OT3bIB
Ha aBTopedepar AuccepTaliOHHON paboThI
Beiik Exarepunsl 11aBnoBHBI
Ha Temy «IloBbileHre 3PPEKTUBHOCTH IPOTPaMM BCITOMOTATEIbHBIX
PENpPOIYKTHBHBIX TEXHOJIOTHH Y MAlJUEHTOK [TO3THETO PepOIyKTUBHOTO BO3pacTa
Ha OCHOBAHHUH IIPOBEIEHNS MPEUMIITAHTALIMOHHOIO T€HETUIECKOTO CKPUHUHTAY,
MPEeCTaBIEHHON
HA COMCKaHHe yYEeHOW CTEeNeH! KaHAu1aTa MEeAUIIMHCKIX HayK
o crienpanbHocT «14.01.01 — akymepcTBO ¥ THHEKOJIOTUSDY

B L[HCCGpTaHHQHHOfI pabote beiik Exatepunsl IlaBnoBHBI MpPOBOJUTC
aHaimu3 ucxogos nporpamMm BPT y mHanueHTOK II0O3HETO PENpPOLYKTHBHOIO
BO3pacTa C YYeTOM IapaMeTpOB OOreHe3a, PaHHEro 3MOpUOreHe3a W KIHHHKO-
naBopaTOPHBIX JAHHBIX MAIUEHTOK, ONPEJENsIeTCs YacTOTa U THIIBI aHCYILIOUHH
5MOPHOHOB y ITAIMEHTOK II03HEr0 PENPOAYKTUBHOIO BO3PACTa, ONPENCIAETCS
MOPOTOBBIM  BO3pPacT MAIEHTOK, IIPM KOTOPOM  BCPOSTHOCTH  Pa3sBUTHS
AHEYILTOWINU SMOPHOHOB SIBISETCS MAKCHMAJILHOM.

B nanHOil pabote ouenuBaercs dddexktuBHOCTh nporpamMm BPT mpu
HasHaueHun pasmuuneix BugoB III'C (FISH ma 3-e CyTkH, CpaBHUTEIbHas
reHOMHasi THOpUAK3aIys Ha 5-€ CyTKH).

BBUI HpOBEJicH aHalM3 KIMHUKO-OKoHOMHueckol sddextusHocTH DKO €
I[I'C y mnanWeHTOK TIIO3JHEr0 pENpOoAyKTHBHOro Bo3pacta. B cBM3sm ¢
BBIIIECKA3aHHBIM, IIpEACTaB/IieHHas paboTa, IIOCBAIIEHHAs W3y4YeHUE PpOJIH
IPEeUMILIAHTALMOHHOrO TeHETHYECKOTr0 CKPUHHHTA B MOBBIIIEHAN 3 (QeKTHBHOCTH
MporpaMM BCIIOMOTATENbHBIX ~PENPOAYKTUBHBIX TEXHOJOIHM y TIAIMeHTOK
IO3HETO PENpOAYKTHBHOIO BO3pacTa, IPEACTABISAETCSs COBPEMEHHOH U
aKTyaJIbHOM KaK C HAyYHOH, TaK M C IPAKTUIECKON TOUKH 3pECHHS.

ITpencTaBiennas paboTa IIOCTPOEHA MO TPAJAUIMOHHOMY IUIaHY, COAEPIKHT

Bce TpeOyeMble pa3/iebl.



ABTOp HCIIOJIB30BaAJl HMHTETPANBHBIA MOAX0J B OLIEHKE MOTYyYeHHBIX JaHHBIX
Ha OCHOBE CTATHCTHYECKHX METOJOB, YTO COOTBETCTBYET COBPEMEHHBIM ITOIX0/1aM
B JAHHOU 00JIaCTH KCCIICIOBAHMUS.

