OT3bIB

opHIHAJBLHOIO ONNMOHEHTA JOKTOPa MEIHIMHCKHX HayK, npodeccopa Kaapol
I'eoprueBnbl CepeOpeHHHKOBOH Ha AHCCEPTAUHOHHYIO pabory KopoabkoBoii
Annpl Mropesnnl Ha Temy «OnTHMu3auusi mporpaMm BCHOMOraTeJbHbIX
penpoayKTHBHBIX TEXHOJIOTHH y NANHEHTOK TMO3/HEro penpoxyKTHBHOIO
BO3pacTa HA OCHOBAHHH OLEHKH MHTOXOHJPHAJILHOIO MOTEHIHAIa H
NPeUMMIIAHTAIIHOHHOT 0 reHeTHYeCKOro CKPHUHHMHIA IMOPHOHOBY,
NpeACTABJIEHHON HA COMCKAHHE YUeHO! CTeNeHH KaHIH/IaTa MeJHIHHCKAX HAYK
no cnenuaiabHocTH 14.01.01 — akymepcTBo ¥ THHEKOJIOTHHA

AKTyaJIbHOCTb HCCJIeJ0OBAHUA

JlanHass HaydHa paGoTa [MOCBSIIEHAa BaKHOW M aKTyalbHOM npobneme -
orrruMm3anuy mporpammbl DKO y ManMeHToK MO3IHEro penpoyKTUBHOIO BO3pacTa 3a
cueT IepeHoca B TOJOCTh MAaTKH OYIUIOMAHBIX OMOPHOHOB C Y4ETOM WX
MHTOXOHIPHATBHOTO MOTEHIMAA.

B mociemHHe ToAbl PEe3KO YBEJIMYMIOCH YHCIO JKEHIIMH crapuie 35 JieT,
O6pamaromuXcst JUis pealn3allli PENpOTyKTHBHOW (QYHKIHMH C  HCIOJIb30BaAHUEM
IPOrpaMM BCTIOMOTATENBHBIX PETPOTYKTUBHBIX TEXHOIOTHH (BPT). UzBectHO, 4TO
mocie 35 JeT KOJWYeCTBO M KadyecTBO OOLMTOB IPOTPECCUBHO CHHKAETCH,
COOTBETCTBEHHO, CHHMKAETCS M YUCIO TOJy4aeMbIX 3MOpPHOHOB. BaKHO OTMETHTH,
YTO TIO3JHHH PENpOAYKTHBHBIA BO3pAacT MAI[MEHTOK, OOpaIlaroIMXCs Uil
nposeenus nporpamm OKO, sBIseTcss oIHMM U3 MOKa3aHUM K HCIOJIb30BAHHIO
JIOTIOJTHUTENBHBIX METOJOB CEJIEKIIUHA SMOPHUOHOB, 2 UMEHHO MTPEUMITTIaHTALIMOHHOIO
renetudeckoro ckpunuara (I1I'C). Onnako B Hacrosimee BpeMs CpPeId MHPOBBIX
WccieoBaTeneil  IpONO/KAaeTcs JUCKyCCHsl IO TMOBOAY  LENecooOpasHOCTH
nposenenus [II'C B JaHHOH KOropre MalMEHTOK, yYUThIBas HOPOTYI0 CTOMMOCThL M
MHBA3UBHOCTH Ipoleaypsl. KpoMe TOro, MHOTHE aBTOPhI OTMEYAIOT KpaiHe HU3KYIO
s pextuBHOCTH mporpamm DKO ¢ ITI'C B Bospacte crapiue 35 JeT, 10 CPAaBHEHHUIO C
HalMeHTKaMu 10 35 JeT, TeM caMbIM TOJ4YepKHBas HeOOXOIUMOCTh IOMCKA HOBBIX
METOJOB CElEeKIMH 3MOPHOHOB C BBICOKOM HMMILIAHTAIIMOHHOM CIOCOOHOCTHIO. B
rmociefHee BpeMsl aKTUBHO M3ydaeTcsl POjib MUTOXOHIPUH W MMTOXOH/pHAIbHOM

