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PEMMEPAT Cunapom HacJieICTBEHHOTO paka Moyo4Hoii kesae3nl (PMiR) u paka auunankos (P§) BHOCUT cyime-
CTBEHHBIII BKJIaJ B OHKOJOTMYECKYIO 3a00/1€BaeMOCTh: Ha ero mo0Jio npuxoanrtcs 5—7% scex ciaydaes PMIK u
0osee 10—15% Pd. Myranun B kiaccndecknx renax cemeitnoro PM#K /Pfl — BRCA1 u BRCA2 — BcrpedaoTes
npumepHo B 20—30% popocaosubix. [lomumo BRCA1 u BRCA2, onpesiesieHHasA PoJb B (hopMUPOBAHU K TIPeJ -
pacnosioskennoctu k PMIK /P npunaaieskur myranusam B renax CHEK2, NBS1, PALB2 u 1.1, OUUIEeMIUOJIOT A
TeHOB HacJIeICTBeHHOro paka B Poccuiickoit @epepanum Becbma cBoeodpasHa. B gacTHocTH, y skuteseii Poccun
MCKJIIOYNTENHLHO BhIpaskeH «3(ppeKT 0OCHOBATEISI»: MOAABJIAIONIEE 0ONbIINMHCTBO My Taruii B reHax BRCA1 nipen-
cTaBJieHO eqMHCTBeHHBIM BapuanToMm, BRCA1 5382insC. K npyrum noBTopAoOIMMca MyTaliaM cJIeAyeT OTHECTU
BRCA1 4153delA u BRCA1 185delAG. Ilomumo BRCA 1, onpeaesieHHblii BKaang B 3a00aesaemocts PMJK B Poc-
cuu BHOCAT redbl CHEK2 u NBS'1. B orauuane or BRCA1 u BRCAZ2, rerepo3urotsslii cratyc CHEKZ u NBS1 ne
CONPOBOKaETCA 3aMeTHBIM yBesimdeHneM prucka Pd. VIHTepecHbIM HampaBJieHIIEM POCCUIICKUX VCCJIeT0OBAHNIT
ABJSETCA MOHOTEPANNS OILYyX0Jeil MCIIATUHOM y HocuTedbHuI myTanuii B rene BRCA1. IlepBble pe3yabTaThl,
MOJIy4Y€HHbIE B HECKOJIbKUX KIMHUKAX CTPAHBI, MOATBEPKAAIT YHUKAJIBHYIO 3(P(heKTUBHOCTD IICIIATIIHA TIPU
3TOIi PA3HOBUIHOCTU HOBOOOPa30BaHMUIL

KJIFOYEBbBIE CJIOBA pak MOJIOYHOI :Keje3bl, paKk AMYHNKA, HacJIeICTBEHHbIE OMyXoJjieBble cuaapombl, BRCAI,
CHEK2, NBS.

BBEJAEHME

Pax mosnounoii skesnessl (PMR) u pak anunuka (Pf) BHO-
CAT 3HAYNMTEJIbHBIN BKJAJ B OHKOJIOTMYECKYIO 3abose-
BaeMocTb 1 cmepTHOCTh. PMIK camasa gacras 3j0kade-
CTBEHHAA MTATOJIOTUA Y YKEHIIMH: €T0 MHIVBUIYaJIbHBIN
PYCK Ha IPOTAMKEHNUY KIBHY COCTaBIAET IpuMepHo 10%.
B pane caygaeB PMMK nocraTodHo Jierko oOHapy»KyuBa-
eTCA Ha PAHHUX CTaIVIAX U IIOJIHOCTBIO n3jeunBaercda. K
CO’KaJIEHNIO, asKe [TIOBCEMECTHOE BHEJAPEHME CKPUHIHTA
JIMIIb HE3HAUNUTEJIBHO COKPATIIIO cMepTHOCTL 0T PMK:
9TO CBA3aHO C HEJOCTATOYHOI YyBCTBUTEIbHOCTHIO AMa-
THOCTUYECKMX II0JIXO0/I0B, & TaKiKe C BBICOKMM MeTacTa-

