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OBPA3OBATEJIbHbIE MATEPUAJIbI 014 MAUMEHTOB N YXAXKUBAKOLNX 3A
HUMW JTNL,

O myTauum reHa SMAD4

OTa nHpopMallks IOMOXKET BaM y3HaTh, KakK MyTalius reHa SMAD4 MOoXeT
IIOBJIUSTH 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 SMAD4 oOBIYHO IIOMOTAET IPENOTBPATUTh PaK. MyTallisi 3TOT0 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 MyTauum reHa SMAD4?

Ecnu y Bac BuIIBjIeHa MyTauusa reHa SMAD4 , 3To 03Ha4YaeT Hajiuuue
3a001eBaHUs, Ha3bIBAEMOT'0O I0BEHUJIbHBLIM ITOJIMIIO3HBIM CUHAPOMOM
(Juvenile Polyposis syndrome (JPS)). JPS noBeilliaeT puck 06pa3oBaHusI
IIOJIUIIOB (TKaHEBBIX HAPOCTOB) B TOJICTOU U IIPSAMOU KHUIIKE. OTU IIOJIUNIEI
MOTYT IOBHIIIATh PUCK Pa3BUTUA KOJIOPEKTAJIBHOI0 paka (paka TOJICTOU U
IPAMOU KUILIKM). JPS TakzKe MOBHIIIIAeT PUCK PAa3BUTUS OIIPENEeIeHHBIX BUOOB
paka, BKJIro4Yas pak XKejyaka. JPS Takke MOXKeT IIOBBICUTh PUCK Pa3BUTUSA
paKa TOHKOU KHUIIKU U MOAXKEIYOOYHOU XKeJle3kbl, HO 3TU Clly4yau MeHee
pacupoCTpaHeHHL.
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ITo Mepe U3y4EeHUd 3TUX MYTaHI/II‘;I MBI MO2KXeM O6Hapy}KI/ITL, 4TO OHHU
YBEIIMYUBAIOT PUCK PA3BUTHUA OPYI'UX TUIIOB PaAKaA. KOHCYJ'IBT&HT IIO TeHeTukKe
mpeagoCTaBUT BaM OOITIOJIHUTEJILHYIO I/IH(I)OpMaI_[I/IIO O ITIOBHIIITIEHHWHX PHCKa
Pa3BUTHUA PaAKa, €CJIK Y BaC €CTb MyTallr4.

Bonee nmogpobHas nHpopmalus npeacraBjieHa B MaTepuaie
HacnengcrBeHHBIH paK TOJICTOH KHIIKH H ITOJIHIIOS:
www.mskcc.org/genetics/colon-cancer-polyposis

Y10 71 MOry coenaTtb AJIf CHUKEHUA PUCKa
Pa3BUTUA pPaKa NPM HAJIMYUMM MyTaLuum
reHa SMAD4?

KOHCYJIbTAHT IO TeHEeTUKE UIYYUT Balllu pe3ybTaThl. OH 00CYOUT C BaMH, C
KaKUM TUIIOM pPaKa CBs3aHa Ballla MyTalus. [To Mepe u3y4eHus: 3TUX
MyTallii MBI MOXKeM OOHaAPYKHUTh, YTO OHU YBEJIMYMBAIOT PUCK PA3BUTUS
OPYTUX TUIIOB paka.

Ballr KOHCyJIbTaAHT 110 TeHEeTUKE TaKzKe U3YYUT Balll JINYHBIU U CEMENHBIN
aHaMHe3, CBA3aHHBIM C PAKOM, U JaCT PEKOMEHOALIUU I10 IIPOXOXKAEHUIO
oOcJieqoBaHNl Ha HaJIW4Ue PaKOBBIX onmyxoiiei. OH MOXKeT MTOPEeKOMEHI0BATh
HavaTh 00ClIleloBaHNWEe Ha Halmu4yre paka B 00jiee paHHEM BO3pacTe U C
OOosbIllel 4aCTOTOM IO CPAaBHEHUIO C OOJIBITMHCTBOM JIIOAEHN WU IIPOUTH
cIelranabHbIe 00CIeqoBaHtsI, YTOOB OOHAPYKUTDH PaK KaK MOXKHO PaHbIIIE.

K TakuM oOciemoBaHUSM Ha HaAJIMYHE PAKOBEIX OMYXOJIeH OTHOCSITCS:
e KomoHockonus B 60jiee paHHEM BO3pacTe U C OOJIbIIeN 4YaCTOTOM! 0
CPaBHEHUIO C OOJILITMHCTBOM JIIOOEH.
e DHOOCKOMHS BEPXHUX OTHEJIOB IMUIIIeBAPUTEIBHOI0 TPaKTa (IIpoenypa,

KOTOpPas ITO3BOJISAET BPA4Yy BUOETH Balll 2KEJIYOOK U TOHKUH KUIIIEYHUK).

