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OBPA3OBATEJIbHbIE MATEPUAJIbI 014 MAUMEHTOB N YXAXKUBAKOLNX 3A
HUMW JTNL,

O mytTauum reHa EPCAM

OTa nHpopMallysa IOMOXKET BaM y3HaTh, Kak myTtalusa reHa EPCAM MoxXeT
IIOBJIUSATH Ha BaC U Ballly CEMBIO.

B 3TOM MaTepuase CI0BO «CeMbsI» O3HAdaeT JII0AeH, C KOTOPLIMU BEI
CBSI3aHBLI KPOBHELIM POACTBOM. K HUM He OTHOCSITCS JIIOOU, C KOTOPLIMHU BHI
IIOPOOHUINCEH Yepe3 Opak MU Yyepes3 yChIHOBIeHUe/yoouepeHue. MbI TakKxkKe
HA3bIBAE€M 3THX YJI€EHOB CE€MbH BalllUMU KPOBHBIMU POOCTBEHHUKAMH.

I'en FPCAM oOBIYHO IIOMOTAET IIPegoTBPAaTUTh pakK. MyTaliusa 3TOro reHa
BBLI3LIBAET HAPYIIEHUS B ero pabore.

BaxXHO ITOHMMAaTh, YTO HaJIM4YMe MyTallil B 9TOM I'eHe He O3Ha4daeT, YTO Y
Bac 00s13aTeNbHO OymeT OOHapyzKeH pakK. ITO O3HAYaeT, YTO Bbl HOOBEPKEHEI
OO0JIBIIIEMY PUCKY PA3BUTHUS HEKOTOPHIX BUMOB paka. TUII paKa y Jiofei
MyTalliel B 3TOM I'eHe MOXKeT OBITh Pa3HBIM JaKe B OITHOM CeMbe.

KakoB pUcCK 3a0oseTb pakoM npu
HaJIMdum Mmytauuum reHa EPCAM?

Hanuuwue y Bac myTtanuu reia EPCAM o3HadaeT Hanu4due 3ab00IeBaHuUsd,
Ha3bIBAeMOT' 0 CUHOPOMOM JIvHYa.

CunpgpoM JIuHYa MOBHIIIAeT PUCK Pa3BUTHUS OITPedeIeHHBIX BUOOB pakKa,
BKJTIOYasl:

* KOJIOPEKTalIbHbIY pakK (pakK TOJICTOM U MPSIMOU KUILKN);

* pakK MaTKHU (3HIOMETpUs);

CunpgpoM JInH4Ya TakKe MOXKET YBEeIN4YUBaTh PHUCK Pa3BUTHUS OPYTUX BUIOOB
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pakKa, HO 3TU CJIy4yau MeHee paclnpocTpaHeHksl. [IpuMepsl MeHee
pacIpoCcTPaHeHHLIX BUOOB paKa, CBI3aHHLIX C CHHAPOMOM JIMHYa:
e PakK AMYHUKOB
* pak xXeJymgka.
* pakK TOHKOU KWIIKU;
e PaK MOUYEBLIBOOSIIUX IYTEN
* paK MOAXKEeIyOOYHOU XKeJle3bl;

e pak remaToOMUIMAapPHON CUCTEMEI (PakK B KJIETKaX IMeYEeHU, KEJTUHBIX
IIPOTOKOB U XKEJTYHOTO ITy3hIPs);

¢ PaAK I'OJIOBHOT'O MO3Tq;
¢ KapIOHMHOMa CAJIBHBIX 2KeJIe3 (paK XKeJies, BBIpa6aTbIBaIOU.II/IX KO2KHO€E

cajio).

ITo Mepe U3y4EeHUd 3TUX MYTaHI/II‘;I MBI MO2XeM O6Hapy}KI/ITL, 4TO OHHU
YBEIIMYUBAIOT PUCK PA3BUTHUA OPYI'UX TUIIOB PaAKaA. KOHCYJ'IBTaHT IIO TeHeTukKe
mpeagoCTaBUT BaM OOITIOJIHUTEJILHYIO I/IH(l)OpMaI_[I/IIO O ITIOBHIIITIEHNWHX PHCKa
Pa3BUTHUA PaKa, €CJIKM Y BaC €CTb MyTallr4.

7151 mony4YeHus: OOMMOIHUTENbHOU HH(pOPMallu IPOYUTaAUTEe MaTepUal
CuHgpoMm JIHHYa ¥ TeHEeTHYECKOEe HCCIeJOBAHHE
(www.msk.org/genetics/lynch-syndrome).

YTOo 1 MOry caenaTthb AN CHUXKEHUA pUckKa
Pa3BUTUA pPaKa NMPU HAJIMYUU MyTaL UM
reHa EPCAM?