TUYECKUM IIOTEHINAJIOM HeKOTOphIX popm PMIK [1]. PA
BcTpedaeTcda 3HaunTesbHO peske PMK — He GoJtee uem y
1.5% sKUTENbHALY IIJIAHETHI, OJIHAKO IIPAKTUIECKN BCeraa
9T0 3abosieBaHMe O0OHAPYIKMBAIOT Ha O3THMUX HEU3JIE-
YYMBIX cTaauAx. OmyXoan AMYHNUKA JINTeJIbHOEe BpeMsa
pas3BMBaIOTCA 0€CCUMIITOMHO, & METOJbI UX ODHApYKe-
HIUA — yJIbTPa3BYKOBOE JICCJIEJOBAHME VI aHAJM3 YPOBHA
mapkepa CA-125 — oTaM4aroTCA HEBBICOKMM YPOBHEM
HagesxkHoctu [2]. PMMK n Pf npexncraBaaoT coboit 3a-
OosieBaHMA OJHOIN U TOJ K€ CUCTeMbl OpTaHu3Ma — pe-
[IPOAYKTUBHOI, [IODTOMY OHY XapaKTepU3yIOTCs OlIpesie-
JIEHHBIM CXOJCTBOM IrOPpMOHAJIbHbIX, MeTaboJIMYeCKUX 1

TOM 2 Ne4 (7) 2010| ACTA NATURAE| 35



OB30OPHI

IoBeJeHYeCKMX (PAKTOPOB pucKa. VIHTepecHO, YTO 3T
IBa 3a00J€BaHNA ABJIAIOTCA [NIABHBIMY KOMIIOHEHTAMU
CaMOT0 JaCTOr'0 HACJIEICTBEHHOTO CMHAPOMA Y YeJIOBEeKa —
TaK Ha3bIBaeMOTIo CHHIpoMa HacjencTsernHoro PMM /P
(breast-ovarian hereditary cancer syndrome) [3].

OTOT CUHAPOM CTaJI IIPEIMETOM MHTEHCUBHOTO U3yde-
HyA B HavaJse 1990-x rr. B 1994 r. ObLJI OTKPBIT IIEPBEII
reH, acCOIMMPOBAHHBIN ¢ NaHHBIM 3aboseBaHMEM, —
BRCA1 (BReast CAncer 1) [4], a rozioM 1103Ke — BTOPOIA,
BRCAZ2 [5]. BRCA1 n BRCAZ2 xooupyIOT HENOXOKUE
OpYT Ha npyra OeJIKM, OJJHAKO MPOAYKThI 000MX reHOB
UTPAIOT KJIOUEBYIO POJIb B MOAAEPIKAHNUY 11€JOCTHOCTH
reHOMa, B YaCTHOCTY Y4YaCTBYIOT B IIpOIleccax pernapa-
nuu JHEK [6]. IlpumeyaTesnbro, uTo myTanunu B BRCAI
nau BRCA2 Bcrpeuarores He Hosiee yem B 20—30% ciry-
qaeB cemeitHoro PMMK /Pf. OrpomHble yeuamsa yuIeHbIX
HaIpaBJIEHBI HA UAEHTUQMUKAIIO IPYIUX TeHOB HaCJe -
crBenHoro PMJK u/mmu PS. B xone aTux ncciienoBaHmin
0o0Hapy’KeHbl HOBble 3HAUVMbIE MYTAaIMM, IPUBOJAIINE
Kk nHakTuBaimu renos CHEK2, NBS1, PALB2 nt.n. [7].