Llens wuccnenosanus cHOpPMYJIHPOBAHA YETKO, IIOCTaBICHHBIE 33a7a4u
TIONIHOCTBIO PAacKpPhIBAIOT IeJIb paboTHI, BBIBOJBI OOOCHOBAHBEI M COOTBETCTBYIOT
HOJIy4eHHBIM pe3ysbTaTaM. -

Jlns peanusalidu TOCTaBJIEHHON LedM M 3amad ObI pa3spaboTaH HYeTKui
nu3aiiH McciieoBaHuA. PaboTa BEINOJNHEHA HA JOCTATOYHOM MaTtepHaie, ObLI
IpOaHATM3UPOBaHbI 323 CynpyKECKHe Maphbl.

Ha ocHoBaHuM BO3pacTa MAIMEHTOK W IIPOBEJIEHHUS MPECHUMIUIAHTAIIMOHHOIO
FeHEeTHYEeCKOT0 CKPMHMHIA OHM OBbLIM pasiencHbl Ha 4 rpynnel rpymnma 1 - 87
TAIIHEHTOK IMO3JHEro penpoAyKTUBHOTO Bo3pacta (crapuie 35 JeT), KOTOPBIM He
npososuics [1I'C; rpynna 2 - 101 manueHTKa paHHero penpoayKTHBHOIO BO3pacTa
(35 nmer W Miamme), KoTopod Takxe He npoommica IIIC; rpymma 3 - 73
MAIMEeHTKH MO3HEro PenpoAyKTHBHOIO BO3pacTa, KOTopkiM mposoauics III'C; u
rpynna 4 — 62 TAMEHTKA PaHHEro PeNpOAyKTHBHOTO BO3pacTa, KOTOPOH Takxke
nposouics [TT'C.

OlLleHABAJIUCh WIAHCHI HACTYIUICHUS OEPEMEHHOCTH M JKHBOPOXICHUS B
pacuete Ha oxuH nuks DKO B 3aBUCHMOCTH OT BO3pacTa NMAllMEHTOK U NPOBEACHHA
NPEVMILIAHTALMOHHOTO TeHETHYECKOr0 CKPHHMHTIA, a TaK)Ke [TOPOTOBBIA BO3pACT,
TIpU KOTOPOM BEPOATHOCTD aHEYIIOUUH SMOPHOHOB U 3Q(HEKTUBHOCTD IPOrpaMM
BPT ¢ III'C 6pu1a MakCHMMAaJIbHOM.

Hayunass HOBH3HA 3aKJIIOYAeTCS B BBIABICHMH ITOPOrOBOrO BO3pAacCTa
s¢dexTuBrocTH nporpamMm BPT ¢ pacuéToM HEOOXOAMMOIo 4HCIa 3UTOT H
6IACTOLHUCT, KOTOPOE HEOOXOAUMO IMOJYYHTH Ui MONYYeHHS XOTS OBl OJHOrO
SYILIOUIHOTO SMOPHOHA, B Pa3lIMYHBIX BO3PACTHBIX IPYIINaX MAMEHTOK.

[Io pesyneTaraM MpPOBEIEHHOM  paboTBl  pa3paboTaH  alropuT™
nuddepenrpoantoro HasHadeHus III'C manueHTKam pa3avgHOroO BO3pacTa
nporpamm BPT, 4o siBisieTcs nepcneKTUBHBIM U aKTyallbHbIM HalPABICHHEM I

KIAHAYECKON IIpaKTUKHA, ITO3BOJIAIOIITHMM HHAUBHUYaAIU3UPOBATH n



ONTHMHU3UPOBATh MPOBOAUMYIO TEPAlMIO OeCIIOAMs Yy pPas3iMuHbIX TPy
MarueHTOoK.

JIaHHBIH aNTOPHUTM, a TaKkXKe INpeAIoKeHHBIE IIPaKTUYECKUE PEKOMEHNAIINH
MOTyT OBITH YCHEIIHO BHEIAPEHHI B MPAKTHYECKYIO JIEATEIbHOCTh Bpadei
TMHEKOJIOIOB, 3aHUMAIOLIUXCS ITPO0JIEMOM GecIIoaus.