JHK (mt/IHK) B moTeHuuane pa3BUTHS SMOpHOHOB. JlaHHbIE OpraHeibl Yy



MJIEKOIMTAIOLMX HACIELYIOTCS 10 MATEPUHCKON JINHUHU, COOTBETCTBEHHO, HCXOTHOE
xomuuyectBo wMuroxonapuii w MTJHK ooruroB omnpenenser AHEPreTHYECKUun
notenmuan smMGproHoB. Takum o6pasom, pabota KoponbkoBod AHHBL HropeBHbl,
[IOCBSIIIEHHAs. BOMPOCAaM TOBbIeHMs d()PEKTHBHOCTH JiedeHust Oecmionus y
MaLMEeHTOK TO3AHEr0 PEMPOAYKTUBHOIO BO3pacTa B MporpaMMax BCIIOMOIaTeIbHBIX
penpoayKTuBHEIX TexHonorui (BPT) myrem mepeHoca SyIIOMIHBIX SMOpPHUOHOB C
y4eToM HX MHTOXOHJIPHANBHOTO IOTeHIHana, HECOMHEHHO MPEeICTaBIIAeTCs
aKTyaJpHOM M mepcrekTuBHOM. Llenb wuccienoBaHus, NPEICTaBICHHAA aBTOPOM,

ABIISIETCS Y€TKO C(POPMYJTHPOBAHHOM, IIOCTaBJICHHBIC 3313491 COOTBETCTBYIOT LICJIH.

HayuyHasi HOBH3HA

B pamkax Hay4HOTO MCCIIeJIOBaHUs OBbUIH OIpPE/IeTICHBI (dakTopsl pUCKa Heyaaq
nporpamMm BPT y NaIlMeHTOK IMO3JHEr0 PENpOAyKTUBHOIO BO3pacTa, a TaKKe
060ocHOBaHa BaXHOCTH mpoBeaenus [1I'C B JaHHON KOTopTe MalMeHTOK. BhIsBIEHO,
YTO B IPyIIIe IMalUeHTOK cTapiue 39 JIeT 10 CPaBHEHHUIO ¢ TALUCHTKaMH 110 39 ner,
HoNsl aHeYIJIOMJHBIX SMOPHOHOB yBenWdeHa B 2,3 pasa, 4acToTa HACTYIUICHHA
GepeMeHHOCTH B 3,3 pa3a HWKe, M CHIDKCHA JacTOTa JXMBOPOXACHUS B 4,8 pasa.
Kpome TOro, 6bUIO MOKa3aHO, YTO B BO3pacTe crapiie 39 JeT NOons JSYIIOMAHBIX
6IACTOIMCT ¢  MATOJOTMYecKMMH  HaanoporoBeiMud — ypoBHamu  MT/IHK B
TpodakTosiepmMe B 4,1 pa3 Bblle MO CpPaBHEHHIO C Oornee MOJIOJION KOTOPTOM
[AlMEHTOK, YTO OOBICHAIO OTCYTCTBUE OEPEMEHHOCTH IPU MEPEeHOCEe DYIUIOMIHBIX
3MOPHOHOB B MIOJIOCTh MaTkH B 59,5% city4aes.

