OHK aHanm3a nposeneH OO0 “HauMoHabHbIN LEHTP rEHETUYECKMX UCCNenoBaHMm”

MyTauum B reHax BRCA1 u

BRCA2

dammnma Mma OtTyecTBO

Jla6opaTtopHbi koa: MONOOO2

Mon:

[aTta poxneHus:
CHUNC

[aTa noctynneHmns
6romMaTepmana:

Banmpauums:

[aTta Bbloaum
pesyrsraTa:

BromaTtepuan:

MeTopf nccnenoBaHus:

O

Myxkckon
1999-01-01

2025-06-25
2025-06-25

2025-06-25

ByKKasbHbIV 3NUTENMUI C BHYTpEHHeMn
CTOPOHBI LWEKN

MAUP c rubpmnamnsaumoHHo-
¢yopecueHTHOM aeTeKunen pesynstaTtoB
B peX1Me peaslbHOro BpeMeHu

leH MonuMopduam FeHoTvNn PesynbTaT

BRCA1 rs397507247 NN MyTaums He BbisSBeHa.
BRCA1 r580357713 NN - MyTaumg He BbisBEHa.
BRCA1 rs2é897672 TT - MyTaums He BbIsIB/IEHA.
BRCA1 rséO357711 NN - MyTauus He BblAB/IEHA.
BRCA1 r586357609 NN - MyTaums H.e BbIsIB/IEHA.
BRCA1 r586357868 NN - MyTaums He BbISiBNEHa.
BRCA1 r580357522 NN - MyTauus He BblAB/IEHA.
BRCA2 r586359550 NN - MyTaums Hé BbIAB/1EHA.

3aksoyeHune

B pesynbrate NpoBeaeHHOro reHeTUYeCcKoro aHanmaa He bblio ObHapy>XeHo MyTaLMii B
8 nccnenyembix nokycax AHK. MNpn oTAroweHHOM CEMENHOM aHaMHE3E PEKOMEHOYEM
npoBecTn 6onee NogpobHbIN aHanm3a reHoB BRCAT/2 (CEKBEHVPOBAHUE), @ TakXe ApYrnxX
reHOB, aCCOLMMPOBaHHbBIX C Pa3BUTVEM paKa.

I PeayanaT aHaM3a He aBNdAeTCA OAMarHO30M, Harnyre MyTauMM He O3HaYaeT Hanndme 3ab60neBaHMS.
Heobxooyma KOHCYyrnbrauya cneumanmncra

OHK aHanm3 npoeeneH
OO0 “HaumoHabHbIN
LIeHTP FreHEeTUYECKNX
nccnegosaHmnin®

MepcoHanbHbi OHK-oTyeT: MONOOO2

Bpau K[J1 Konnakosa H.B.
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O6wwue pekoMeHpgauMn

He kypuTb

OrpaHquHme M NosiHoe NCKro4eHmne
ankKorong

I'Iouﬂ,epxaH me HopMasribHOro Beca

300poBOE MMTaHME - MPOAYKTbI C BbICOKWM
coaep>XaHMeM BUTaMUHOB U
AHTUOKCUOAHTOB, UCK/TIOYEHEe
KaHLLepOreHoB, OrpaHMnYeHme NpoCTbIX
CaxapoB W XMBOTHbIX XMPOB

E>xeOoHeBHbIe MPOrysikn Ha CBEXEM
BO3Oyxe

Ddur3nUeckme Harpyskm: aspobHble
ynpaxHeHmnsa 40-60 MWH 2-3 pa3a B
Henento, cunosble 1-2 pasa B HeOento, C
LleNblo moaaep>KaHmsa HopMaribHOrO Beca U
015 NpoOPUIaKTVKK CEPAEYHO-COCYAMCTbIX
3aboneBaHuM

Mpy poxaeHun pebeHka - onuTensHoe (0o
18 MecsLeB) KOpMIIeHWEe rpyabio

MepcoHanbHbi OHK-oTyeT: MONOOO2

OHK aHanms nposegeH OO0 “HauMoHabHbIN LEHTP reHETUYECKMX UCCNenoBaHMm”

lNepcoHanbHblie
pekoMeHpaumm gns
rnauueHTa

1. Ans xeHwmH: CaMmoobcenoBaHme
MOJTOYHbIX Xene3 1 pas B 3
MecsLa.

2. MNocellleHre Bpaya-rmHeKoriora He
MeHee 1 pasa B rof

3. ObcnenoBaHme MX y Bpada-
FMHEKOOra Npu KaXkaom
noceLeHnm

4. MaMMorpadus B ABYX MPOEKLMSX
C BbICOKMM pa3peLleHnemM 1 pa3s B 2
rofa B Bo3pacte 50-74 net

5. [Nocne HacTynaeHus MeHomnay3bl
nepvogmyeckoe TBY3W opraHoB
Marioro Tasa no pekoMeHaaLum
rMHeKonora.

