OT3bIB OPUIMAJIBHOI'O OIIIIOHEHTA
4ieH-Koppecnonnenta PAH, nokropa MmequnuHckux Hayk, podeccopa
Korana Urops IOpreBuya 1o aucceprauuosnoi pabore
Kynakoso# Enens! BragumupoHs! Ha TeMy «CoBepIIEHCTBOBAHHE TaKTHKH
JeyeHust OeCIIONUS ¢ UCIIONb30BaHUEM BCIIOMOTATEIbHBIX PETPOAYKTUBHBIX
TEXHOJIOTHHA C IIPEUMILIAHTALMOHHBIM N'€HETUYECKUM TECTUPOBAHUEM
SMOPUOHOBY, IIPEICTABICHHON Ha COMCKAHWE YYEHOM CTENeHH JOKTOpa
MEIMLUHCKUX HAYK, 110 CenuanbHoCTH 3.1.4. AKyIIepcTBO ¥ T’HHEKOJIOTHs

AKTYyaJIbHOCTBH T€MbI HCCJII0BAHHSA

Huccepranus E.B. KynakoBo#t mocBsiieHa pemeHuIo KpyIHON 3aauu
aKymiepcTBa ¥ TIUHEKOJNOIMH — MPEONOJCHUS HapyIIeHHH pPernpoayKTUBHON
(YHKLVH, CHIDKEHHIO JETCKOM MHBAIMIHOCTH M MIALEHYECKOH CMEPTHOCTH Y
CYNpPYXXECKHX IIap, CTpajarolux OecruiogueM, II0Cie JEYEHHS MEeTONaMHU
BCIIOMOTaTEIbHBIX PEIIPOAYKTHBHBIX TEXHOJIOTHHA.

[IpeumruianTanonHoe reHertudyeckoe TectupoBanue (III'T) sM6puoHOB
ABJIAETCS BaXXHEUIIMM 3TanoM JieueHus Oecruionus meromamu BPT, IIOCKOJIBKY
OIpeJe/iieT HAJIMYME NeHETHYECKUX OTKJIOHEHHH y SMOPHOHOB /10 UX MEPEHOCa B
nojgocte Matku. VmenHo mnpumenenume III'T 1o3BONSIET CHU3UTH pPUCK
HEBBIHAIIMBAHUS OEpEMEHHOCTH, BBIKMIBILEH W pPaHHUX PENPOAYKTUBHBIX
MOTEPh, NPUBOAMT K IIOBBIIICHUIO 3(P(HEKTUBHOCTH JIeYeHUs Oecuiofus u
YBEJIMYEHHIO IIIAHCOB POXKAECHUS AeTel 6€3 reHeTUYECKUX OTKIOHEHUHN.

BriGop aBTOpPOM TeMBl HCCIEOBAaHMS INPOJUKTOBAH HEOOXOAUMOCTHIO
TiarenbHoi oneHku ponu III'T y manueHToB ¢ pasiuyHbIMU TUIIAMU GeCILIONuS,
KOTOpbIe IpoxondT jedenue Meronamu BPT. Vcememnoe BHenpenue B Poccuu
HOBBIX T€HETHYECKHX TEXHOJIOTHM, TaKUX KaK BBICOKOIIPOU3BOJUTEIHHOE
cekBeHUpoBaHHEe HOBOro mnokoyeHus (NGS), TpeOyeT OLEHKH UX KIMHUYECKOH U
SKOHOMMYECKOH 3HAYMMOCTH, & TaKKe ONpEeeHHe IPYII MAHEHTOB, KOTOPBIM
III'T B mporpammax BPT npunecyT MakCHMalbHYIO MOJIB3Y C [O3MLUM PEIICHHUS
npo6iemsl OecruiogHoro Opaxa.

CornmacHo ITIOCJICAHUM OJIIUACMHOJIOTUYECKHM JaHHBIM, YHCJIO 6CCIIJIOJ.IHBIX



OpakoB B Poccum HEyKIOHHO pacTeT, BO3pacT MNEPBOPONSIINX  KEHIIUH
YBEIIMYUBAETCS, OOHAPYXKUBAIOTCS HOBBIE IPUYMHBI MYXCKOTO OECIUIONums, Bce
Ooinbliee YHCIO MyXYMH M JKGHINMH npuberaror K mporpammam BPT. Vemex
neqenus wmeromamu BPT Bo MHOrom o0ycioBieH IepcOHANIM3HPOBAHHBIM
NOJAXOIOM K KaXIOW CYNpYXECKOW Ilape M Ha3HAYEHHEM MEIUIIMHCKUX
MaHHUIYJIAUUH, KOTOpble IPUHECYT MAKCHMAIbHYIO JieueOHyl0 IOoNnb3y 3a
MUHUMaNbHOE Bpems. K Takum MerozaM OTHOCHTCS M IPEMMIIIaHTAlOHHOE
FeHEeTUYEeCKOe TeCTUpOBaHKe SMOPHOHOB. OIHAKO B HOPMATHBHO-IIPABOBIX AKTAX
0 HACTOSIIETO BPEMEHHU HE OBIIIM ONpe/eNe b IPYIIIEI MAIMEHTOB ¢ GECIIONUEM,
KOTOpBIM Moka3aHo ucnoib3oBanue I1I'T, kpome GepTHIBHBIX CYIIPYKECKUX map ¢
HOCHUTEJICTBOM MOHOT€HHBIX 3a00JI€BaHUH U IIPH HAPYIUEHUSIX KAPUOTHIIA.

Bcee BhlIecKa3zaHHOE [eaeT OMCCEPTALMOHHOE MccienoBaHue KynakoBoit
Enenst BrnaguMupoBHBI KpaifHe aKTyalbHBIM M CBOEBPEMEHHBIM, MOCKOJBKY
NO3BOJISIET NPUOIU3UTECS K PELICHHUIO PObIeMbl 6eCIIoHOro G6paka ¢ IOMOIIBIO

COBPEMCHHBIX 'CHETHYECKUX U 3M6pHOH0m‘IeCKHX TEXHOJIOTUM.

