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OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

O myTauum reHa EPCAM

OTa nHpopMaliida IIOMOXKEeT BaM Y3HaTh, KaK MyTallus
reHa EPCAM MOXKeT IIOBJIMATHL Ha BaC U Ballly CEMBIO.

B 3TOM MaTepualie CIOBO «CeMbs» O3HavaeT JII0Oeu, C
KOTOPHLIMHU BBI CBA3aHBI KPOBHEIM POOCTBOM. K HUM He
OTHOCSTCS JIIOOU, C KOTOPLIMU BEI IOPOOHUIIUCE Yepe3
Opak uam 4epe3 YCHIHOBJIEHHE/yoodepeHnue. MBI Takxke
Ha3bIBa€M 3TUX YJIEHOB CEMbHU BAIlIUMU KPOBHBEIMU
POOCTBEHHUKAMU.

I'en EPCAM oOBIYHO IIOMOTAET IPEaOTBPATUTh PaK.
MyTalusa 3TOro reHa BbI3bIBAET HAPYILIEHUS B €r0
paborTe.

Ba>kHO MOHMMATh, YTO HaJIuyle MyTallid B 3TOM IreHe He
O3HA4vaeT, 4YTO y Bac 00si3aTeIbHO OymeT oOHapy2KeH pak.
9TO 03HAYaeT, YTO BHI IIOJIBEPKEHBI O0JIbIIIEMY PUCKY
pPa3BUTUS HEKOTOPHIX BUOB pakKa. THII paKa y Jiogel C
MyTalliell B 9TOM I'eHe MO>KeT OBITh Pa3HLIM JlazKe B
OIODHOU CceMbe.
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KakoB puck 3aboneTtb pakoMm npu
HaJnduum MmytTauuum reHa EPCAM?

Hanuuwue y Bac MmyTauuu reHa EPCAM o3HadaeT
Hannyre 3a001eBaHus, Ha3bIBAEMOI'0O CHHAPOMOM
JIlnnya.

CunrpgpoM JIMHYa IIOBHIIIAET PUCK PA3BUTHUSA
omnpedesieHHBIX BUOOB PaKa, BKIOYas:

e KOJIOPEKTaJIbHLIM PakK (pakK TOJICTOM U MPSIMOU
KUIIKA);

e PaK MaTKHU (3HOOMETPUS);

CunnopoM JIMHYa TakXKe MOXKET YBeJIMUUBaATh PUCK

Pa3BUTHUA OPYTUX BUOOB pakKa, HO 3TU ClIydau MeHee

pacrnpocTpaHeHtl. [IpuMeprl MeHee pacClIpPoOCTPaHEeHHBIX

BUOOB pPakKa, CBA3aHHBIX C CHHOAPOMOM JIvHYa:

e PaK AMYHUKOB

e DakK XKeJyaoka.

e PAK TOHKOM KUIIIKH;

PaK MO4YEBLIBOOSIIUX IIyTEMN

pPaK MOIXKeJTyA0YHOM KeJle3hl;

e DaK renaToOMUIMAapPHOM CUCTEMHEI (PaK B KJIETKax
[Ie4eHU, XKeJITYHBIX IIPOTOKOB U XKEJTYHOTI'O ITY3LIPS);
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¢ DAK I'OJIOBHOT'O MO3I'q,

e KapIIMHOMaA CaJIbHEIX XKeJjie3 (pak xKeJjes,
BEIpaAOaTHIBAIOIINX KOXKHOE Caslo).

[To Mepe u3y4eHus: 3TUX MyTalluil MBI MOKEM
OOHaApPYKUTh, YTO OHU YBEINYHUBAIOT PUCK PA3BUTUS
OPYTUX TUIOB paka. KOHCY/IbTaHT IO T€HETHUKE
IIPEOCTABUT BaM OOMNOJITHUTENIBHYIO HTH(POPMAIIHIO O
IIOBBLIMIEHNY PHCKa PA3BUTUSA PaKa, €CJIN Yy BaC €CTh
My Tallus.

117151 IONTy4YeHUA OOMOJIHUTEIbHOU HHPOPMaIlIun
rnpounuTtauTe MaTtepuan CHHIpoOM J/IHHYaA ¥ T€eHETHYECKOe
ucciaenosarue (www.msk.org/genetics/lynch-syndrome).

YTO0 A MOry caenaTthb OJI1 CHUXKEeHUA pPUcCKa
Pa3BUTUA paKa NPU HAJIMYUMUN MyTaLUMU
reHa EPCAM?

KOHCYJ'II:)TaHT II0 TEHETUKE U3YUYUT Ballld PE3YyJIbTATHI. OH
OGCYJII/IT C BaMH, C KaKHM PAKOM CBfA3adHaA Badllla MyTallUsi.

