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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

O myTaumm reHa EPCAM

DTa nHpopmaumsa NOMOXET BaM Y3HATb, Kak MyTaLUd reHa
EPCAM moxeT NOBNUATb Ha BaC U Bally CEMbIO.

B aTOM MaTepuane cnoBo «ceMbsi» O3Ha4vaeT nogen, C
KOTOPbIMUN Bbl CBSI3aHbl KPOBHbIM poacTBOM. K HUM He
OTHOCSATCA NoAN, C KOTOPbIMU Bbl MOPOOHUITUCE Yepes
Opak nnn Yyepes ycoblHoBNEeHNe/yaodepeHue. Mbl Takxe
Ha3biBaeM 3TUX YSI€HOB CeMbU BaLLMMUN KPOBHbIMU
POACTBEHHNKAMMN.

[en EPCAM o6bl4HO NOMOraeT NpenoTBpPaTuTb pak.
MyTauuna 3TOro reHa Bbi3biBaeT HapyLLeHNa B ero paborTe.

BaxHO NOHMMaTb, YTO Hanu4yMe MyTauun B 3TOM FreHe He
O3Ha4vaeT, YTo y Bac obasaTenbHO 6ygeT o6HapyXeH pak.
DTO O3Ha4aeT, YTO Bbl NOABEPXEHbI OONbLLEMY PUCKY
PasBUTNSA HEKOTOPbIX BUOOB paka. Tun paka y nogen ¢
MyTauuneln B 3TOM reHe MoXeT BbiTb Pa3HbIM JaXKe B OQHO
cembe.

KakoB puck 3aboneTtb pakoMm npu Hanu4nmn
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myTaunm reHa EPCAM?

Hanunune y Bac mytauum reHa EPCAM o3Ha4vaeT Hanunune
3aboneBaHns, Ha3biBaeMOro cuHgpomMom JInHuva.

CuHpgpom JInH4Ya noBbILIaeT PUCK Pa3BUTUS
onpepneneHHbIX BUOOB paka, BKIoYas:

KONopeKTanbHbIN pak (Pak TONCTON U NPSAMOW KULLIKIN);

pak MaTku (3HooMeTpus);

CuHppoM JlnH4Ya Takxke MOXeT yBenninBaTb PUCk
Pa3BUTUSA OPYrNX BUAOB pPaka, HO 3TV Clly4an MeHee
pacnpocTpaHeHbl. [pnmepbl MeHee pacnpPoCTPaHeHHbIX
BUOOB Paka, CBA3aHHbIX C cMHApPoMOoM JTnHya:

Pak an4yHukos

pak xenygka.

paK TOHKOWN KULLUKW;

Pak MoueBbIBOAALLNX NYyTEN
paK Nog)enyno4YHoM Xxenesbl;

pak renatobunuapHoin cuctemol (pak B KfieTKax NneyeHun,
)K€NYHbIX MPOTOKOB 1 XXENYHOIr O Ny3blps);

PaK roaqoBHOIo Mo3ra,
KapunHOMa CalJlbHbIX XeJle3 (paK xxernes,

BblpabaTbIBaOLLNX KOXHOE Calo).
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[Mo Mepe nsyyeHns 3Tx MyTaumin Mbl MOXXeM OOHaPYXUTb,
4YTO OHU YBENNYUBAIOT PUCK PAa3BUTUSA OPYrX TUMNOB paka.
KoHcynbTaHT No reHeTuKe NpenoCcTaBnUT BaM
0OMONHUTENbHYI0 NHPOPMaLUIO O NOBbILLEHNN PUCKa
Pa3BUTUSA paka, eCNn Y Bac eCTb MyTauua.

[nsa nony4yeHus oononHNTeNnbHOM MHOpPMaL K
npounTante matepuan CuHgpom JInH4ya n reHeTnyeckoe
nccnegosaHme (www.msk.org/genetics/lynch-syndrome).

YTO0 1 MOry coenaTtb gnst CHNXeHunst pucka

pa3sBUTUA paka NpU Hann4nm MyTauum reHa
EPCAM?

