OT3bIB

0MIHAIBLHOTO ONMOHEHTA JOKTOPA MEIMUHHCKHAX HAYK, npodeccopa
PynaxoBoii Enensl bopucoBHbI Ha ANCCEPTALHOHHYIO padoty beiix
Exarepunbi [lasiosubt Ha Temy «lloBbimenue 3¢ ¢eKTHBHOCTH nporpamMmm
BCIOMOTATEIbHbIX PENPOAYKTHBHBIX TEXHOJIOIHH Y NANHEHTOK NO31HET0
PEeNnpOAYKTHBHOIO BO3PACTa HA OCHOBAHHH NPOBEICHUS
NPeAMILIAHTALHOHHOI0 reHETH1ECKOr0 CKPHHHUHIAY,
NpeJCTABJICHHOM HA COHCKAHHE YYEHOMH CTeNeHH KaHAHUAaTa MEAHIHHCKAX
Hayk 1o cnequanabHocTd 14.01.01 — akymiepeTBo H THHEKOJIOTHs

AKTYaJIbHOCTBb HCCJICIOBAHMS. |
Pa6ora beiix Exarepunpl IlaBIoBHEI TOCBAINCHA  M3YYCHHIO  POJIH
HpeKMHHaHTaHHOHHOFO FeHETHYECKOTO CKPUHMHIA B MOBBIIECHNM 3()QEKTHBHOCTH
TIPOrpamMM BCIIOMOTATENBHBIX PETPOIYKTHBHBIX texronoruii (BPT) y maunueHTOK
uoeﬁHefo penpoxykruBHoro sospacra (ITPB).
[To TaHHBIM BCEMUPHOM OPTaHU3ALMN 3PABOOXPAHEHH s, Ha CETOAHSIIHIH IEHb
GecIUIOANEM CTPAAAroT 0Kojio 60 MHITMOHOB JKEHIIIMH BO BCEM MUpE.

ITpu stom BPT pst sedeHus 6eCIurofusi MUPOKO MPUMEHSIOTCS TPAKTHIECKHA

BO BCEX CTpaHax MHpA.

| [To aHHBIM JIUTEpaTypPhl, IPUOIU3HTENBHO 2,5%0 feTell B Espore u 1,5% nereit
B CesepHoli AMepHKe POXAAIOTCA BCJIENCTBHE NPHUMEHEHHS PasIMiHBIX METOIHK
BPT.

ITperMILIAHTALIMOHHBIA TI'€HETHYECKAN CKPUHUHT (ITT'C) sBisgeTCI METOAOM,
NPeIOTBPAIAIOIIMM [IEPeHOC SMOPHOHOB C AHOMAIBHBIM YHCIOM XPOMOCOM.
HecMOTpsl Ha MHOTOYKCIIEHHBIE HCCIEOBAHHS B JAHHOH OONAcTH, B JIATEPATYpe
MMEIOTCS IPOTHBOPEUMBbIE JAHHBIE OTHOCHTENBHO LEIECO00Pa3HOCTH MPUMEHEHHUS
II'C y pa3mu4uHBIX [Py MAIHEHTOK.

PaCﬁpOCTpaHeHHOCTB OecryiofHOro ©Opaka HEYKIOHHO YBEIW4HBaeTCa C
KaKIBIM TooM. Kpome Toro, cpeiyt MaIMEHTOK ¢ OECIUIOAMEM PAcTeT NOJIs HKEHIIMH
TIO3IHETO PENPOLYKTHBHOTO BO3pACTa.

UzBecTHO, uTo 3¢ dextuBHocTs BPT Haxomutcs B 0OpaTHOM 3aBHCHMOCTH OT .