B xome wucciemoBaHUs Tak)Ke OBUIM IOJy4YeHbl BaXXHbI€ HOBBIC [aHHBIC,
cugerensctBytome o cBssu ypoHeit MT/IHK B KK u TO ¢ Bospacrom,
napaMeTpaMu OBapHalbHOTO pe3epBa, a Takxke ypoBHed MT/IHK B T3 ¢ monaHocThi0
sMb6pronoB 1 wucxomamu mporpamm OKO. TlomydeHHble pe3ylabTaThl IMO3BOJISIOT
BLIBECTH BKHOE 3aKiroueHwe, uro oieHka komuitHocTH MTJHK B KymyIrocHBIX
KJIeTKax SBISETCS MapKepoM OBapuaibHOro pesepsa. C BO3pacToM TNPOMCXOIUT
camwkerne Mt/JHK B KieTkax KyMyJIroca, OJHAKO JTaHHBIH MOKa3aTeslb HE MOXET ObITh

HCIIOJIB30BaH JJIs1 OLIEHKHW KadyeCTBa OOLHUTOB U 3M6pI/IOHOB. B Toxe BpEMA YPOBHU



mt/IHK B TD accouuupoBaHBI HE TOJIBKO C BO3PAacTOM U OBAapHUALHBIM PE3CPBOM
JKCHIIMH, a TAlOKe ¢ IUIOMAHOCTh OJaCTOLMCT M MX MMILTAHTAlHOHHBIM NOTCHIHAJIOM.
Ba)kHBIM OSTalloOM HACTOSILEN pabOThl SBISETCS YCTAHOBJIEHME ITOPOTOBOIO ypPOBH3
xormiinoctd MTJJHK B TD — 0,004 0.€., Ipy NPEBBILIEHUA KOTOPOro HE INPOHCXOANT
MMIUIAHTAIHS Ja)Ke SYTLIOMIHOTO SMOPHOHA XOPONIEro/OTIIMYHOTO MOP(hOJIOTUYECKOTO
kadecTBa. IToTydeHHbIe pe3ysbTaThl O3BOJISIOT MPE/ONIONKHUTh, ITO YPOBEHb mt/IHK B
TD MoOKeT CcTaTh [OTOJIHUTENILHBIM MapKepoM WMIUIAaHTAlMOHHOIO IOTEHIHalIa

3M6pI/IOHOB U UMEET BAXKHOE NPAKTUYCCKOE 3HAUCHUC.

IpakTHYecKasi 3HAYHUMOCTH padoOThI

[IpakTHdeckas 3HAYMMOCTh IIPEICTABICHHOH paboOTBl  3aK/IOYaeTcsi B
pa3paboTKe ajIroprTMa BeJIeHHs TALUEHTOK MO3/IHEr0 PENPOAYKTUBHOIO BO3pAcTa B
nporpammax BPT, ocHOBaHHBIA Ha MNEPEHOCE B MOJIOCTh MATKH SYIUIOHIHBIX
SMOpPHOHOB ¢ moAnoporosbiMu ypoBHsmu MT/THK B TpodIKTOAEPME.

OCHOBHBIE TOJIOXKEHHUSI ¥ BBIBOJBI MCCIIEIOBaHUs BHEAPEHBI B IIPAKTHYICCKYIO
NEeSTeNbHOCTh 1-r0 TMHEKOJIOIMYECKOTO OTIACICHUs ®OI'bY «HMMUIL] AI'TI um. B.H.
KynakoBa» Munsapasa Poccun.

ITo TeMme auCCEpTAIMK OIMyOJIMKOBAHO 8 MevaTHBIX paboT, B TOM YHCIE 4 -8

Hay4HBIX M3[aHUsIX, perieH3upyemMbix BAK.

Ouenka coaepkanus padoTbl

JluccepranioHHas paboTa COCTOMT U3 BBEJEHHMs, 0030pa JHTEpaTyphl,
ONMCAHKs MaTepHala i METOJI0B UCCIIe0BAHNUs, TTIaB COOCTBEHHBIX UCCIICAOBAHMUH 1
0GCYX/IeHHs TIOTyYEHHBIX PE3yJIbTaTOB, BBIBOJIOB, MPAKTUIECKHX PEKOMEHIANMH U
crMcka nuTepaTyphl. Juccepralys HamnucaHa XOPOIIUM JIMTEPaTypPHBIM S3bIKOM,
wuttocTpupoBana 29 tabmuuamu M 11 pucyHkamu. PaboTa BBINONHEHA Ha
JOCTAaTOYHOM 0OBeme BbIOOpkH — 161 mamueHTKa I03JHEr0 PenpoAyKTHUBHOIO
BO3pacTa, COOTBETCTBEHHO, JOCTOBEPHOCTh MOJyYEHHBIX Pe3yJIbTaTOB HE BbI3bIBACT

COMHEHHUH.