Hayunasi HOBH3HA pe3y/IbTATOB HCCJIEA0BAHUS

Pe3ynpraThl  HACTOAIIErO  JUCCEPTALMOHHOrO  WCCIENOBAHUS  HAY4YHO
000OCHOBalM HCIIOJB30BAaHHE COBPEMEHHBIX TIEHETHYECKMX TEXHOJOrHMi Ha
JOUMIUTAHTALMOHHBIX ~ CTa[MsSX  DPa3BUTUS  YeloBeKa Ui  IPEOJOJICHHUS
MHQEPTUILHOCTH B Pa3HOM BO3pacTe W NMPO(PUIAKTUKM THKEIBIX TeHETHYECKUX
3a00JIeBaHU .

Tax, no HacTosmero BpeMeHH, NMPEAMETOM HayYHBIX JUCKYCCHl SBISETCS
BONIPOC BIIMSHMA OTACNBHBIX PENPOAYKTUBHO 3HAYMMBIX 3a00JI€BAHMI HA pHCK
(popMHpOBaHMS aHEYIUIOMAHBIX SMOPMOHOB Yy JKEHIIMH ONTHMAJIBHOrO JUIs
peanuzalii penponayKTHBHON (QyHKIMM Bo3pacTa. IIpu 5TOM paccMaTpHBAIOTCS
pa3Hble MeXaHM3MbI 3TOro mnpouecca. K Takoil 4acTol NaToNOrdd OTHOCHTCS
Hapy XHBIH T€HUTAIbHEIH 9H/IOMETPHUO3, JuchyHKIUS SIUYHHUKOB,

acConMupoBaHHas ¢ CHHAPOMOM IIOJIMKHMCTO3HBIX SIMYHUKOB. PaCCManHBaEMaﬂ



paboTa yGenurensHO, Ha GOJBIIOM MaTepHale, NMpeJioCTaBiseT OTBET B paMKax
NONOOHBIX HAYYHBIX IUCKyccHil. Taxk, Y XEHIIMH 10 35 JIeT ¢ CHHAPOMOM
HOMHKACTOSHBIX SIMIHUKOB M HAPYXKHBIM TE€HUTAIBHBIM SHIOMeTpro3oM | u II
CTaJui PACIPOCTPAHEHHS, IPOBEJEHHE MPEUMILTAHTAIMOHHOIO TEHETUYECKOro
TCCTHPOBAHUA HA aHEYIUIOWIMHM HE SBISETCS KIMHMYECKH LEeTecoobpasHoi u
OKOHOMHMYECKM BBIFOJHOM cTpaTeruei. Tak kak vacTora HaCTYIUICHHS
OepeMEHHOCTH M KHBOPOXKIEHWS CTATHCTMYECKH 3HAYMMO He OTJIMYAETCA OT
TAKOBOH  IpPM  BCIOMOTATENBHBIX  PENpPOAYKTMBHEIX  TEXHONOTHSX  Ge3
TMPCHMIUIAHTAOMOHHOrO  F€HETHYECKOrO0  TeCTHUpOBaHus.  OnpemeneHo, yrto
KyMyJIATUBHBIC 3aTpaThl Ha 1 )XMBOpOXJEHHE IPH CHHIPOME IOJHKHCTO3HbIX
IMYHUKOB yBEJIMYUBAIOTCS Ha 26,5%, Ipu HApY)XHOM I'€HUTAILHOM 3HIOMETPHO3€E
— Ha 16,8%, a B ciyyae HeBBIHAMIMBAHUS OepeMEeHHOCTH He H3MEHSIOTCS.
AHaJOrUYHbIEe Pe3yIbTaThl GBUTH TIONYYEHBI ¥ JUTS MALHEHTOK C HEBBIHALLIMBAHHEM
OepeMeHHOCTH B aHAMHe3e.

B paGore oGocHoBana u cdopmymuposana TeHJIepHasl COCTaBJIAIOIIAs
MeXaHu3Ma  (GOPMUPOBAHMS  AHOYILIOHIHOTO amMbpuona. B  wactHOCTH,
YCTAHOBJICHO BJIMAHHME BO3pAcTa MyX4HHBI (6bUT B3AT MpoMexyTok 32-48 jet) u
CTCICHA HApyIICHHMS CriepMaToreHesa. bblio mokasaHo, 4To 4acToTa IOIydYeHus
SYIUIOMHBEIX 3MOPHUOHOB y My>K4uH Monoxe 40 et u 40-48 jer comocTasuMa
(50,9% u 47,2% coorserctBenHo). IIpu 3TOM yacToTa aHIYTIIOMHBIX SMOPUOHOB
3AKOHOMEPHO ~ ITOBBIIIACTCS MPH HAIMYUM TOKENBIX CTENEHEH HapylIeHHs
CIIEpMATOreHesa, B TOM 4YHCJIE B CIy4asX INPUMEHEHHS TEXHOJOTHH IOJyYeHHs
MaTepuana u3 OuonTaTa sM4Ka (BCTPEYaEMOCTh TE€HETHYECKH aHOMAJIBHBIX
OMOPUOHOB IpH JJAHHOM MATOIOTMH CTIEPMATOTeHE3a YBEIMYUBACTCS B 1,75 paza
II0 CPAaBHEHMIO C HOPMO300CTIEPMHUEIN).

OnmHOt W3  BaXHBIX  wyacTel HUCCIIEIOBAHUSI, HMEIomEd  Oosbioe
(GyHnmamMeHTaNbHOE 3HAYECHME, SBUIMCH JaHHBIE 00 YPOBHE KONUHUHOCTH
MUTOXOHApHanbHOo# JIHK B xieTkax TpodaKkTonepMsl Ha 4acTOTy MMIITaHTALWHY,