KoHcynbTaHT No reHeTuKe n3y4unT Bawm pesynbtaTtbl. OH
o6cyaunT C BaMK, C KAaKM PakoM CBSi3aHa Balla MyTauus.

Ball KOHCYNbTaAHT NO FreHeTUKe TakXXe N3y4YnT Ball JINYHbIN
N CeEMEeWNHbIN aHaMHe3, CBSA3aHHbIN C PakoM, n oacT
peKkoMeHaaunm No NPOoxXoXxaeHnto obcnegoBaHUin Ha
Hann4une pakosbix onyxonen. OH MoXxeT
NopeKoMeHOoBaTb HayaTb 06cneqoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6bonbLUen YacToTON Mo
ClpaBHEHMIO C 6ONbLUNHCTBOM IIOAEN NN MPONTY
cneuunanbHblie 06cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak
MOXXHO paHbLLe.

K Taknm o6cnegoBaHUaM Ha Hann4vne PakoBbiX ONyXOJen
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http://www.msk.org/genetics/lynch-syndrome

OTHOCATCA:

e KonoHockonus B 6onee paHHeM Bo3pacTe u ¢ 6onbLuei
4acTOTOW NO CPABHEHMIO C OONbLUNHCTBOM NOJEN.

e DHOOCKONNA BEPXHUX OTAENOB NNLLEBAPUTENBHOTO
TpakTa (npouenypa, KoTopasa No3BONSeT Bpayy BUAETb
BaLL XXeNyAoK N TOHKUI KNLLEYHUK).

e AHanuns Mmo4u (Ha Hann4yne KPOBU B MOYe).

KoHCcynbTaHT No reHeTUKe TakXe MoXeT obcyanTb C Bamu
BO3MOXHOCTb onepaunn ansg npenoTBpaLleHns pa3BnTuns
paka, Takown Kak:

e onepauuns No yganeHunio MaTkn gna npeaoTepaLleHuns
paka aHgoMeTpus;

e onepauua no yganeHuto SNYHNKOB O
npenoTBpaLLeHns paka aAN4YHNKOB.

Ecnn BaM Ha3sHaveHa onepaums no yaaneHuto pakoBou
ONyXOoNu TONCTON KNLLKN U NONINMNOB, KOHCYJIbTAHT Mo
reHeTnKe MOXeT NopPekoMeHOoBaTb BaM yAannTb
0OMNONHNTENbHYIO TKaHb TONCTOM KNLLKUN, YTOObI
npenoTBPaTUTb AafibHelLlee pasBmuTume paka.

Ecnu Bbl pelunTe nponTn onepauuio, oocyauTte ¢
KOHCY/IbTAaHTOM NO reHeTnke Hanbonee nogxopasiiee Ons
3Toro Bpems. Onepauuns No yganeHuto MaTkm N SNYHUKOB
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BNIMSET Ha AeTOPOAHYIO PYHKLNIO (BOSMOXHOCTb UMeTb
Ouonornyeckux geten). Ecnm Bbl nnaHupyeTe nmeTb
OeTen, KOHCYNbTaAHT NO reHeTuke MoXeT 06CcyanTb C BamMu
BO3MOXHbl€ BapUaHTbI.

KoHcynbTaHT No reHeTnke Takxe ob6CcygnT C BaMu gpyrme
cnocobbl o6cnegoBaHNsa N NpeaoTBpaLLeHUs pa3BUTUS
paka, KOTopble MOryT BaM NOQOUTMN.

Y10 Hannumne mytaumm reHa EPCAM o3Havaet
11 MOMX KPOBHbIX POACTBEHHUKOB?

[Mpn HanM4uM y Bac MyTaum BEPOATHOCTb HallM4nNs 3TOMN
MyTauum y Baimx bnonormndecknx pogutenen, bpatbes,
cectep npeten coctasnaet 50%. Y sawmnx ganbHunx
POLOCTBEHHUKOB TaKXXe MOXeT UMeTbCs PUCK Hann4uns
nopo6bHoN MyTauunu.