Bo BBeleHHH OOOCHOBAHA AKTYaJIbHOCTh BHIODAHHOW TEMBI HCCIICOBaHMS,
c(hopMyIMpOBaHa LeNb KCCIe0BAHMUS, W JIOTHYHO BBHITEKAIOIIME M3 HEE 3a1aqu.
M3oxkeHbl ~Hay4Has HOBHM3HA, IIPaKTUYECKas 3HAUYUMOCTh  MCCIIENOBaHMS,
[10JI0%KEHNs], BEIHOCUMBIE Ha 3alIUTY, BHEAPEHHE Pe3ysibTaToB paboThl B MPAKTHKY,
OTMMcCaH JIMYHBIA BKJIAJ aBTOpa B MPOBEJEHHOE MCCIIEIOBaHHE.

[lepBas TiiaBa MOCBSIIEHA 0030py JIMTEPaTyphl, B KOTOPOM MOJPOOHO OMMCaH
B3[UIL COBPEMEHHBIX MCCliefloBaTelieli Ha COCTOSHHE IIPOOJeMbl pealn3aluu
PEenpoAyKTUBHON (YHKIUM Yy MNAlMEHTOK IO3/HEr0 pPEenpodyKTHBHOIO BO3pacTa,
ONMcaHbl HOBEHIIME METOMBI MPOBEACHUS NPEHMILIAHTALIMOHHOTO TeHETHYECKOro
TECTUPOBAHHS HA AHEYIUIOMJMHM WM CPAaBHHTENBbHBIN aHanu3 MX 9((EKTHBHOCTH,
10ApOGHO ONMMCAHBI TEOPHH CTAPEHHs PENPONYKTHBHOH chcTeMbl. OcoObIH HHTEpEC
BBI3BIBAET IyaBa 1.5, OIMCHIBAIOMIAs BaKHOCTh MHTOXOHAPUAIBHOIO OHoreHesa
OOI[UTOB U SMOPUOHOB.

Bo BTOpOil IiaBe TPaAWLMOHHO OIKMCaH JU3allH HCCIIEIOBAaHUS, KPUTEPUH
BK/TIOYEHHUS, HEBKIIOUEHHMS M HCKIIOUEHHs W3 HCCleZIoBaHHUs, 00beM BBIOODKH,
06beM KIMHUKO-Tab0paToOpHOro o6CIIeIOBaHUs CYNPYKECKHX Iap, 00paTHBIIAXCS
st nposesierus nporpamm OKO, omucaHbl IpUMeHseMble METOIUKU. B pamkax
CHeHMaTbHBIX METONOB MCCJIEOBaHUS OBLIO IPOBENEHO IPEUMITIAaHTALUOHHOE
reHeTHYeCcKOoe TeCTHPOBaHHE HA aHEYIUIOMIWH METOJIOM CPABHHUTENIbHOM reHOMHOH
ru6pumusamu Ha uune (aCGH), a Taxoke omnpezesieHHe KONMHHOCTHU mt/IHK B
KIeTKax KyMyldloca OOLMTOB W B TpO(3KTOAEpME OMOPHOHOB METOIOM
NOJIUMEPA3HOH 1IeMTHOM peaklMy B peKUMe peaabHOr0 BpEMEHH.