KIIMHUYECKOH GepeMEeHHOCTH M pojoB. J[Isl 3TOro GBUIM MCCIIEIOBAHEI 00pa31ibI



TPOSKTOZIEPMBI 244 GracTolUCT. ABTOPOM GBLIO YCTAHOBIEHO, YTO CTATHCTHYECKH
3HaYUMOH pasHHLEl B ypoBHe MTJHK y NanHeHTOK C MONOKHUTENBHBEIM H
OTPHLATENILHBIM PE3yJIbTATOM MMILIAHTALMKM BBIABIEHO He GbuIO0. OnHAaKO mpH
aHalM3e MCXONI0B OEPEMEHHOCTH M JKMBOPOXJIECHHS OTMEYEHO, YTO paHHUe
PENIPONYKTUBHEIE IIOTePH M0 12 Hemenb recramuy CTATUCTHYECKH 3HAYMUMO
KOppeIMpOBaId C IOBBIIIEHHBIM YpoBHeM okcmpeccun MTIHK B kierkax
Tpodobiacra (21,17 y.e. mporus 13,17 y.e.). ITpu 3TOM yacTOTa HEBBHIHAIIMBAHUS
OepemenHocTy 10 12 Hemenw recramuu Gbita B 3,4 pasa BBIIE TNIPH YPOBHE
xormiHocTH MTIHK paBHOM wiu npessimaromeit 21,17 y.e. Ilo cytu nena, B
HACTOAIIEM HCCIICNOBaHUM M3Y4eHa BaphabeNbHOCTh IUIa3MOHA, - COBOKYIIHOCTH
TCHOB, COCPENIOTOHCHHBIX B LIMTOIIa3Me 1 HAC/ElyeMBIX 110 MATEPUHCKON JTMHUM)
SMOPHOHOB, UMEIOIIUX Pa3IMYHbIe (KIMHUYECKHE NEepCIEeKTUBbI». B yacTHOCTH,
[IOJyICHHBIC NaHHbIC CBHJIETENBCTBYIOT O TOM, YTO YBEJIMYEHHE O3Bl T'EHOB,
JIOKaJIM30BaHHBIX B MuTOXOHApuansHor JIHK u coorBercTByIomee oTkioHeHMe
KOJMYecTBa OeNKOBBIX CTPYKTYp (AT®-cuHTa3bL, uaroxpom C  oKcHaasbl,
KodepMeHTa Q — LHUTOXPOM peyKTasbl, GEIKOB TPHK), moxer napymarts
CHCTeMy OOecIeueHusl SHeprueif KIeTOK M (hOpMHUpOBATH «beHOTHI MOTEPH
Oepemennoctiy». IMocnenuuit nposBisercs auchyHKIMed kietok Tpogobnacra,
HEJIOCTATOYHOCTBIO II€PBOI  BOJHBI WHBa3sMM Tpodobliacta, HapyIIeHHeM
CTaHOBJICHUSI FEMOLMPKYJISIIUKA B MEXBOPCHHYATOM IPOCTPAHCTBE, U KIIMHAYECKH
NPOSBISIETCS. B BH/IE€ HEPa3BUBAIOILEHCS OGEPEeMEHHOCTH M CaMOIPOU3BOIBHOTO
abopra (paHHMX pEIPOAYKTUBHBIX MOTEPh). Be3ycioBHO, AAHHBIM (bparmeHT
AMCCEPTALMOHHON PaboThl MMeeT BaxHeWInee (yHAaMEHTAIBHOE 3HAYCHHE VIS
PasBUTHA aKylmIepcTBa M THHEKONorud. IlomyueHHsle B paGoTe NpPUYMHHO-
CIIC/ICTBEHHBIC 3aKOHOMEPHOCTHM JI0Ka3alM, 4YTO B Tpodobiacte wuMeercs
CONPSDKEHHOCTh IBYX KIIOYEBBIX CHCTEM, IOMJEPKUBAIONIMX TOMEOCTas, -
CHCTEMBI CHHTe3a OelKa 1 IONIyYeHUs SJHEPreTHIECKHUX PECYPCOB.

Ilomy4yeHHble pe3ynbTaThl CTATN TEOPETUYECKOW OCHOBOM IS IIPEIaraeMoro

B HacTosWe#l paboTe HOBOTO INPAKTHYECKOTO HANPABICHHS B  OLICHKE



JOUMIUTAHTALIMOHHEIX 3TAIlOB Pa3BUTHS SMOPHOHA YEJIOBEKA.

BBICOKO# ~ CTENEHBIO  HAay4yHOM  HOBH3HBI  OTJIMYAIOTCS  PE3yJILTATHI
AMCCEPTALMOHHOIO HCCIIEAOBAHMSI, MOCBALIEHHbIE HAYYHOMY AQHAJIU3y BIMAHUS
MO3aulK3Ma SMOPHOHOB 4YelOBEKAa HAa WMIUIAHTALMIO M HMCXOJ TeCTAlMOHHOIO
nponecca. TakTvka BeJeHHs NALMEHTOK C MO3AUIU3MOM SMOPHOHOB, a TAKKE
ME€XaHHU3MBl (OPMHMPOBAHUSI U BO3MOXKHOM KOMIIEHCAIIMH TAKOTO COCTOSHUS
ABIIIOTCSA  aKTyalbHOM MMpPOBOM INpOOJEMAaTHKOM. ABTOp ¢  IOMOIIBIO
COBPEMEHHOI'0 METO/Ia MCCIIEA0BAHUS — BBICOKOIIPOM3BOIUTE/ILHOIO CEKBEHUPOBAHMUS
CIIEYIOIIETO ITOKOJICHUSI — Ha OTEYECTBEHHOM IOMYJIAIMN ONpeAesiIa YacToTy
BCTPEYaeMOCTH MO3auIM3Ma 110 pasHeiM xpomocoMaM (161 u3 3092 tectupyemsix
Gnacronuct; 5,3%). Bonee TOro, KIMHMYECKWH AaHAIW3 IO3BOJMI BBIIBUTD
WHTaKTHOCTh ~ IIPOLECCOB  WMMIUIAHTallM¥,  IUTAllEHTAllMK W pa3BUTHUA
5MOpuOHa/TIONa TP IepeHoce SMOPHOHOB € HAIMYMeM MO3aWIHU3Ma B
abcomoTHOM GONBIIMHCTBE M3 12 aHANM3MpyeMbIX cilydaeB (B 6 - HacTymuia
GepeMEeHHOCTh; POAMIIOCE 5 KUBBIX 310POBBIX JETEH ), UTO, BEPOSTHO, MOXKET ObITh
OOBSICHEHO KaK €ro BBIPAXEHHOCTHIO, XapaKTEPOM XPOMOCOMHOIO HapyICHHSI
(monHast XpoMocoMa MIM (parMeHT; Kakas XpOMOCOMa), M KOMIEHCATOPHBIMH
BO3MOXXHOCTAMM 5MOpHOHa. JlaHHBIE pe3ynbTaThl SBMJIMCH OCHOBOM  JUIs
npeJyularaeMoi aBTOPOM HOBOM TaKTHKM BEIEHHS CIIOXXHOM IpyIbI MAlEHTOB B
nporokosnax BPT - ¢ HanuyueM MO3au4HEIX, HO He DYILIOMIHBIX SMOPHOHOB.

