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no cnenuajabHocTd «14.01.01 — aKymepCTBO H I'’HHEKOJIOTHD»

Hccnenosanne  beiik Exarepunsr IlaBnoBHBI TMOCBSIICHO aKTyalbHOH
pobJIeMe - U3YyYEHHUIO POITH HpeI/IMHJIaHTaIII/IOHHOI‘O TeHeTUYeCKOr0 CKpUHUHTIA B
TIOBBILICHUN A(PQPEKTUBHOCTH IPOrpaMM BCIOMOIaTENBHBIX PENPONYKTUBHBIX
texnonoruii (BPT) y cynpymgcknx nap ¢ Gecroguem.

Bce GONBIIyIO 3HAYAMOCTH B JIEYEHWH pa3iuuHBIX (opM Oecrurogus
. IpHOOPETAIOT BCHOMOTATENIbHbIE PENPONYKTHBHbIE TexHoJoruu. OCHOBHBEIMH
dakropamu, omnpenenstomumMu  3¢¢exTuBHOCT, nporpamm BPT, saBnsercs
PELIENITUBHOCTh SHAOMETPHS, KadecTBO ﬁonyqume SMOPHOHOB, @ TaKKe HX
CIIOCOOHOCTE K  BBIXOAY M3 30HB Hemonuaa. IlpenMiaHTalMOHHBIM
renetndeckuii ckpuHuHT (I1I'C) saBngercsa MeTonoM, NpeaoTBPALIAOLIAM TEPEHOC
SMOPHOHOB C aHOMA&JIbHBIM YHCIOM XpOMOCOM. bmaromaps 3sToMy MeTomy
JIMarHOCTUKA BO3MOXXHO IIPOM3BOAUTH OTOOp 3YILIOWAHBIX SMOPHOHOB, YTO, B
CBOIO OdYepesib, BeJeT K YBEIMYEHHIO YacCTOThl HACTYIUIEHHsS OepeMEHHOCTH,
YMEHBIICHUIO PENPOLyKTUBHBIX NMOTEPh M CHHXKEHUIO PMCKA POXICHHS AETeH C
TeHETHYCCKUMU HapyILICHUSIMU. i

B xauectBe MeromoB wmccienoBaHus g III'C B Hacrosimee Bpems
WCIIONB3YIOT (QiyopecueHTHYI0 TuGpuau3anyio in situ (ot adri. - fluorescent in
situ hybridization, FISH), MeTox cpaBHHTEIbHON TreHOMHOH rubpuausanuu (OT
aHri. - comparative genomic hybridization, CGH) u cexBeHMpOBaHHE HOBOTO

nokoneHus (oT aHrNI. — next-generation sequencing, NGS). Kaxasii u3 sTmx



METOJI0B UMeeT psJ IIPEHMYLIECTB U HenocTaTKoB. [Ipy 9ToM, B HacTosImee BpeMs
OKOH4ATe/lpHO He onpeneneHa ponb III'C B addexruBHOCTH Nporpamm BPT y
TNAIHEHTOK MO3HETO PENpPOLYKTHBHOTO BO3pacTa.

Hayunas HoBU3HA nmccepTarmoHHON paGoThl Belix Exarepuus! ITaBioBHEI
Npexne BCEro 3aKiIOYaeTcs B TOM,YTO OBUT BBISBJIEH MOPOTOBBIi B03paCT‘
s¢pdexrnsrOCTH TMporpamm BPT m paccumTaHo HEOGXOIMMOE YMCIO 3HFOT W
071aCTOLHMCT, KOTOPOE HEOOXOAUMO MONYYHTH IS IIONYYEHHS XOTS 6Bl OJHOTO
JYIJIOWJHOTO SMOPHOHA, B DA3IMYHBIX BO3PACTHBIX TPYNNAaX MHALKEHTOK, M
u3ydeHa DOOEKTHBHOCTE SKCTPAKOPHOPAILHOIO omitonoreopenus (3KO) c¢
Pa3iu4YHBIMH BHAAMH IIPEUMILIAHTAHOHHOIO TI'€HETHYECKOTO CKpPIHHHFa" B
peanusanuu nporpamm BPT y maumenTok nmosmHero penpoayKTHBHOro BO3pacTa.