BepoATHOCTb Nnepegayn MyTauum gpyrum 4iieHam cemMmbim
MY>XYMHAMU U XXeHLMHaMN oauHakoBa. [1nsa noBbiLeHns
pUCKa PasBUTUSA paka 4OCTAaTOYHO YHacneqoBaTbh MyTaumio
OT OQHOro poaunTens.

KOHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLLen TIMYHON
ceMeVHON MeANLUNHCKOW NCTOpPUeENn, Nocne Yero ckaxert,
HY>XHO ST MPOUTN reHeTn4Yeckmne nccnegoBaHnNs BallnNMm
KPOBHbIM pOACTBEHHMKAM.

Y10 3TO O3HaAuaeT gna NnaHUpPoBaHUA ceMbu?
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Ecnu npn Hannynm y Bac mytauum reHa EPCAM Bbl
nnaHnpyeTe nMeTb geTen, eCTb CNocobbl NpeaoTBPaTUTD
yHacnegoBaHue MyTauum BalimMm geTbmMmn. Bo3aMOXHO, Bbl
3ax0TuTe 06CcyanTb 3TN CNOCOBbI, 0COBEHHO NPU HANNYUKN
myTaunm reHa EPCAM ny Bac, ny BaLiero napTtHepa.

[Mpwn Hannuum y Bac oboux mytaumm reHa EPCAM ectb
BEPOSATHOCTb, YTO Bawl pebeHOoK poanTcsa C peakuMm, HO
cepbe3HbiM 3ab0ieBaHNEM, KOTOPOE Ha3blBaeTCH
CUHOPOMOM KOHCTUTYLUMNOHANbHOro gepununTa
BoccTaHoBneHnsa HecooTBeTcTBU (Constitutional
Mismatch Repair Deficiency (CMMR-D)). Cungpom CMMR-
D noBblllaeT pucKk pa3BuUTNa 0EeTckoro paka. Ecnny eac
y>Xe ecTb getun, Hannume y Hux CMMR-D manoseposTHO,
NOCKOJIbKY 3TO HapyLUueHne 06blYHO ANAarHOCTUPYETCA B
paHHeM Bo3pacTe. [1ng nony4yeHns oonoNHNTENbHOW
nHpopMaLnm o reHeTNYeCKOM NCCNeoBaHNn U
NIaHUPOBAHNN CeEMbN 06pPaTNTECH K KOHCYIbTAHTY NO
reHeTuke.

YT0 O03HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnm Mbl 0GHapPyXnnu
BapUWaHT HeonpepgeneHHoro 3HavyeHuda (variant of uncertain
significance, VUS), Bawl KOHCYNbTAHT MO reHeTNKe N3y4nT
BaLU JINYHbIV U CEMENHbIN aHaMHe3 paka. Bam papgyT obuwme
peKkoMeHgaumMm No NPoxoxaeHnto obcnegoBaHMin Ha
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Hann4ne PakoBbIX ONyXOnen.

VUS o3HavaeT, 4To 6bino 06Hapy>XeHO N3MeHeHne B reHe,
HO Mbl MOKa He 3HaeM, CBA3aHO /I OHO C NOBbILLUEHHbIM
PUCKOM pa3BunTua paka. bonbwmHcteo VUS B KOHEYHOM
NTOre okasbliBalOTCH HOPMalibHbIMN N3MEHEHUAMU, HE
BIMSIOLLMMN HA COCTOSIHNE 300POBbS.

KoHTakTHasa undpopmauums

Ecnuy Bac ecTb BOnpochl Uin onaceHus, obpatnrtecs K
BalLeMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KNnHn4Yeckmx reHetndeckumx nccneposaHum (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA C HUM C
noHepenbHuka no nAaTHuLy ¢ 9:00 oo 17:00 no

TenedpoHy 646-888-4050.

[ononHnTenbHyo NHPOPMaALUIO CM. B HaLLIEN
BUPTYanbHOM 6ubnuoTteke Ha cante www.mskcc.org/pe.
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