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

O myTaumm reHa BMPRIA

JTa nHdopmaumsa NOMOXET BaM y3HaTb, Kak MyTaumna reHa BMPRIA moxeT
NOBJINATb Ha BaC U 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 BMPRIA o6bl4HO NOMOraeT npenoTBpaTuTb pak. MyTauuns aToro reHa
Bbi3blBaeT HapyLueHus B ero pabore.

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
mMyTauum reHa BMPRIA?

MyTauunsa reHa BMPRIA o3Ha4aeT Hannyune 3aboneeaHuns, HasblIBAae€MoOro
IOBEHUNIbHBLIM NONMNO3HbIM cnHapomoM (Juvenile Polyposis syndrome (JPS)).
JPS noBbillaeT puUck pasBuTusa onpeneneHHbiX BUAOB paka, BKioYas:

® KOJNlOpeKTanbHbIl pak (pak TONCTON N NPSMON KNLWKN) 1 o6pa3oBaHue
nonunnoB (TKaHeBbIX HAPOCTOB);

® pak >xenypgka.

MyTauunsa reHa BMPRIA o3Ha4aeT Hannyune 3aboneeaHuns, HasblIBAe€MOro
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IOBEHUJTbHbIM NONNMNO3HbIM cuHApoMoM (Juvenile Polyposis syndrome (JPS)).
JPS noBbilwaeT puck o6pasoBaHUsA NonnnoB (TKaHEBbIX HAPOCTOB) B TOJICTON 1
NPAMOIN KULLKE. DTN NONUNbI MOTYT MOBbILLATb PUCK Pa3BNTUSA
KONopeKTanbHOro paka (paka ToncTom n npsaMmom kuwku). JPS Takxe noebiluaeT
PUCK pa3BnTUSA onpeaesnieHHbIX BUOOB paka, BKitoYas pak kenyaka. JPS takke
MOXKeT NOBbICUTb PUCK Pa3BUTNS Paka TOHKOW KNLLKW U NOAXeNnyao4YHOMN
Kenesbl, HO 3TU Clly4an MeHee pPacnpPOCTPaHEeHbI.

Mo Mepe N3yvyeHna atTnx MYT&LI,I/IVI Mbl MOXeM O6HapY)KI/ITb, YTO OHN
yBeJINYNBAIOT PUCK Pa3BUTUA OPYrnx TmnoeB paka. KOHCYJ'IbTaHT noreHetTumke
npenoCTtaBnUT BaM AONOJIHNTEJIbHYIO I/IHCI)OpMaLl,I/IIO O nosBbllLUeHNN PUCKa
Pa3BnNTNA paka, eciiny BaC eCTb MyTauund.

bonee nogpobHasa nHpopmauus npencrasneHa B MaTepuane HaciencTBeHHbIN
pPakK TONICTOWM KULLUKM 1 Noamnno3 - www.mskcc.org/genetics/colon-cancer-
polyposis

Y10 9 MOry caejatb AJid CHNXeHnsd pucka

Pa3BUTMSA pPaka Npu HaNMNYMnU MyTaLnmn reHa
BMPRIA?

KOHCYJ'IbTaHT no reHeTmke n3yvynT Balln pe3yJsibTaTbl. OH O6CYD,I/IT cBaMny, C
KakKnM TUNOM paka CBd3aHa Ballla MyTaulA. Mo Mepe N3ayv4eHnsd atnx MVT&LI,I/II7I Mbl
MOXeM O6H8pY)KI/ITb, YTO OHN YBEJINYNBAIOT PUCK Pa3BUTUA OPYIrMX TUNOB paka.

Ball KOHCYNbTaAHT NO reHeTUKe TakKXXe N3y4YUT BaLl JINYHbIA N CEMENHbIN
aHaMHe3, CBSAA3aHHbIN C PakoM, U AacT peKoMeHaauum no NPOXoXXAeHNIo
obcnenoBaHUin Ha Hann4vue pakoBbix onyxosien. OH MOXeT NOPEeKOMeHAoBaTb
HavyaTb ob6cnenoBaHMe Ha Hann4yne paka B 6onee paHHeM Bo3pacTe u C
6onbluelr HacTOTO NO CPaBHEHMIO C 6ONBLUMHCTBOM Nloaen Uin NPonTy
cneumnanbHble 06cnenoBaHns, YToObl OOHaAPYXUTb Pak Kak MOXHO PaHbLLE.

