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Pak npepacratenbHol enesbl (PMX) cuMTaeTca ogHON M3 CambIX Cepbe3HbIX MeAWULMHCKMX Npobaem
Cpeamn My}KCKOro HaceneHus. Pe3ynbTaTbl MONEKYNAPHO-TEHETUYECKUX UccneaoBaHmit PMXK cywecTBeHHO U3-
MEHW/IN MOHWMaHWe MeXaHW3MOB Pa3BUTUA AaHHOro 3abonesaHuA. MccnefoBaHUA MOCNeAHUX eT, NOCBA-
LLEHHbIE OLleHKe MyTaLMOoHHOro Nnpoduasa npu nepsuyHom PIXK, nokasanu Hanuune pekyppeHTHbIX MyTaumii B
reHax FOXA1, SPOP, TP53, u PTEN [1]. HecmoTpsa Ha 3HauuTeNbHblE LOCTUNKEHUA B UCCAEA0BAHUAX OHKONOT M-
Yyeckunx 3a601eBaHUIA, UX PAHHAA AMArHOCTMKA M leYeHne, YCTaHOBAEHME HOBbIX MapKepos, 061a4atoLWmX Bbl-
COKOW TOYHOCTbIO U CNEeLUPUUYHOCTBIO, CMOCOBHbIX NpeacKasaTh arpecCMBHOCTb OMYXOAW U MPOTrHO3 TeYeHUA
3ab0neBaHMA y NaumeHTa, No-nNpexHemy ABAAIOTCA aKkTyanbHON npobnemoil. CeKBEHUPOBaHME CneaytoLero
NOKONIEHNA 3aPEKOMEHA0BAN0 CEOA KaK MOLLHBIN U BbICOKOIbPEKTUBHBIN MeToA NOUCKa MyTaumii. B naHHoM
paboTe NpoBefeHO CEKBEHWPOBAHWE NONHOMO 3K30Ma BOCbMM NALMEHTOB C af€HOKapLMHOMOW npeacTaTenb-
HOM »Kenesbl. Y KaX4oro nauueHTa ¢ ux MHGOPMMPOBaHHOTO cornacusa bbinn B3ATbl 06pasLpl nepudepuyeckon
KPOBW, HOPMANbHOM TKaHW U OMYXONEBOM TKaHW NPeACTaTeNIbHOM Kene3bl. YUUTbIBAA HaAnuMe BHYTPUONYXO-
NIeBOW reTeporeHHOCTM AnA aHanusa 6biav oTobpaHbl 06pasLbl ONYX0NEBON TKAHW U3 TPEX PAOHOB KaXKaoWn
ONyXo/W W MpuaeXKalime K HUM 06pasupbl HOPMaNbHOW TKaHW, MOJlyYeHHble MOC/e Onepauvu paguKanbHON
NPOCTaTIKTOMUN. B UccnepoBaHme BKIOYEHbI TKAHW OMyXONel, coaepKalime He meHee 75% onyxoneBbix Kne-
ToOK. Cenekuuto cneunduuHbix pparmentos JHK nposoamam c nomotubto cuctembl SureSelect ¢ nocnegytowmm
napannenbHbIM CEKBEHUPOBAHWEM MOJyYeHHbIX 6ubnnoTtek no TexHonoruu lllumina Ha npnbope HiSeq 2000.
Bce nocnenoBatenbHOCTU (NPOYTEHMA) BbIPOBHEHbI HA pedepeHCHbI FreHOM C UCNOAb30BaHMEM NPOrPAMMHO-
ro naketa Burrows-Wheeler Alignment (BWA) [2]. Nocne mHoroatanHoi 6uonHbopmaTuyeckoit 06paboTkm
BblfiBNEeHbl Hanbosee 3HAYMMblE FEPMUHA/bHbIE M COMATUYECKME MYTAaLMM Yy MaLMeHTOB C pakom npeacTa-
TeNbHOW Kenesbl. B cpeaHem Kaxaplit obpasel, cogep:kan 6onee 300 natoreHHbIX MyTauuii. Hanbonee nato-
reHHble MyTauuu y NMauveHTOB C PakKoOM MpeacTaTesNibHOM Kenesbl BbiaBneHbl B reHax MUC16, ASPN, RP1L1,
MTCH2, ATXN3, MUC6, SKA3 u ap. Kpome Toro, y naumeHToB c P obHapyKeHbl repMmuHanbHble MyTauun B
reHax ATM, BRCA1, BRCA2, MSH6, NBN, PMS2P3, RAD51C, EXO5, nogaeprumsatowmx uenoctHoctb JHK, koto-
pble He bblaK BbIABAEHbI B AaNbHeWLWEM B KOropTe 340p0BbIX MHANBUAOB. HacneacTBeHHble AedeKTbl B reHax
penapauun AHK ABAsIOTCA KAOYEBbIMM MEXAaHU3MAaMW B BOSHUKHOBEHWUW 3/10KAYeCTBEHHbIX onyxonein. ObHa-
py)KeHue MyTaLMi B reHax, OTBEeYaloLWMX 33 LLeSIOCTHOCTb FeHOMA, NO3BO/AET BbIABUTb MHAMBUAO0B U CEMbU C
npeapacnoNoKEHHOCTbIO K OHKOIOTMYECKUM 33a60/1eBaHUAM U CMOCOBHbIX OTBEYATb Ha KOHKPETHYIO TEPanuto
[3]. B uenom nonyyeHHble B pe3ynbraTe UCCNEAOBAHUA AAHHbIE MO CNEKTPY rePMMUHANbHBIX U COMATUYECKUX
MyTaLuii ByayT MMETb BaKHOE 3HaYeHWe A8 MOHUMAHWUA MONEKYNAPHbLIX MEXaHU3MOB NaToreHesa paka npesa-
CTaTeNIbHOM Xene3bl U cnocobcTBoBaTh pa3paboTke HOBbIX NOAXOAOB K Tepanuu 3abonesaHus.

KntoueBble cnoBa: pak npeacTaTesibHON ¥enesbl, MOSIHOE 3K30MHOe CEKBEHMPOBaHWE, COMaTUYECKMe
MyTaLyn, repMUHANbHbBIE MyTaLMN.
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