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AHHOTauuA

MpeactasneHsl pesynbratel aHanusa mytaumn BRCAT 5382insC n CHEK2 1100delC cpean 3850 Hece-
neKTUpoBaHHbIX 6onbHbIX HoBoCcMBMpCkoi 0bnacTu ¢ gnarHo3oM pak MOMOYHON xenesbl. B xone aHanusa
BbisiBneHo 170 npo6aHaoB — HocuTenen mytaumn BRCA1 5382insC unu CHEK2 1100delC. Bnepsble gns
POCCUIACKMX NaLMEHTOB NokasaHo, 4To 6onee 80 % 60nbHbIX FOTOBLI MIH(POPMUPOBATL POACTBEHHMKOB O BO3-
MO>XHOW reHeTU4eCKOW NPeapacnonoXeHHOCTH K OHKONorMyeckum 3abonesaHusim. Cpegu 144 obcnegoBaHHbIX
poOCTBEHHUKOB BOMbHBLIX NEPBON CTeneHn poAacTBa BbiBneHo 59 HocuTenen mytauun BRCA1 5382insC
unn CHEK2 1100delC. NpoBeaeH aHann3 BO3HUKHOBEHWUSI OHKOMNOrMYecknx 3aboneBaHuii y Hocutenenm my-
Tauui B Te4eHue AByX NeT nocrne Hayana HabnogeHus, Ans 3Toro yepes ABa roga nocre Hayana paboTsl
nposoauncs TenedoHHbI onpoc NpobaHAaoB U/UnM X poACTBEHHMKOB. B xode onpoca 3adukcupoBaHo,
yT1o HGornee 4yem y 18 % HocuTenen MyTauuii B TeHeHue AByX et oOHapyXeHbl peLmanBbl Unu BnepBble Bbl-
sIBNEeHbl OHKoNornyeckre 3abonesaHus.

KniouyeBble cnoBa: HacneAcTBEHHbIW paK, pak MONTIOYHOW Xerne3bl, MOJeKYIAPHO-reHeTUYECKUIN CKPUHUHT,
myTaumsa BRCA1 5382insC, mytaumusa CHEK2 1100delC.

HacnenctBenusie GakTopsl 00ycnoBIUBAIOT 10
10 % Bcex ciydaeB BOSHUKHOBEHUS paka MOJOYHOM
xenessl U 10 20 % ciaydaes paka SMYHUKOB [ 1]. 3Haun-
TeNbHAas YaCcTh HACIIEACTBEHHBIX ()OPM paka MOJIOYHOM
JKeJe3bl U paKka SIMYHUKOB 00YyCIIOBICHA MyTaIlHsSIMH B
reHax BRCAI n BRCA2.Y Hocuteneil MyTaluu B reHax
BRCA1/2 BeposiTHOCTB TIOSIBIICHHS 37I0KA4€CTBEHHOTO
HOBOOOPa30BaHMUS B TCUEHHE KU3HU OUEHb BHICOKA — J10
90 % [2]. BeisiBneHne HOCUTENEH My TaIlHid TTO3BOJISIET
BBIIETIUTH TPYIIY MAallMEHTOB BBICOKOTO OHKOJIOTHU-
gyeckoro pucka. ChoKycupoBaHHOCTh Ha MalMEHTaX
BBICOKOTO PHCKa IIPU NPO(MIAKTHIECKUX MEPOIIpUs-
THUSX TI03BOJISIET BBISIBUTD OIMYXOJIh HA PaHHEH cTauy,
MaJIOTPaBMaTUYHO yAATUTh €€, COXpaHss MalUeHTy
nocJe onepauu KOM(QOPTHBIN ypOBEHb )KU3HH.