OTaensHOrO BHHUMAHUA 3aCIY)XHBaeT 4YacTh IMCCEPTALMOHHOM paGoTHI,
MOCBSIIEHHONM HAyYHOMY aHaJU3y CTpaTeruii NPOQMIAKTHKH  TKEIOM
MOHOT'€HHOM IaTOJIOIMH - NPEeUMIUIAHTALMOHHON IeHETHYECKON AMArHOCTUKH Ha
MOHOreHHble  3aboneBanuss (16  HO30/JI0rHYECKUX equHun).  Kaxmpri
paccMaTpUBaeMbIA B IUCCEPTALMU Cydail sBISIETCS YHUKAIBLHBIM, TeM 6olee, YyTo
CIIEKTP M3y4aeMOW MaTOJIOTMU ObUI JOCTATOYHO LIMPOKHUM M IIPECTABIECH B TOM
qrciie 3a00JIeBaHUAMH, KOTOPBIE €Ille BO BPeMs HalkcaHus paGoThl HE BOLLIA B
CIOMCOK JUII HEOHATallbHOro CKpuHUHTa (6one3sHp I'€HTHHITOHA, CHHAPOM

Anbropra, cuaapom Kanemana, cuagpom Mapdana u npyrue). ABTop jfoKasaia,



YTO IPEUMIUIAHTALIMOHHOE TI'€HETHYeCKOe TECTHPOBAHHWE HAa MOHOIEHHEBIE
3aboneBaHMs ¥ aHEYINIOUIUH Y (GEepTHIBHBIX Iap C HOCHTEIBCTBOM MOHOIEHHBIX
3aboneBaHui sBiISeTCS d(P(EKTUBHEIM IO YHCIY POXIEHHBIX 3J0POBHIX JETEH
(pommnock 8 3I0OpPOBBIX JeTell y NAlMEHTOB—HOCUTENeH 16 pas3IM9HBIX
MOHOI'€HHBIX 3a00J1eBaHuit).

VIHHOBallMOHHON 4YacThIO JUCCEPTALMU SBISETCS W3YYEHHE BIIMSHUS
UCIIOJIB30BaHUs KyJIbTYpalbHBIX Cpell ¢ T'MalypOHOBOM KHCJIIOTOM Ha pa3BUTHE
3YIUIOMIHOro 5MOpHOHa M mociedyoomyio a¢dexkTuBHOCTs nmporpamm BPT vy
MALMEHTOK IO3HEr0 pernpoAyKTHUBHOro Bo3pacta (37-43 roxa). BreissieHo, 4To
nogo6Has CTpaTerusi CTATUCTUYECKH 3HAYMMO CHIDKAeT 4YacTOTY paHHMX
PENPONYKTHUBHBIX IOTEPh B Cpoke 10 12 mexens recrauuu — B 1,73 paza. Ilpu
9TOM B 00IIel KOropTe NanueHTOK UCIIONIb30BaHUe Ha HYMOPHOIOTHYECKOM dTalre
KyJBTypalbHBIX CpEll, COJAEpXKallMX THaypOHOBYIO KHCIIOTY, IIpU IIepeHoce

SYIUIOUOHOTO 3M6pHOHa HE ITOBBIMIAET YaCTOTY UMILIIaHTAI[UH,

Crenenb 000CHOBAHHOCTH H 10CTOBEPHOCTH HAYYHBIX NMOJIOKEHH i, BHIBOJIOB
U peKOMeHAanuii, chopMyJIHPOBAHHBIX B AHCCEPTAIMH, HA JOCTOBEPHOCTD H
HOBH3HY

O6muit 06vem wuccnenoBanHoro marepuana (13 595 cympyxeckux map Ha
IIEPBOM JTare uccienoBanus ¥ 3 321 — Ha IOCIEyIOmUX), UCIOJB30BaHHE
KOMILIEeKCa COBpPEMEHHBIX METO/IOB FEHETUYECKOTO aHanuza
MPEUMILIAHTAIIMOHHBIX 9MOPHOHOB (BBICOKONIPOU3BOIUTENIFHOE CEKBEHUPOBAHUE
HOBOT'O TIIOKOJICHHs, CpaBHHUTENbHAas TIE€HOMHas TUOpuaM3alus), TIPaMOTHOE
UCIIOJIb30BAaHUE COOTBETCTBYIOLIMX METOHOB CTATUCTHYECKOIO MCCIIEIOBAHMUS
MO3BOJISIET YTBEPXAaTh, YTO HAy4YHbIE IIOJIOKEHMSI, BBHIBOJBI M pPEKOMEHIALMH,
u3jioxeHHsle B aucceprauuu Kynakosod Enensl BiaauMupoBHBI, JOCTOBEPHEI U
3aClly)KHMBAlOT JHoBepus. JlucceprauuonHas paGora umeeT HH(POPMATUBHEIE
TabaMIBl W JUarpaMMbl, KOTOpHIE IOIOJHSIOT TEKCT HCCIEeOBAHMS, Jejast

ITOJTYy4€HHBIC PE3YNbTAaThl HArJIAJAHBIMH U JOCTYIIHBIMH JIJIA IOHUMAaHUA.



