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Ha aBropedepar guccepraumu Keumna Amnapes AmnJpeeBHua
«PABPABOTKA W IIPUMEHEHUE METOJA OIIPEJEJIEHVI
MVYTAITUA B TEHAX BRCAI WU BRCA2 V BOJIbHBIX PAKOM
MOJIOYHOM KEJIE3bI I PAKOM SIMUHUKOB», OpeacTaBIeHHOR
Ha COHMCKAHHE YJYeHOW CTENCHW KaHauaaTa OHMONOTMYECKHX HAyK IIO
cnenuragsrocTH 03.01.03 — MonekymspHas OHOIOrHs.

CeromHs Ha PHIHKE IPEICTABICHO OTPOMHOE MHOXKECTBO Pa3IMYHBIX HAOOPOB PEarcHTOB
JULE TIPUTOTOBJICHHS OMOMMOTEK, IMOKPHIBAIOMMX HEOOXOOUMEIE YYaCTKH I'€HOMA: OT OHOIO-
JIByX 3K30HOB MJIM T€HOB 0 LENOro sk3oma. K coxkaineHuro, GONBIIMHCTBO TaKHX HabOpOB
[peAJIararoTCs TOJIBKO 3apyOE’KHBIMA KOMMEDPYECKAME KOMIIAHHAMHM, 9TO CO3JAET CIOXHOCTH
IUId WX TpAMeHeHus B PoccHW: OT CTOMMOCTH A0 HOpoONeEM € ONEPATHBHBIMH ITOCTABKAMH.
ITosToMy aKTyadbHOCTh W HAyYHAsl HOBH3HA IIpe/CcTaBlIcHHOH paborel Keumma AA., B
KOTOpOM paspabGoTad Meron wuccienoBanus TIeHoB BRCAI m BRCA2 ¢ 1noMombro
cexBeHHpoBaHuss HoBoro mokoneHws (NGS), He BHI3BIBacT HUKAaKUX COMHEHHH. Hcmomesys
paspaboTaHHbIi METOJI, aBTOPOM OBUIM MCCIIEHOBAHEI IIPEACTABUTEIbHEIE BEIOOPKA IAUEHTOB,
KOTOPBIM OBUI JUArHOCTHPOBAH pak MOJOYHOH >Kele3sl WM pak SHIHHKOB. IlomydeHEl HOBBIE
JAHHBIE O PacIpPOCTPAHEHHOCTH MYyTalWd BO BCceH KOAMPYIOIIEH IIOCIENOBATEIBHOCTH IEHOB
BRCAI n BRCA2 cpenn nanuenToB B Poccum.

IomydyeHHble pe3ynbTaTbl W CACTAHHBIE IO HHAM BBIBOABI COMHEHHMH HE BBI3BIBAOT,
TIOCKOJIBKY aBTOPOM HCIOJB30BAHEI COBPEMEHHBIE METOJABI M IOAXOIBI, B ToM uucie Kednn
A.A. nemoHCTpHpPYET B paboTe rpaMOTHOE IPAMEHEHHAE CTaTHCTUIECCKUX METOJOB IIPH aHAIIU3e
JaHHBIX. B memoM, paboTa MMEeT 3aBEpIICHHEBIN BHU H TPaJWIMOHHYIO CTPYKTYDPY (BBEICHHE,
0030p JHTEpaTypsl, MaTEPHaIBl X METOMABI, PE3yNbTaThl U UX OOCYXKICHHE, BBIBOIBI, CIIHCOK
JATEPaTyPEl ¥ IPUIOXKeHue). Pe3ynbTaThl fUccepTaluy OMyOIMKOBAHEI B YETHIPEX CTaThIX, TPH
HX KOTOPHIX BXoAAaT B cnmcok BAK 1o cnenmuairsHOCTH MONEKYIspHAs OMONIOTHS, U JOIOKEHBI
Ha BCEPOCCHUCKHX U MEXITyHApOIHBIX KoH(epeHnusx. Kpome Toro, momydeH naTeHT Ha METO.
BBISIBIICHHS MyTanuil. Pe3ynbTaTel paboTE UMEIOT TEOPETHIECKYIO U IPAaKTHYECKYIO IEHHOCTS,
B TOM YHCJE IS MOJIEKYISPHOHX OHOIOTHH.

ITpu mpouTeHNH aBTOpedepara BO3HUK P BOIPOCOB:

e B Tekcte aBropedepara HE yKa3aHa CChHUIKA Ha Oporpammy Uit BeuiBieHHs CNV.
B03M0XHO 1M BOCTIONIB30BaThHCS JAHHOH ITporpaMMon?

e BompmmHCTBO MyTanuil, IEepeYnclIeHHbIX B Tabmune 3, BCTPETHIIACH IO OJHOMY pasy.
OmHako BOCEMBb BCTPETHIIMCH Y JBYX M Oollee IAlMEeHTOB, TaK JXe, KaK ¥ MyTamusd C
TOBBIIECHHOH 9acToTo# B momynsmma (c.5266insC, mm 5382insC). Crexyer nu w3 3Toro,
9TO OCTABIMUECS CEMBb TOXKE AMEIOT IOBBIMIEHAYIO YaCTOTY B HOITYJISIIH?

e Bo3moxHO U pa3paboTaHHBIA METOJ WCIONH30BAaTh JUIL HccienoBaHus reHoB BRCAI u
BRCA2 B obpaznax JTHK, BeIneIeHHBIX U3 I1a3MEI KPOBHU?

[IpuBeneHHBIE BBIIIE BOMPOCHI HOCAT JHACKYCCHOHHBIM XapakTep ¥ HHCKONBKO HE
CHIDKAIOT BEICOKOH OIEHKH BBIIOJHEHHOH pabOTHL

3axmouenue. [uccepramuonnas pa6ora Keunmna Amppes Ampmpeesmda «PaspaboTka m
npuMeHeHne Mmerona ompenencHus Mytanuii B reHax BRCA1 u BRCA2 y GonbHBIX pakoM
MOJIOYHOU JKeNle3bl M pPaKkOM SIAYHHKOBY» COOTBETCTBYeT I. 9 IlomokeHHs O NpHCYXICHHH
y9eHBIX cTeneHel, a e€ aBrop, Keumn Amnped AHApeeBHY, 3aCIyXHBAaeT IIPUCYKICHHAS €My



VYeHOH CTEeNeHH KaHauAaTa OMOIOrMIecKrX HayK no cuenuanbHocTr 03.01.03 — MoeKynspHas
OHOJI0T .
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