K Takum O6Cﬂe,EI,OBaHI/IF|M Ha HaJindne pakoBbiX onyxone|7| OTHOCATCA:

e KonoHockonusa B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLuen 4acToTOM No
CpaBHeHUIO ¢ 60MbLUNHCTBOM N0 EN.
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https://www.mskcc.org/genetics/colon-cancer-polyposis

e DHOOCKOMUSA BEPXHUX OTAENOB NMLeBapnTenbHOro TpakTa (npouenypa,
KOTOpas NO3BOJISAeT Bpa4vy BNAETb BaLl XXeNyAoK N TOHKNIN KULLEYHUK).

Ecnn BaMm Ha3Ha4veHa onepauua no ygajaeHumio paKOBOI‘/'I onyxosn TOJICTOWN KMNLLKW
nnnm nonnnosB, KOHCYJIbTAHT MO reHeTnkKe MoXXeT NnopekKkoMeHOoBaTb BaM
yoajanTb JONMOJIHNTEJIbHYIO TKaHb TOJICTOW KNLLIKW, 4yTOODI npenoTBpPaTUTDb
OanbHenwee pas3BnTmne paka.

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

Y10 Hannume mytauum reHa BMPRIA o3HavaeT
11 MOMX KPOBHbIX POACTBEHHUKOB?

[Mpwn Hanu4yMmM y BaCc MyTaumnm BEPOATHOCTb HaNM4YMS 3TON MyTaLn y BaLLnNX
ouonornyeckux pogutenen, bpaTtbes, cectep n geten coctasnsaet 50%. Y
BaLLWX JaNbHNX POACTBEHHNKOB TakXXe MOXeT MMeTbCS PUCK Hann4us
nogo6Hom MyTauuu.

BepOﬂTHOCTb nepegayvyn MytTaumnm gpyruMm v4ieHam ceMbimt My>XHmMmHamm mn
XXeHWMnHaMnm oanHakKkoBa. D,J'Iﬂ noBbllLUEHNA PUCKaA Pa3BUTUA PaKa 4OCTATO4YHO
YHacnengoBaTtb MyTaunmio OT OOAHOIo poanTend.

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

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mmbl 06HaPYXUNM BapmnaHT HeonpeaeneHHoro
3HayeHus (variant of uncertain significance, VUS), Baww KoHCynbTaHT no
reHeTMKe N3y4YnT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam pagyT obwune
pekoMeHpauum no NpoxoxXxaeHuno obcnenoBaHni Ha HanNnYMe PakoBbIX
onyxosnen.

VUS o3HavaeT, 4To ObiN1o OOHApPY)XEHO N3MEHEHNE B reHe, HO Mbl MOKa He
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3HaeM, CBA3aHO J1In OHO C NOBbILLUEHHBIM PUCKOM Pa3BNTUA pPaka. bonbwinHcTBO

VUS B KOHEYHOM NTOre okasbiBaloTCS HOpPMaJibHbIMN N3MeHeHNaAMN, He
BITINAIOWNMUN Ha COCTOAHNE 300POBbA.

KoHTakTHasa undpopmauums

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY No reHeTuke B Cnyx6e KNMHNYEeCKUX reHeTU4eCcKnx
nccneposaHun (Clinical Genetics Service). Bbl MOXeTe cBA3aTbCH C HUM C

noHepgenbHUKa no naTHuuy ¢ 9:00 no 17:00 no tenedoHy 646-888-4050.

[OononHnTenbHyto nHGOopPMaLMIO CM. B HalLen BUpTyanbHou bubnnoTteke Ha
canite www.mskcc.org/pe.
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