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Ha aBTOpedepaT AuccepTalHOHHOI paboThl CaaneBoii I'ozeas MycradaeBHbI
Ha Temy: «MoJ1eKy/IpHO-TeHeTHYeCKHe 0COOeHHOCTH 3THONATOreHe3a paKa
SAHYHHKOB Y NAUHEHTOB Pa3/IMYHLIX 3THHYecKUX rpynn Peenybmankn Kpbim»,
NpeaCTABJCHHOH HA COHCKAHHE YYEeHOMH cTeneHH KaHAHIaTa MeJHINHCKUX HAyK

nmo cnenraabHocTH 3.3.3. IlaTosioruyeckast (pU3HOIOTHSA

Astopedepat nuccepranuu Canuesoii .M. comep uT u3noxeHne pe3yasTaToB
HCCIIC/IOBAHHA, HANPaBICHHOIO HA BBIABICHHE MOJIEKYJIAPHO-TEHETHISCKIX
0COOCHHOCTEH paka SMIHUKOB B oy isiiuu Pecry6inku KpbiM ¢ yuéToMm sTHHYECKOM
NPUHAJJIEKHOCTH MAlUeHTOK. Tema paboThl OTHOCHTCA K YHCHOY 3a/1ad, pelieHHe
KOTOPBIX HEOOXOAKUMO IS MOBHIIIEHNUS 3P HEKTHBHOCTH MOJIEKYIIPHO-T€HETHUECKOI
AUarHOCTHKH M TEPCOHANM3ALUU TEpalld B PErdOHax CO CJIOXKHBIM ITHHYECKHUM
cocraBoM. Tak, HeCMOTps Ha pa3BUTHE METOI0B IHATHOCTHKH ¥ TEPAIUH, IIATHIETHSS
BBDKHBAEMOCTb IIPH DakKe SMYHUKOB IIPHU PACIpPOCTPAHEHHBIX CTANUSIX OCTAECTCs
HHU3KOM, 4YTO, IIPEXIe BCEro, CBSI3aHO C MHOroo0pa3WeM IaTOTE€HETUUECKHX
MEXaHM3MOB U KIMHHYECKHX INposBieHuil. CylecTBeHHBINH BKJIAJ B IIaTOreHe3 paka
SUYHUKOB BHOCSAT HacjeACTBeHHbIe (akTopbl: 10 15-17% ciyuaeB paka sBisioTCs
HACJIECTBEHHEIMH (DOPMAMH, ACCOLMMPOBAHHEIMH C MYTAlMSIMH B CHCTEME Ie€HOB
TOMOJIOTHYHOM pekoMOuHanuu. HawGonee wu3y4eHHBIMM B [aHHOM KOHTEKCTE
ABIAIOTCA U3MeHeHuss reHoB BRCAI u BRCA2, oIHAKO CeroaHs CTAHOBHUTCS
OYEBUHBIM HEOOXOIMMOCTh M3YUeHHs IIOTEHIHAIBLHOIO BKIIaa MaTOJOrUH JPYTHX
I€HOB B MHUIIMHMALIMIO KaHILIEpOreHe3a. BeIsSBIeHHe TaKUX MYTAI[HIf HMeeT KIII04eBoe
3HaYeHue s (GOpMUPOBaHHMS I'PYIIN BEICOKOI'O PUCKA, BHIGOpA TAKTHKH JiedeHHs (B
YaCTHOCTH, MpUMeHeHus] UHruouTopoB PARP) u mpodunakTuky.

BaxxHoit 0COOEHHOCTHIO MOJIEKYJISIPHO-T€HETHIECKHX U3MEHEeHHH,
(bopMHPYIOIHMX HACIENCTBEHHYIO IPEAPACIIOIOKEHHOCTD, SBISETCS HX 3aBHCHMOCTh
OT HONYJIALHOHHBIX W reorpaduyeckux ¢akTopoB. JlaHHBIE, MOJYYEHHBIE B

pe3yibTaTe HUCCIIEIOBAHUM B OJTHUX TNOIMYJIAUAX, HE BCETOa MOI'YT OBITH IIPUMEHHUMBI



UL OPYTUX Jake B Mpefesiax OJHOM CTpaHbl, YTO MOATBEPXKAAIOT MHOIOYHUCIIEHHBIE
perroHapHble HCCienoBanus, nposeneHnsie B Poccuu. IlogoOHoe uccnenoBanue B
KpbiMy m1si BbIOpaHHOM HO30JIOTMM IIPOBOAMTCS BIEPBBIE, YTO OOYCIOB/IHMBAET
aKTyalbHOCTh JUCCEPTAIMOHHOTO HCCIIEIOBAHUS.

B aBTOpedepaTe oTpaxkeHBl OCHOBHAS II€JIb M 3aJa4M UCCIIEIOBAHUS, a TaKKe
JIOTUYHO CBsI3aHHBIE C HHMMH M pacKphIBAIOIIME€ WX BBIBOJABI M MpaKTUYECKHE
pekoMeHganuu. ABropedepar cocTaBlieH B TPAAUIMOHHOM CTHJIC W B MOJIHOH Mepe
0TOOpaXKaeT pe3ynbTaThl pabOThl 1 OCHOBHEIE HAYYHbIE MOJI0KEHHS.