B nuccepranuonnoit pa6ore Kynakosoit Enenbl BranumMupoBHs! paspaborana
COBpEMEHHasI IEPCOHUPUIMPOBAHHAS TAKTUKA BEICHUS MALHEHTOB B nporpammax
BPT ¢ npuMeHeHHeM NpPEUMIIAHTAIIMOHHOTO T'€HETHYECKOro TECTUPOBAHMUS
OMOPHOHOB HE TOJBKO IS IMOBBIIIEHUS o exTUBHOCTH OKa3aHMs BpaueGHOIA
[IOMOIIK, HO M Uil CHIDKEHWS PHUCKOB POXIEHHUS JeTell ¢ I'eHEeTHYECKUM
HapyIICHUSIMH.

JIMYHBIA BKIaj aBTOpa 3aKIIOYAETCSs B IUIAHHPOBAHUH U IPOBE/ICHUN
UCCIICIOBaHNS, aHallu3e pe3yJabTaTOB M AaJeKBATHOM MX CTATUCTHYECKOM
obpaboTke, a TaKkke OOGOOWIEHHM M CPaBHEHHH WX C JAHHBIMHU COBPEMEHHOM
JIUTEPATYPEI, IOATOTOBKE ITyOJIUKALIUMH.

ITo reme muccepraumu omy6aukoBaHo 19 meyaTHBIX pabot, 18 — B xypHanax,
BXOoAAmMX B IlepedeHb pelieH3NpyeMbIX HayYHBIX M3NaHHUH, B KOTOPBIX IOKHEI
OBITH OITy6/IMKOBaHEI OCHOBHBIE HAYYHBIE PE3yIIHTATHI OUCcCcepTalui Ha COUCKaHKe
Y4YEHO! CTENeHH JOKTOpa HAayK, peKOMEHIOBaHHEIX BAK Muno6puayku Poccun,
1 myOnvkaims Ha aHIIHUCKOM S3bIKE B XKypHAJE, BXOASMIEM B nepeyeHs Scopus

WoS, 5 — marepuains poccuiickux 1 3apyGexHbIX KOH(EepeHLIHH.

Pexomenauuu no ncnosib30BaHMIO Pe3y/IbTATOB H BHIBOJIOB
AUCCEPTANHOHHON paboThI

PesynbraTel  auccepTauMM  MO3BONMIM  9ETKO copMmynupoBats  psn
TIPAKTHYECKUX PEKOMEHIaIIHIA:

- YCTQHOBJICHBI ~IIOKa3aHHsS JUId IPEUMIUIAHTALMOHHOTO TI'eHETHYECKOro
TECTUPOBAHUSA HA aHCYIUIOUWJIMK B NPOrpaMMax JieYeHHH OGeCIUIONUS MeTONaMU
BCIIOMOraTe/IbHBIX — PENPOAYKTUBHBIX TEXHOJOTMH @PU TSOKENBIX  (hopmax
HapymeHui crepmarorexesa (OIMro300CHepMHUs) M TNPU HCIONB3OBAHUHE IS
OIUIOZOTBOPEHHSI CIIEPMATO30M/I0B, BEIICICHHBIX U3 TKAHU SUYKA;

- ONPEACICHBI PAMKH BO3MOXHOCTEMN IepeHOca YMOPHOHOB ¢ MO3AUIM3MOM B

nporpamMMax JiedeHHus 66CHJIO,I[HH METOAaMH BCIIOMOTaTEeJIbHBIX PENIPOAYKTHUBHBIX



TE€XHOJIOTHH, & TaKKe PeKOMEHJAIMH 110 BEJEHHIO TaKOM GepeMeHHOCTH, B TOM
HHUCIIe C TPUMEHCHUEM IIPEHATATbHON JHATHOCTHKH;

- COPMYIIMPOBAHEI TIPUHIMIBI peaH3alyn PENPOYKTUBHOH (yHKIMH y
(DepTUIBHBIX Map ¢ HOCHTENHCTBOM MOHOTEHHBIX 3a6O0NEBAHMH 1 aHOMAaJTHSMU

KapUOTHIIa;

- pa3paboTaHbl IPUHIUIEI IPUMEHEHHS KyJIBTYpaJIbHBIX CPeJl C THAypPOHOBOM
KHCJIOTOI;

- pa3paboTaH HOBBEIM KOMGMHMPOBAHHBIA IMOIXON [IPEUMILIAHTALIUOHHOTO
FEHCTUYECKOro TECTUPOBAHMS, BKIIOYAIOMMI B cebs ompemesneHue YPOBHS
konuiHocTH MT/IHK;

- YCTAHOBJICH KOHKPETHBIA ypoBeHb Konuinoctu Mt HK, aCCOLMUPOBAHHBII
C PUCKOM HEBBIHAIIMBAHUS OEPEMEHHOCTH.

[lomydenusle naHHbBle O pONM  IPEMMILIAHTALMOHHOIO IeHEeTHYECKOro
TECTUPOBAHUs SMOPHOHOB NPH JIEYeHHH GECIUIONHS PA3IHYHOrO TeHe3a METO1aMu
BPT 6wumn 060GiieHsl B Buue aITOPUTMa BEJICHUS MALUEHTOB, KOTOPHIH
TIO3BOJIACT TOBBICUTE KIIMHHYECKYIO 3Q()EKTHBHOCTD M CHU3UTH SKOHOMUYECKHE
3aTpaThl Ha POXKJICHHUE 30POBOrO pebeHKa.

Pesyibratel paGoTh! Ienecoo6pasHo ony6nuKoBaTh B Bue PYKOBOJCTBA ISt
aKyIICpOB-THHEKOJIOTOB  Jyisi  GOJbIIEro OXBaTa Bpauei, 3aHMUMAIONIIXCS
PCIPOAYKTUBHBIM  310pPOBBEM, a TaKKe BKIIOYWTP B  HAMOHAILHBIE
PEKOMCHIIALMK 1O JledeHuIo Oecruiopus. ITomydeHHble B AMCCEPTALMM JaHHBIC
TIO3BOJISIIOT Ha pasHBIX dTalaX OKasaHWs BpauyeOHONW NOMOLIM NPHOIM3UTBCS K
PEIICHAIO BOIpOCa O CHMXXCHHUU [ETCKOW WHBAIMAHOCTH M MJIIAIEHYECKOM

CMepTHOCTH B Poccuiickoit @enepanuy.