#=7 Naynb NanuHa AnekcaHapoBHa, kgalapaul@mail.ru
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Ecnu anroputmbl BU3yaJbHOTO HAOMIOACHUS IS
0OHapyXeHHsI OIyXOJU pa3paboTaHbl TOCTATOYHO
XOPOIIIO, TO BBISBICHHE IMAIMEHTOB-HOCHTEIEH MYy-
Tanuii ocraercs npobnemoil. [Ipunsrterii B CHIA u B
psine ctpan EBponBI TeHeTHYEeCKH aHAIN3 C HETbIO
BBISIBJICHUS] «PAKOBBIX CEMEi» B OOJIBIIMHCTBE OHKO-
JIOTHYECKUX AucriancepoB Poccum He mpoBomuTCH,
Kpome Toro, 6omee 30 % HocuTenei MyTaIii He BBISB-
JISTIOTCSI C ICTIONTb30BAHUEM aHATHM3a POJAOCIOBHEIX [3].
ToranbHbIE CKPUHUHTOBBIE ITPOTPAMMBI JI0CTATOYHO
TPOMO3JIKH, 3aTPaTHBI U BPSI JIX PEeaTH3yeMbl B COBpe-
MEHHBIX YCIOBUSAX (PMHAHCHUPOBAHUS 3IpaBOOXpaHe-
HUsL. B TO e BpeMs JaHHBIE TI0 PacIpOCTPaHEHHOCTH
MyTauui cpenu sxureneit Poccun no3sossttot chopmy-
JTUPOBATh YPPEKTUBHBIN 1 MaJI03aTPATHBIN alITOPUTM
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BBIBIICHUS HOCcUTENEH MyTanuil. JleiiCTBUTENBHO, B
LIEJIOM psJie UCCIIeIOBaHMi ObIII0 YOSAUTEIHHO TIPO-
JIEMOHCTPHUPOBAHO, 4TO B Poccuu BeIpaskeH «dPQeKT
OCHOBATEJIs», T.€. CPEIU MyTallii, 0OHAPYKEHHBIX B
rene BRCA I, B mofaBistronieM OOJIBIIMHCTBE CITy4acB
BBIBISIIOT nHCepuuio BRCAI 5382insC. B Heckomnb-
KO pa3 pexe Mo cpaBHeHHIO ¢ mHcepuneit BRCA I
5382insC BcTpeuarorcst mytanuu BRCA1 C61G,
BRCAI4154delA, BRCAI 185delAG, BcTpeyaeMoCTh
OCTaJIbHBIX MyTaluil B rene BRCA [ He n3yueHa, cyns
o BceMy B Poccny OHM BCTpEHarOTCsS 3HAUMUTEIHHO
pexe [4, 5]. Undopmarust 0 pacipoCTpaHSHHOCTH B
Poccuu myTtanmii B rene BRCA2 Ha TaHHBI MOMEHT
KpaiiHe )parmMeHTapHa, 4aCTO BCTPEYAOIIUXCS MyTa-
nui He oOHapyxeHo. Hapsiay ¢ MyTarnusiMu B TeHax
BRCA1/2 onpenelieHHbIH BKJIaa B (OPMUPOBAHHUE
HACJICJICTBEHHBIX (POPM paka BHOCIT MyTal[lH B JIPy-
I'HX TeHax, B yactHoctu MyTtauuii 1100delC B rene
CHEK? [6].

Panee HamMu ObUTH TIOTYYEHBI TaHHBIE O PaCIpoO-
CTPAaHCHHOCTH HauOoJee 3HAUMMBIX MyTallui cpean
HACEJICHUS B IIEJIOM M Cpe/iu OOJIbHBIX PAKOM MOJIOU-
HOM1 kene3bl T. HoBocubupcka [4, 5, 7]. CormacHo
9TUM JaHHEIM, onuH u3 400 xuteneit HoBocnbupckoii
oOmactu — Hocutenb MyTanuu BRCAI 5382insC.

