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AHAJIM3 MYTAIIMM B TEHAX BRCA1, BRCA2, CHEK2, ATM, PALB2, BLM, NBS1 IIPY PAKE
MOJIOYHOM )KEJIE3bI U PAKE SSIMMHUKOB C UCITI0JIb30BAHUEM BHOUYUIIOB
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I Hucmumym monexynspnoii 6uonoeuu um. B.A. Dneenveapoma PAH, Mockea, Poccus
? Mockoeckuii knunuyeckuti nayunwiii yenmp umenu A.C. Jlocunosa [Jenapmamenma 30pagooxpanenus
eopooa Mocxewl, Mocksa, Poccus

HacnenctBenHsill pak MOJIOYHOH kene3bl u pak suaHukoB (PMOK/PA) cocraBnsror He menee 5—10 %
oT obmieit 3abomeBaeMocti PMIK/PSl. Ommcan psaBBICOKONIEHETPAHTHBIX MyTanuid B reHax BRCA1 u
BRCA2, a taxke myranuu B renax CHEK2, PALB2, NBN, BLM, ATM co cpeaHeil eHETPaHTHOCTHIO,
KOTOpPBIC MOBBIIIAIOT puck pasputus PMIK/PA. Jlns Gonee TOYHOH OICHKHM BKJIaJa PEAKHX MEHETHYECKUX
BapUAaHTOB B PHUCK Da3BUTHs 3a00yieBaHHA HEOOXOAWMBI HCCIEAOBaHUS OONBIIMX TPYIN MAIHUEHTOB C
PMJK/PS u 300pOBBIX ITOHOPOB YTO, B CBOIO Odepelns TpeOyeT pa3paboTKuM Hemoporux M 3((EeKTHBHBIX
METOJI0B F€HETUYECKOTO CKPUHHHTA.

Hamu paspabotan 6uounn ajst ogHoBpeMeHHoro aHanu3a 13 mytanuii: BRCAL (185delAG, 300T>G,
5382insC, 4153delA, 4158A>G, 3819delGTAAA, 2080delA, 3875delGTCT), BRCA2 (6174delT, 6998insT),
CHEK2 (1100delC, IVS2+1G>A, 4 70T>C), ATM (5932G>T), PALB2 (172 _175delTTGT), BLM (1642
C>T), NBS1 (657del5). [IpoGomnoAroToBka 3akiitoyaeTcs BIPOBEICHUH MYJIbTHIUICKCHOM ofHodTanHou [TL[P
C OJHOBpPEMEHHBIM (hyopecueHTHHBIM MapkupoBanueM I[ILIP-mpomykToB, manee HpPOBOAMTCS ajieib-
cneunuyHas THOpUAN3ALHS C OJIMTOHYKJICOTHIHBIMU 30HAaMHU Ha Onounne. BeIBox 0 reHOTHIIE eTIaeTcs Ha
OCHOBE ()IyOPECHEHTHBIX CUTHAJIOB STYECK OMOYHIIA.

Hns anpobanyy METOOUKH OBUIO BBHIMOJHEHO T'C€HOTHIUpPOBaHWE ManueHToB ¢ PMIK/PA (n=242).
Pe3ynbpTaThl TeHOTUNIMPOBAHMS IPUBEACHBI B Tabauue 1. Bee BrIABICHHBIE MyTaluH ObUTH BepUGHULIPOBAHbI
METO/IOM IIPSIMOTO ceKBeHHpoBaHus 1o Canrepy. Takxke Kak U B IPyI'MX HCCIENOBAHUAX, Hanboiee 4acTo
obOHapyxuBanu mytanuo BRCA1 5382insC, ona Obuia BeisiBieHa y 9,1 % manueHToB.

Tabnuma 1. Yactora myTanuii y manueHToB ¢ PMXK/PS.

Tanuents ¢ % TaLMEHTOB C TaunenTs ¢ % TIaLIMEHTOB C
Ien Myrarus PMX/PsI " Ten MyTarus PMIK/PA o
(n=242) MyTarmei (n=242) MyTaluei
5382insC 22 9,1 CHEK? 1100delC 2 0,83
300T>G 2 0,83 470T>C 7 2,89
4153delA 1 0,41 ATM 5932G>T 1 0,41
BRCA1 | 4158A>G 1 0,41 NBS1 657del5 1 0,41
185delAG 1 0,41 BLM 1642C>T 1 0,41
172—
2073delA 1 0,41 PALB2 175deITTGT 1 0,41
BRCA2 | 6174delT 1 0,41

Paboma evinonnena npu noooepicke Dedepanvroit yenesoit npozpammut «HMccnedosanus u pazpabomxu no
HpUOPUMEMHbIM HANRPAGNECHUAM PA3BUMUA HAYYHO-MEXHOI02UYeCcK020 Komnaekca Poccuu na 2014-2020 zoowv1»
(coznawenue N 05.604.21.0234, ynurkanonotit udenmuguxamop npoekma RFMEFI160419X0234).
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