Onenka COACPXKAHUA JUCCEPTALIHHU H ee 3aBepPIIEeHHOCTh
HHCCCPT&HHSI HallMcaHa II0 KJIAaCCHYECKOM CXEeME€ M COCTOUT W3 BBEICHMS,
0630pa JIATEPATYPHI, pa3acioB: MaTepHaIbl U METOAbI, P€3yIbTaThl HCCIIENOBAHHUA,

UX OOCYXIEeHUs, 3aK/IOYeHMs, BHIBOZOB M CIIMCKa Jmrepatypsl. Pa6ora



COCTaBJICHA JIOTHYHO, YMTAETCS C HMHTEPECOM, PEe3yJbTaThl ONyOIMKOBAHEI B
mojmHOM  oObeme. CTHIb M3IOKEHUS PALMOHANBHBIN. BBenenue wumeer
apryMEHTHPOBAHHYIO LEJIb U 331491 U COIEPIKUT BCe POpPMaTbHBIE MOMEHTEL

IIpencraBnennsrit B nuccepranuu Kynakosoit E.B. UTepaTypHeIi 0630p Haer
MOJIHOE TEOPETHIECKOe NPE/CTABICHHE [0 TeME NUCCePTaluu. ABTOPY YAaloCh
NIPOCICINTh  OCHOBHBIC TEHJACHLUHMH MCCIEAyeMOH IpoGJIeMBl C  MO3HIMH
(yHIaMEHTaNIBHON HayKK M MPAKTHIECKON METMIHHEL. Kynaxosa E.B. onucrsisaer
COBPEMEHHOE COCTOSHME BoOmpoca OecruionHOro 6paka W BO3MOXKHOCTH
PCHETHYCCKOr0  TECTUPOBAHUS 3MOPHOHOB pa3HBIMH MeToiaMu. OIMCAaHO
pellenue npobneMsl NMPOQUIAKTUKE POXKACHHS JeTel y CYNPY>XKECKHX Iap ¢
HapyImCeHUsMH KapuOTHIIA U IIPH HOCUTEIBCTBE MOHOICHHEBIX 3a00JCBAHUIL.
Pasjen, NOCBAEHHBIH HCTHHHOMY — MO3aHIM3MY [IPEUMIUIaHTALIMOHHBIX
SMOPUOHOB, Mpe/CTaBIsAET cO6O0i HE TONBKO MH(POPMALMIO C TTO3ULUK KIJIETOYHOM
OMONIOrMM, HO W OIMCHIBAET 3aHa4yd, CTOSIIHE nepel KIMHMIUCTAMH, IIpU
IepeHoce SMOPHOHOB C MO3AUIIU3MOM B IIOJIOCTH MATKU B IporpaMMax JIeYeHus
Oecruoaus meronamu BPT.

B riase «Marepuaisl ¥ METOJBI» TTOAPOGHO U IIOCIIENOBATENHHO OUCAHEL Be
NIPUMEHSCMBIE METO/IBI MCCIICIOBAaHUA B IMCCEPTALIOHHON paboTe, B TOM umcle
MoJeKyIsipHO-reneTryeckue. IlogpobHo mpencraBnensl mpouemypsl  3ab6opa
OHONIOrMYeCKOro MaTepuana y OSMOPHOHOB, METOABI €r0 JHMATHOCTHKUA B
3aBHCUMOCTH OT KJIMHUYECKON CUTYaI1H.

I'maBa 4 «Pe3ynbrarhl COGCTBEHHBIX HCCIIEOBAHMIAY OTpaXkaeT pelIeHue
TIOCTAaBJICHHBIX 3a/1a4 M COCTOUT u3 12 moapaszenos. B ruase 4.1. npencraBieHs
SNMICMUONIOTHYECKUE JIaHHBIE O 4YacToTe O0OpalaeMOCTH IAlMeHTOB K
nporpammam BPT ¢ III'T. O6¢cnenosano Gomee TpUHAALATH THICAY CYHPYIKECKUX
nap. B BUIe HarMIs/HBIX MMarpaMM IOKa3aHbl IPOAHATM3MPOBAHHEIE JaHHBIE TI0
YBEJIMYEHUIO BO3pacTa MalMeHToK B npoTokonax BPT u ctpykrypa nmotpe6rocTH B
nposenenuu [1I'T-A.

B rmmaBax 4.2-4.5. aBTOp IOCIENOBATENEHO OIMCHIBAET OCOGEHHOCTH



TPOBEACHHS JICUCHUS Yy INAUMEHTOK IO3/JHETO PENpOAYKTHBHOTO BO3PAacTa, C
Hapy’XHBIM TCHUTANIBHEIM dSHAOMETpHo3oM I u II cragum pacmpoctpanenus, ¢
CHHAPOMOM TIONHUKHUCTO3HBIX SIMYHUKOB, C MHOXKECTBEHHBIMH BBIKMIBIIIAMH B
aHamHese. O60CHOBaHHEIN Ha6op rpymm KOHTpoJist mo3Bosisier Kynakosoit E.B.
IPOBECTH CPABHUTENLHBIH aHaIM3 3Q(QEeKTUBHOCTH JIedeHus GecTIoNus y JaHHBIX
KaTeropuil OONBHBIX M CHENaTh COOTBETCTBYIOLIME BHIBOIBI O HEOOXOAUMOCTH
npumenenus [1I'T-A sMGpHOHOB ¢ MO3ULIHK KIMHUYIECKO LEJIECO00Pa3HOCTH.

['maBa 4.6. mnocesiena wusyyeHmo bakTopa Mmyxckoro Gecruiomus u
dhdexTrBHOCTH BhIMOMHEeHHUs I[II'T-A IPH  PAa3IMYHBIX THUIAX HAPYIIEHUS
cnepmarorenesa.  IlosyyeHHble  pe3ynbTaThl [0 YacToTe IOy YeHHSI
aHEYIJIOWIHBIX ~ OMOpHOHOB  mno3Boimwin  Kymakosoik E.B.  06ocHOBATSH
nenecoodpasHocTs mnpoBeserus IIIT mpu  TsHKEBIX dopmax HapymeHuii
CIICPMATOreHE3a, B YaCTHOCTM INpPH  OIUIOZOTBOPEHHH  CIIEPMAaTO30MIAMH,
BBIJICJICHHBIMU U3 TKaHM SUYKA.