[TpuHuMas BO BHIMaHKE JOMUHUPOBAHUE My TallUH
BRCA1 5382insC B mOMyNsiliuA U AOCTATOYHO YACTO
BcTpevaronytocs mytanuio CHEK?2 1100delC, B Ha-
cTosIIeH paboTe MPeIIoKEeH U anpOOMUPOBaH IMTOIXO,
KOTOPBIH MO3BOJISIET BBIABIISITH HOCUTENIEH MyTallUid,
CBSI3aHHBIX C (POPMHUPOBAHHEM HACIIEICTBEHHBIX (hOPM
paka 4yepe3 CKPHUHHUHT HAJIWYHS 9aCThIX MyTalHid y
BceX OOJBHBIX C INATHO30M «PaK MOJIOYHOMH JKEIIe3bD».
[pu BBIsSIBIEHNN HOCUTENEH MyTallUi cpean OONBHBIX
BO3MOJKEH aHAJIN3 MyTallli Y pOJCTBEHHUKOB IEPBOI
CTeTIeHH pocTBa. MIcXo/s M3 JOMHUHAHTHOTO THITA Ha-
CJIEZIOBaHMUSI MEHJIEJIIEBCKOTO THITa, MOJKHO OXKH/IATh,
YTO MPUMEPHO MOJOBUHA POJCTBEHHUKOB OYAyT
HocutTeasiMu MmyTauuid. CTOUT OTMETUTH, 4TO B Poc-
CUM TOTOBHOCTb HOCHUTEIICH MyTallUid MPEIOCTABUTh
rH(OPMAIIHIO O POJCTBEHHUKAX HE M3y4YeHa U BOBCE
HE SBJIIETCSA OYeBUAHOM. B psane paboT 3apyOexHbIX
HCCIICIOBATENEH OTMEUCHO JIOKHOE «UyBCTBO BUHBI)
OHKOJIOTHYECKHX OOJIbHBIX — HOCUTEJICH My TallHH I1e-
pen porctBeHHMKaMH [ 8, 9]. Takas nmcuxomornueckas
0COOEHHOCTh MOJKET MPEMSATCTBOBAThH MOIYYEHHUIO
uH(pOpMAIMK O POJCTBCHHUKAX.

Leap uccaenoBaHum — anpoOUPOBaTh CHCTEMY
BBISIBIICHUSI HOCUTENIEH MyTallid ¢ UCTIONB30BaHUEM
TOTAJIBHOTO aHaju3a YacTO BCTPEUAIOUIUXCS MY-
Taluil y Bcex OOJIbHBIX PAKOM MOJIOYHOMW IKee3bl,
HaXOJSIIUXCS HA aMOYJIATOPHOM HJIM CTAIMOHAPHOM
JICYCHUH.

MarepuaJ 1 MeTOIbI

C ampens 2013 . o utons 2016 1. 66U coOpa-
HBI 00pa3ipl KpoBU Y 3850 OONBHBIX C THATHO30M
pPaK MOJIOUHOH >KeJe3bl, HAXOAMBIIMXCA HA JICUCHUN
B HoBocubupckoM 0071aCTHOM OHKOJOTHYECKOM
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mucnancepe. JJHK Beiiensim u3 00pa3ioB KpoBU ¢
ncmonb3oBanneM HabopoB Pean-bect-100 (Bexrop-
bect, HoBocuOupck). AHanu3 HaJIHM9IUs MyTaIlui
BRCA1I 5382insC u CHEK?2 1100delC npoBouiu ¢
MCIOJIh30BaHNEM HA0OPOB PEareHTOB IIPOU3BOJCTBA
00O «buonuak» (. HOBOCHOHPCK) B COOTBETCTBHH
C PEKOMEHJAIUSIMH TTPON3BOANUTEN. AHAIN3 TPOBO-
i ¢ ucrnonb3zoBanuem I[P B pexxume peanbHOTo
Bpemenu Ha nmpudope CFX96 (Bio-Rad, CLLA).

