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OBPA3OBATEJIbHbIE MATEPUATIbLI 014 NALVEHTOB N YXAXWBAKOLLNX 3A HUMW JTNL],

O mytauum reHa SMAD4

OTa nHdpopmMaums NOMOXeT BaM y3HaTb, Kak MyTaunsa reHa SMAD4 MoxeT NOBNNATb Ha
BAacC 1 Bally CEMbIO.

BaTtom MaTepunane CZioBO «CeMbda» O3Ha4YaeT J'IIOJJ,GI7I, C KOTOPbIMU Bbl CBA3aHbl KPOBHbIM
poaocTBOM. K H1UM He oTHOCATCH Jrogn, C KOTOPbIMU Bbl MOPOOHUITNCD Hepe3 6paK nnm
yepes YCbIHOBJ'IeHI/Ie/YD,O‘-IepeHVIe. MbI Tak>)XKe Ha3biBaeM 3TUX YI1IEHOB CEMbIW BalLNMK
KPOBHbIM pOACTBEHHUKaMN.

'eH SMAD4 06b14HO NOMOraeT NpefoTBPaTUTb pak. MyTaums 3Toro reHa Bbi3biBaeT
HapyLueHuns B ero paborTe.

Ba)kHO NnoHMMaTb, YTO HaNM4Me MyTauun B 3TOM FreHe He O3Ha4aeT, YTo y Bac
obs3aTenbHO OyaeT o6HapyXXeH pak. DTO O3HA4YaeT, YTO Bbl NOABEPXEHbI 6bonbLueMy
PUCKY pa3BUTUS HEKOTOPbIX BUAOB paka. Tun paka y fnoaen ¢ MyTaunein B 3STOM reHe
MOXeT ObITb pa3HbIM laXe B OQHON CEMbe.

KakoB puck 3aboneTtb pakoM Npu Hann4ynum MyTaumm
reHa SMAD4?

Ecnny Bac BbisBneHa Mytaumsa reHa SMAD4 , 3To o3Ha4vaeT Hann4vune 3aboneBaHus,
Ha3blBAa€MOT O IOBEHWJIbHbIM NONMNO3HbIM cuHapomoM (Juvenile Polyposis syndrome
(JPS)). JPS noBbilwaeT puck ob6paszoBaHns nonnnos (TkaHeBbIX HAPOCTOB) B TOJICTON U
NPSAMON KULLKE. DTU NONNMNbI MOTYT NOBbILLIATb PUCK Pa3BUTUSA KOJTOPEKTANIbHOIO paka
(paka ToncTon n npsamon knwku). JPS Takxxe noBbiLLaeT PUCK Pa3BUTUSA ONpeaeneHHbIX
BNOOB paka, BK/lo4as pak xenyaka. JPS Takke MoXeT NOBbICUTb PUCK Pa3BMUTUSA paka
TOHKOW KNLLKWN N NOAXKEeNy[oYHOM Xenesbl, HO 3TN Cly4Yan MeHee pacnpoCTpPaHeHbI.

Mo Mepe n3yyeHns aTux MyTauuii Mbl MOXXeM OBHapPYXXNTb, YTO OHU YBENIMYNBAIOT PUCK
pa3BnUTUS APYrux TUNoB paka. KOHCyNnbTaHT Mo reHeTuKe NpenoCcTaBUT BaM
AOMNONHUTENbHYO MHPOPMALUIO O NOBbILLIEHUN PUCKA PA3BUTUSA paka, eciin y BaC eCTb
MyTauus.

bonee nogpo6Hasa nHGopMauus NnpeacTaBeHa B MaTepunane HacnegcTBeHHbI pak
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TOJICTOWN KMLIKY 1 nonmno3: www.mskcc.org/genetics/colon-cancer-polyposis

YTo 9 MOry caenatb ons CHMXeHnsa pucka pasButus
paka npu Hannunun myTtaunm reHa SMAD4?

KoHcynbTaHT No reHeTUKe U3y4nT Bawn pesynbTatbl. OH 06CyanT C BaMu, C Kakum
TUNOM paka CBa3aHa Bawla MyTaums. [lo Mepe nsyyeHus 3Tx MyTaunini Mbl MOXEM
OBHapPYXNTb, YTO OHU YBENNYNBAIOT PUCK PA3BUTUS OPYrX TUNOB paka.

Balu KOHCYNbTAHT NO reHeTuKe TakXe N3YYUT BaLl JINYHbIA U CEMENHbI aHaMHe3,
CBSI3aHHbIl C PakoM, 1 AaCT peKoMeHAauMn No NPoxXoXaeHnio obcnenoBaHNin Ha
Hannune pakoBbix onyxonei. OH MoXeT NopekoMeHaoBaTb Ha4aTb 06cnenoBaHMe Ha
Hannyne paka B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLueri YacTOTON NO CPaBHEHUIO C
GONbLUNHCTBOM floAen Unv NPONTK cneymnanbHble o6cneqoBaHus, YTOObl OBGHAPYXUTb
pak Kak MOXXHO paHbLLe.

K Takum o6cnegoBaHUAM Ha Hannyme PakoBbliX ONyXosel OTHOCATCS:
¢ KonoHockonus B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLuein YacTOTOM NO CPaBHEHUIO C
60MbLUNHCTBOM flloaen.
e DHOOCKONMSA BEPXHNX OTOENOB NULLEBapUTeNbHOro TpakTa (npouenypa, koTopas

NoO3BOJIAET Bpa4y BUOETb Ball XXenlyaokK un TOHKNN KVILIJe‘-IHI/IK).

