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B MHOrOYMCIICHHBIX MCCIEOBAHUAX IOKa3aHO, 4To MonekyisipHble BapuaHTel reHoB BRCA 1 m BRCA2 accouumpoBansl ¢
Pa3BUTHEM paKa MOJIOYHOM >KeJle3bl U IMYHUKOB, IIPOCTATHI, KOJIOPEKTAIBHOIO PaKa U MMEIOT OoJiee BBICOKYIO CTEIICHb 3JI0Ka4eCTBEHHOCTH.
HauGonee yacto Bcrpeuaembie myTaruu B rene BRCA 1: 5382insC, 185del AG, 4154delA; B rene BRCA2: 6174del T.

PacnpoctpanenHoit mytauueii rera BRCA 1 B crtpanax Bocrounoit EBpomnsl siBisiercs mytauust 5382insC 8 20-M sx3one. Yactora
9TOI MyTalMH, [0 JaHHBIM Pa3In4HbIX aBTOpOB, Konebuercs ot 10 no 63%. B pabore Gayther u coasropos (1997) mo usyueHuro crekrpa
mytauuu reia BRCA 1 B pOCCHICKHX CEMbSX, OTSATOIICHHBIX PAKOM SIMYHUKOB H/WIIM PAKOM MOJIOYHOI JKeJe3bl M0Ka3aHo, uTo 47% Bcex
MyTaluil IpuxoxuTes Ha pomo MyTtannu 5382insC. B uccnenoBaHny, BhITOJIHEHHOM B POCCHIICKOM OHKOJIOTMYECKOM HAYYHOM LIEHTPE HM.
H.H. BrioxuHna, B 78,6% ciydaeB HaCIICACTBCHHBIN pak MOJOYHOM >Kelle3bl ObII acconnupoBan ¢ myrtaimein 5382insC B 20-M 9Kk30HE TeHa
BRCA 1. V eBpeeB amkeHasu mmpoko pacmpocrpaHeHsl mytaiuu reaa BRCA 1 - 185del AG, 5382insC; rena BRCA 2 - 6174delTT,
KOTOpBIe 0TBEHaloT 32 60% ciryyaeB paka ssmaHUKOB M 30% paka MOIOYHOI yKeJe3bl, BOSHUKIINX Y KeHIIUH 10 40-eTHero Bo3pacra.

MonekymsipHo-renerndeckuii anamu3 reHoB BRCA 1/2 nposemen Ha 21 obpasuax JIHK, momydeHHbix u3 mepupepudecKoi
BEHO3HOH KpOBH OOJBHBIX PecrmyOiarKaHCKOro OHKOJOrMYECKOro aucrancepa B Bo3pacte oT 25 no 60 sner. JHK Beigensian (GeHOIbHBIM
METOJIOM ¢ Hcnonb3oBaHueM npoTenHasbl K. C moMonipto creruduueckux mpaiimepos, merogom TP BeusiBisuin mytanuu B rene BRCAL
5382insC 8 20 sk30me, 185delAG Bo 2 sx3ome, 4154delA B 11 sk3one u 6174delT B 11 sk3one rena BRCAZ2. Tlocie nposenenus [P
npoOBl HHKYOMpoBanu A oOpasoBanms rereponyruiekco JJHK. s ompeneneHus Hanu4us MyTalMid MPOBOAWIH 3nekTpodope3 B 6%
MOJIHaKPUIIAMHIHOM Terte (CooTHomeHne Oncakpuaamuaa-akpmiamua 1:39) ¢ ucrnonp3oBannem Tprc-6opatHoro 6ydepa. JTHK-pparmenTs!
BBISIBJISLTH Q30 THOKHCIIBIM CEpeOpOM.

B Hammx MCCiIe0BaHMsAX PU U3YyUYCHHN BHIOOPKH CEMEHHOro paka MOJIOYHOM Kele3bl U SHYHUKOB Y MPOOAHI0B HAJIHYHE MYTaIHi
B reie BRCA1 6buio BoisiBieHo B 76% citydaeB. Cpean BBISBICHHBIX MyTalllii OCHOBHYIO 100 3aHsia myrtauus 4154delA (56%). dons
mytauun 185del AG cocrasuna 31% u 5382insC — 13%. Myrauust 6174del T BRCA2 B uccnenyemoii BEIGOpKE OONBHBIX HE BBISIBIICHA.

Ipu MonekynspHO-TeHeTHYecKoM rccienoBannu reHoB BRCA 1/2, 6puto 06HapyxeHo, 4To 4 4yenoBeKa UMEIH MYyTalHd B JBYX
nokycax rena BRCA1.

Takum 006pa3oM, COrIacHO MOJYYCHHBIM HAMH JAHHBIX, B HCCIIEIYyEeMON BBIOOpKE OONBHBIX CaMOil pacmpoCTpaHEHHOW MyTalueit
sisiercst 4154delA. Tlo qaHHBIM HaYYHO JUTEPATyPHI B MOMYJISALMSX CTPAH HEHTPaabHON EBporsl n r. MOCKBBI caMOil pacpOCTPaHeHHON
myranueit siBisiercst 5382insC. TTodToMy CHEKTp H3yYeHHBIX HAMH MYyTallMil XapakTepusyeT HEKOTOPble OCOOEHHOCTH TI'€HOTHUIIOB
HCCIICIOBAHHBIX OOJBHBIX JAHHOM MOMYISIUH.
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