B TpeTheil riaBe MpOBEICH TOJPOOHBIA aHAIM3 KIWHUKO-aHAMHECTHYECKHX
XapaKTEPUCTHK  MAlWeHTOK, BKIIOYEHHBIX B  HCCIENIOBAaHME, JaHHBIE KX
1aGOpaTOPHBIX MCCleNoBaHui, ocobeHHoCTH JedeHus B nporpamme JKO ¢ TII'T-A,
a TaK)Ke XapaKTEpUCTHKa OOreHe3a U paHHero sMOproreHesa.

B uyerBeproii rmaBe oueHena sddexruBHocTh mporpamm OKO ¢ TII'T-A B
zaBrcuMocTd oT KoruiiHocTy MT/IHK B KiteTKax KyMyntoca ¥ TPOGIKTOAEPMBI.

AHanu3 pe3ysIbTaToB HCCIIEA0BAHMS IPOBEJIEH C NMPUMEHEHHEM COBPEMEHHBIX

aJleKBaTHbBIX CTATUCTUYECKUX METOIAOB, UYTO IIO3BOJIMJIIO aBTOPY IIODTAITHO



060CHOBATh pPe3yJIbTaThl UCCIIEIOBAHUSI U KOHKPETU3UPOBATh UX B BUJIE BHIBOJIOB U
peKkoMeH[aluii. B 3aKmouuTeNbHON MSATOM TIiaBe «O06cyx)aeHue IOJIy4eHHBIX
pe3yJIbTaToB NpOBEJEHO O0000IIEeHHE IONYYEHHBIX Pe3yJbTaTOB M JaHHBIX
MHPOBO# JIATEPATYPHI, UX aHanmu3 u obcyxaeHue. Mirorom JIHMCCEPTAIMOHHON PabOTHI
KoponekoBoit A.W. crama paspaboTka airoputMa BeJeHUs TMAlMEHTOK I031HEro
penpoxykTuBHOro Bo3pacta B mporpammax BPT ¢ III'C u mpuMeHeHHEM OLECHKH
MUTOXOH/JPHAIBHOTO MOTEHIHaIa SMOPHOHOB.
[TpUHIMIHATEHBIX 3aMEeYaHUM 110 ONIOHUPYEMOU IUCCEePTAlMK HET.
3AK/IIOYEHHUE

Hucceprauust KoponbkoBoii AHHBI MropeBHBI Ha TeMy «OnrTumMuzanys
IpPOrpaMM BCIIOMOTATeIbHBIX PENPOIYKTUBHBIX TEXHOJOTHH Y MAllUEHTOK TO3HET0
PENpOAyKTHBHOTO ~ BO3pacTa Ha  OCHOBaHMM  OLEHKM  MHTOXOHJAPHANBHOTO
MOTeHIMajla ¥ MPEHMILUIAHTAMOHHOTO T'eHETHYECKOro CKPMHUHIA SMOPHOHOBY,
SBISETCS ~ 3aKOHYEHHOW  HaydHO-KBAIM(UKALMOHHOH  paboToi,  MOJHOCTBIO
COOTBETCTBYeT TpeboBaHMsAM IyHKTa 9 «llojoxeHUs] O TOPAAKE NPHUCYXKACHUS
yuensix crenenei» (ITocranosnenue IlpaBurenbeTBa Poccuiickoi denepanuu ot 24
cents6ps 2013 1. Ne 842), mpenbsABiseMbIM K KaHIUIATCKUM JUCCEPTALUsAM, a e
aBTOp 3aCIy)KMBAeT IMPUCYNKIEHHUS MCKOMOW YYCHOM CTENEHM KaHAWIaTa

MeIUIMHCKUX HayK 1o crerpanbHocTd 14.01.01 — akyiiepcTBO M THHEKOJIOTHSL.

OduunanbHbIH ONNOHEHT:

JIOKTOP MEIMIIMHCKHUX HayK, TPo(peccop, HayIHBIH

PYKOBOJMTEIIb 110 aKyIIEPCTBY M THHEKOJIC”
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