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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

O mytauum reHa SMAD4

DTa nHpopmaumsa NOMOXET BaM Y3HATb, Kak MyTaLUd reHa
SMAD4 moxeT NnoBNMATb Ha BacC 1 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.

[eH SMAD4 o6bi4HO NOMOraeT NpenoTBPaTUTb pPak.
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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myTauuu reHa SMAD4?

Ecnun y Bac BbisBneHa myTtaumsa reHa SMAD4 , 3To o3Ha4vaeTt
Hann4ne 3aboneBaHNs, Ha3biBAEMOI O OBEHUJTbHbBIM
nonuno3HbiM cuHapomoM (Juvenile Polyposis syndrome
(JPS)). JPS noBbilaeT puck obpa3oBaHUs NONNMNOB
(TKaHeBbIX HAPOCTOB) B TOJICTON U NPAMON KULLUKE. DTH
NONMUNbl MOTYT MNOBbILWATb PUCK Pa3BNTUSA
KONopeKTanbHOro paka (paka ToNCcTon n NPSIMOW KULLIKW).
JPS Tak>xe noBbilLaeT pNCK pa3BUTUS ONpenesieHHbIX
BUOOB paka, BKio4vas pak xxenyaka. JPS takxxe moxer
NOBbICUTb PUCK Pa3BNTUA Paka TOHKON KULLIKW W
noaXenyaoo4YHON XXenesbl, HO 3TU CNly4yan MeHee
PacnpPOCTPaHEHDI.

[Mo Mepe nsyyeHns 3Tx MyTaumnin Mbl MOXXeM OOHaPYXUTb,
4YTO OHW YBENNYUBAIOT PUCK PAa3BUTUSA OPYrX TUMNOB paka.
KoHcynbTaHT No reHeTuKe NpenoCcTaBnUT Bam
0OMONHUTENbHYI0 NHPOPMaLUIO O NOBbILLEHNN PUCKa
Pa3BUTUSA paka, eCNn Y Bac eCTb MyTauuS.

bonee nogpobHasa nHdpopmaumsa npeacTaBneHa B
MaTepunane HacnegcTBeHHbIN paK TOICTON KULLIKU U
nosmnos: www.mskcc.org/genetics/colon-cancer-
polyposis

YTO0 1 MOry coenaTtb gnst CHNXeHnst pucka
pPa3BNTUS paka Npn Hanu4YnMn MyTaummn reHa
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https://www.mskcc.org/genetics/colon-cancer-polyposis

SMAD4?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTaTbl. OH
obcyaunT c BaMu, C KakMM TUMOM pPaka CBsi3aHa Balla
myTaums. [lo mepe n3yyeHnsa sTux MyTauunii Mbl MOXeEM
OOHaPYXUTb, YTO OHU YBENTNYNBAIOT PUCK PAa3BUTUS
OPYyrux TUNOB paka.

Ball KOHCYNbTaAHT NO reHeTMKe Tak)Xe N3YYUT Ball JINYHbIN
N CeMeNHbI aHaMHe3, CBSI3aHHbIN C pakoM, N oacT
peKkoMeHOauum no NPoxoXaeHuo obcnenoBaHnin Ha
Hann4ymne pakoBbix onyxonen. OH MoxeT
nopekoMeHaoBaTb Ha4YaTb o6cnefoBaHMeE Ha Hannyne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLUen 4HacToOTON Mo
CpaBHeHUIO C 6ONbLUMHCTBOM floaein Unu NPonNTy
cneunanbHble ob6cnegoBaHus, YTo6bl OOHAPYXUTb PakK Kak
MOXXHO paHbLLe.

K Takum O6CJ'I€,D,OBaHVIFIM Ha Haln4vdme pakKoBbIX onyxone|7|
OTHOCATCA:

e KonoHockonus B 6onee paHHeM Bo3pacTe U c 6onbLuen
4acTOTOW NO CPABHEHMNIO C OONbLUNHCTBOM N0 EN.

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

Ecnu BamM Ha3HavyeHa onepauuns No yaaneHunio pakoBon
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ONYXONN TONCTOW KULLKWU WA MOJINNOB, KOHCYNbTAHT MO
reHeTUKe MOXeT NopeKoOMeHAoBaTb BaM yaanunTb
OOMNOJIHUTENbHYIO TKaHb TOICTOWM KNLLKWN, YTOODI
NpenoTBPaTUTb AanbHelLlee pasBUTUeE paka.

KoHcynbTaHT No reHeTnke Takxe ob6CcygnT C BaMu gpyrme
cnocobbl o6cnegoBaHnsa N NpeaoTBpaLLeHus pa3BUTUS
paka, KOTopble MOryT BaM NOQOUTMN.

Y10 Hannumne mytaumm reHa SMAD4 o3Ha4vaet
11 MOMX KPOBHbIX POACTBEHHUKOB?

[Mpn HanM4uM y Bac MyTaum BEPOATHOCTb HalIM4YnNs 3TOMN
MyTauum y Baimx bnonormndecknx pogutenen, bpatbes,
cectep npeten coctasnaet 50%. Y sawmnx ganbHunx
POLOCTBEHHNKOB TaKXXe MOXEeT UMeTbCS PUCK Hann4ns
nopobHoN MyTauuu.

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

KOHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLLen TIMYHON
ceMeVHON MeANLUNHCKOW NCTOopUen, Nocrne Yero ckaxer,
HY>XHO ST MPOUTN reHeTn4Yeckmne nccnegoBaHnNs BallnNMm
KPOBHbIM pOACTBEHHMKAM.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?
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Ecnny Bac HeT MyTauum nnm ecnm Mbl 0GHapyXunu
BapuaHT HeonpepeneHHoro 3HadyeHunsd (variant of uncertain
significance, VUS), Ball KOHCYNbTaAHT MO reHEeTNKe N3y4YnT
BaLU JINYHbIV U CEMENHbIN aHaMHe3 paka. Bam papyT obuwme
peKkoMeHaaunm No NPoxXoXxaeHuto obcnegoBaHUn Ha
Hannymne pakoBbIX ONyXosneun.

VUS o3HauvaeT, 4To Ob151o 06Hapy>XEeHO N3MEHEHME B reHe,
HO Mbl MOKa He 3HaeM, CBSAI3aHO JI OHO C NOBbILLEHHbIM
PUCKOM pa3BuTud paka. bonbwinHcteo VUS B KOHEYHOM
NTOre OKasblBalOTCA HOPMaJibHbIMU U3MEHEHUAMU, He
BNINSAIOLLMMN HA COCTOSIHNE 30,0pPOBbA.

KoHTakTHast nnpopmauus

Ecnuny Bac ecTb Bonpochkl Wi onaceHns, obpatutechb K
BaLLleMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KnnHn4yecknx reHetundyeckmnx nccneposanum (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA C HUM C
noHepenbHuka no natHuuy ¢ 9:00 oo 17:00 no

TenedpoHy 646-888-4050.
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tel:+1-646-888-4050

[ononHuTenbHyto NHGOPMaLNIO CM. B HaLLEN
BUPTYanbHoOM bubnuoTteke Ha cante www.mskcc.org/pe.
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