KOHCYJ'IBTaHT IIO TEHETUKE U3YUYUT Ballld PEI3YJILTATHI. On O6CYI[I/IT C BaMy, C
KaKUM PAKOM CBsi3dHd Bdllla MYTallH4.

Balir KOHCY/IbTaHT 110 TeHETUKE TaKzKe U3YYUT Balll INYHBIM U CEMEUHBIN
aHaMHe3, CBI3aHHBIM C PaKOM, U OJaCT PEKOMEHOAllNH 110 IIPOX0KIEHUIO
oOcJieqoBaHNl Ha HaJIW4MWe PAaKOBBIX onmyxoiei. OH MOXKeT TOPEeKOMEHI0BATh
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HauvaTh 00CliefjoBaHUE Ha Hajln4yue paka B 00jiee paHHEM BO3pacTe U C
OOIbIIIEN YaCTOTOM 110 CPAaBHEHUIO C OOJILIIIMHCTBOM JIIOJIEN WU ITPOUTHU
crielianbHbie 00CIeqoBaHusI, YTOOB 00OHAPYKHUTH PaK KaK MOXKHO PaHBbIIIE.

K Takum 06C.TIe,'E[OBaHI/I${M Ha HaJIN4YHe PaKOBBIX onyxoneﬁ OTHOCATCHA:
o KonoHockomnus B 0ojee PaHHEM BO3pPacCTe U C 0oJIbIlIell YaCTOTOM IO

CPaBHEHHIO C OOJIBLIIIMHCTBOM JIIO[EN.

e DHIOOCKOMNMS BEPXHUX OTHEJIOB IIHUINEBAPUTEIBHOI0 TPaKTa (IIpolienypa,
KOTOpPasl ITO3BOJISIET Bpauy BUETH BAlll JKEIYI0K U TOHKUN KUIIIEYHUK).

e AHanu3 MouHu (Ha HaJIu4Yue KPOBU B Moue).
KOHCY/IbTaHT 10 TeHEeTHUKEe TaK¥XKe MOXKeT 00CYIUTh C BAMU BO3MOXKHOCTD
oIlepaluy IOJjisi IPeaoTBPallleH!sT Pa3BUTHUS PaKa, TaKOM KakK:

e oIepalus I10 yaaJeHWI0 MaTKHU OJIsS IPeqoTBPAIlleHUs PaKa SHIOMETPHS;

e oIepalus 0 yaaJleHuI0 SUYHUKOB IOJIs IPeJoTBPallleHns paka SUYHUKOB.
Ecnu BaM Ha3HaudeHa ollepalys 1o yaaJeHNUI0 PaKOBOM OIYXO0JIM TOJICTOU
KUIITKY UJIK TIOJIUTIOB, KOHCYJIBTAHT I10 TeHETUKE MOXKET IIOPEKOMEHIOBATh

BaM yIOAJIUTh OOIMOJTHUTEJIbLHYI0 TKaHb TOJICTOM KUIIIKY, YTOOBI
IIPEeIOTBPATUTh OabHeNIlee pa3BUTHE paKa.

Eciu BEI pemnIuTe IPOUTH oIlepalinio, 00CyauTe C KOHCY/IbTAaHTOM II0
reHeTUKe HauboJjiee MoOxoasiiee Oy 9Toro BpeMsi. Omepalus mo ygaleHUuIo
MaTKM U SUYHUKOB BIIUSIET Ha IeTOPOOHYIO PYHKIINIO (BO3MOXKHOCTL UMEThH
Ouronoruyeckux merei). Eciiu B IIIaHUPYyeTe UMETh JeTel, KOHCYIbTaHT I10
reHeTHuKe MOXKeT 00CYIUTh C BaMU BO3MOXKHbIE BapPHUAHTHI.

KOHCYyJIbTaHT 110 TEHETUKE TaKxkKe 0OOCYOUT C BaMU OPYyTrue CIIOCOOBI
oOciieqoBaHus U IIPeOOTBPallleHUs Pa3BUTUS pPaKa, KOTOPhIEe MOTYT BaM
IIOMOMUTH.

YTO HasMume MyTauum reHa EPCAM
O3HadaeT OJIA MOUX KPOBHbIX
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POACTBEHHUKOB?

[Ipy HanUu4uu y BaC MyTallid BEPOSTHOCTh HAJIMUYUA 3TOU MyTallud Y BallluX
OmoJIOrMYeCcKuX poOguTesiel, OpaTheB, cecTep U geTeu cocrtaBasieT 50%. Y
BalllX JaJIbHUX POACTBEHHUKOB TaKXKe MOXKET UMEThCS PUCK HaAIN4YUA
IMOJg00HOM MyTallUU.