IIpakTHyeckas 3HAYUMOCTH HCCJIE/IOBaHKsl HECOMHEHHA M 3aKIFOYaeTCs B
pé3pa60TKe HOBBIX MoOJened mNporHosa s¢dexrtuBHocTH nporpamMMm BPT Ha
OCHOBaHWH BBIABICHHBIX KIWHHKO-Ia00paTOPHBIX (AKTOPOB, KOTOPHIE MOTYT
OBITb HCIIOJIB30BaHEI B KayecTBE IPOTHOCTHYECKHMX KpHTEpHeB 3((heKTHBHOCTH
nporpamm BPT y manmenTok mosanero perOI[yKTHBHOI‘O BO3pacTa, 1 MOT'YT OBITE
OIIPENENIEHBI TOKA3aHUs JUIS OIHOMOMEHTHOTO npoBegenus [1I'C unu HakomIeHus
sMOproHOB s npoBezieHus [II'C Ha OCHOBAaHMH PaCCYHTAHHOTO HEOGXOMUMOro
YHCIIa 3UrOT U GJIaCTOMCT B Pa3IMYHBIX BO3PACTHBIX IPYIIax NALHEHTOK.

~ AmpoGanust paboTel U BHEIPEHHE ee pe3yJbTAaTOB B NIPAKTHKY OTBEYAIOT
TpeGOBaHMAM, MPEBABIIEMBIM K JUCCEPTAIMOHHBIM HCCIETOBaHUSIM. OCHOBHbIE |
TIOJIOXEHHUSI PabOTHI OTPAXKEHHI B 5 HAYYHBIX My OIUKAUAX — 4 CTAThH B H3NAHUAX,
perensupyembix BAK.

Mertoauyeckuii ypoBeHb  AMCCEpTalUM CNETyeT OLEHHTh KAK BBICOKHIA.
Bo-1iepBhIX, HCIONTB30BaH KOMILUIEKC KIMHHYECKHX M CTATHCTHYECKMX METONHK.
Bo-BTOpBIX, 00BEM NpPENCTaBNEHHOrO ¥ NPOAHATU3HPOBAHHOLO MaTephala
MaTepuaa IO3BOJISeT TOBOPHTL O PENPE3EHTATHBHOCTHU, a, CIEJOBATENILHO, H O

AOCTOBEPHOCTH CICIaHHBIX BBIBOIOB.



BEIBOABI W mpaKTHYeCKME PEKOMEHIALMH, CleaHHbIE aBTOPOM Ha
OCHOBAaHHH pe3yJILTAaTOB NPOBEJCHHOTO UCCIEN0BaHMUSI, CHOPMYIUPOBAHE YETKO U
OTBEYAIOT ITOCTABJICHHBIM 3a0a4aM.

llpencraenennsie B aBTOpedepare gaHHBIE  IIO3BOJISIOT OLICHUTD
AUCCEPTAlMOHHYIO pabory beiik Exarepunnt ITaBnosEsl  «IloBbImIeHHe
3G hEKTHBHOCTH MPOrpaMM BCIIOMOTATENbHbIX PENpOIYKTUBHBIX TEXHONOTHH y
TNAAEHTOK MO3MHEr0 PENpOAyKTHBHOIO BO3pacTa Ha OCHOBAHHH IPOBENEHHS
IIpCUMIIAHTAHOHHOrO TEHETHYCCKOrO CKPUHHHIA» KaK aKTyalbHOe Hay4HOe
UCCIeN0BaHue, o0nasatomee HOBU3HON, UMeEroIIee NPAaKTHYECKYIO0 3HAYUMOCTh U
COOTBETCTBYIOLIee TpeOoBaHusIM MyHKTa 9 «IlonoxeHus 0 mopsike IIPUCYKIEHUS
YHEHBIX  CTelleHe#»  yTBepxneHHoro IlocraHoBnenmeM  IlpaBuTenscTBa
Poccuiickoii Qenepanuu ot 24 ceHTs0ps 2013 roga Ne 842 (¢ u3MeHeHuaIMHU B
pellaxiuy nocranosneHui Ilpasurenscra Poccuiickoit ®eneparun ot 21.04.2016
r. Ne335, or 02.08.2016 r. Ne748), IPeAbSIBIAEMBIM K KaHIUAATCKUM
AUCCCPTALNAAM, a aBTOpP 3aCTy)KHBAaeT MPHCYXKIEHHS HCKOMOH yYeHOW cremeHH
KanJujaTa MEIULUMHCKUX HayK Mo crneruaibHocTd 14.01.01 — «AKylIepcTBO H
TMHEKOJIOTHS.
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