6. Npy HaNMYM OTArOLLEHHOr O
CEMENHOrO aHaMHe3a no PMXX/PH
B MOJI0OM BO3pacTe
pEeKOMeHyeM MpoBecTU bonee
MoapPOBHbIN aHaNM3 reHoB
BRCA1/2 (cekBeHMpOBaHWe), a
TaK>XXe OPpYrX FeHOB,
ACCOLIMMPOBAHHbIX C Pa3BUTUEM
paka.

7. 0nsa My>xumH: obcnegoBaHue MCA
He pexe 1 pasa B rog nocrne 40
NerT.

*BHuMaHve! LlenecoobpasHocTb
NMPUMEHEHWNS PEKOMEHOALMIM OLIEHMBAET
Bpay B KOMMeKce ¢ ApyriMm
reHeTn4yeCckMMmn, aHaMHEeCTUYECKUMU,
KIMHUYECKMMI 1 TabopaTopHbIMU
OaHHbBIMU.
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OHK aHanm3 nposegeH OO0 “HauMoHabHbIN LEHTP rEHETUYECKMX UCCNenoBaHMm”

HacnepcrteseHHble criyyam paka
MOMTOYHOU Xere3sbl /M1 SNYHUKOB,
8 MyTtauuun B reHax: BRCA1, BRCA2

Pak MonouHow xenesbl (PMX) - Hamnbonee
pacrpoCTpaHeHHOEe OHKOI0rMyecKkoe
3aboneBaHue y XeHLLMH. B TeueHue XunsHu
PMXX pasBuMBaeTCs y Kaxkaom OBeHaaLaTow
>KEHLLWHbI. Yalle Bcero 3abonesaHve
BO3HUWKAET Y XeHLWMH nocre 50 neT, HO Y
Hebonbwom rpynmnbl (0kono 5-10%) >XeHLWmH
HabntogaoTCa "CeMEMHbIE CnydYan”, Korga pak
MOJIOUHOW Xenesbl UMnu pak andHrKos(PA)
OVArHOCTUPYIOT Y HECKOMBbKMX YNEHOB OOHOW
CceMby, MpUYeM 3ab0eBatoT Kak NpaBuiIo
>KEeHLWMHbI B BO3pacTe 0o 45 nert.

Pak MONOYHOW Xenesbl y My>UH BCTpeYaeTcs
pexe 1 CoCTaBngeT nopsaka 3-4% oT Bcex
cnydaeB. OOHaKo, PUCK pasBUTUS paka
YBENMUMBAETCS MPW HaNUUYMMU TMHEKOMACTU -
COCTOSIHUS, MPW KOTOPOM rpyaHast Xenesa
HauMHaET rMNepTPOPMPOBaTLCS. [MaBHOM
MPUYVHOM PasBUTUSA MTMHEKOMACTUM ABNAOTCA
HapYyLLIEeHUS B TOPMOHaNbHOM HBanaHce
OpraHm13Ma, KOTopble YaCTO BO3HMKAOT Yy
nauneHToB, NPUHMMaBLIMX FOPMOHasibHble
npenapaTbl. TakXKe CUMMNTOMbl OAHHOIO
PaCCTPOMCTBa HEPEOKO OTMeYatoTCs Y
CMOPTCMEHOB, MCMOMb3YIOWWX aHaboNn4eckme
cTepovapl.

Yale Bcero cnyyam paHHen MaHmdbectaumm
PMXX cBszaHbl ¢ MyTaumsamm B reHax BRCAT m
BRCA2. Benkn BRCA1/2 3awmiatot
FEeHEeTUYECKUI MaTepman KeToK opraHmama oT
BO3HWKHOBEHWSA MyTaLMM. HapylueHus paboTbl
6enkos BRCA 1/2 MoryT npvBOAUTb K
HakorieHu1to nonomMok OHK, uto MoXeT ObiTb
CBSI3aHO CO 3/10Ka4YeCTBEHHOW
TpaHCPOpMaLMEN KITETOK.

MepcoHanbHbi OHK-oTyeT: MONOOO2

B Hauane 90-x 6blna obHapy)KeHa CBs3b reHOB
BRCA1 1 BRCA2 ¢ prcKoM pasBuTmA
cemenHoro PMX 1 paka aunuHmkoB (PS).

lerHbl BRCA1 1 BRCA2 oyeHb 6osblive, Ha
JaHHbIA MOMEHT OMMCaHO HECKOSbKO ThiCcaY
MaToreHHbIX MyTaLMM, 6GONbLUIMHCTBO
OMMCaHHbIX MyTalLMM MPMBOAMT K COABUIY
PaMKKM CHUTBIBAHUSI U CUHTE3Y YKOPOYEHHOIO
HedyHKLMOHaNbHOro benka.