Ilepsrie nannuble 0 mpuyacTHocTy reHoB BRCAI n
BRCAZ2 x BosunkHoBeHM0 PMM 1 P moyueHs! Ha sKu-
TenbHUIIaX EBpomnel 1 CeBepHoit Amepukn. Oxa3asocs,
YTO CHEKTP MyTallMil B 9TUX reHaX OUYeHb HIMPOK [8]. ITo
00CTOATEJIECTBO 3HAYNTEJBHO 3aTPYAHAET AVATHOCTUKY
HapYIIeHUI HyKJIeOTUIHO ITociefoBaTeIbHOCT. Jleri-
CTBUTEJIbHO, TOJIHOIeHHbI aHaan3d BRCA1 u BRCAZ2
BKJIIOYAeT He TOJBbKO II0JIHOE CEKBEHIPOBAaHME BCEX KO-
OUPYOIMX YYaCTKOB 3TUX AOCTATOUHO ITPOTAMKEHHBIX
TeHOB, HO U BBIABJIEHVIE IIEPECTPOEK II0CPEICTBOM METO-
a MPLA (multiple ligation-dependent probe amplifi-
cation). Eme B cepennne 1990-x rT. 00Hapy KWJIN, UTO Y
HEKOTOPBIX HeOOJIbIINX M30JIMPOBAHHBIX HAPOJLHOCTEN
BbIpaskeH «ddeKT ocHoBaTesnd» («founder effect») —
peobJiafjaHye TaK Ha3bIBaeMbIX IIOBTOPAONINXCA My Ta-
unii B BRCA1 u BRCAZ2. Hanipumep, y eBpeeB eBpomeii-
CKOTO IIPOVICXOMKAEHNs (EBpeeB alllkeHa3M) IPaKTUIeCK
Bce noBpesxgenud resoB BRCAI u BRCA2 cBomAaTca
K mytanuam BRCA1 185delAG, BRCA1 5382insC u
BRCA2 6174delT, y sxuremeit Vlcnaunun — k BRCA2
999del5 [9, 10]. OcobeHHOCTM CIIEKTPA MYyTalMil B TOM
MUJIV VHOM TreorpadMuuecKoM peruoHe B 3HAUYMTEJIbHO
Mepe OTPaKalTCA Ha OPTaHM3aIMY U3YyUYEeHN TeHOB
HacJeACTBEHHOTO paka. B crpanax 6e3 BbIpasKeHHO-
ro «d3(pperTa ocHOBATENA» AHAINBUPYIOT IPEeUMyIIe-
CTBEHHO Te CJIy4ay OHKOJIOTMYEeCKOro 3a00JIeBaHNA, IPK
KOTOPBIX BEPOATHOCTh OOHAPYIKEHNUA MyTal[Mil JocTa -
TOYHO BBICOKA, & MIMEHHO KEHIIVHBI C BBIPAYKEHHBIM Ce-
MeIHBIM OHKOJIOTMYECKM aHaMHe30M 1 /Uy O0JbHbIE
C IePBUYHO-MHOYKECTBEHHBIMI OITyXOJIAMMI Y/ UJIV MO-
aoxsle sxkeHIMHLI ¢ PMIK nan P Ilpucyrcersue «ad-
drekTa OCHOBaTENIA» 3HAYNTEJBHO YIIPOIAeT IIPOLEeAYPY
tectupoBanua JTHK, npenocraBiiaa BOSMOMKHOCTE IIPO-
BeJIeHVA HIMPOKOMACIITA0HBIX JMICCIIEOBAHMI, B YACTHO-
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CTM MI3YUeHNs BRJIIAJa MyTalii B reHaX HacJleCTBEHHO-
ro paka B o01yo 3a0osmeBaemocts PMK 1 Pf, a Takske
aHaJM3a PaCIpPOCTPAHEHHOCTM COOTBETCTBYIOIMX I'e€H-
HBIX J1e(peKTOB Y 3J0POBBIX sKeHITMH [11].