B nenowm, pab6ora Beiik E.I1. nocssmena PEIIeHHIO aKTYaIbHOM MEeIMIIMHCKOM
OpoOJIeMBl U HMeeT HECOMHEHHYIO IPaKTUYECKYI0 3HAYUMOCTh W HAYYHYIO
HOBHU3HY.

N3yueHne ponu MPEeUMILIAHTALMOHHOTO T'eHETHYECKOIO CKpUHHMHTA B
NOBBIIICHAN 3(QQPEKTUBHOCTH IPOrPaMM BCIIOMOTATEIBHBIX penpoayKTHUBHBIX
TEXHOJIOTHH Yy MalMeHTOK IIO3THEr0 PpENpoayKTHBHOIO BO3pacTa, SBIIIETCS
COBPEMEHHBIM TPEeHIOM pa3BUTHSA JIMarHOCTHYECKUX MMOJIXO/IOB B
PETIPOAYKTONOIUY, HANpPaBICHHBIA Ha TOBBIIEHHEe 3()(PEKTUBHOCTH JI€UEHHS.

IIpencrasienHas paboTa MMeeT BEICOKHI METOAMYECKHH M HAYYHBIH YPOBEHb.

B aBTOpedepare mNpencTaBIeHBl OCHOBHBIE 3Tambl PaGoTHl, pPe3yIBTATHL,
BBIBOJBI U NPaKTHYECKHE PEKOMEHAALMH, YE€TKO OTBEYAIOIIUE ITOCTABIEHHBIM
3a1a4aM. OCHOBHBIE IIOJIOXEHHUS JMCCEPTAlid TNPEJCTABIEHHl B 5 HAYYHBIX

MyOInKauusX, U3 HUX 4 — B peLleH3UPY€eMBIX H3IaHUSX, PEKOMEH10BaHHBX BAK.

IlpencraBnennsie B aBropedepare [aHHBIE WMEIOT BaKHOE Hay4HO-
IIPAaKTUYECKOE  3HAYeHHE ¢  MO3BOJMIOT  CHOeNaTh  3aKIIOYEHHe,  YTO
AuccepranuonHas pabota beiik Exarepmrbl IlasnoBusl Ha Temy «IloBbinieHHe
3((GEKTHBHOCTH NPOrpaMM BCIIOMOTATEIBHBIX PENPOJTYKTHBHEIX TEXHOJOTHH Yy
MalIUEHTOK TO3MHEro PENpPOAYKTUBHOIO BO3pAcTa Ha OCHOBAHUM IIPOBEICHHS
npeI/IMHJIaHTauHOHHord FEHETUYECKOTO0  CKPUHUHIA» TOJHOCTHIO OTBEYaeT
TpeOOBaHusIM ITyHKTa 9 «[T00XKeHHs O TIOpSIKEe TIPHCY K ICHHS YYEHBIX CTeleHe
yTBepxaeHHoro Ilocranosnenuem IlpaButenscrsa Poccuiickoii ®eneparmu ot 24
CCHT)I6pSI‘ 2013 roga Ne 842 (¢ u3MEHEHHSMH B pefaKuyM MOCTaHOBJIECHUMN

IpaBurensctBa Poccuiickoit ®eneparuu ot 21.04.2016 1. Ne33 5,~ ot 02.08.2016 .



Ne748), npenbsBaseMbIM K = KaHIUIATCKHM JHACCEpTAllUsIM, a JUCCEepPTaHT
3aCITy)KMBACT NPUCYXJICHHUS UCKOMOHM y4EeHOU CTelieHH KaHIMAaTa MeIUIIHHCKHX

HayK 1o crenuanbHocTy 14.01.01 - akyrepcTBO U rTHHEKOJIOTHSL.

I'maBHBIIT Bpay

cynpraius Ne9
OXpaHEeHUs ropojaa MoCKBEI»
yK, mpodeccop
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