$ Memorial Sloan Kettering
T ) Cancer Center

OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

O myTauum reHa SMAD4

OTa nHpopMaliida IIOMOXKEeT BaM Y3HaTh, KaK MyTallus
reHa SMAD4 MOXeT MOBJIUATHL Ha BaC U Ballly CEMbBIO.

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 SMAD4 oOBIYHO IIOMOTaeT NIPEegdOTBPATUTh PakK.
MyTalua 3TOro reHa BhI3LIBAET HAPVIIEHUS B €TI0
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
HaJIMdum MyTauum reHa SMAD4?

Ecnu y Bac BeISIBJIEHA MyTaliud reHa SMAD4 , 310
O3HavaeT Haanuyue 3aboieBaHMusI, Ha3bIBAEMOI'0O
IOBEHUJIbHBIM IMOJIMIIO3HBEIM CHUHAPOMOM (Juvenile
Polyposis syndrome (JPS)). JPS moBbiItaeT puck
00pa30BaHU MOJIUIIOB (TKAaHEBLIX HAPOCTOB) B TOJICTOM U
IIPAMOM KUILNKE. DTU IIOJIUILI MOTYT IMOBHIIIATh PUCK
Pa3BUTHA KOJIOPEKTAJILHOTO PaKa (pakKa TOJICTOU U
IIPSAMOU KUINKHU). JPS Tak>Ke MOBHIIIaeT PUCK Pa3BUTHUA
oIIpenesIeHHBIX BUOOB PakKa, BKJII0Uasa pak xkejiygka. JPS
TaKKe MOZKET IIOBLICUTh PUCK Pa3BUTHUSA PaKa TOHKOU
KUIIKY U IIOOXKEJTyOOYHOU XKeJjle3kl, HO 3THU ClIy4dau
MeHee PaCIPOCTPaHEHHI.

[To Mepe u3y4deHus 3TUX MyTaIlUil MBI MOXKEM
0OHaApPYKUTh, YTO OHU YBEIMUYUBAIOT PUCK Pa3BUTUS
OPYTUX THUIIOB pakKa. KOHCYJIbTAHT I10 TeHETHUKE
IIPEeOOCTABUT BaM OOIOJIHUTEIbHYIO HH(GOPMAIIHUIO O
IIOBHIIIIEHNH PHUCKA PA3BUTHS PaKa, ECIU Y BaC eCTb
MYyTallusl.

bosnee nogpoOHasa nHoOpMaIus IpeacTaBieHa B
MaTtepuane Hac/seqcTBeHHBIH PAK TOJICTOH KHIIIKH H
IIOJIHITIO3: WWW.msKkcc.org/genetics/colon-cancer-
polyposis
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https://www.mskcc.org/genetics/colon-cancer-polyposis

Y10 71 MOry coenartb AJIf CHUKEHUA PUCKa
Pa3BUTUA pPaKa NPM HAJIMYUM MyTaLuuU
reHa SMAD4?

KOHCY/IBTAHT II10 TEHETUKE U3YUYUT Ballld pe3yabTaThl. OH
oOCyouT C BaMH, C KaKMM THUIIOM paKa CBs3aHa Ballla
MyTanus. I[1o Mepe u3y4yeHus: 3TUX MyTalliil Mbl MOXKEM
OOHapPYKUTh, YTO OHU YBEJIMYHUBAIOT PHUCK PA3BUTUS
OPYTUX TUIIOB paka.

Bami KOHCYJIbTAHT I10 TeHETHUKE TaKKe U3YUUT Balll
JINYHBIM U CEMENHBIM aHaMHe3, CBI3aHHLIHM C PAKOM, U
oJacT peKoOMeHOalluH 110 IPOX0XKaOeHUI0 00cIegoBaHnl Ha
HaJIM4dre PaKOBHIX OIIyxojier. OH MOXKeT
IIOPEKOMEHI0BaTh HayaTh 00CIieJoBaHue Ha Haluyune
pakKa B Oojiee paHHEM BO3pacTe U C OOJIbIIIEeN YaCTOTOU
II0 CPAaBHEHUIO C OOJIBIIMHCTBOM JIIOOEM UJIN IIPOUTH
cIienaiibHbIe 00CIemoBaHusI, YTOOLI OOHAPYKUTH PakK
KaK MOZKHO PaHbIIIe.