Ecnu BaM Ha3HadeHa oIlepalys 110 yOaJleHUI0 paKOBOM OIIYXOIU TOJICTOM
KHWITKY UJIU II0JIUIIOB, KOHCYJIbTAHT 110 TeHeTHKe MOXKeT ITIOPEeKOMEHI0BaTh
BaM YOAJIUTh JOIOIHUTEIIbHYIO TKaHb TOJICTOM KUIIKH, YTOOHI
IIPEeNoOTBPATUTh HalibHENIlee pa3BUTHE PaKa.
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https://www.mskcc.org/genetics/colon-cancer-polyposis

KoHCYnbTaHT IO TeHETUKE TaKiKe OOCYOUT C BaMHU OPYTHUE CIIOCOOHI
o0cnemoBaHus U IPEeOOTBPANIeHUSI PAa3BUTHUS pakKa, KOTOPbIe MOTYT BaM
TIOMOMUTH.

YTOo Hannume MyTauum reHa SMAD4
O3Ha4yaeT AJI1 MOUX KPOBHbIX
POACTBEHHUKOB?

[Tpu HanMM4YuM y BaC MyTalliM BEPOSITHOCTb HAJTUYUs 3TOM MyTallud y BalllUX
OMoIOTUYeCKUX poauTesieli, OpaTheB, cecTep u geTeu coctaBnsgeT 50%. Y
BalllX JaJIbHUX POACTBEHHUKOB TaKKe MOXKET UMEThCS PUCK HaJIU4U s
ITO00HOM MyTallUU.

BepOHTHOCTB rnepeagady MyTalluv JPYT'M 4YJIeHaM CEMbU My2KUYKWMHAMU U
JKEeHIIIMHaAMU OOUHaKoBa. [1JI5 IIOBLIIIIEHUS PHCKa Pa3BUTHA PaKad JOCTATOYHO
YHaCJIegoBaTb MYTallUIO OT OOHOT'O POOUTEJIA.

KOHCyJ/IbTaHT 110 TeHEeTUKE O3HAKOMUTCS C Balllen JINYHOU U CEMENHOU
MEOULIMHCKOU UCTOPUEN, IIOCIIE YeT0 CKaXKeT, HYXKHO JIA [IPOUTU
reHeTU4YeCKHe UCCIIeqOBaHUs BallluM KPOBHBIM POOCTBEHHUKAM.

HYTO O3Ha4YaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTalluu UJIA €CITH Mbl OOHAPYKUJIA BapHUaHT
HeoIlpeaeneHHoro 3HavyeHus (variant of uncertain significance, VUS), Bai
KOHCYJIbTAHT I10 T€eHEeTUKEe U3Y4YUT Balll INYHBIM U CEMEUHBIU aHaMHe3 paka.
BaMm magyT oOIiiie peKOMeHOalluM 110 TPOX0XKIOeHNI0 00CcienoBaHUM Ha
HaJIM4he PaKOBHIX OMYXOJIEH.

VUS o3Ha4daeT, 4TO ObIJIO OOHapyKeHO N3MEHEHNE B TreHe, HO MBI IOKa He
3HaeM, CBSI3aHO JIM OHO C IMOBHIIIIEHHBIM PUCKOM Pa3BUTHUSA PakKa.
bonbimuHCcTBO VUS B KOHEYHOM UTOT€ OKa3bIBalOTCSI HOPMaJIbHBIMU
WU3MEHEHUSIMHU, HEe BIIUSIOIIUMU Ha COCTOSSIHUE 300POBbA.
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KoHTaKTHasa uHdpopmMmauus

Ecnu y Bac eCThb BOIIPOCHI UIU OITaCeHMsi, 00paTUTECH K BallleMy
KOHCYJIbTAHTYy 10 TreHeTuKe B CyK0e KIMHUYECKUX TeHEeTUYEeCKUX
uccinenoBaHui (Clinical Genetics Service). Bel MokeTe ¢cBI3aThCS C HUM
c noHepenbHUKA 110 IATHHULY C 9:00 mo 17:00 mo Tenedory 646-888-
4050.

IomonmHUTENbHYIO UH(POPMAIINIO CM. B HaIllell BUPTyaJIbHOU OMOIMOTEKE Ha
cauTe www.mskcc.org/pe.
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