Ecnu BaM Ha3sHayeHa onepauus nNo yaaneHuto pakoBOM ONyXosn TONCTON KULLIKU NN
NONNMNOB, KOHCYJIbTAHT MO FreHeTMKe MOXeT NOpPEeKOMeHAoBaTb BaM yaanunTb
AOMOJIHUTENbHYIO TKaHb TONCTON KULLKK, YTOObI NpeaoTBpaTUTb AanbHelee
pa3BuTMe paka.

KoHcynbTaHT Nno reHeTuke TakXke o6CcyanT c BamMu gpyrue cnocobbl o6cnegoBaHns n
NpepoTBpPaLLEeHNs Pa3BUTUSA paka, KOTOPble MOryT BaM NOOONTN.

Y10 Hannume mytaumm reHa SMAD4 o3HavaeT gns
MOUX KPOBHbIX POACTBEHHNKOB?

Mpwv Hannuun y Bac MyTaumnm BEPOATHOCTb HAaNNYnNs 3TOW MyTaL M Y BaLLKnX
Ouonorunyeckux pogutenen, bpatbes, cectep n geten coctanaet 50%. Y Bawumx
OaNnbHNX POACTBEHHNKOB TAaK)Xe MOXET UMeTbCS PUCK Hann4nsa nogobHon myTauum.

BeposTHOCTb Nepenaym myTaumm gpyrum YneHam CeEMbU MY>KH4MHAMN U XXEHLLIMHAMI
oguHakoBa. [1ns NoBbILLIEHNS PUCKA Pa3BUTUS paka AOCTaTOYHO YHAC/IedoBaTh
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https://www.mskcc.org/genetics/colon-cancer-polyposis

MyTauunio OT OOQHOro pognTend.

KoHcynbTaHT No reHeTnKe 0O3HAaKOMUTCSA C BaLLen IMYHON N CEMENHON MeaVLVHCKON
NCTOpPMEN, NOCIe Yero CKaXeT, HY>XXHO NI NPONTU reHeTu4eckmne nccrnenoBaHna BalLuM
KPOBHbIM POACTBEHHMKAM.

Y10 03HauaeT oTCcyTCTBME Y MEHA MyTaunn?

Ecnuy Bac HeT MyTauum nnmn ecnn Mbl OGHapPYXUnnM BapuaHT HeonpeaeneHHoro
3Ha4veHus (variant of uncertain significance, VUS), Ball KOHCynbTaHT No reHeTnKe
N3y4YnT BaLL NINYHbIA U CEMENHbI aHaMHes paka. Bam papyT obLmne pekomeHpaumm no
NPOXoXAeHUo ob6cnenoBaHN Ha HanM4YMe PakoBbIX OMYyXOnei.

VUS o3HavaerT, 4To 661510 0O6HaPY>XEHO N3MEHEHME B FreHe, HO Mbl MOKa He 3HaeM,
CBSI3aHO /1N OHO C NOBbILLIEHHbIM PUCKOM pPa3BuUTUSA paka. bonbwmnHcTBo VUS B KOHEYHOM
NTOre okasblBaloTCA HOPMalbHbIMU N3MEHEHUNSIMU, HE BIUSAIOLLMMIN HA COCTOSIHNE
300POBbA.

KoHTakTHas nHpopmaumsa

Ecnny Bac ecTb Bonpochbl unm onaceHusi, obpaTtnTech K BalleMy KOHCYJIbTaHTY Mo
reHeTuke B Cnyx6e knuHnyeckunx reHetnveckux nccneposanuin (Clinical Genetics
Service). Bbl MOXeTe cBS3aTbCsA C HAM C NOHeaenbHukKa no nATHuYy ¢ 9:00 po 17:00
no tenedoHy 646-888-4050.

[OononHuTenbHyio HGOPMaLMIO CM. B HaLLEeN BUpTyanbHom 6ubnnoTteke Ha canTe
www.mskcc.org/pe.
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tel:+1-646-888-4050
https://www.mskcc.org/pe
https://www.mskcc.org/public-notices/health-information-from-msk-cancer-experts

[Mopenntecb cBOMM MHEHEM
[Tlogpenutecb CBOMM MHEeHEeM

Baw oT3bIB NTOMOXET HaM CKOpPPEKTNPOBaTb 0O6pa3oBaTeNbHble MaTepuansl,
npepocTaBnseMble nauneHTaM. [JaHHble, NpenocTaBieHHble BaMu B 3Ton dopme
ob6paTHoW cBA3M, ByayT HEQOCTYMHbI AN COTPYAHUKOB BaLLel flevalliel KoMaHabl.
MNMoxanyiicTa, He ncnonb3yinTe 3Ty GOpPMy AN BONPOCOB O BalleM fieyeHun. Ecnuy
BaC eCTb BOMPOCHI MO NOBOAY BalLLero nevyeHunsi, obpatutecb K CBOemMy
MeaVUNHCKOMY COTPYOHUKY.

XOTS Mbl YNTaeM BCe OT3bIBbl, Mbl HE MOXXEM OTBETUTb Ha BCe BONPOChl. Mbl NpocuM
He yKa3blBaTb CBOE NMS UK KaKyo-Nnbo nepcoHanbHyo MHOopMaLmio B 3TOWN
dopme obpaTHOM CBA3N.

—Was this information easy to understand?

o @

Yes

o @
Somewhat
o @

No

Yto cnepyeT 06bACHUTL Gonee nogpPobHO?

He BBOAMTE CBOE UMA 1N NMOOYIO NepCcoHanbHYyO UHOpPMaUMio.

OTnpaBuTb
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