SMUAEMMOIIOTHUA MYTALWMM BRCA1, BRCA2, CHEK2
U NBS1 B POCCHUM
Poccuiickne ncenenoBarna cMHAPOMa HaCJIECTBEHHOTO
PM /Pf Hawasmces ¢ HeKoTOpbIM oTcTaBanueM or CIITA
u EBporie! 1 mpuBesn K COBEPIIIEHHO HEOXKIAHHBIM pe-
syabrataM. [lepBasa pabora B gaHHON 0bJsacTu ObLIa
orryOsimkoBaHa B 1997 r., B Hell 00cyenoBasu OOJIBHBIX
¢ cemertapiMu popmamu P, nmposkuBatommx B Mockse
MUJIVI HEKOTOPBIX IPYTUX PETMOHAX IIOCTCOBETCKOIO IIPO-
ctpaHcTBa [12]. I'ytaBHEBI MTOT 5TOM PaboThl — BBIBOJL 00
VICKJIIOUMTEJIBHO YacTol BeTpeyaeMocTy myTanmy BRCA1
5382insC. Kak yrommHaJsocs BEIIIe, 5Ty MyTallIO BIIEP-
BBIE OIVICAJIM Y *KEHIIVH eBPEICKOTO IIPOVICXOKIEeHN,
II09TOMY OHa J0JIrOe BpeMsd yIIOMMHAJACh IIPeuMyIle-
CTBEHHO B KOHTEKCTE MIMEeHHO JTOl 3THUYECKOI I'PYIIIIbI
[13]. Ilo-BunumoMy, IpeaCTaBIJIEHNA O EBPEICKOM IIPOMC-
xosxnenvy mytanmm BRCA1 5382insC He coBceM BepPHBL
OJTa MyTanuusa o0HAPYIKMBAETCA HE TOJIBKO Y JKUTeJIell
pasanyHbIX pernoHos Poccum, HO ¥ y KOPEHHOTO Hace-
snenusa Ilonemm, JIutssl, Jlareun, Benopyccun [14—17].
Beposarno, 6oee yMeCTHO TOBOPUTH O CJIABAHCKOM IIPO-
ucxosxkaennn BRCA1 5382insC, a oTHOCUTEJIBHO YacToe
obHapy KeHNe NaHHOTO BapMaHTa y €BPeeB alllKeHa3l,
HabJrolaeMoe IIpeuMyIllecTBeHHO B Boctounoit EBporte,
[I0-BUMMOMY, 00YCJIOBJIEHO JJINTEJBHBIM COCYIIIECTBO-
BaHMEM CJIaBAH 1 eBpeeB Ha Tepputopun IIpnbantmrm n
HEKOTOPBIX COMPAKEHHBIX TePPUTOPUIL.
Ouunemunosiorna myTtaiyy BRCA1 5382insC BrI3bIBa-
eT 110 MeHbIIIell Mepe yAUBJIeHN e, TaK KaK OHa IIPOTUBO-
PeYnT yCTOABIIMMCA IIPEACTaBIEHNAM O MHOTOBEKOBOM
«cMellleHNN KpoBeii» Ha Teppuropun Poccurickoil nmme-
puu u Coercrkoro Corwsa. BRCA1 5382insC cocraBiser
10 90% Bcex myTarmit rena BRCA1 y sKeHIMH, IPOKI-
BaIOIIMX B IOCTATOYHO OTHAJIEHHBIX APYT OT APyTa pe-
ruoHax Poccuu — Mockse, C.-IletepOypre, Kpacuonape,
Tomcke n .1, [12, 18—20, 22—24, 26]. Bosee Toro, aTa Mmy-
TalyA JOMUHUPYET B ITIePedlCJeHHbIX BBIIIIe IOTPaHY-
HBIX FOCYJIapCTBaX C IPEeMMYLIECTBEHHO CJIaBIHCKUM
HacejeHueM — B Ilosbre, Besnopycenn, Jlarsun n JIurse
[14—17]. IIlpuMmeyaTesbHO, YTO JaHHBIE 00 OTHOCUTEJIHLHOM
TeHeTUYeCKOJ F'OMOT'eHHOCTH CJIABAH B I1€JIOM COTJIAcy-
IOTCA C Pes3yJsIbTaTaMM IOy JIAIVOHHBIX MICCJIeIOBAHUIA,
IIOCBAIIEHHBIX 00IIIVIM BOIIPOCAaM e HHOT'0 Pa3Ho00pasns
y oKUTeJielt Hallelt cTpansl [31]. BeTpeuaemocTs aste-
aa BRCA1 5382insC y 310pOBBIX $KEHIIIMH COCTABJAET
npumepHo 0.1%. OTOT BapmaHT OTBEYaeT MPUMEPHO 3a
2—5% Bcex cayuaeB PMM. Cpeau BXOJAIINX B IPYIIILY
«BBICOKOTO PMCKa» OOJIbHBIX, & MIMEHHO IIPM HAJIUYINA B
aHaMHe3e CeMelHO} OHKOMIaTOJOIMM, IpY OujlaTepaslb-
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eHbl HacnepcTBeHHOro paka monouHon xenesbl (PMMK) v paka smuunmka (PS) B Poccun

BRCA1 |5382insC, 4153delA, 185delAG ~0.1 ~10 2-4 >10 [18—26]
CHEK2 1100delC, IVS2+1G>A <1 ~5 ~2 <1 [26—29]
NBS1 657del5 0.5 ~1 0.7 <1 [29, 30]