[Ipn BBIsIBIEHWW MyTanuii OOJBHOW OBLIT KOH-
CYJABTHPOBAH TEHETHKOM, KOTOPBII COCTaBIISI pPO-
JTIOCIIOBHYIO, OTIPEIEIIST POJICTBEHHUKOB, BEPOSTHBIX
HOcHUTeNeld MyTanuii, "HGOpPMHUPOBaI OOJIBHOTO O
BO3MOXKHOCTH TIPOXOXICHHS €r0 POJCTBEHHUKAMHU
MOJIEKYJISIPHO-TEeHETHYEeCKOT0 aHanm3a. [ [pu cormacun
POJICTBEHHUKOB HA MOJICKYIISIPHO-TCHETHUECKHUiT aHa-
JIU3 UCCIENOBAIN Y HUX HAJTUYHE COOTBETCTBYIOLIUX
MyTanyid. [ [pu BeIsIBIIEHUE My TaIluil y pOJICTBEHHUKOB
OONBHBIX peKOMEHIoBaH MamMmorpaduto, MPT mo-
JIOYHBIX keJie3 1 Y3 opraHoB MaJioro Ta3a He pexke
1 pa3a B rog.

Pesyabrartsl u 00cyxaenune

CormnacHo NOIy4YeHHBIM paHee JaHHbBIM [3], 0KoJ1o
3 % OonpHBIX pakoM MosouHoi xkenesbl (PMXK) —
HOocUTenu Haubonee yactoi mytauuun (BRCAI
5382insC), cBsI3aHHOM C HACTIEICTBEHHBIMA (hOpMaMH
paka. B namewm nccnenosanuu cpeau 3850 oGceno-
BaHHBIX 00J1bHBIX PMK Ob110 BhIsIBIICHO 138 (3,6 %)
MaUeHTOK ¢ MyTauusimu B rene BRCA 1. Cpenu Bcex
obcnmenoBanHbIX 32 (0,8 %) marueHTKH OBUTH HOCH-
terssmu MmyTarun CHEK?2 1100delC. TakuM o6pazom,
170 (4,4 %) OOMBHBIX cpear BCEX OOCIETOBAHHBIX C
JMarHO30M pak MOJIOYHOH jKeJe3bl HE3aBUCUMO OT
CEMEWHON UCTOPUU — HOCUTENIU MyTallui, C BBICOKOM
BEpPOSITHOCTHIO TPEIOTPENEIIAIONNX 3a00IeBanne
PaKOM MOJIOUHOM KeJe3bl HITH PAKOM STHIHUKOB.

C GONTBHBIMH, Y KOTOPBIX ObLIa BBISIBIICHA MY TAIIHS,
MIPOBONIIN KOHCYJIBTALIMIO TeHETHKA, B X0J€ KOTOPOH
BBISICHSUTH HaJIM4We POJICTBEHHUKOB TIEPBOM CTENIEHH
poactBa. CTOUT OTMETHUTH, YTO HEKOTOPHIE OOIHHBIE
OTKa3aJIMCh OT KOHCYJIBTAIlMI TeHETHKA JTHOO OT MPH-
BJICUCHUS POJICTBEHHUKOB K MPOBEACHUIO T€HETHYE-
cxux uccienosanuii. 3 170 00nbHBIX-HOCHUTEIEH
myTtanuid 32 (18,8 %) oTKa3amuch OT KOHCYIBTAIIIHA
regetrka. OTKa3 HOCUTENICH MyTaIluii OT KOHCYIbTa-
U reHeThka 00CYXKIaeTcsl B JIMTepaType U 4acTo
CBsI3aH CO CBOEOOpPa3HBIM JIOKHBIM «KOMILIEKCOM
BUHBD) OOJEHOTO TTepe] POACTBEHHUKAMU. Y OOJIEHOTO
(bopMupyeTcst JT0)KHOE OIYIIICHUE BUHBI B «TIepeiaue
MyTalMn» POJCTBEHHUKAM, 1a0bl H30ekKaTh 00CyKIe-
HUS TAaKOW «TIepesiadr My Talluuy OJM3KUM POJCTBEH-
HUKaM, OOJIbHBIE B PS/I€ CIy4aeB OTKA3bIBAIOTCS OT
MH(GOPMHUPOBAHUSI POJCTBEHHUKOB O HACIIEICTBEHHOM
(dopme 3aboneBanust [8, 9]. be3ycnoBHO, MOTYT OBITH
Y IpOYHe MPUYUHBI OTKa3a OT TEHETHYECKOTO KOH-
CYIITUPOBAHMSA, HATPAMEP, OTCYTCTBHE KOHTAKTA HITH
KOH(JIMKTHAS CUTyalus ¢ pOACTBEHHUKAMHU, JieTIpec-
CHUBHOE COCTOSIHUE, CBSI3aHHOE C 3a00JICBAaHHUEM.
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Tabnuua