B rasax 4.7 u 4.9. mnpencrasiens: yOenuTeNnbHbIe  10Ka3aTEeNbCTRA
appextuBHOCTH npuMmenenus III'T-CIT u II'T-M y Iap € HOCHUTEILCTBOM
MOHOTCHHBIX 3a00JI€BaHUi ¥ TpPH HAPYLICHUSX KApPHOTHUIIA. ITpennoxennas
TaKTHKa BCICHMA NAHHBIX MAlMEHTOB IO3BOJISET 3HAYMTEIBHO CHU3UTH PUCKH
POXICHUS IETeH C reHeTUIECKUMU HApYIIEHHAMH.

B rnase 4.8. onmcaHbl yHHKalIbHBIE MAHHBIE MO YaCTOTE WMCTUHHOIO
MO3aulM3Ma y SMOPUOHOB YenoBeka B Iporpammax BPT. DMGpuons! uenmoseka
AOUMIITAHTALMOHHBIX CTAUH PA3BUTHS SBIISIOTCS OYEHb CIIOKHBIM MAaTEPUATIOM C
OTHYECKOM TOYKM 3peHus, oxnHako Kymakosa E.B. ykassiBaer Ha 370
OOCTOATENBCTBO, MPUBOAMT PEIIEHHE KOMHCCHM 10 OHOMENMIMHCKON JTHKE.
Taxxe mOMyYeHbl OpUIrMHANBHBIE JaHHblE 1O TIEPEHOCY SMOPHOHOB ¢
MO3aUIU3MOM B IIOJIOCTH MaTKH, POJIUIUCH 3J0POBBIE JIETH.

I'maBer 4.10 m 4.11 TOCBAINEHB! ONTHUMM3AIMU SMOPHONOIHYECKOrO 3Tamra
porpaMm IepeHoca dyIIOuAHOro sMOproHa. K coxainenuro, naxe reHeTHUECKH,

HOpMaJbHBIA 9MOPMOH B IOJOBHHE CIIy4aeB He HMMIUIAHTHPYETCS B IOJOCTH
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MaTKH, MMEHHO 3Ty mnpobiieMy mbiTaercsi pemutsh Kynakosa E.B B
AUCCEPTAllMOHHON paboTe. ABTOPY yHanoch BBISIBUTE TpyNIly MalHdeHTOB
(MO3(HEr0 PenpOaYKTHBHOIO BO3pacTa), KOTOPBIM IIpH IIEPEHOCE SYILIOMIHOTO
9MOpUOHA yIal0Ch CHU3UTH 9aCTOTY paHHUX BBIKM/IBINIEH B mporpammax BPT c
III'T-A ¢ TMOMOIIBIO HCHONB30BAHHUS KYJbTYPaIbHBIX CpPEl C THATYPOHOBOM
kucioroid. Taxxe Kymakosoit E.B. mpemosken HOBbIif KPUTEPUNA CeNeKIUU
3YIIIOMTHOTO 3MOpHOHA IS TTEPEeHOCca — KOIMMHOCTD MUTOXOHApHansHO#i JIHK
npu ee OJTHOBPEMEHHO OLIEHKe C IJIOUAHOCTEIO METOaMH
BBICOKOIIPOMU3BOUTENIEHOTO CEKBEHUPOBAHMSI HOBOT'O TTOKOJICHHUS.

I'maBa 4.12. nocsimeHa BBISBNEHHIO TPYIIIBI NAllMEHTOB, KOTOPBIM
uenonszosanue IIIT sBisieTcss He TONBKO KIMHUYECKH IeTecO06pasHBIM, HO W
OKOHOMHMYECKH BBITOHBIM. ABTOp GIIECTSIIE CIIPABIIAETCS ¢ OCTABICHHON 3a1aueii.

['maBa «O6¢cyxnenney» nossonuna Kymnakosoi E.B. naiitu IIPaBUJIIBHOE MECTO
TOJTy4EHHBIM B pab0OTe pe3ynbTaTaM Cpeyl COBPEMEHHBIX HAyqHBIX IOCTIKCHHH B
00JIaCTH PENpPOTYKTUBHON MEMUMHEL 3aKTIOYeHHe JTOTHIHO OXBOIAT K YeTKUM
W CTPyKTYyPUPOBAHHBIM BBIBOJIAM [IMCCEPTAllMH, KOTOPHIE B CBOKO O4Yepelb
OHOCTBIO ~ COOTBETCTBYIOT ~ IIOCTAaBIEHHBIM  3afgadaM.  IIpakTudeckue
PEKOMEHJIALMK JIOTHYHE! ¥ yOenuTenbHpl. CIUCOK HCIONb3yeMolt JuTepaTypsl
COZIEPXKHT 26 HCTOYHMKOB Ha PYCCKOM SI3bIKE, 256 - 3apyOesKHbIe HCTOYHHUKH.

Huccepraims Kynakosoit Enenst Bnanumuposmsl mpeacrasiser coGoit
3aBEPUICHHBIM HAay4YHBIH TpyA. ABTopedepaT B TNONHOH Mepe OTpaXkaer
COJIEpXKaHUe AUCCEePTALIUH.

IIpUHIMINAIEHEIX 3aMEYaHHM 110 AMCCEpPTAlMOHHOM paboTe KynakoBoii
Enensl BragumupoBHe! HeT.

Bomnpocsr:

l. Kak MOXHO OOBSACHUTH CTATHCTMYECKH 3HAYUMOE yBEIHYEHHE
9aCTOTBl MO3AUYHBIX SMOPHOHOB IpPH HOPMO30OCIEPMHUMH IO CPAaBHEHHIO C
NaTOCHEePMHUEH U OIIIOJOTBOPEHUEM TECTHKYJISSPHBIMU CIIEPMAaTO30MAaMU?

