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YACTOTA BbIABJIEHUA MYTAIINU 5382insC 'EHA BRCAI
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IIpoBenen aHanu3 4acTOTHI BbISIBJIEHUS] MyTa-
nuu ¢5266dupC (5382insC) rena BRCAI y Gonb-
HBIX PAaKOM MOJIOYHOMH XKeJsie3bl, MPOXKHBAILINX
B Pecnyonumke bamkoprocran um Tomenckon
o6nactu. BeisiBIeHa BbICOKasi 4YacTOTa MyTa-
nuu 5382insC B uccienyemoi BbIGOPKE GOJIBHBIX
4%).

KnwueBble ciioBa: pak MOJIOYHOM KeJie3bl,
reHeTuka, BRCAI.

B crTpykType OHKONOrM4yeckoi 3aboJsieBae-
MOCTH HaOJIIO[IaeTCsl TEHACHUUS K 3HAYUTEJIBHO-
MY YBEIIMYEHHIO CIy4YaeB paka MOJIOYHOU Keje3bl.
CrarrcTudeckre MoKa3aTesn MOCIEJHAX JIeT CBUJIe-
TEIBCTBYIOT O TOM, UTO 3TO 3a060JeBaHNe 3aHUMAET
NepBOE MECTO B CTPYKTYPE OHKOMATOJIOTMH XKEHCKO-
IO HaceJieHUs1 OOJIBIIMHCTBA BbICOKOPA3BUTHIX CTPaH
MHUpa U UMEET TEHJCHIMIO K HEYKJIOHHOMY POCTY.
Hapsiny ¢ pocrom 3a6ojieBaeMOCTH TPOUCXOJUT WU
yBelmueHne cMepTHocTu. [Ipm 3TOoM B CTpyKType
CMEpPTHOCTH OT BCEX 3JI0KAYECTBEHHBIX HOBOOOpa-
30BAHMI JKEHIIMH PaK MOJIOYHOM KEJIe3bl UMEET
HaMOOJNBIINMIA yHeNbHBIH Bec, cocTaBisis B CLIA
18%, a B ctpanax Esponbi — 17% [1]. B Poccun
MaHHBI mokasatenb B 1997 r. cocrasun 17% [4].
Puck Bo3HMKHOBEHNS 3a60J1€BaHVsI B TCUCHUE KU3HU
OLICHMBAETCS B CpPefIHEM y KeHIIUH Ha ypoBre 11%.
YacroTa 3a60neBanuss PM2ZK Bo3pactaer exXerogHo
Ha 1-2%. 3a nepuop ¢ 1980 nmo 2000 r. 3aboneBae-
MocTb PM2XK B Poccuu noBbicunack noutu Ha 70%.
B »TuX ycJOBUSIX CTaHOBUTCSI Bce Oojiee Ompas-
MaHHBIM TOWCK (PAaKTOPOB, OKA3bIBAIOIIUX BIIMSHIE
Ha pocT 3aboseBaeMocTH. Cpeu Takux (pakTOpOB
Bce Ooublllee BHUMAHUE MPUBJIEKAIOT TeHETUIECKE,
CpefM KOTOpbIX 0coboe MecTo 3aHumaeT reH PMIK,
BRCAI.

Paznmuynbie MyTaiyy 1 nomMopgHbIe BAPUAHThI
rena BRCAI npeficraBiensl B 6a3e nanubix (Breast
Cancer Information Core Database) [5]. Myrauun
C/IBUTA paMKM CUWTBHIBAHWS, MYTAl[M CaiTa CILIaii-
CUHTa MJIM HOHCEHC-MYTalMU B OOJILIIMHCTBE CJIy-
YyaeB TMPUBOMSAT K HAPYIICHUIO CTPYKTYpPbl Oejika 1
ero ¢ynkiyu. CrnekTp MyTalyii BapbUpPyeT MEXIy
nonyssinpsivu.  [Iee mytampn (¢5266dupC u c.68-

69delAG, T.e. 5382insC u 6174delT coorBeTc-
TBEHHO) ObLIM OOHApPY>KEHbI B GOJIBIIMHCTBE CeMeil
co cayvyassmu PMZK unu paka SIMUHUKOB y €BpEEB
Amkenasn. ITomySIMMOHHBINA CHEKTP MyTalyid ObLT
omvicad st Hacesiennu Hupepanmor [11], MIsenyn
[10], ®panuum [14], Wcnanum [7], Yexum [12],
Wramum [13] u ppyrux. [Ose BRCAI-myrauym —
¢.5266dupC u c.181T>G (300T>G) — BcTpeuaroT-
Csl C BbICOKOW 4acTOTOW B cTpaHax llenTpanbHoil u
Boctounoii Esponsi [8, 9, 15].