HOM IIOPa’KeHMN MOJIOYHBIX KeJle3 W paHHeM HadaJje
3ab0JieBaHNsA, 9Ta My TalUsA O0HAPYIKUBAETC B KaKI0M
necaroMm caydae. Eme npuMeuaTesbHee BKJAT ajlyiesis
BRCA1 5382insC B 3aboseBaemocts Pf: aTy myTaimio
HaxoaatT 6osiee yem y 10—15% GONBHBIX HaHHON KaTero-
pun (mabauya). CyiecTBeHHO, 4To B oTyrane ot PMMK,
pacnpenenenne Bapuanta BRCA1 5382insC y sxeHIIH
¢ PfI ve 3aBucuT H1 OT BO3pacTa, HM OT CEMEHOTO aHaM-
He3a, HI OT KOJIMYECTBA [TePBUUHBIX OIIyX0JIEBbIX 09aroB
[26]. IToaTomy, ecau B cayuae PMIK mMosxHO 00CyKOaTh
eJsiecoobpasHocTs npuopuretHoro JHK-rectupoBanmnsa
Tex OOJIbHBIX, ¥ KOTOPBIX UMEIOTCA KIMHUYIECKNE TIPO-
ABJeHns Hacyaencteennoro PMMK, To camo 1o cebe 06-
Hapy’KeHMe 3J0KaYeCTBEHHOTO ITOPaKeHNUA ANIYHUKOB
CJLY3KUT OCHOBaHYIEM J1s 1ab0paTOPHOrO reHeTUYEeCKOro
obcJefoBaHMsA.

B ynommuaBmieiica Bolilie nmmoHepckoil pabore [12]
TAKYKe OIMMCAaHa OTHOCUTEJBHO YacTas BCTPEYaeMOCThb
mytanuu BRCA1 4153delA (4154delA). Ota myrannusa
BBIABJIAETCA HE TOJIBKO y OOJIBHBIX 113 PA3JIMYHBIX PEryio-
HOB Poccun, HO U B ITepeUnCIIeHHbIX BhIIIIe ITOrPaHNYHBIX
CJIABAHCKUX rocyzapcrBax [14—17]. Tem He MeHee YacTO-
Ta BRCA1 4153delA y poccuiicknx G0JIbHBIX Ha IIOPAIOK
Huske gactoTsel BRCA1 5382insC, mosToMy OoTHesbHOE
UByUeHye SMMIEMIOJIOTVY DTOM MYy TalK IIPEICTABIIA-
eTcd 110 MeHBIIIeN Mepe 3aTpyAHUTeNbHBIM. IlosbeKkne
YUeHbIe OITyOJIMKOBAJIM JAaHHBIE O IIPEAIIOUTUTEHHON ac-
cormart BRCA1 4153delA ¢ PfA[14, 32], onHaKo 9TO Ha-
OaroneHNe He OBLIIO BOCIIPOM3BEIEHO B faJibHeliem [21].

MHorue poccuiickye uccaef0BaHA TI0Ka3bIBAIOT OT-
HOCHUTEJIBHO YaCTYI0 BCTPEYAaEMOCTb «eBPEICKOr0» aJi-
aensa BRCA1 185delAG y poccuiicknx 60sbpHBIX [20),
23, 24, 26]. Ogunako sTa MmyTanusd, B oranune or BRCAI
5382insC, He ABJAETCA NOMUHUPYIOUIEH, IODTOMY €€
MIPUCYTCTBYIE CKOPEE MOKHO O0'bACHUTD MEXKITHIYIE-
CKUMY OpaKaML.

Myranmonsnsii cratyc rena BRCA1 y GoJBHBIX C ce-
meitabIM PMM /P HeonHOKPATHO aHAJIM3UPOBAJN 110~
CPeACTBOM CEKBEHMPOBAHNA BCEX KOOUPYIOIMX yUacT-
KOB. CXOJIHBIE PE3yJIbTaThl II0JIyIEHBI B MICCIIEJOBAHUAX,
npoBeneHHbIx B Mockse, C.-ITerepbypre u Tomcke. ITo-

