OT3bIB
Ha JHCCepTalnOHHYI0 paboTy
Koporuenko Onpru EBreHbeBHBL
Ha Temy «ONTUMU3AIKS BCIOMOTaTe/IbHbIX perO,HYKTI/IBHBIX TEXHOJIOTHH Yy
HALAEHTOK ¢ GecIuoqyeM ¥ IPUBLIMHBIM BHIKUIBIIIEM B aHAMHE3E
Ha OCHOBaHI/Iﬁ anddepeHIMPOBAHHOIO PAMEHEHUA
IIperMITIaHTALMOHHOTO reHeiquCKoro CKPUHUHIAY, IPeICTABIEHHOM
HA COMCKAHWE YIEHOH CTeneH: KaH/i1aTa MeIUIMHCKAX HayK
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TucceprauuonHas pabora KopoTdeHko Ounwry - EBreHbeBHbI MOCBALICHA
aKkTyanpHO#  1pobieme COBPEMEHHOW  PEeNpOJYKTHBHOHM MEIUIAHBl  —
. MCCIEIOBAHMIO BIIMSHNA NPEMMINIAHTAIMOHHOTO IeHETHHECKOro. CKpUHHMHIA Ha
© PeIpOMyKTHBHBIE HCXOJBl B NPOrpamMMax BCIIOMOTATENBHBIX PENPOAYKTHBHBIX
TEXHOJOTHH Y JKEeHIIUH C IPUBBIYHEIM BBIKUIBIIIEM U GecILIoIueM. | |

Kapuotuit 5MOproHa SBISICTCS BaKHBIM (GaxTopoM, ONpPEAeIIOIIIM cyz[b6y
5SMOpHOHA, ero MOTeHIHANl K I/IMHJ‘IaHTaIJ;I/lI/I a 3HAYHT U BEPOSITHOCTH PO TICHHS
JKUBOTO 3I0pOBOTO peberka. IlosTomy B HAcTOSIIEE BpeMs 0coboe BHEMAHHE
yaensercs — NPEUMILIAHTAUNOHHOMY — T€HETHYeCKOMY CKpI/IHI/IHI‘y METONOM
~ CpaBHMTENBHON TeHOMHON THOpHAM3aliH, TTO3BOJISIOIEMY OTIPEIEUTh TIONHBIH
: 'XpOMOCOMHLIﬁ naGop sMO6proHa. B cBs3M ¢ OTHM HACTOAILEE UCCICNOBAHME, IIEIH
KOTOpOTO COCTOSNa B TOBBINIEHHH 3((PEKTUBHOCTH JIeYSHHS IPUBBIYHOTO
BEIKHIBIIA C TIOMOIIBIO TU(QEPEHIIPOBAHHOIO PUMEHEHHS BCIIOMOTaTeNbHBIX
- PENPOIYKTUBHBIX  TEXHOJOIMA U HpeHMHHaHTauHOHHOFO TEeHETHYECKOTO
CKPVHHHTA, TIPeICTABISETCS BECbMA aKTyalbHBIM.

ABTOpPOM TIPOBEIEH aHAIU3 BJII/ISIHI/IS{ KIHAKO- aHaMHeCTI/IT{eCKI/IX (hakTopoB
'Ha PUCK TIPUBBIYHOTO BBIKMJBINA B nporpammax BPT, wnsydeHo BIMsAHUE
KOIIYECTBA MOIYYSHHBIX OOLMT  KyMyJIOCHbIX KOMIIJICKCOB 6JIaCTOI_II/ICT 7
6IACTOLCT OTJIMYHOTO —KauecTsa, JIACMOP(hU3MOB OOLKMTOB HA qacToTy

‘depTunM3anUU W HACTOTY HACTYIICHMA GepemennocTd. Jlast 9TOrO  ObHUH



obcnenoBansl - 364 maluMEeHTKH, Hpoxozmnme JeyeHHe B IporpaMmax
AKO/MKCUL. BeiGopky — pernpe3eHTaTUBHBl W JOCTaTOYHBI  JUTT  TIOXyHCHMS
JIOCTOBEPHBIX PE3YIHTATOB. Pe3ynbTaThl MCCIEIOBAHHS HpoaHaﬂmanpoBaHm C
IpUMEHEHHEM aleKBATHBIX METONOB CTaTHCTHqéCKorb aHanu3a. |