K Takum OGCHGHOB&HI/IHM Ha HaJIN4YHE€ PAaKOBBIX OHYXOHefI
OTHOCSATCHA:

e KonmoHOCKOMINSA B 00JIee paHHEM BO3pPacTe U C
00JIbIIIEe YaCTOTOM II0 CPAaBHEHUIO C OOJILIINHCTBOM
JIIOOEN.

° SHHOCKOHI/IH BEPXHHUX OTOEJIOB ITUILEBAPUTEIIBHOI' O
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TPpakTa (Impoieaypa, KoTopasi IO3BOJISET Bpauyy BUOETh
Balll XKeJIyJOK U TOHKUU KUIIIEYHUK).

Ecnu BaM Ha3Ha4yeHa oIllepallis M0 yoaJleHUI0 PaKOBOu
OIIYXOJIX TOJICTOM KUIIKU HJIX IOJIUIIOB, KOHCYJILTAHT II0
reHeTUKe MOXKeT ITIOPEeKOMEHI0BATh BaM yIOaJIUuTh
OOIIOJTHUTEIbHYIO TKaHb TOJICTOM KHWIIIKH, YTOORI
IIPEOTBPATUTh JaJbHENIIIee pa3BUTHE PaKa.

KoHCYJIbTaAHT I10 TeHeTHKe TaKxKe O0OCYIOUT C BaMH
OpyTrHe criocoObl 00CIenoBaHMusI U IIPEedOTBPAIleHNUS
pa3BUTHS PaKa, KOTOPEIE MOT'YT BaM ITOJOMTH.

YTOo HasiMume MyTauum reHa SMAD4
O3HadaeT OJIA MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy Hanuyum y BaC MyTallud BEPOSITHOCTb HAIU4US
9TOM MYTallM{ y BalluX OMOJIOTUYECKUX POOUTETIEN,
OpaThkeB, cecTep u meteu coctaBasgeT 50%. Y Bamux
OaJIbHUX POOCTBEHHUKOB TaKXKe MOXKET UMEThCSA PUCK
HaJIn4dus II0gO0OHOM MyTalltHu.

BepOHTHOCTb repegadyu MyTalluy OPYI'dM 4JiIeHaM CEMbH
MY2KUHMHAMHU U 2ZKEHIMMHAMM OOJWMHAKOBA. 15
IIOBHIIITEHHUSA PUCKaA PA3BUTHUA PaKad OJOCTATOYHO
YHaACJiegoBaThb MyTalliIO OT OOHOI'O POOUTEJIsA.

KOHCYHbTaHT I10 TeHEeTHKe O3HAKOMHUTCS C Ballle!
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JINYHOU U CEMEHNHON MEeUIIMHCKOU UCTOPUEM, II0CIe
4Yero CKaxXeT, HyKHO JIU IIPOUTU T'eHeTU4YeCKue
HCCJIENOBAaHMUS BalllUM KPOBHLIM POOCTBEHHUKAM.

HYTO O3HavYaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTallul WUJIA €CJIM MBI OOHAPYKUJIN
BapHaHT HeEOoNpedeleHHOro 3HavyeHus (variant of
uncertain significance, VUS), Balll KOHCYJIbTaAHT II0
reHeTHKe U3YYUT Balll INYHBIM U CEMEUHLIM aHaMHe3
paka. Bam magyT obmiyie peKoMeHOalluu 1o
IIPOXOKIOEeHNI0 00CIeJOBaHUN Ha HaJlndlne PaKOBBIX
OIyXOJIEH.

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

TIOBBILIIEHHBIM PUCKOM Pa3BUTUSA pakKa. bOIbIIMHCTBO
VUS B KOHEYHOM UTOTr'€ OKaA3hIBAIOTCSI HOPMAaJIbHBIMU

N3MEHEHUSIMH, HE BIIUAIOINMNMHU Ha COCTOAHHUE 30O0POBbSI.

KoHTaKkTHasa uHopMmauus
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Ecnu y Bac ecTh BOIIPOCHI UJIM OMaceHusi, 00paTUTECH
K BallleMy KOHCYJIbTaHTY II0 TeHeTuke B Ciyxk0e
KJIMHUYECKUX reHeTudeckux ucciaemoBanuu (Clinical
Genetics Service). Bel MoXeTe CBA3aTbCSI C HUM C
rmoHedenbHUKa 1o nATHUIY € 9:00 go 17:00 mo
Tenedony 646-888-4050.

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

About Mutations in the SMAD4 Gene - Last updated on July 17,
2023

Bce mpaBa 3amuuineHsl 1 npuHaaiaexaT Memorial Sloan Kettering
Cancer Center
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