TeoputHueckas 3HaYMMOCTH HCCIEHOBAaHHS 3aKIIOYAETCS B KOMILIEKCHOM
U3YYEHUH BKIaAa LeleBblX MyTanuid reHoB BRCAI, BRCA2, CHEK2, PALB2 B
[AaTOreHe3 paka SUYHUKOB, OINMKCAHBl DPACIPOCTPAHEHHOCTh M CIEKTP MYTALIMH.
OTMeueHO KiIIOUEBOE TMATOTEHETHYECKOe 3HaueHwe matojorum reHa BRCAI u
MHUHMMalbHOe 3HaueHue PALB2 u CHEK?2, HecMOTps Ha OTHOCHTENBHO BEICOKYIO
BCTPEYaeMOCTE MYTalldil [IOCIeqHero, s CIaBSHCKOH 4acTH BhIOOpkH. KpriMcko-
TaTapckas 4YacTh BBIOOPKHM XapaKTepH30Balach OTPHULATENBHBIM —Pe3yJbTaTOM
TeHOTUIIUPOBAHUS BO BCEX CITyYasX.

C ToukM 3peHHs MPaKTHYeCKOH 3HAYUMOCTH, MpeIoKeHa W OOOCHOBAaHA
HEeOOXOAMMOCTh PETHOHAPHON aJalTallMi MCIOIE3YEMON MaHeIH JHArHOCTHYECKUX
MmapkepoB.  OrmeueHa  11e7€cOOOPa3HOCTE  BKIIOYEHHS B JAHATHOCTUKY
JOIONMHUTENbHBIX MyTaluii reHoB BRCA2 u CHEK?.

I[oc*rosepﬂocm IMMOJYYCHHBIX JaHHBIX IMOATBCPKAACTCA BBIﬁpaHHBIM
METOAOJOIMYECKHX IMOAXO0I0M, AM3alHHOM HUCCIIEOBAHNUS, IPHMEHEHHEM aleKBATHEIX
METOJI0B MaTeMaTH4eCKOr0 aHajiM3a M PENpe3eHTaTHBHBIM OOBEMOM BBIOODKH.
HY6JII/IKaHI/IOHHaSI AKTHBHOCTB COUCKATEIA, a TAKIKE Y4aCTHUE B HaydJHO-IIPaAKTHYECKHUX
KoH(pepeHIUAX H popyMax MO3BOJIAET CYMTATE anpOGAIMIO JOCTATOYHOIN.

Takum oOpasom, nmucceprarmonHas pabora Cammesoidi ['M. Ha Temy:
«MonekynspHO-reHETHIECKHE OCOOEHHOCTH 3THOIATOreHe3a paka SUYHHKOB Y
NAaMEeHTOB pPa3IMYHBIX O3THHYeCKHX Ipynn PecnmyOnuku Kpeim» — sgBiasercs

3aBCPIICHHBIM Hay‘IHO-KBaJIH(l)HKaHHOHHbIM HCCIICAOBAHUEM, pEUIaroIIuM



aKTyaJbHYIO Ipo0JieMy COBpEMEHHOM MeUIIHHCKOM Hayku. PaboTa 1o coaepikanuio,
o0beMy, HaydyHOH M IIPaKTHYeCKOHl HOBH3HE COOTBETCTBYyeT TpeOoBaHusM II. 9
«Ilonoxenus o npucyxaeHun y4€HeIx creneHeil» ([Toctanosnenue [IpasurenscTra
P® Ne 842 ot 24.09.2013 r. B pepakuuu nocraHosienus I Ipasutenscta Poccuiickoit
®enepanun ot 01.10.2018 Nel68), npeabsBiIsieMbIM K JUCCEPTAIUSIM Ha COUCKAHHE
YUYEHOH CTeneHM KaHAuIaTa MeEJULMHCKHX Hayk, a ee aBtop Canuesa .M.
3aCIy)KUBAET MPHUCYXKACHHUS MCKOMOH CTeIleHH KaHIWAATa HayK IO CIEIHAIBHOCTH

3.3.3 —Ilatonoruyeckas GpuU3HOIOTHS (MEAULIMHCKHE HAYKH).

JoKTop MEIHIMHCKUX HAayK Ipodeccop

3aBeyIOIIHH 2-M 1aTOJIOr0-aHATOMUYECKHM OTIEJIEHHEM

PI'BY «HanuoHabHBIH MeTHITUHCKHAM

HCCIIEI0BATEILCKUM LIEHTP aKylepCTBa,

TMHEKOJIOTUH M NIEPHHATONOIMH UMeHHU akaneMuka B.M. Kymnakosa»

MunucrepcTsa 31paBooxpaneHus Poccuiickoit ®enepanuu //

/Z/ A.M. Illerones

IMoamucek a.M.H. mpodeccopa A.W. [lleronesa 3aBepsito

VYueHslii cekpeTapb

®I'BY «<HMUII AI'TI um. B.H. Kynakxosa»
Mun3zapasa Poccun

C.B. IlaBnoBuu
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