Cnyyau oHKonoru4yeckux 3aboneBaHui y Hocutenen mytauui B reHax BRCA1 n CHEK?2, BbisiBNeHHble B
xope TenedgoHHbIX ONPOCOB U ANUCNAHCEPHOro HabnoaeHus

Pak momouHOM Jkene3bl

OO6cnenyemas Tpymma B G Ha OCHOBa-
HCXOJIbI
HUH OIpoca
[IpobGanabI-HOCUTEH MyTa- ) |
mnu 5382insC B rene BRCA 1
[IpobGanapl-HOCHUTETH MyTa- He BbIsiB- He Bb1siB-
uu 1100delC B rene CHEK?2 JIEHO JIEHO
PoncTBeHHUKHN HOCHUTEIIECH
. He Bb1sB-
mytanuu 5382insC B rene 3
BRCAI freno
PoacTBeHHUKH HOCHUTEIICH He Boisis-
myTtamun 1100delC B rene 2
CHEK?2 feno
Bce marueHThI 2 6

B T0 e BpeMs, cortacHO HallUM pe3yiibTaTam,
meHee 20 % OOJBHBIX OTKa3hIBAJIACH OT TEHETUIECKOTO
KOHCYJIBTUPOBaHMUs, OOJIbINAsi YaCTh OOJBHBIX MO3H-
TUBHO OT3bIBAJIUCH HA NIPEITIOKEHHIE TPONTH KOHCYIIb-
TalI0 TeHETHKa. | eHeTHUeckoe KOHCYIBTHPOBAHUE
ITO3BOJIMJIO COCTABHUTh POMOCTOBHBIC 138 OONBHBIX,
AMCIOIINX MYTAIlNH, W BBIIBUTH 244 pOICTBEHHUKA
nepBoit creneHu posacTsa. [1o pa3nuyHbIM MpUYuHAM
(B OCHOBHOM OTJaJICHHOE MECTO KUTEIbCTBA) U3 244
poncTBeHHUKOB oOcienoBano 144 (59 %). Cpenn
144 oOciemoBaHHBIX BBIIBICHO 59 HOcHTeNEH MyTa-
uuii (41 %), 9TO XOPOIIIO COTIIACYETCS C OKUIACMOM
YacTOTOM BBISBJIEHUS ITPU JOMUHAHTHOM ayTOCOMHOM
HacienoBanuu (50 %).

IIpu oOHapyXeHHH MyTaluil y OONBHBIX M UX
POZICTBEHHUKOB UM Ipeaslaraioch NpOXOJIUTh €Ke-
rogno MPT u mammorpaduro, Y3U opranos maiso-
ro taza u MOHuUTOpuHr mMapkepa CA125 B KpoBu
C LIETBI0 BBISBICHUS OIMyXOJel Ha caMOM paHHEM
atane pazsutus. [Ipodunakrnyeckyro MPT npor-
JI1 B paMKaxX IporpamMMsbl 32 HOCUTENS MYyTalui,
Mammorpaduto — 50.