Bo3pacra MalWeHTOB, OJHAaKO Ha CEeroMHALIHUN JIeHb He CYIIECTBYET €JUHOIO
QIrOpUTMa 06CIEIOBaHIS U JIEUEHHs] MAIIeHTOK PasINIHBIX BO3PpACTHAIX rpyﬁn. B
CBSI3U C BblmeﬁepequcneHHLIM AKTyaJIBHOCTh IIPOBEIEHHOTO MCCIEIOBAHUS HE
BBI3BIBACT COMHEHHS.

Hayunasi HOBH3HA.

Ilpy wccleOBaHUHM Pa3iMYHBIX METOIOB [II'C gns ynydineHus pPe3yJbTaToB
nporpamm BPT ObL10 BBISIBIEHO, 4TO MPUMCHEHHE [I'C MeTonoM CpaBHUTENBHOM
TeHOMHOMN THOpHAM3aLMU Ha 5-¢ CyTKM B IPyIIIe MAlMEHTOK MO3IHEro BO3pacia B
ormuure ot FISH ysenuuuBano [IAHCEL HACTYILICHWA OepeMEHHOCTH U
’KHBOPOXKICHUS B 3,1 pas.

Jrto CBSI3AHO  © Tem, d9ro mpH Ouormcuu OnacTomepa Ha 3-H JeHb
KyJIHTHBUPOBaHHS M HCCIIEOBAHAN METOJIOM FISH Moxer OBITH HEIOOIECHEHO
ob11ee YMCI0 HOPMAIBHBIX SMOPHOHOB.

AHeynnopIJ:mH MOTYT OBITh BBISBIEHBI IPU HMCCICIOBAaHMU METOJOM FISH B
A/Ipax XOpOIIero KadecTsa, YTO MOXET NPUBECTH 32 co00# omMOOYHBIA AUarHo3 B
sapax He 09eHb XOPOILEro Ka4ecTBa.

EcTh BEpOSTHOCTH TOrO, YTO MPOLEHT HETECTHPYCMbIX METOLOM FISH

XPOMOCOM MOKET OBITH BBIIIE B IOArPYIINE NAMEHTOK CTapIe 40 ner.

IIpakTHYecKas 3HAYHMOCTb.
B pe3ysbTaTe NMPOBEJEHHOTO HCCIIEIOBAHUS OBLIH BBIJEJICHBI rpynnm pHUCKa
] HU3KOG sddextuBrOCTH nporpaMM  BPT  cpenm  MallMeHTOK  IHO3JHEr0 |
PENpOIyKTHBHOTO BO3pacTa C YYeTOM BBIABJICHHbIX KJIMHHAKO-Ta00paTOpHBIX
IIPETUKTOPOB.

Bouta co3iaHa Mojenb mporHosa d¢dexruBHocTH nporpamM BPT Ha
- OCHOBAHHUM BBISBICHHBIX KIMHHMKO-JIA00PATOPHBIX (PAKTOPOB, KOTOPBIE MOTYT OBITh
‘I/ICIIOJILSOBaHI)I B KauecTBe IPOTHOCTHYECKUX KPHTepUeEB 3PHEKTUBHOCTH nporpaMM
BPT y nauieHTOK O3JHETO PENPOIyKTHBHOIO BO3pacTa.

BbulM ompeesieHsl MOKa3aHus Ui OJHOMOMEHTHOTO IPOBEACHHA [II'C wmm

HakomUieHuss >MOpuonoB s nposefeHus III'C Ha OCHOBaHMM PACCUUTAHHOTO



HeOoOXOJUMOTO HHCIa 3UIOT M OMACTOLMCT B Pa3NUYHBIX BO3PACTHBIX TPYIIAX
nauHéHTOK.