B Poccum wm3yueHue crnekTpa MyTauuii reHa
BRCAI, napsity ¢ ApYrMMH MCCJIEOBAaHUSIMU, MPO-
BEJICHO B momnyJsium MocKOBCKO# 1 JIeHUHrpajacKomn
obGnacreii (ceMeiiHble ciydyan 3aboseBanusi) [2, 3].
Jlupupyrolee MHOJOXEHWEe MO YacTOTe BCTpevae-
MocTt 3anumaeT Mmyrtauusi 5382insC. IlomyuyeHHble
pe3yJIbTaThl MMEIOT CYIIECTBEHHOE 3HAYeHUe st
npaktuyeckoin JTHK-muarHocTuku HacjencTBEHHON
NPefipacioo>KEHHOCTH K paKy MOJIOYHOH XKene3bl U
SAMYHUKOB B Poccuu, riaaBHbIM 06pa3oM, y >KEHIIVH
PYCCKOTO 3THMYECKOro mpoucxoxjenus. Hamuuume
Ma>KOPHOH MyTalMK TIO3BOJISIET POBOIMTHL CKPUHUH-
rOBbIE UCCIIEIOBAHMSI B TPYIINAaX MOBLILLIEHHOTO PUCKa
C LEJbI0 CBOEBPEMEHHOW NEPBUYHON NPOPUIAKTUKI
BO3HMKHOBEHUSI 1 PA3BUTHS IAHHOM NMATOJIOTUH.

Lenbto Hamiero ucciefoBaHusi ObUIO NPOBEJie-
HKe aHajM3a pacnpocTpaHeHus MyTanun ¢.5266dupC
(5382insC) B BbIGOpPKE GOJBHBIX PAKOM MOJIOYHOM
>KeJle3bl, NPOKMBAIOLIMX Ha TeppuTopun Pecny0imku
Bamkoprocran u TromeHckoil obnactu (GalKupsl,
TaTapbl, PyCCKUe, YKpauHIpl U JApyrue) Ge3 ydera
ciyyaeB PMK B cembsix.

Marepuan u MeToguka

Marepuanom Haliero ucciefopaHus siBuarchb oopasupl JTHK
6onbHbIX PMZK, HaxoguMBIUMXCSl Ha CTAaUMOHAPHOM JIEYEHUU B
OT/IeNIeHN! MaMMOJTOruH KIIMHNYecKoro OHKOJIOTMYECKOTO UC-
naHcepa r. Yol u Crepauramaka Pecny6iuku BanikoprocraH,
U TMALEHTKN OHKOJIOTMYecKoro otaeseHust CypryTcKoil OKpyK-
HOHM KJIMHIYECKON GONBHUIBI XaHTbI-MaHCHIICKOrO aBTOHOM-
Horo okpyra 3a nepuopi 2000-2007 rr. ¥ uccnegyemoit rpymnibl
OOJILHBIX IMarHo3 ObUT B OOJILLIMHCTBE CllydaeB BepU(UIMPOBaH;
17151 MOPHOJIOTMYECKOH XapaKTePUCTUKK PUMEHEHa TUCTOJIOTU-
yeckasi Kiaccugukanusi MeXXyHapogHOTO NPOTHBOPAKOBOTO
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OPUTUHATIbHbBIE CTATbM
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1 — annenb gukoro TMna
2 — MYTOHTHBIN annenb

Letekuusa myTtaumm 5382insC reHa BRCA1 metonom MNAP®P-
aHanusa.