B depaie 2017 1. Ob11H TIPOBEICHBI TENEe()OHHBIC
OIPOCHI TPoOaHA0B. bblIM 3a1aHBI BOIPOCHI O BO3HUK-
HOBEHUH PELUANBOB OHKOJIOTHYECKHIX 3a00JICBaHUM, O
BO3HUKHOBEHUH 3a00JI€BaHHI Y POJICTBEHHUKOB — HO-
cutenel myTaruii. Cpenu HOCUTeNeH My Tallvii B TCHE
BRCAI v Brene CHEK2 nHTEpBBIO OBLIO TPOBEACHO C
127 npobannamu (B ciryyae HEBO3MOKHOCTH CBSI3aTh-
Cs1 C HUIMU WHTEPBBIO TPOBOAMIIH C POACTBEHHUKAMH).
Cpenu 127 npobOaHI0B OBLIO 3apEeTUCTPUPOBAHO BA
JIETAJIbHBIX UCX0a — 00a HOCUTENIN MYTalliHl B TeHe
BRCAI. Cpenu Hocutenel myTtanuu B rene BRCAIL y
TPOOaH/IOB BBISBICHO 7 PEUANBOB, CPEIN KOTOPHIX B
1 cnydae — pak MOJIOYHOM KeJe3bl, B 5 ciydasx — pak
SIMYHUKOB, B | ciydyae — pak HaAMOYCUHUKOB. Y POII-
CTBEHHMKOB — HOcuTesel MyTannu B rene BRCAI B 1
CJTy4ae BBISBIICH PaK MOJIOYHOM jkene3sl, B 1 cirydae —
pak >xenynka, B 1 cmyyae — pak ssugHUKOB. Kpome
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Ha OCHOBAaHUHU UHCTPY-

OHKOJIOTHYECKHE
3a00JIeBaHUs po-

MEHTaIBHOTO 00cine- Pak sMYHHUKOB . Hroro
4ell / Hey TOHYCH-
JIOBaHUSI B paMKax .
HOM JIOKaJTH3aI[HH
MPOrpaMMBbI
3 5 1 12
He BeIsIBIICHO 2 2
2 1 1 7
He BrIsIBIICHO He BrIsIBIICHO 2
5 6 4 23

TOTO, OJIHA TAIMEHTKa COOOIIIIIa O PaKe MOJIOYHOMH
JKeJIe3bl y MaTepu Uy 0aOyIIKH, HE IMPOXOTUBITHX
MOJICKYJISIPHO-TEHETHIECKOE 00CIIeIOBaHUE.

Cpenu npo0OaH0B — HOCUTEIICH MyTallMi B TCHE
CHEK? B pe3ynbTare oIpoca BbISBIECHO J1Ba pELU1Ba
OHKOJIOTHYECKHUX 3200JIeBaHIH — B OTHOM CITy4ae pak
MOYEBOTO IY3BIPS, B IPYTOM CIIydac — OIyXOJIb KCH-
CKOH TOJIOBOH cpepbl HEYTOYHEHHOM JIOKAIN3AIHH.
Y ofHOH ManueHTKU y 0a0yIIKK MO OTILy U CECTPHI
OTIIa UAarHOCTHPOBAaH PaK MOJIOYHOW keye3bl. B
TabIuIe MPUBEICHBI 0000IIEHHbIE MTaHHBIE 00 OH-
KOJIOTMUECKHX 3a00JIeBAHNSAX Y HOCUTENIEH MyTaIluii
BRCAI 5382insC u CHEK?2 1100delC 3a nepuon
2013-16 rr.

Ormpockl, IPOBEACHHBIE CO 127 HOCUTEISIMH MyTa-
1WA, TIO3BOJIMJIM TIOTYYUTh HH(pOpMAIIKo o 18 cydasx
OHKOJIOT'MYECKHX 3200JIeBaHUI1, BOSHUKIIINX B TCUCHUEC
TpeX JIET, YTo cocTaBisAeT 14 % OT BCceX ONMPOILIEHHBIX
(rabmuma). Kpome Toro, cpenut 32 HocuTene My TaIium
BTreHe BRCA I, mpormieAmnx 006cae10BaHIe MOJIOTHBIX
JKeJie3 Ha MarHUTHO-PEe30HAHCHOM ToMorpade, yxe B
TEUEHHE MEePBBIX 6 MeC PabOTHI TPOTPAMMEBI OBLITO BbI-
SIBJICHO 3 TIAIIMEHTKH C OMYXOJISIMUA MOJIOYHBIX JKeJIe3,
3JI0KaYE€CTBEHHBIN XapaKTep KOTOPBIX ObLI IOATBEPIK-
nen. Cpenu 50 HocuTeneit MyTaluil — poJICTBEHHUKOB
po0OaH/I0B ObLIO BBISBICHO 2 CITydasi OMyXOJIeH MpH
npoBeieHnn MamMMmorpaduu. Bo Bcex aTux ciydasix
OTIYXOJTH OBLTM BBISBJIICHBI HA paHHEH cTanuu (He 60-
nee 7 MM). YUUTBIBAs 3TH JaHHBIE, MOYKHO 3aKJTFOUUTH,
4yTO ouTH y 18 % OT BCEX BBISIBICHHBIX HOCUTENECH
MYTAaIMii B TeUeHHE 3 JIeT BO3HUKITH 3JI0KaYeCTBEHHBIC
HOBOOOpPa30BaHMUS.