Héyqﬂaﬂ HOBH3HA, HAYYHOE Y MPAKTUYECKOE 3HaveHye IPOBEIeHHON PabOTHI
He BBIHBAIOT comuenmii. CornacHo pesyibTaTtaMm paboThI, AN NaIHeHTOK
nporpamM BPT ¢ [pUBBIYHBIM  BBIKMBIICM XapakTepHbl Oonee HU3KME
- 5MOPUOTIOTHIECKHE noxaéaTeHH. bes mpoBeldeHHUs —NPEHMILIAHTALMOHHOTO
CKPUHMHTA y TAalUeHTOK C TPHBBIYHBIM BBIKHIBIIEM IIAHCHI JKUBOPOXKIEHMS
6p B 1,4 pasa HEXe BCJIEICTBHE IOydeHHs] MEHBIIETO qicia GIacTOLMCT
OTTMYHOIO KadecTBa, 4 IaHChl CaMOIIPOU3BOIBHOIO BRIKU/IBIIIA - B 4.4 pésa BBIIIIE
10 CpaBHEHWIO C IallMeHTKamu Oe3 IIOTepPh GepemenHocT: B aHamuese. llpm
‘ I/ICIIOJIB?,OBaHI/II/I MpEeUMIIaHTALHOHHOTO 'TEHETHYECKOTO CKpUHHHTA
PeIpOfyKTUBHBIE HCXOIbBl Yy MAllMeHTOK C  IPHBBITHEIM BBIKU/BIIEM  H
HecIUTonUeM CYIIEeCTBEHHO yIydIlaauch: 9acToTa GUOXMMUYECKOH, KIMHNYECKOH
OepeMeHHOCTH M JKUBOPOXKACHUS ObUla  3HAYMMO  BhIIE, A 'qaCToTa
CaMOIIPOU3BOIBHBIX BBIKHBIILIEH Oblia conocmBﬁma ¢ TPYIINOH CPaBHEHUS.

Ha OCHOBAHUM TIONYICHHBIX JJAHHBIX aBTOPOM paspaboTaH aJIFOPI/ITM Be IeHUS
HAIMEeNTOK ¢ GeciiofayeM ¥ IPUBBIYHEIM BRIKU/IBIIIEM B IpOrpaMmMax BPT.

Buenpenue pe3yanaT0B HCCNe/IOBAaHMsT B TPAKTHKY U ee anpo6auy1>1
(COOTBETCTBYIOT Tpe6OBaHI/151M IPEABIBIAEMBIM K JUCCEPTALOHHBIM paboTaM.
Martepuasnpl HCCleNOBaHus NPEACTaBICHb! B 12 Hy6HI/IKaIII/I$IX 5 U3 KOTOPHIX —
CTATBU B XKypHanax, pereHsupyemMbix BAK.

Pe3yibraThl paboThi, IPeJCTaBICHHbIE B aBTOpedepare, nosBon;noT‘ or;e/HnTh
nmuccepranyonnyio  pabory  Koporuenko Onbru EBreHLeBHLi Ha  TeMy
«ONTUMU3AIMS BCTIOMOTATENBHBIX PETPOLYKTUBHBIX TEXHOJIOTHH y MAlMeHTOK C
GecruiofMeM ¢ IPHMBBIUHBIM ~ BBIKMIBIIIEM B aHaMHe3e Ha OCHOBaHMU
nn(bcbepeHquOBaHHoro IPUMEHEHVS [PHEMILIATHATIHOHHOTO TeHETHIECKOro
CKpHHMHTa» Kak Hay4HO-KBanu(UKaiHOHHYIO paboty, B KOTOpOI/I COZIEPIKUTCS

peuieHue - 3a1ayii, UMeroe 3HaveHue AJis  pasBATHA 3HAHUM B objactu



aKymuiepcTBa U I'MHEKOJIOTHN: BmeJIeHé CBA3b MEX LY
XPOMOCOMHBIMU ~ aHOMAJIUSIMA SMOPUOHOB ¥ HU3KOH 3(QQeKTHBHOCTHIO MHUKIIOB
SKO/MKCH y nanuenTox ¢ OecIuioaneM 1 MPUBBIYHBIM BBIKHIBIIEM B aHAMHE3e,
K IPaKTH9YECKOMY NPUMEHEHMIO IIPEUIOKEH alrOpUTM IEPCOHATM3UPOBAHHOIO
nposenenus nporpamm BPT.

JluccepTamyst ~ COOTBETCTBYeT TpeGoBanusam myHkra 9 «llonoxeHus O
MOpsZIKe MPHUCYXKIEHHsT YUEHBIX CTeNeHed» ([0CTaHOBJIECHHUE [TpaButenscTBa
Poccuiickoit ®eneparuu oT 24 centsops 2013 roma Ne 842), NpenbaBIsIeMbIM K
KAHIUIATCKAM JUCCEPTAIUAM, a ee aBTOp 3aCiy’KHBAeT MPHCYXKACHUs HCKOMOH
y4eHO! CTelleHH KaHIuIaTa MeAUIMHCKUX HayK o crenuaisaoctd «14.01.01 -

aKyIEPCTBO ¥ THHEKOJIOTHS».

JIOKTOp MEIMITMHCKIX Hayk, podeccop, mpodeccop -
kadenphl aKyIepcTBa, TMHEKOIOTUH 1 IePUHATONIOTHH
JieyebHoro (PaKyIbTeTa

®T"AOQY BO Ileppbiit MOCKOBCKUH rocy japCTBEHHBIN
MeIVIMHCKIN YHUBEPCUTET MMEHU
.M. CeuenoBa Munznpasa Poccun
- 119991, Mocksa, yn. TpyOenxkas,
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Mnerusuposuy

JIoKTOp MeIULIMHCKAX HAyK,
npodeccop, yueHsli cexperapb DI A

MeULMHCKI yHUBEPCUTET I/IMeHI/I
VM. CegernoBa Munsapasa Poccuil
119991, Mocksa, yn. Tpyberxkas,
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