1 — Mapkep MONeKyapHOro Beca; 2, 6 — ob6pasupl C MyTaumen
5382insC reHa BRCAT B reTepo3uroTHoM cocTtosiHuu; 3, 4, 5 — obpas-
Lpl 6€3 MyTauun (annenb AUKOro Tmuna).

coroza (mecroe uznanue, 2002 1.). [TaHHble 0 KaskIO¥ MayeH-
TKE, COOPaHHbIC M3 BCEX BO3MOXHbBIX MCTOYHUKOB, 3aHOCHIINCH
B CIEUMANbHO pa3paboTaHHYI0 HaMU (POPMaM30BaHHYIO KapTy
(®K), Ha OCHOBaHMM KOTOPOW CO3/jaHA KOMIBIOTEpHas 6a3a
nanHbix. PK 3anosHsnachk MHIMBUAYAIbHO HA KaKAOrO Maly-
€HTa JJIs MOCJIEAYIOILEro 3aHECEHHUS! B F€HEeTUYECKUIl PerucTp.
Bospact nanuenTok Kosebaicst ot 26 et go 81 ropa.

JOHK Bbigensum u3 nuM@ouuToB nepudepudecKoil KpoBH
CTaHJIAPTHBIM METOJIOM (DEHOJILHO-XJIOPOOPMHOIT SKCTPAKLIH.

ITorck MyTaumu NPOBOAWIM METOAOM TMOJMMEPA3HOM LEMHOMN
peakuym (ITLP) ¢ mocrenyrotuum [TIPP-aHamizom (M3ydeHnem
noMMMOPHU3Ma JUTHH PECTPUKLMOHHBIX (PPArMEHTOB) C UCIOIb-
30BaHKMeM 3HJIOHYKIea3 pectpukuun Ddel wim ScrF1 (pucyHoK)
U JJANbHERAIINAM CEKBEHUPOBAHUEM (JIIs1 TTOJ[TBEPSK/ICHUSI HATIMYHST
MyTarum).

HccnenoBanusi BBIMOJHEHbI Ha 6a3e y1abopaTopud 1O U3y-
YEHUIO paka MOJIOYHOI »Kese3bl ['aHHOBEpPCKOW MEAMLMHCKON
uikodbl (TanHoBep, TepManust) U 1aGOPATOPUK MOJIEKYJISIPHOI
reHeTuKu uesnoBeka MHctuTyTa OMoxummuu v reHeTwku Y HIL
PAH (Yda, Poccust).

Pe3yabTaTnl M 00CyXKaeHne

Hamu 6biu uccnepoBanbl o6pazupl [THK 372
OOJILHBIX PAaKOM MOJIOYHOM XKeJie3bl ¥ 19 GoNbHBIX
pakoMm sIMYHUKOB. BhisiBieHo 15 Hocureneil uHcep-
U IUTO3KHA B o3utiyu 5382 cpeu GONMBHBIX PAKOM
MoJIouHOI XKene3bl (4%) My OfHOI MAlMEeHTKH B
rpynie GOJBHBIX PakoM sIHUKOB (5% ). [Iust mecTn
HOCHUTEJIEl MYyTald YCTAHOBIIEHbI CEMENHBIE CIIy-
yau 3a6osieBanusi PM2K, B ogHOM ciyyae — pakom
ssmIHUKOB. CpefiHril BO3pacT 3a60JIeBaHUsI JITIs1 HOCH-
TeJIbHULL TaHHOM MyTauuu coctaBui 41 rop, Torma
KaK CPEeJIHMIT BO3PACT MalieHToB 6e3 MyTanu — 51
rog. B ogHOM ciyuyae umeno MecTo Ounarepalib-
HOE TMOpa)KeHWue MOJIOYHbIX Xeje3. HeobOxopumo
OTMETHUTh, UYTO TPYyMNIa HOCUTEJLHUI] MyTallul ObLjia

KnuHuko-mopdonornyeckas xapakTepmcTuka paka MOJIO4YHOM xenesbl y Hucurenei myrauum 5382insC

reHa BRCA1
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3 Het 37 1IB Het MpemeHonaysa | Gx Ha NHdunsTprpylowmin npotokosbin PMX | YkpaunHka
139 Het 33 A Het MpemeHonaysa HO Ha NHdunsTprpyiowwaa npotokosasa kapum- | Tatapka
Homa MX
156 Het 40 | Het HA, HA, Het | HAO TaTapka
183 Het? | 61 A Het MocTmeHonay3a | HA, Het | HA TaTapka
239 Het 52 | Het MocTmeHonaysa | G2 Het | HAO Pycckas
254 | Oa’ 40 A Het MpemeHonay3a | HA, Het | ConugHobli PMX Pycckas
269 Oa’ 44 1B Het MpemeHonaysa | G2 Ha AneHokapumHoma MX Pycckas
280 Het 55 A Het HAO, G2 Het | UHdunsTupyowmin npoTokosbin PMXK Mopasa
310 Het 41/45 | 1A Ja MNpemeHonayaa G3 Het | JonbkoBbiri PMXX Pycckas
319 Oa' 58 B HeTt MoctmeHonaysa | G2 Ja MHOURLTpUpYyoLWwmin fonekosbin PMX Pycckas
325 Het 41 A Het MpemeHonaysa HA, Het | UHduneTpupyowmin npotokosbli PMXX | Pycckas
031 Oa’ 48 1B Het HO, HO, HO, HO, Pycckast
037 Het 26 1B Het HO, HAO, HO, HO, Mapwu
042 0als | 40 HAO, Het HA, HAO, HAO, HAO, Pycckas
046 ha’ 40 A Het HA, HAO, HAO, HAO, TaTtapka