BGpOHTHOCTB Inepegady MyTalli JPYTHMM 4YJIeHaM CEMbH MYy2XK4YKHMHaAMHU U
JKEeHIIIMHaAMU OOUHaKoBa. 11 IIOBHIIIIEHUS PHCKa PA3BUTHUA PaKa JOCTATOYHO
YHacCJIiegoBaThb MYTallIO OT OOJHOI'O POOUTEJIA.

KOHCY/IbTaHT 110 TeEHETUKE 0O3HAKOMUTCS C Balller JINYHOU ¥ CEMENHOU
MEeOUIIMHCKOU UCTOPUEN, IIOCIIe YeTr0o CKaXKeT, Hy2KHO JIU IPOUTHU
reHeTU4YeCKue MCCJIed0BaHts BalllM KPOBHBIM POOCTBEHHHKAM.

4YTO 3TO O3Ha4YaeT ONA NJaHUPOBaHUA
ceMbn?

Ecnu npu Hanuuyuu y Bac MmyTtanuuu reia EPCAM BEI ITaHUPyEeTE UMETh

OeTel, eCThb CIIOCOOBI TPeAOTBPATUTh YHACIeJOBaHue MyTalluy BalllUMU
neTbMU. BO3MOKHO, BBl 3aXOTUTE OOCYOUTh 3TU CIIOCOOHBI, 0COOEHHO IPU
Hanuyuu MyTtauuu reia EPCAM u y Bac, 4 y Balllero rapTHepa.

[Tpu Hanuuum y Bac oboux myTtanuu reia EPCAM eCTb BEPOSITHOCTD, YTO
Balll peOEHOK POOUTCS C PEAKNM, HO CEPhe3HBIM 3a00iIeBaHUEM, KOTOPOE
Ha3bIBAE€TCS CHHOPOMOM KOHCTUTYILIMOHAILHOTO OeduiinTa BOCCTaHOBIIEHUS
HecooTBeTCcTBUM (Constitutional Mismatch Repair Deficiency (CMMR-D)).
Cungpom CMMR-D noBhIIIIaeT PUCK pa3BUTUA OEeTCKOro paka. Eciu y Bac
yKe eCThb feTu, Hanuuue y Hux CMMR-D ManioBeposATHO, IIOCKOJIBKY 3TO
HapyllleHre OOLIYHO JUAaTrHOCTUPYETCS B paHHEM Bo3pacTe. [/ MonydYeHus
OOIIOJTHUTEIbHOU MH(pOPMalii O TEHETUYECKOM UCCJIEIOBaHUM U
IJTAaHWPOBAHUM CEMbY 00paTUTECh K KOHCYIbTAHTY 10 T€HETHUKE.

HYTO O3HavYaeT OTCYTCTBUE Y MeHSA
MyTauuu?
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Ecnu y Bac HET MyTalluy UIN €CJIM Mbl OOHaApPY2KUJIU BapuaHT
HeoIlpeaeleHHoro 3HaveHus (variant of uncertain significance, VUS), Bai

KOHCYJIBTAQHT IIO TEHETUKE U3YUYUT Badlll JINYHBIN U CEMEeNHBIM aHaMHe3 PakKka.

Bam pgamyT obIie peKoOMeHOalluy 10 IPOX0XKAeHNI0 00cieqoBaHUM Ha
HaJIn4Yle PaKOBLIX OIYXOJIeH.

VUS o3HaugaeT, 4To ObIJI0 0OHaApPyKEeHO U3MeHEeHMEe B I'eHe, HO MHI II0Ka He
3HaeM, CBSI3aHO JIM OHO C ITOBBIILIEHHBIM PHUCKOM pPa3BUTUA pPakKa.
BonbirnHCcTBO VUS B KOHEYHOM UTOr'€ OKa3bIBAlOTCSI HOPMaJIbHBIMU
W3MEHEHUSIMH, He BJIIMSIOLIUMHU Ha COCTOTHUE 30POBBA.

KoHTaKTHasa uHpopMmauus

Ecnu y Bac eCTh BOIIPOCHI UIU OITaCeHNsi, 00paTUTECH K BallleMy
KOHCYJIbTAHTYy 10 reHeTuKe B CyK0e KIMHUYECKUX TeHEeTU4YEeCKUX
ucciaenoBaHui (Clinical Genetics Service). Bel MokeTe cBI3aThCS C HUM
c noHegenbHUKA 110 TATHHULY C 9:00 mo 17:00 mo Tenedory 646-888-
4050.

IomonHUTENbHYIO UH(POPMAIINIO CM. B HaIllel BUPTyaJIbHOU OMOIMOTEKE Ha
cauTe www.mskcc.org/pe.
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