Balll KOHCY/IbTAHT I10 T€HETUKE TaKXKe U3YUYUT Balll
JINYHBIM U CEMEUWHBIM aHaMHe3, CBSI3aHHLIM C PAKOM, U
OacT PeKOMeHOaluH 110 IPOX0XKAeHWI0 00CIeqOBaHNH Ha
HaJIM4yre PaKOBBIX OIlyxXoieu. OH MOXKeT
IIOPEKOMEHO0BATh HayaTh 00CIeJoOBaHue Ha Haluyue
paka B 0ojiee paHHEM BO3pacCTe U C OOJIbIIIEN YaCTOTOU
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II0 CPaBHEHUIO C OOJIBIIMHCTBOM JIIOOEM UJIN IIPOUTH
cIienaibHbIe 00CIemoBaHusI, YTOOLI OOHAPYKUTH PakK
KaK MOXKHO pPaHBbIIIe.

K Takum OGCJ’IGHOB&HI/IHM Ha HaJIN4YHE€ PaKOBBIX OHYXOJ'IGIZ
OTHOCATCHA:

e KonmoHOoCKomnus B 00jIee paHHEM BO3PacCTe U C
O00JIbIIIEN YaCTOTOM II0 CPAaBHEHUIO C OOJILIINHCTBOM
JIIOOEN.

e JHIOCKONIHNS BEPXHUX OTHOEJIOB IIUIIEBAPUTEIFHOT O
TPpakTa (Impoleaypa, KoTopas MO3BOJISET Bpadyy BUOETh
Balll XXEeJIYOIOK U TOHKHUU KUIIIEYHUK).

e AHanu3 MO4YH (Ha HaJIu4yuve KPOBU B MOYe).
KOHCY/IBTAHT I10 TEHETUKE TaKxXKe MOXKeT O0CYOUTh C

BaMM BO3MOXKHOCTB OIlepalliuy OJIs MPeaoTBpallleHus
Pa3BUTHS pPaKa, TAKOHU KakK:

e OIlepaIus MO YOaJeHHUI0 MaTKU [JIs IIPeI0TBPalleHUsI
paKa 3HOOMETPUS;
e OIlepalus M0 YOAaJEeHUI0 SUYHUKOB [JIs

IIpegoTBPallleH!s pakKa SHYHUKOB.

Eciu BaM Ha3HadyeHa oIlepalys 10 yOaJleHHUI0 PaKOBOM
OITyXOJIX TOJICTOM KHIIKHK WJIH IIOJIMIIOB, KOHCYJILTAHT IIO
reHeTHKe MOXKeT IIOPeKOMEeHJ0BaTh BaM VIAJIUTh
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OOIIOJTHUTEJIbHYIO TKaHb TOJICTOM KHUIIIKH, YTOORI
IIPEeIOTBPATUTh JaJbHelllIee pa3BUTHE PaKa.

Eciu BB pelinTe IIPOUTHU Oomepalinio, 00CyouTe C
KOHCYJIbTAHTOM II0 TeHeTHKe HanuboJsiee moaxomsiiiee ojis
3TOr0 BpeMs. Onepaliys 110 yoaJeHUI0 MaTKU U
SIMYHUKOB BJINSAET Ha OETOPOOHYIO (PYHKIIUIO
(BO3MOZKHOCTH UMETEL Ouojiornueckux nereu). Eciu Bul
[IJIaHUPyeTe UMETh [IeTeu, KOHCYJIbTaHT I10 TeHETUKE
MOZKeT 00CyOuTh C BaMH BO3MOZKHEIE BAPUAHTHI.

KoHCYJIbTaAHT I10 TeHeTHKe TaKxKe O0OCYOUT C BaMH
OpyTrHe criocoObl 00CIenoBaHusI U IIPEedOTBPAIlleHNUSsI
pa3BUTHS PaKa, KOTOPEIE MOT'YT BaM ITOJOMTH.

YTO Hasimume MyTauum reHa EPCAM
O3HadYaeT OJIA MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy Hanuyum y BaC MyTalluld BEPOSITHOCTb HAJIUUYUS
9TOM MYTallM{ y BalluX OMOJIOTUYECKUX POOUTETIEN,
OpaThkeB, cecTep u geteu coctaBasgeT 50%. Y Bamux
OaJIbHUX POOCTBEHHUKOB TaKXKe MOXKET UMEThCSA PUCK
HaJIn4us II0go0OHOM MyTalluHu.