Ka3aHo, YTO MyTaluy, He OTHOCAIIMECH K KaTeropun
IIOBTOPAIIMXCHA, BCTpedarTcsa B Poceny 3HAUMTEIBHO
pesxe, ueM B cTpaHax EBponsl 1 B CeBepHoit AMepuke [12,
18-20, 23, 33]. Tem He MeHee CTpeMUTETBHOE YIIPOLIIeHYe
u ypeleBsieHne TexHosiornii JHK-anamm3a mo3BosiamoT
IIPEJIIOJIOKNUTD, YTO B HEJAJIEKOM Oy AyIIieM II0JIHOe CeK-
BeHupoBaune reia BRCA1 craHeT HACTOJBKO TOCTYIIHBIM,
4TO OyZIeT IPUMEHATHCA NasKe IIPY OTHOCUTEJbHO HIBKO
BEPOATHOCTM O0HAPYKeHMA TreHHOro fAedekra. KpynHbie
nepectpoiiky reHa BRCA 1 aHamM3MpPOBaJM BCETO B OHOM
pabore. IToryueHHbIe JaHHBIE YKAa3bIBAIOT HA HEBBICOKYIO
YaCTOTY ITOJOOHBIX MYTAaIMil y POCCUIICKMUX OOJIBHBIX C
nacsencteeHHbiM PV /P [33].

B To Bpems kak red BRCA1 nosiBepraJicss OTHOCUTEb-
HO CHCTEMAaTHYEeCKOMY aHaJM3y, CBeJeHNs 00 SIaeMy-
ogoruyt myTtauuit BRCAZ2 B Poccun HOCAT OTPBIBOYHBIN
xapaxrep. Heckosbko cirydaeB nHakTusaiym BRCA2 o6-
Hapy:KeHO y OosbHbIX ceMerinbiM PMMK /P n3 Cubupu
[18], B TO BpeMsa KaK MOCKOBCKME CIEIVAJIMCTI YKa3bIBa -
10T Ha HEIIPUYACTHOCTH JAHHOTO TeHa K OHKOJIOTYEeCKOI
3aboseBaemocTu B EBpomneiickoit uactu Pocenn [23]. Cate-
JlyeT 3aMeTUTb, YTO ITOJIbCKVIMY YIEHBIMI OITyOJIIKOBaHbI
pesyJbTaThl MCYepIIbIBaOIMX paboT B JaHHOI obsacTy,
KOTOpBIE TaK’Ke YKa3bIBAIOT HA HE3HAUNTEJIbHbIV BKJIAT
myTarmit BRCAZ B atmosnornio PMMK n P y cnaBan [34].

JIHTepecHas 0cOBEHHOCTD POCCUICKMX DOJIBHBIX — da-
cras BcTpedaeMocTb MyTaimii B reie CHEKZ2. OToT reH,
Tak ske Kak BRCA1 n BRCA2, npyHUMaeT yJacTue B IO/ -
JlepsKaHuy cTabUIbHOCTY TeHoMa. ['eTepo3nurorHoe HoCK-
TesibeTBo MmyTarmit CHEKZ noctaTogHO 4acTo HabJsrona-
erca B Punananaym, Hunepaaungax, Ilosbire 1 HEKOTOPBIX
Ipyrux crpaHax [14, 35]. B Poccmiickoit Peneparimm Mmy-
tary CHEK?2 Haxonar He MeHee 4eM y 2% «CJIydJaiiHbIX»
6ospaBIX PMUK, a mpm oTOope 1o KIMHNYEeCKUM TPU3Ha -
KaM CeMEeJHOTO paKa 3TOT II0Ka3aTeJIb BO3pacTaeT Kak
vuHUMYM 10 5% [27]. B otommane or BRCA1 u BRCA2, re-
TeposurorHad naaktuanysa CHEKZ e conpoBoskaaeTca
nosbliieHreM pucka P [21, 26].