2. Yro Bel cynTaeTe HCTHHHBIM MO3aUIIU3MOM IMOpHOHA?
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% Ilouemy aBTOp cumraer uenecoobpasHEM npoBoguth [II'T-A npu
HApyIICHAAX CNIePMATOTCHE3a, €CIM pe3y/bTaThl, MONyYEHHBIE B paMKax
AUCCEPTALMOHHOTO  KMCCIEIOBAHMS,  CBHJAETENBCTBYIOT 06  OTCYTCTBHE
CTATUCTHHECKN 3HAYUMBIX OTJIMYMH IIPU CPaBHEHHH HCXOXOB mporpamm BPT ¢
[II'T-A 1npu HOpMoO- ¥ TaToCTIEpMUUK?

-+ KakoB  BO3MOXHBIA  MexaHW3M ONaronpUsITHOrO  BIUSHUS
KyJIbTYpPalIbHBIX CPEA C THAYPOHOBOH KHCIOTOM Ha pasBHTHE BYIUIOHIHOTO
OMOpHOHa ¥ IOCIEeAYIomylo 3()(EeKTHBHOCTE nporpamm BPT y mnanmenrok

MO3HETO PENPONYKTUBHOrO Bo3pacta (37-43 roaa)?

3aknouenue

Taxum o6pasom, muccepraumus KymakoBoit Esnensi BnagumuposHs! sBisiercs
3aBEPIICHHON Hay4HO! KBaTM(HMKALMOHHONW paboTOM, B KOTOPOH HA OCHOBAHMH
BBITIOJTHEHHBIX aBTOPOM MCCIICIOBAHUN KIMHUYECKH, SKOHOMHYECKM M HAy4HO
060CHOBaHO NMPUMEHEHHUE NIPEUMILTAHTAIIHOHHOTO TeHETHYECKOr0 TECTUPOBAHUS Y
MalMeHTOB ¢ GecruionreM. COBOKYIHOCTH NONyYEHHBIX DPE3yJIbTATOB, a TAKIKe
paspaboTanHas KOHIEIIUs 1epCOHU(HUIMPOBAHHOTO BEICHHUS nap c¢ 6ecruronuem
C Y4eTOM PHCKOB DOXICHHUs HETeH C IEeHETHYECKUMU HAapyMICHUSIMH, MOXKHO
KBAIM(PHUIMPOBATh KaK KPYIHOE HAyYHOE JOCTMXKEHHE M pelIeHHe npobiieMsl B
00J1aCT! PENpPOTYKTHBHOIO 310POBbS, aKYIIEPCTBA U THHEKOIOTHH.

Pe3ynbTaThl MpOBEJEHHBIX HMCCIEAOBAHUN BHOCAT CYLIECTBEHHBIA BKIaX B
NOHMMaHHUEe OCOOEHHOCTEH HA3HAYECHHMS W NPOBEJCHHS NPEHMILIAHTALMOHHOIO
IEHETHYECKOr0 TECTHUPOBaHMsS SMOPHOHOB B IIpOrpaMmax JI€YEHHUS OecIuionus
meronamu BPT, nperpaBupapHOi MOArOTOBKM IAUMEHTOB M HPO(MIAKTUKH
JETCKON MHBAIUIAHOCTH U CMEPTHOCTH.

Ilony4eHHbIe pe3ynbTaThl MMEIOT GONBINOE 3HAYECHUE JUIS CIIELHATMCTOB B
00/1aCTH  PenpOAYKTUBHOM MEIUIMHBI, aKylIEpOB-TMHEKOJIOTOB, AHXPOJIOrOB,

KIMHUYECKUX dMOPHOIIOrOB.
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ITo akryaneHOCTH, Hay4HOI HOBHU3HE, IIPAKTHYECKON 3HAYUMOCTH U
AIOCTOBEPHOCTH TOJYYEHHBIX Pe3yJbTaToB JUCCepTALMOHHAs paGoTa KymnakoBoi
Enensl  BnaguMupoBHEI  [OJHOCTBIO COOTBETCTBYeT  TpeOOBaHMSM  I1.9
«IlonoxeHust 0  mpUCYXIEeHHH YYCHBIX  CTENEHeW»,  YTBEPXKIEHHOTO
nocranosnenueM IlpasurensctBa PO or 24.09.2013 r. Ne 842 (B pen.
nocranosnenus IIpaBurensctea P or 21.04.2016 Ne335, 28.08.2017 Nel024
01.10.2018 Nel168, oT 26.05.2020 Ne75), mpenwsBisieMbIM K IuEcCepTaLMsM,
TMPCICTABICHHBIM HA COMCKAaHUE YYEHOH CTEeNeHH JIOKTOpa MeIUIMHCKUX HaykK, a
¢ aBTOp 3aCIyXXHBACT NPHUCYXKACHHUS YIEHOH CTENEHM AOKTOpAa MeIHIHHCKHX

HayK I10 CrienuanbHOCTH 3.1.4. AKyLIEPCTBO ¥ THHEKOJIOTHS.

Jupexrop

De1epabHOTO rOCy1apCTBEHHOTO
6I0/KETHOTO HAay9IHOTO YYpeKIeH s
«Hay4Ho-HcCrIeI0BaTe IbCKUI MHCTHTYT
aKyIepcTBa, THHEKOJIOTUH |
penpoaykrosioruu umenn J1.0. Orray
Ynen-xoppecnonent PAH,

JOKTOP MEIUIIMHCKUX HAyK,

npodeccop

(cnemmanerOCTS 3.1.4. AKymepcTBo u Y/

TUHEKOJIOTHS ) \//2/ / Koran HUrops KOpsesuu
«M Zo 2022 r.

Ay
. ripodeccopa Korana U.IO. 3apepsio:
Yy4eHslit cexperapb

OI'GHY «HUU AT'nR:
JIOKTOP MEIULIMHC

A

Kanyctun Poman Bukroposuy
SRS,
HHOC-OT0/DKEPHOTO0 HayyHoe yupexneHue «Haywno-
MCCIIE/IOBATENILCKMH HHCTUTYT aKylIepCTBA, TMHEKOJIOTHH M PErpOLYKTOIOTHY
umenu J1.0. Orra»

199034, Canxkr-IlerepGypr, MeneneeBckas JIAHUS, 1.3

Ten. +7 (812) 328-98-68
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