Bout  mposeneH aHamm3 3(GGEKTHBHOCTH, B TOM  HHCIC KJIMHUKO-
SKOHOMHYECKON S(QPEKTMBHOCTH, JKCTPAKOPIIOPANBHOro  OILIOAOTBOPEHMA €
‘pa3sIUYHBIMH | BI/II[aMI/Iv IPEeUMILIAHTAMOHHOTO ~ FEHETUYEeCKOro  CKpUHUHIA Y
HaHHeHTOK IO3HEr0 PENpOAyKTUBHOIO BO3pAcTa, YTO MOCIYXUIO 000CHOBaHUEM
ero NpPUMEHEHUS B U3y4aeMOH IPyIIIe MaliCHTOB.

OueHka cojepxaHus JHCCePTAIHH.

JlﬁccepTauHOHHa;{ pabora Beiix Exarepunst IlaBnoBHBI NOCTPOCHA MO
KJIACCHMYECKOMY MPHHLHUIY, COCTOUT U3 BBEACHUA, 0630pa NMUTepaTyphl, MaTEpUAIOB
151 MéTO;LOB HCCIIeIOBAHMS, KIMHIYECKOM XapaKTepUCTUKA 00C/ISTOBAaHHBIX JKEHIIUH,
pe3yJIbTATOB COOCTBEHHBIX UCCIIeIOBaHMM, OOCYXKICHHs IOIYyYEHHBIX PE3YyJIbTATOB,
BBIBOJIOB, MPAKTHYECKHUX peKOMeHz[auHﬁ, CITHCKA JIUTEPATYPHI.

Ilens paGoOTBHl CHOPMYJIMPOBaHA YETKO. 3agauM KCCIIEAOBaHMS IOJHOCTBIO
COOTBETCTBYIOT HE/TH 1 paCKpBIBAIOT COACPIKaHUEC paboTHI.

Pa6GoTa COMEPKHUT JOCTATOUHOE KONMYECTBO MILTIOCTPHPOBAHHOTO ‘MaTepuana
¥ COBPEMEHHBIX HCTOYHMKOB JINTEPaTyphl, HarmcaHa JOCTYITHbIM SI3BIKOM.

'B nuteparypHOM 0030pe MpEeACTaBIeHbl COBPEMEHHBIC IAHHBIC OTHOCHUTEILHO
BOSMOXHBIX  [PHYMH  CHIKeHHS  (epTWIBHOCTH Y  OKCHINMH  TIO3/HETO
PENpOAYKTHBHOTO B03pa¢Ta, a Take 06 >¢pPexruBHocTH [II'C B 3aBHCUMOCTH OT
BO3pacTa KEHIIMHBL.

Pe3ynbraThl COOCTBEHHBIX WCCIIeJOBaHNK YeTKO ONHMCaHbl W HarLHO
IIpeZCTABJIEHbI B BUE PUCYHKOB, pOpMYIT ¥ TabuIl.

B memoM B JHCCEPTAllMOHHOW paGore Ipe/CTaBICHBI pe3yNbTaThL,
HO3BOJISIOIIAE JONONHUTE CYIIECTBYIOIINE MPEACTABICHHUS O peaIM3alin IIUKJIOB
BPT y naiueHTOK IO3/IHEr0 PenpoAyKTHUBHOTO BO3paCTa.

OrnenbHOrO  BHMMAHHS — 3aCily)KUBaeT — aHanmM3  1HC/Ia SMOpPHUOHOB,
HEOOXOUMOT0 JJIs TIOTy4eHHs] OJHOTO DYTLIOUIHOTO 5>MOpHOHa, B 3aBUCHMOCTH OT

BO3pacTa IMalueHTKU.



TToydeHHbIE NaHHBIC UMEIOT GOMbINOE MPAKTUYECKOe 3HAUYCHHE, MOCKOJIBKY
MO3BOJIIT  BPady-peNpOAYKTONOrY PEKOMEHIOBaTh TIOBTOPHYIO  CTUMYJISIHIO
CYIepOBYJIALMK TIPU IIONYICHUH MAJIOro Yuciia SMOPHOHOB Y NAMEHTKH TO3/HET0
PETPOLYKTHBHOTO BO3pacTa, YTo OYJET CIocOOCTBOBATH CHIDKEHHIO (UHAHCOBBIX
sarpart Ha nposegenue I1T°C.