BepOHTHOCTb repegadyu MyTalluy OJPYI'dM 4JIeHaM CEMBbH
MY2KUHMHAMHU U 2ZKEHIMNMHAMM OOJWMHAKOBA. 115
IIOBHIIITEHHU A PUCKA PA3BUTHUA PaKad OJOCTATOYHO
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YHaACJIEAOBATb MyTallKIO OT OOHOT'O POOUTEIIA.

KOHCY/IbTAHT 110 TEHETUKE O3HAKOMUTCH C BallleUn
JINYHOU U CEMEHWHOU MEeUIIMHCKOU UCTOPUEM, II0CIIe
4Yero CKaxXeT, Hy>KHO JIU [IPOUTU TeHEeTUYEeCKUe
MCCJIeNOBaHUs BalllUM KPOBHLIM PONCTBEHHUKAM.

4YTO 3TO O3Ha4YaeT ONA NJaHUPOBaHUA
ceMbn?

Ecnu nipu Hanuyuu y Bac MyTauuu reia EPCAM BuI

IIJTAaHUPYEeTe UMETh JeTel, eCTh CIIOCOOLI ITPEeIOTBPATUTD

yHacJiegoBaHKWEe MYTalluM BalllUMU OeTbMHU. BO3MOXKHO,
BEI 3aXOTUTE OOCYOUTh 3TU CIIOCOOBI, 0COOEHHO IIPU
Ha/Iuuyuu MyTauuu reia EPCAMu y Bac, U y Balllero
rmapTHepa.

[Ipu Hanuuuum y Bac o0oux myrtanuu reia EPCAM ecTb
BEPOSITHOCTD, UTO Balll peOEHOK POOUTCS C PEOKHUM, HO
cepbe3HLIM 3a00J1eBaHHEM, KOTOPOE HAa3bIBAETCS
CUHOIPOMOM KOHCTUTYIIMOHAJIBHOTO geduiiira
BOCCTaHOBJIeHUsI HecooTBeTCcTBUU (Constitutional
Mismatch Repair Deficiency (CMMR-D)). Cunapom
CMMR-D rmoBhIIlIaeT PUCK Pa3BUTHUA OETCKOI'O pakKa.
Ecnu y Bac yxke ecTh getu, Hanuune y Hux CMMR-D
MaJIOBEPOSITHO, IOCKOJIbKY 3TO HapyIIeHUEe OOBIYHO
OUarHOCTUPYETCSA B PaHHEM Bo3pacTe. [[J1d IMoIy4YeHusd
OOMIOJIHUTEIbHOU HHPOPMAIINK O TEHETUYECKOM
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1ICCJIEOJOBAHUM U IIJIAHKMPOBAHUU CEMbH OOpaTUTECH K
KOHCYJIbTQHTY II0 T€eHETHKE.

HYTO O3HavYaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HEeT MyTallul WUJIHA €CJIM MBI OOHAPYKUIIN
BapHaHT HeolIpedeleHHOro 3HavyeHus (variant of
uncertain significance, VUS), Balll KOHCYJIbTaAHT II0
reHeTHKe U3YYUT Balll JINYHBIM U CEMEUHLIM aHaMHe3
paka. Bam magyT ob0miyie peKoMeHOalluu 1o
IIPOXOKIOEeHNI0 00CIeJOBaHUN Ha HaJlindle PaKOBBIX
OIIyXOJIEH.

VUS o3HavaeT, 4TO ObIJI0 00OHapyKEeHO N3MEeHEHNE B
reHe, HO MBI [I0Ka He 3HaeM, CBA3aHO JIU OHO C

TIOBBILIIEHHBIM PUCKOM Pa3BUTUSA pakKa. bOIbBIIMHCTBO
VUS B KOHEYHOM UTOT'€ OKaA3hIBAIOTCSI HOPMAaJIbHBIMU

N3MEHEHUsIMH, HE BIIUAIOINMNMHU Ha COCTOAHHUE 300POBbSI.

KoHTaKkTHasa uHpopMmauus

7/8



Ecnu y Bac ecTh BOIIPOCHI UJIM OMacCeHusI, 00paTUTECH
K BallleMy KOHCYJIbTaHTY II0 TeHeTuke B Cinyxk0e
KJIMHUYECKUX reHeTudeckux ucciaemoBanuu (Clinical
Genetics Service). Bel MoXeTe CBA3aTbCSI C HUM C
rmoHedenbHUKa 1o naTHHUIY ¢ 9:00 go 17:00 mo
Tenedory 646-888-4050.

ITommonHUTENbHYIO NHPOPMAIINIO CM. B HAIllEMn
BUPTYyaJIbHOM OMOIMOTEKEe Ha cauTe www.mskcc.org/pe.
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