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NCCJIEAOBAHUE ITOJIMMOP®I3MOB A372C B I'EHE BRCA2 1 A188G B 'EHE XRCC2
TP BMJIATEPAJIbBHOM PAKE MOJIOYHOMH XXEJIE3bI

3a mocinegHHe MATh - CEMb JIET 3JI0KAaUeCTBEHHbIE HOBOOOpPA30BaHMS BBIIUIM Ha OIHO U3
IIEPBBIX MECT Cpedu IPUYMH CMEPTHOCTU HaceineHus. VIMEHHO mNO3TOMYy H3y4eHHE NpPUYMH
pa3BUTH OMyXOJel, MEXaHM3MOB 3J0Ka4eCTBEHHOW TpaHCPopMauuu H (HAKTOpOB pHCKa
BO3HHUKHOBEHHS KapIMHOM Pa3JIMYHBIX JIOKAJIN3ALMK SIBISETCS OJNHOM M3 NPHOPUTETHBIX 3ajad
coBpeMeHHOW Hayku. C BHEIPEHHEM METOAOB MOJIEKYJSIPHON TI'E€HETHKH HCCIEJOBAaHHE OCHOB
OITyXO0JIEBOW TpaHC(OpMaLUU U OOHApPYKEHUE MOJIEKYJIIPHO-T€HETUYECKUX MapKepOB KapLUHOM
CTaJIO OTACJIBHBIM HAIIPaBICHUEM B OHKOJIOTMH M MOJIEKYJISIpHOM reHeTtuke. 3a nociennue 10 ser
OTMEYaeTCsl CTPEMUTENbHBIN POCT MH(DOPMALIUK, KacarolEehHcsl MOJIEKYJIIPHOTO MaTOreHe3a paka
MOJIOUHOM KeJie3bl. YcTraHoBlIeHO, 4To PMJK BO3HHMKAaeT BCIIEACTBHE MHOXKECTBCHHBIX
MOBPEXJCHUA B OHKOI€HaX M AaHTUOHKOIeHax. lccienoBaHus TEeHHBIX MOJUMOP(PHU3MOB
CIOCOOCTBYIOT pa3palOTKe TEHETHMYECKHMX TECTOB, HANpaBJICHHBIX Ha BbISIBICHHE TPYII
MOBBIIICHHOTO  OHKOJIOTMYECKOTO pPHCKA, 4YTO [JAeT JOINOJHUTEIBHBIE BO3MOXXHOCTH  JUIA
MIPOBE/ICHUS UArHOCTUKH Ha JAOKJIMHUYECKOM dTare. Pa3paboTka KomIuiekca mpouiIakTHYECKIX
MEpONPUATH Ha OCHOBE aHajiM3a acCOLMAIMi TEeHHBIX MOJIUMOP(GU3MOB JUIsl KOHKPETHOTO
MAIMEeHTa COCTABIISIET CTPATErMUECKYI0 OCHOBY JUIsl HOBOTO HAIpaBJICHUs MPO(PUIAKTHYECKON, TaK
Ha3bIBAEMOW «IPE/ICKA3aTEIbHON» MEIULIMHBI.

OTtoOpanbl 00pa3isl Mapa@UHOBEIX CPE30B M KPOBU MAIMEHTOB M OHKOJIOTHYECKHU-3I0POBBIX
JOHOPOB A1 (POPMUPOBAHUS TPEX MCCIEAYEMBIX IPYNIL MAlUEHTKH ¢ OuilarepaibHbIM PAKOM
MosiouHo kene3bl (BPMIK), mauMeHTKM € pakoM MOJIOYHOM JKelle3bl € HKCTPEMaJIbHBIMU
XapaKTEePUCTUKaMH OHKoJiormueckoro pucka (PMJXK3), moXumapie OHKOJOTHYECKH-30POBBIC
noHopsl. Brinenena JIHK wu3 o0pasnoB mnepudepudeckoil KpoBH U mMapadUHOBBIX CPE30B.
OnTuMHU3UpPOBaH METOA ajuienbernecuduueckoil momumepasHoi nenHor peakiuu (AC-IILP) nu
MeToJ ekTpodoperrnueckoro pasaenenus ¢pparmentos JJHK B monuakpuiamuanom rene.

VYcranosnensl aienbHbie BapuadThl TeHOB BRCA2 1 XRCC2 Bo Bcex uMeromuxcst oopasiax
JIHK B Tpex u3ydaeMbIX Ipynnax. BblllosHEHa CTaTHCTUYECKas OLIEHKA ITOJIyYEHHBIX IJaHHBIX C
ITOMOLUIBIO0 COBPEMEHHBIX METOJIOB MOJIEKYJIIPHON AMHUIEMUOJIOTUH.

OneHena yacToTa BCTPEUYaeMOCTH pa3HbIX ajuienbHbIX BapuanToB reHoB BRCA2 u XRCC2, n
BBISIBJICHBI JIOCTOBEPHBIE PA3IUuMs PACIpPENETICHHs] TEHOTUIIOB MEXy I'pylIamMH C MOBBIILIEHHON
npeapacnoiaokeHHocteto Kk PMOK u rpynmoil oHkojormyeckoi TosnepaHTHOCTH. [lokaszaHo
JIOCTOBEPHO 0OOJIbIlIee KOJUYECTBO T'€TEPO3UTOTHBIX M TOMO3UTOTHBIX IO PEIKOMY aJUIEIIo
regotunos 1o resy BRCA2 B rpynnax nanuverox, ONpeneacHHbIX KaK KEHIIMHBI C TOBBIIIEHHON
MIPEIPacoIOKEHHOCTRIO K pa3BUTHUIO paka MOJIOYHOM JKele3bl, MO CPaBHEHHIO C TPYIIOH
OHKOJIOTHYECKH 370POBBIX MOXHMIBIX A0HOPOB. ITo reny XRCC2 mokazaHo noctoBepHO Ooiibliiee
KOJIMYECTBO HOCHUTENIEH PEAKOro ajuiens cpeau manueHTok ¢ bPMIK mo cpaBHeHurio ¢ apyrumu
HCCIIEyEMbIMU TPYTIIIAMH.
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[TomyuyeHnHble pe3ysbTaThl HOATBEPAKAAIOT LEIECO00Pa3HOCTh HAIIErO MOAX0/a K TOCTAHOBKE
9KCHepuMeHTa. B 4acTHOCTH, HE BBI3BIBACT COMHEHHs TOT (pakt, uto BPMIXK pasBuBaercs y Tex
JKCHILMH, KOTOpBIE o0nagaroT UCKJIIOYUTEIBLHO BBICOKOU OHKOJIOTUYECKOU
npenpacnoiokeHHocTero.  Ilostomy, maumentkn ¢ BPMXK  gBisrorcs  4pe3BbIUaiiHO
JIEMOHCTPATUBHOM KaTErOpUeH I UccleoBaHui TeHeTnIeckuX (pakropos pucka PMXK.
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