MpumevaHue: %5 BTopas cTeneHb PoacTea, ' NepBas CTeneHb POACTBA, 2 pak AVYHUKOB Y POACTBEHHVKOB NEPBOM CTEMNEHN POf-

CTBa; HO, — HEeT AaHHbIX.
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HEOJHOPOJIHA M0 3THUYECKOMY cocTaBy (pycckue,
YKPaWHIIbI, TaTapbl, MOp/Ba 1 Mapu). KinHnyeckue
1 Mopcosornyeckue OCOOEHHOCTU paka MOJIOYHOM
>KeJe3bl y HOCHUTEJNe W3yYeHHOH MyTauuy TIeHa
BRCAI nipepicTaBiieHbl B TabaMLE.

Haum pe3ynbTaThl XOpOLIO COracytoTcs ¢ MUPO-
BBbIMH JIAHHBIMU: BO-TIEPBBIX, OTMEUEHO OoJiee paHHee
Hauaso 3aboseBanus y Hocureneil 5382insC; Bo-BTO-
pbIX, Gosiee yeM B 50% cnydaeB y GosbHbIX PM2K
OTCYTCTBYET nopakeHue mumaTieckux y3mos[16].
Panee ycTaHOBJIEHO, UTO Y HOCUTEJIEN MyTalMi reHa
BRCAI npeobGnajjaeT HEraTUBHBINA CTATYC peLenTo-
POB 3CTPOT€HOB M MporecTepoHa. Takske OTMEYEHO,
YTO OMYXOJIM, ACCOLMUPOBAHHbIE C MYTAlMSIMU T€HOB
BRCAI u BRCA2, umeroT 6ojiee BbICOKYIO CTENEHb
37I0KaYeCTBEHHOCTH (MpenuMyIiecTBeHHO cTerneHs I11)
B CPAaBHEHMM CO CHOpaguyecKumu ciaydasmu PM2K
[16]. B omgHoit U3 HeaBHUX PaboOT GbLIO MOKA3aHO,
yto jyist BRCA1-accoummpoBantoro PM2K xapakTe-
PCH BBICOKHI YPOBEHb Pa3BUTHsI KOHTpaJlaTepallbHO-
ro PMZK, B cuny 4ero aBTOpbl NOAAECPKUBAIOT UJCHO
0 MPOBEJICHNM TIPEBEHTUBHOI MacTIKTOMUM [6].

[TonyuyeHHble B HACTOSILIEM MCCIIEJOBAaHUN
Pe3yAbTATHI MOATBEPKAAIOT HEOOXOAUMOCTh TPOBE-
penust JHK-guarHocTuku M MeIMKO-reHeTUYECKOro
KOHCYJIbTUPOBAHMSl KaK B TPYNNax MOBBIILICHHOTO
pucka (cemeiiHble ciydau 3a00NIeBaHMsl), TaK U Y
SKEHIIVH, HE OTMeYarolluX ciaydyaeB 3a0oJieBaHus
y POJCTBEHHMKOB, C LEJNbIO TOBbILIECHUST 3(pdeK-
TUBHOCTW paHHEW JMArHOCTUKM, WHIMBUJLYTN3alUK
cnenu@uUecKoro JeUueHus! U, BO3MOXKHO, MOBBILLICHUS]
YPOBHsI BBKMBAEMOCTHU OOJIBHBIX.
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The paper assesses ¢5266dupC (5382insC) mutation inci-
dence among breast cancer patients, residents of the Republic of
Bashkorstan and Tyumen Region. It appeared as high as 4%.
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