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OBPA3OBATEJIbHbIE MATEPUATIbLI A1 MAUVEHTOB N Y XAXNBAIOLLIX 3A
HAMW JTNL,

O myTtaumm reHa SMAD4

JTa nHpopmaumsa NOMOXET BaM y3HaTb, Kak MyTaumsa reHa SMAD4 moxeT
NOBAUATb Ha BaC 1 BaLly CEMbIO.

B 3TOM MaTepuane cnoBo «ceMbsi» O3HaYaeT Nofaen, C KOTOPbIMU Bbl CBAA3aHbI
KPOBHbIM poacTBOM. K HUM He OTHOCATCSA NoAn, C KOTOPbIMUY Bbl MOPOAHNINCH
yepes 6pak unu Yepes ycblHoBNeHne/ygovepeHune. Mol Tak)ke Ha3blBaeM 3TUX
YJ1I€eHOB CEMbM BaLLNMN KPOBHbIMU POACTBEHHNKAMMN.

'eH SMAD4 o6bi4HO NOMoOraeT npeaoTBpaTuTb pak. MyTauma aToro reHa
BbI3blBaeT HapyLUeHus B ero paborTe.

Ba)kHO NoOHUMaTb, YTO HanM4ne MyTauum B 3TOM FreHe He O3Ha4aeT, YTo y Bac
ob6s3aTenbHO 6yaeT o6HapyXXeH pak. DTO O3HAYAET, YTO Bbl MOABEPIKEHDI
OonblLUeMy PUCKY PasBUTUA HEKOTOPbIX BUOOB paka. Tun paka y noaemn c
MyTauunel B 3TOM reHe MoXeT ObITb pa3HbiM jaxke B OAHOW ceMbe.

KakoB puck 3aboneTtb pakoM Nnpn Hann4um
myTauum reHa SMAD4?

Ecnny Bac BbisBneHa Mytauusa reHa SMAD4 , 370 o3Ha4vaeT Hann4une
3aboneBaHus, Ha3bIBAa€MOI O IOBEHW/IbHBIM NONIMNO3HbIM cMHAPOMOM (Juvenile
Polyposis syndrome (JPS)). JPS noBbilaeT pnck o6pasoBaHnsa Nonmnos
(TKaHeBbIX HAPOCTOB) B TOJNICTO U NPAMON KULLKE. DTN NOAUMblI MOTYT
NOBbILLIATb PUCK PAa3sBUTUA KONOPEKTaNbHOro paka (paka ToNCTON N NpsiMon
Knwkn). JPS Takoke noBbILLaeT pNCK pasBuUTnSA onpeaeneHHbiX BUAOB paka,
BK/oYada pak xenyaka. JPS Takxke MoxeT NnoBbICUTb PUCK PasBUTUSA pakKa
TOHKOW KULLKW N NOAXENYAOYHOM Xerne3bl, HO 3TN Cly4an MeHee
pacnpocTpaHeHbl.
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[No Mepe n3yyeHns 3Tux MyTaunin Mbl MOXXEM OBHAPYXUTb, YTO OHU
YBENVNYMBAIOT PUCK PAa3BUTUA OPYrnX TUNOB paka. KOHCYNbTaHT No reHeTuke
npenocTaBnT BaM AOMNOJTHNTENbHYIO MHPOPMaLMIO O NOBbILLEHUN PUCKA
pasBUTUSNA paKa, eCn y Bac eCTb MyTauus.

Bonee nopgpobHasa nuHpopmauus npencraBneHa B MaTepuane HacrencTBeHHbIN
pak TONCTOM KULLKKU 1 noamnno3: www.mskcc.org/genetics/colon-cancer-
polyposis

Y10 1 MOry coenaTtb gnst CHUXKeHNst pucka
pPa3BUTUS paka Npn Hann4YnMn MyTaummn reHa

SMADA4?

KoHCynbTaHT No reHeTuke n3y4ymt Bawm pesynbtaTtbl. OH 06cyanT c Bamu, C
KakuM TUNOM paka CBsi3aHa Bawla MyTaums. [1o Mepe nsy4yeHus aTux MyTauui Mol
MOXeM OBHapyXNTb, YTO OHU YBENNYNBAIOT PUCK PA3BUTUSA OPYIrUX TUNOB paka.

Baw KOHCYNbTaHT NO reHeTUKe TakXXe N3y4unT BaLl INYHbIA U CEMENHbIN
aHaMHe3, CBA3aHHbIN C pakoM, U 4acT peKoMeHAaumnn no NpoxXoXaeHno
obcnenoBaHUin Ha HanM4YMe pakoBbix onyxosen. OH MoXeT NopekoOMeHO0BaTb
HavaTb o6cnegoBaHue Ha Hann4ymne paka B bonee paHHeM Bo3pacTe uc
6onblLuelr YacTOTOl NO CpaBHEHMIO C 6ONbLUMHCTBOM Nlogei Uin NPonTy
cneumnanbHble o6cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak MOXHO pPaHbLLE.