Einie oquu 3uaunmbii 1151 Poccun ren — NBS'1 (NBN).
T'omosurorable gedeKTHI 3TOr0 reHa OOHAPYIKWUIIN ITPU
UBYUYEHUN TSKeJIelero MMMYHOne@uUIMTa — TaK Ha-
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3prBaemoro Nijmegen breakage syndrome [36]. I'eTepo-
3UTOTHOE HOCUTEeJIbCTBO MyTalmit NBS1 Habimronaercsa
IPEeUMYIIeCTBEHHO y cyaBAH. OHO accorMmpoBaHoO C II0-
BoiteHHbIM prckoM PMIK [30, 37, 38]. ¥ 6osbabIX P He
Ha0JII01aeTCsA MOBBIIIEHNS YaCTOThI HAPYIIIEHN JaHHO-
ro reta [26]. Tem He MeHee B e AMHCTBEHHOM OIIMCAHHOM
cJIydae COYeTaHHO HacJeICTBEHHON reTePO3UTOTHOCTH
reHoB BRCAI1 u NBS'1 B onryXxoJsmu AXYHNMKA OTMedYaJlach
coMaTu4decKas MHaKTUBalmA uMeHHo reHa NBS1, B To
BpeMsA Kak cratyc rena BRCA1 ocraBaJjica MHTAKTHBIM
[39]. ITomobHOe HabIMIOMEHNE MOYKET CIYKUTD OIpee-
JIEHHBIM apryMeHTOM B [OJIb3Y INPUYACTHOCTHU TeHa
NBS1 k (popmuposanmio pucka P

MEOMUMHCKHME ACNEKTbI HACJIEACTBEHHOIO
PMX /PS: POCCUMCKAS CMELLUDHUKA
T'1aBHOIE 11€JIB10 AVIATHOCTYIKY HACJIEACTBEHHBIX PAKOBBIX
CUHIPOMOB ABJAETCA IIOUCK 3J0POBBIX YKEHIINH, HOCK-
TeJIbHUI] COOTBETCTBYIOINX MyTaluii. [lonpasymeBa-
€TCs, UYTO CBOEBPEMEHHOE BBISBJIEHIE T€HHOTO AedpeKTa
TIO3BOJIUT IIPEIOTBPATUTD JIeTAJIbHBI MCXOJ OT OHKOJIO-
rM4YecKoro 3abosieBaHuA. MHeHINH ¢ TeTePO3UTOTHOCTHIO
o reraMm BRCA1 u BRCAZ2 peryisapHO 00CJIeoYIOT C 1ie-
Jabio pauHen auarHoctuky PMiK u PS. ITomumo sToro,
HOcUTeJbHUIIAM MyTanuii B reHax BRCA pexkomeHayeT-
¢ IIpoBeJieHVe TPOPMIIaKTIYEeCKIIX OIlepaluii, Harpas-
JIEHHBIX Ha yJaJieHue TKaHeli-muieHei [40].

30POBbIE HOCUTEJbHUIBI T€HOB HaCJIEICTBEHHOIO
paka o0bIYHO OOHAPYIKMBAIOTCA B IIpoIlecce o0caenoBa-
HUA poacTBeHHNIT 00abHBIX ¢ PMK nan P, y KoTopbix
IpM TeHEeTUYeCKOM KOHCYJIbTUPOBaHMUY OOHAPY KEH TeH-
Hbll nedekT. 1o cyIiecTBYOIMM IpaBUIaM UHUIINATI-
Ba [IpuUrJalienys 4jaeHoB cemby Ha JJHK-anams nomxHa
IpMHAJIeKaTh caMoll OosrpHOM. Kak rmokasbiBaeT HaIa
OpaKTUKa, BO3MOKkHOCThI0 JJHK-TecTpoBaumuA mojab-
3YIOTCA JIaJIeKO He BCe POJICTBEHHUITHI HOCUTEJIbHUI] My -
Taruii B renax BRCA. MoyKHO IPeaIoIosKUTh, 4YTO JI1O0
caMl OOJIbHbIE HEOXOTHO IIPEIOCTABJIAIT CBOUM 0JIM3-
KM MHGpOpMaIio 06 00Hapy KeHUM y HUX HaCJIeICTBEH-
HOTO 3a00JeBaHNsA, I1OO0 3J0POBBIE KEHIIVHEI IIOITPOCTY
136eraroT MeAVLIMHCKIX MEePOIPUATHN, HAIIPaBJIEHHBIX
Ha YTOYHEHNEe MHAVBUAYAJIbHOIO OHKOJIOTMYECKOTO pPU-
cka. Eire OoJiee HeOKMAAHHO, YTO OOJIBIIMHCTBO HaX0-
OAIMXCSA Y HAC HA MOHUTOPMHTE 30POBbIX JKEHIIVH C

