE.

Huccepranmonnass  pabora  @onoBoit  EnuzaBersl  AjexceeBHbI
«Momupuuupyromuii >h@ext HHaKTUBAUUKA X-XPOMOCOMBI Ha IPOSIBIEHUE
HecOanaHCHPOBAaHHBIX XPOMOCOMHBIX BAPHAHTOB IIPU HAPYILUCHUSIX PEIIPOLYKIHH
y 4elloBeKa» ITOJHOCTBIO COOTBETCTBYET TpeboBaHUAM, HpenbsBiasieMbiM BAK k

JUCCEPTallMsIM Ha COHCKaHUE yquoﬁ CTCIICHHW KaHOuIaaTa HayK, a €€ aBTOp



3aCJIy)KHMBaeT IMPHCBOCHUI HCKOMOHW CTEIIEHH KaHauJaTta MEOUIIMHCKHUX HayK I10

crenuaibHOCTH 1.5.7 — 'eneTnka.
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