YacToTa pa3sBuUTUS paka npu
Hanuunu MyTaumii B reHax BRCA1
mnmn BRCA2 poctaTo4yHO BbiCOKa —
nocturaet 80% ona PMX u 55%
ona PA.Cnenyet oTMETUTD, YTO
MyTaumm BRCA1/2 peako
BO3HMKAIOT CMOHTaHHO, B
60/IbLUIMHCTBE C/Ty4aeB UMEET MEeCTO
nepepaya ot poauTenen.

Haunbonee pacnpocTpaHeHHas MyTaLus B
Poccum - BRCA1 5382insC. JaHHas MyTauus
XapakTepHa O/15 CnaBsaH, MOMUMO Poccum oHa
pacnpocTpaHeHa B Nonblue, Benopyccuu,
MNpubanTrke 1, BO3MOXHO, B
CpenmsemHoMopbe. [Jonga 5382insC B
CTPYKTYpe OBHapyxuBaembix MyTaLmi BRCAT
npwv ceMenHbix crydasx PMXX 1 PA goxoguT
0o 50%.

B obuwen ctpykType PMX gons myTaumm
5382insC - 3,7%, a B rpynne cnopagmnyeckoro
PMXX (pak nocne 60 net, 60mbHbIX
POACTBEHHMKOB HeT) - 1,3%.
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OHK aHanms nposegeH OO0 “HauMoHabHbIN LEHTP reHETUYECKMX UCCNenoBaHMm”

UccnepyeMmble reHbi:

BRCA1, BRCA1

Benkn BRCAT 1 BRCA2 mrpatoT BaXKHYO posib
B penapaumm(BOCCTaHOBEHME) PAa3pPbIBOB
OHK nyTemM roMonormyHom pekomMomHaumm m
KOHTPOJ1E KNIETOYHOrO LKA,

HapyuweHws paboTbl 6enkos BRCA 1/2 moryT
MPVBOAWTD K HAKOMIEHWIO MEPECTPOEK
reHoMa, KOTOpble MOryT MPWBOAUTD K
3/10Ka4YeCcTBEHHOM TpaHChOpMaLIMK KITETOK.
MyTaumm B reHax BRCA 1/2 accoummpoBaHbl €
BbICOKMM puckoM PMXX 1 P4, a Takxe c
PUCKOM PasBUTUSA KOMOPEKTANIbHOrO paka,
paka NMoaXKeNnyoo4YHOM 1 NpeacTaTenbHOM(Y
MY>KUMH) XXenesbl.

B reHax BRCA1un BRCA2 Ha
OaHHbIA MOMEHT OMUCaHo
HECKOJIbKO TbICSIY NaTOr€HHbIX
MyTauui, 6ONbLIMHCTBO N3 HUX
NPUBOJMUT K CUHTE3Y
YKOPOYEHHOro
HedyHKLMOHanbHoro 6enka.
Bornbluas Yactb 06Hapy>KeHHbIX
MyTauuM YHUKasIbHa U
BCTpeYaeTcs B eAUHUYHbIX CEMbSIX.

KnuHuyeckme pakTbl Tepanum y HOCUTeNen Mytaumm

B reHax BRCA1, BRCA2

MokazaHo, UTo Yy HocuTenen Mytaumii BRCA puck PA cHIKaeTCs Ha MOMOBMHY MpU MPpUMEHEH

KOMOVHMPOBaHHbIX OpasibHbIx KOHTpaLenTmeoB (KOK)

MNpeBEHTVBHOE yaaneHMe SMUYHUKOB C TpybaMm— CHXKAET puck PA Ha 80% u purck PMXK Ha 50%.
Onepaums OormkHa ObITb BbiMonHeHa B 35-40 NeT v faxe paHee OJ1s HOCUTENEN MyTauMA B reHe

BRCAT1, BRCA2 - 40-45 net

VHrmoutop PARP - Onanapuvb - ogobpeH B Poccun Ons neverHus paka y HoCUTeNnen MyTaumii B reHe

BRCAT nnn BRCA2.

Hanuume myTaumm reHax BRCAT/ BRCA2 Takke yBeMUMBaeT PUCK paka Moaykenyaoo4YHoM xenesbi,
KOMOPEKTanbHOro paka v paka NMpeacTaTesibHOM XKenesbl Y My>KUMH.

Mpw neveHn BRCAT/ BRCA2 acCcoUMMPOBAHHOIO paka Hab/toOaeTCst XOPOLWMM OTBET Ha areHThbl
BbI3blBatoLe noBpexaeHws OHK(npenapaTbl nnatuHbl). [JobaBieHre nHrimbmtopos PARP B CxeMbl
NeyeHVss aenaeT onyxonu 6onee YyBCTBUTENbHBIMU K TPAAULMOHHOM Teparnum.
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