BRCAI-MyTanysamMy IposABIIAIT yAUBUTEIbHYIO HEJMC-
IUIIMHMPOBAHHOCTD B OTHOILIEHUM TPO(PUIaKTUIECKUX
obciieoBauuii. B HauBbICIIEl cTeleHM 00JIe3HeHHBIM
IIpeACTaBIIAETCA BOIIPOC O IPOPUIAKTUYECKNX oIlepa-
1uAX. B To BpeMsa Kak NpeBeHTUBHAA XUPYPIUA CIUTA-
eTcsA KOMIIOHEHTOM ITOBCEIHEBHOI KIMHNYECKO MpakK-
Ty B CIITA, Kanage, 3anaguoit u Bocrounoit Esporre,
VIzpanne, Ascrpanun, FOAP, Anounn, IOk Kopee n
T.71., B Poccun o0cys»kieHne JaHHOI TPo0JIeMbl 3aMaJIdm-
BaeTcdA UV U3BpalllaeTcs He TOJIbKO 00bIBATEIAMNI, HO U
MEeIMIMHCK/M COOOIIIeCTBOM.

IToMuMO HEraTUBHBIX, CJIeNyeT OTMETUTD U TO3UTUB-
HbIe aCIIeKThI, CBA3AHHBIE C CMHIPOMOM HACJIEICTBEHHO-
ro PMM /P y vac B crpane. B 2009 r. nosibckme yueHble
OIyOJIMKOBaJIM Pe3yJIbTaThl KJINHUUECKOTO MCCIIefoBa-
HIA, TIOKa3aBIlle YHUKAJIbHYIO YyBCTBUTEJIbHOCTD OITy-
xoJieii, acconunpoBaHHbIX ¢ BRCAI, k uycratuny [41].
ITonmoOubI 5pPeKT CBA3AH C HAJIMUMEM YHUKAJILHOTO
TepareBTUYECKOIO OKHA. B 0IIyX0JigX y HOCUTEJLHUL]
myTanuii B rene BRCA1 HaOsionaeTcd IOJIHAA MHAK-
TUBAIMA YIOMAHYTOIO 'eHa, YTO NIPUBOAUT K JedeKTy
romoJiorn4yuoit pekombuHamu. BRCAI-nedunnurHbie
KJIETKY VICKJIIOYUTEJIbHO YA3BYMBI JIJIA IMCIIJIaTUHA —
IIperapaTa, BbI3bIBAIOIIIEr0 OQHO- U JBYHUTEBBIE pa3-
peiBel JJHR. CyuiecTBeHHO, YTO HOpMaJbHble TKaHH,
B OTJIMYME OT OIIyXOJIEBBIX, COXPAHAIT reTePO3UTOT-
et cratyc BRCAI, npuyeM Haau4nsa e JMHCTBEHHO
(PYHKIMOHAJJIBHOM KOIIMY JJAHHOTO TeHa JTOCTATOYHO JIJIS
BBIIOJIHEHUA ero (pyHkumit. Crenmuanancram U3 Hallei
CTpaHbI IPMHAAJEKNT [IepBad MyOamMKranysa, He3aBu-
CUMO IIOATBepAMBIIaA pedyabTaTel Byrski u corp. [42].
Bouee Toro, poccuiickme Bpaum ogHM U3 IIEPBBIX B MIUPE
npeBpatin BRCAI-TecT B pyTUHHBII KOMIIOHEHT BbI-
bopa TakTruky xummorepanuu PMK n P. YVixe ceitgac
LMUCIJIATHUH CTaJI IPMOPUTETHBIM CPEJCTBOM XUMMIOTEpa-
iy BRCA 1-acconMypoBaHHbIX OIIYXO0JIEei B IIeJIOM PsJie
MeIUIVMHCKUIX YIPEXKIeHNII CTPaHbL. @

Paboma svinoanena npu noddepicke Munucmepcemea
o0b6pasogarus u Hayxru (koumpaxm 02.740.11.0780),
Poccuiickozo ponda pyroamenmarvruLe
uccaedosarull (eparmat Ne 08-04-00369, 09-04-90402,
10-04-92110, 10-04-92601) u ITpasumeawvcmsa Mockawt
(npoexm 15 ,/10-I'en-M).
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