3akJilouenue

IIpoBeeHHOE MUIIOTHOE UCCIIEIOBAHUE TIO3BOJISIET
CIeNIaTh BBIBOX O KpaifHe BBICOKOH 3((EKTHBHOCTH
(hopMHUpPOBaHHMSI TPYIIITBI BHICOKOTO OHKOJIOTHYECKOTO
pUCKa HA OCHOBE MOJICKYJIIPHO-T€HETUYECKOTO HC-
cnenoBanus. B pabore Bepsrie B Poccun nokasaso,
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yT10 10 18 % manueHToB O0TKa3bIBAIOTCS MIPUBJICKATD
K MOJIEKYJISIPHO-T€HETHIECKOMY HCCIIEIOBAaHUIO POI-
CTBEHHUKOB, YTO, BOBMOYKHO, O0BSICHSIETCS «KOMILIEK-
COM BUHBD» MpoOaHioB [8, 9].

I'pynna BBICOKOTO OHKOJIOTHYECKOTO PUCKA —
ato Hocutenu myTanuit 5382insC B rene BRCAI n
1100delC B rene CHEK2. DTa KOTOpTa COCTABIISICT
4,4 % ot Bcex 60mpHBIX PMK. KpoMme Toro, K 3TOI *Ke
CPyIIe OTHOCUTCS IPUMEPHO MOJIOBUHA POJICTBEHHU-
KOB HOCHUTEJIEH MyTaluu (IIepBOY CTETIEHU POJICTBA).
ITokazano, 9T0 B TpyIITe, CHOPMUPOBAHHOM HA OCHOBE
ananmza mytarmi 5382insC B rene BRCA1 m 1100delC
B rene CHEK?2, noutu y 18 % 0T Bcex BBISBIEHHBIX
HOCHUTEJEH MyTauud B TeUeHUEe 3 JIET BO3HUKIHU
3JI0KauYeCTBEHHBIE HOBOOOpa3oBaHwus. [locTossHHOE
HaOJIFOJICHUE MMAIIMEHTOB U3 TPYIIIHI BEICOKOTO PUCKa
MO3BOJIMIIO OBl BEISIBUTH Yy HUX 3200JIEBaHKE Ha CaMO
paHHEe| cTauu, MaJOTPaBMaTHYHO YIATUTh OTTYXO0JIb
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Abstract

The BRCA1 5382insC and CHEK?2 1100 delC mutations were analyzed in 3850 of non-selected breast
cancer patients residing in Novosibirsk region, Russia. One hundred seventy probands, BRCA1 5382insC or
CHEK?2 1100delC mutation carriers, were found. The study demonstrated that more than 80 % of probands
informed relatives about their hereditary or familial cancer risk. Fifty-nine BRCA1 5382insC and CHEK2 1100
delC mutation carriers were found among 144 proband’s relatives. Mutation carriers or their relatives were
interviewed two years after starting the project. At least 18 % of the mutation carriers reported primary tumor
or recurrence of the tumor 2 years after starting the project.

Key words: hereditary cancer, breast cancer, mutation screening, BRCA71 5382insC mutation,

CHEK2 1100delC mutation.
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