HpI/IHHI/IHI/IaJIBHBIX 3aMeYaHui K JuccepTaluy HET

3AKNIIOYEHUE
Hayunas HOBHM3HA, JOCTOBEPHOCTh W OOBEKTHBHOCTH MATEPHAIOB HMCCICHOBAHMUA,
TeopeanéCKaﬂ U IpaKTHYecKas 3HAYAMOCTh MOJYYeHHBIX Pe3yJIbTaTOB MO3BOJSIOT
clenaTh BBIBOJ, YTO ,,I[I/ICCépTaIII/IOHHaﬂ paborta Beiix Exarepunnl I1aBnoBHEL Ha TeMy
«IloBsintenre  3GMEKTHBHOCTH MPOrPaMM  BCIIOMOTATENBHBIX  PEPOAYKTHBHBIX
TEXHONOTHA Y TMAlMEeHTOK II03JHEr0 PENPOAYKTHBHOIO BO3pacra Ha OCHOBAaHMH
NIpOBE/ICHHsT ~[PEUMIUIAHTALMOHHOIO  [CHETHYEeCKOro  CKPMHHMHIa», — ABIACTCA
' 3aKOHYEHHOW Hay4HO-KBanu(HKaIMOHHOW paboToii, B KOTOPOH COINEPIKUTCS HOBOE
pellieHre aKTyalbHOH HAyyHOM 3ajaid B  PENpONYKTOIOTHH  — OHeHI/ITB}
s¢dexruBHOCT TporpamM BPT npu HazsHaueHUH PasIMYHbIX BUAOB INI'C.narueHToK
B nporpamme IKO.
| IuccepranmonHas pabota belik Exarepuns [1aBnoBHEL Ha TEMY «IloBbllIEHHE
3()@PEKTUBHOCTA MPOrPaMM BCIIOMOIaTeIbHBIX PENPOMYKTUBHBIX TEXHONOTUM Y
HaleHTOK IO3JHET0 PEMpOAYKTHBHOIO BO3pacTa HAa OCHOBAHWM IPOBCACHMS
IPEVMILIAHTAIIIOHHOIO  T€HETHYECKOro  CKPUHWHIaY, | ABJISETCA 3aKOHYECHHOM
HayYHO-KBAIM(UKAIMOHHOH paboTol, B KOTOPOH CONEPKUTCS HOBOC DEIICHHE
aKTyanLHoﬁ HAYYHOW 3aJaudl B PEMPOAYKTONOTHMM — OLECHUTH 3¢ PeKTUBHOCTD
nporpamM BPT npu HasHaueHuM pPa3jIMYHBIX BUIOB Irc. | llﬂccepTauHOHHaﬂ
- pabota Beiik 'EKaTepI/IHBI’ [1aBIOBHB  IOJTHOCTBIO COOTBETCTBYeT TpPEOOBaHUIM

nyakta 9 «[loNoXeHus O IPUCYKICHAN YUCHBIX CTeleHel», YTBEPKIACHHOTO



ITocranosnenuem IIpaBurenscrea Poccuiickoi @enepanun ot 24 centabps 2013
roma Ne 842 (c | USMCHCHHAMU B DPEJaKUWM I10CTAHOBJICHUIA IIpaBuTenscTra
Poccniickoii ®enepanun ot 21.04.2016 r. Ne335, ot 02.08.2016 r. Ne748),
IPEABABIAEMBIM K KaHIMIATCKHM AUCCEPTaLUAM, a €e aBTOP 3aCiIy)KHUBAET
TIDHCYXXNICHUSI HCKOMOH y4YeHOH cremenm KanaunaTta MEOUWIMHCKUX HayK [0
cnennansHoctr 14.01.01 - akymeperso n THHEKOJIOTHs.
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