K Taknm ob6cnegoBaHnNsM Ha Hannyre PakoBbIX ONyXofiell OTHOCATCS:
e KonoHockonus B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLuein 4YacTOTOM Mo
CpaBHEHMIO C 6ONbLUNHCTBOM flOAEN.
e DHOOCKOMUSA BEPXHUX OTAENOB NuLLEeBapuTenbHOro TpakTa (Npouenypa,

KOTOpad no3BOJIAeT Bpady BUAeTb Ball XXeJ1lyaoOK U TOHKWUN KI/ILIJe‘-IHI/IK).

Ecnn BaM Ha3HavyeHa onepaumns no yaganeHnio PakoBOW ONYyXOAn TONCTOW KNLLKN
WAW NONNNOB, KOHCYNbTAHT NO reHeTnke MoOXXeT NoOpeKoMeHOoBaTb BaM
yOannTb QOMNOSIHUTENbHYIO TKaHb TONCTOWM KNLWKK, YTOObI NpeaoTBpaTnTb
fanbHenwee pasBuTue paka.
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https://www.mskcc.org/genetics/colon-cancer-polyposis

KoHcynbTaHT no reHeTuke Takxe ob6cyonT ¢ Bamum gpyrme cnocobnol
obcnepoBaHna U NpenoTBPaALLEHUS Pa3BUTUA paka, KOTOPbIe MOTyT BaM
NOOOWNTMW.

Y10 Hannumne mytaumm reHa SMAD4 o3Havaet
11 MOMX KPOBHbIX POACTBEHHUKOB?

[Mpwn Hann4uM y BaC MyTaunm BEPOATHOCTb HAaNN4nsa 3TON MyTauum y BaLinx
ouonornyeckux pogutenen, bpaTtbes, cectep n geten coctasnaeTt 50%. Y
BALUMX AANbHNX POACTBEHHUKOB TAK)Xe MOXET MMeTbCS PUCK Hann4uns
nogo6Hom MyTauuu.

BepOﬂTHOCTb nepegayvyn MytTaumnm gpyrum 4ieHam ceMbimt My>XHMHamMmm n
XXeHLWnHaMnm oanHakKkoBa. D,J'Iﬂ noBbllLUEHNA PUCKaA Pa3BUTUA PaKa 4OCTATO4YHO
YHacneooBaTtb MyTaunmMio OT OOAHOIoO poanTend.

KOHCynbTaHT No reHeTUKe 03HAaKOMUTCS C Ballen JINYHON U CEMENHON
MeOULNHCKON NCTOPMEN, MOCIIe Yero CKaXeT, HY)KHO NN MPONTUN reHeTnyeckmne
nccnegoBaHUS BalMM KPOBHbIM pOOCTBEHHMKAM.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mbl 06HaPYXUNM BapmnaHT HeoNpeaeneHHoro
3HayeHus (variant of uncertain significance, VUS), Baww KoHCynbTaHT no
reHeTMKe N3y4YunT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam pagyT obwiune
pekoMeHpauum no NnpoxoxXxapeHuno obcnengoBaHni Ha HannyMe PakoBbIX
onyxosnen.

VUS o3HavaeT, 4To Obl1o OOHApPY>XEHO N3MEHEHNE B reHe, HO Mbl MOKa He
3HaeM, CBSA3aHO /I OHO C NOBbILLIEHHbIM PUCKOM Pa3BUTUSA paka. bonblWNHCTBO
VUS B KOHEYHOM UTOre OKasblBaloTCA HOPMalsibHbIMN U3MEHEHUSIMU, He
BUSAIOLLNMUN Ha COCTOSIHME 300POBbA.

KoHTakTHasa undpopmauums
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Ecnny Bac ecTb BONpOChI UK onaceHnsl, obpaTtnTech K BaLleMy
KOHCYNbTaHTY Nno reHeTuke B Cny>x6e KNMHN4YeCKNX reHeTU4eCckmnx
nccneposaHun (Clinical Genetics Service). Bbl MOXXeTe cBA3aTbCA C HUM C

noHepenbHuKa no natHuuy ¢ 9:00 oo 17:00 no tenedony 646-888-4050.

[ononHntenbHylo MHPOPMaLMIO CM. B HaLLIel BUpPTyanbHOM 6nbnmoTteke Ha
cante www.mskcc.org/pe.
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