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Ha aBTOpedepar auccepTauny Keunna A.A. Ha temy:
«Pa3paboTka ¥ NpHMeHeHHe METOZIa ONpeaeIeH s MyTaluit B reHax BRCAI u
BRCA2 y GONBHBIX paKOM MOJIOYHOM 3KeIe3sl M PAaKOM SHYHHKOBY,
NpeACTABICHHBIH Ha CONCKAHNE YUeHOH CTeNeHH KaHAHAaTa GHONOrHYECKHX HayK

o cneHanpHocTH 03.01.03 — MonekynapHas Gromorus.

MonekynapHo-OHoNorndeckne  METOAHKH  CTPEMHATEGNBHO — Pa3BHBAIOTCH |
YCOBEPILEHCTRBYIOTCA ¢ KAXKAEIM MOJOM, a 3HAYCHHE HX 1 AHATHOCTHKH M ONTHMH3aLHA
METOJIOB JICUCHHA, 4 TAKiKe AJis1 NPOTHOSHPOBAHKA TeUeHMA 3a00IeBaHAA B MPAKTHYECKOM
OHKONOTHH TPYAHO MEPEOlCHHTH. HcnonbzoBaave  KIHHUKO-MOPHOITOTHYECKAX
(GaKTOpOB HpOrHO3a HE BCerda AOCTATOYHO I OLUCHKH TedeHHs 3a00JeBaHHA W
nporHosa. braromaps pa3BHTHIO MONEKYMAPHO-GHONTOrHYECKAX JUCHMILIHMH IIOSBHAACH
BO3MOJKHOCTh TCHOTUIIMPOBaHMsS  OHONOTMYECKOTO MaTrepHala C LENbi0 BBIABICHHA
3HAYHMBIX IPOTHOCTHYECKHX MapKEPOB.

Lensro HecnemoBaHHA ABIUIACE paspaboTka M MpUMEHEHWe METOAA BBIABICHUA
repMHHANIBHBIX M COMATAYeCKHX MyTaumii B reHax SBRCAI u BR(CA2 y maumumenTox
GONBHBIX PaKOM MOJIOMHOM KeJle3bl U paKoM AMYHHUKOB.

B xome paGotsl pazpaboTaH MeToA BHISBICHHS KIHHAYECKH 3HAYMMBIX MYTailii B
renax BRCA! m BRCA?2. TlpencraBieH cOBpeMEHHBI 3KOHOMHYECKH BBITOMHBIN METOI
npurotokieHks Oubmmorexku mis NGS, no3BONIAOMMNA MOMYYATH MHHHMAIBHO
AOMYCTHMOE MOKPHITHE BCEX HK30HOB BBIOPAHHBIX T€HOB MMM KOMIUIEKCHOH OLEHKH
CTPYKTYPHBIX [I€PECTPOEK.

Paszpaorana mnporpamMa cutPrimers s HHTEHCH(UKAIMA Tporiecca |
yBEJIHYEHHA TUCTIa HpOoYTeHHit nenesnix GparMeHToB.

INokasara BEICOKasi 9yBCTBHTEIBLHOCTD 10 CPAaBHEHHIO ¢ KOMMEPYECKHM JOCTYIHbIM
BeG-cepBrCcOM pa3paboranHoM mporpaMmbl BRCA-analyzer ang yero OBUIO DpOBEAEHO
reHoTunupoBanue 1 016 o6pasumos JJHK.

Bricokas 9yBCTBUTENFHOCTh H CHENU(UUHOCTE paspaboTaHHOH NpOrpaMMBl [0
eepiBNicHHI0 CNV JlokazaHa IIpH TeHOTHIHMpoeaHUH 197 obpasuor JHK. Ilpu st1OoM

YacTOTa KIHMHHYECKM 3HAYMMBIX FepMHHANLHEIX BapHaHTOB coctaBuna 14,4%, a



CyMMapHas 4acToTa BCTPEYaeMOCTH MAallHeHTOB C IeépMHUHAILHBIMM M COMAaTHYECKHMM
MyTalusMu B reHax BRCAI u BRCA2 - 30,3%.

[lpn H3yY4eHHH MOTEPH TIETEPO3UTOTHOCTH OBLI CHENaH BBIBOJ, YTO [aHHbIH
TOKa3aTelb HE MOMKET SABIATECH MOCTATOUHEIM KpHTepHEeM A  Kiaccubukanuu
BapuaHTOB B reHax BRCAI u BRCA2 mo xknMHHYeCKOMYy 3Ha4yeHHIo. YacToTa JaHHOTO
(eHoMeHa B oOpasiiax paka SUIHHKOB cocTaBuia 70%.

CratucTuyeckas  oOpaboTka  Marepwana  BBIIOJIHEHAa  Ha BEICOKOM
METOJOJIOTHYECKOM YPOBHE.

B nenom paGorta MpencTaBiseT MHTEPEC H B Hay4HOM, H B MPAKTHYECKOM ILIaHe.
Asropedepar muccepranmoHHoM pabGorsl Keumna A.A. Hanmucad O4Y€Hb YETKO H
NOCIeOBAaTENBHO, XOpOomo wWumocTpupoBad. He BbI3BIBaeT COMHEHHsS HOBH3Ha H
TMpaKTHYECKasi 3HAYAMOCTh TOJNYYEHHBIX Pe3yJbTaToB. PesynbTaTsl paboThl J0CTATOYHO
TOJTHO OTpaXceHHl B MyGnukanusx. PaGoTa B MOIHO# Mepe COOTBETCTBYET TpeOOBaHHAM II.
9 TlonoxeHHuss O NPHCYXACHWM YYEHBIX CTelleHe#, yrBepxkieHHoro llocraHoBneHHEM
IIpaBuTtenscTBa PO «O mopsjike NpucykAeHus y9eHbIX crenenei» Ne 842 or 27.09.2013
r., (8 penaxmuu ITocranoenenus IlpaBurenscrea PO or 21.04.2016 r. Ne335 m ot
02.08.2016 1. Ne748),  mpembABISEMBbIM K AMCCEPTAIMOHHBIM paboTaM Ha COHCKAHHE
yueHOW CTeleHM KaHmunata OMOJIOTWYECKMX HAyK [O CHEIHalbHOCTH: 03.01.03 —

MOTeKyJIspHas: OHOJIOTHL.
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