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

O myTtauum reHa APC

JTa nHdopmaumsa NOMOXET BaM y3HaTb, Kak MyTaumsa reHa APC moxet
NOBNUATb Ha BaC 1 Bally CeMbIO. Ta MHGOpPMaLMa HeENPUMEeHNMa ANns niogen ¢
ocoboni myTtaumen reHa APC, HasbiBaemon 11307K. Onsa nony4veHuns
0OMNONHNTENbHON NHPopPMaumm 06 3To ocobor MyTaunm 03HAKOMbTECH C
maTepuanom O mytaymm reHa APC [1307K (www.mskcc.org/ru/cancer-
care/patient-education/about-mutations-apc-i1307k-gene).

B 3TOM MaTepuane cnoBo «ceMbsi» O3HaYaeT Nofaen, C KOTOPbIMU Bbl CBAA3aHbI
KPOBHbIM poacTBOM. K HUM He OTHOCATCSA NtoAn, C KOTOPbIMU Bbl MOPOAHNNCH
yepes 6pak unu Yepes ycoblHoBNeHne/ygovepeHne. Mol Tak)ke Ha3biBaeM 3TUX
YJ1IeHOB CEMbM BaLLNMN KPOBHbIMU POACTBEHHNKAMMN.

'eH APC 06bI14HO NOMOraeT NnpegoTBpPaTUTb pak. MyTauusa 3Toro 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 nogemn c
MyTauunel B 3TOM reHe MoXeT ObITb pa3HbiM jaxke B OQHOW ceMbe.

KakoB puck 3aboneTtb pakoM npn Hann4umn
myTauum reHa APC?

bonbwnHcTBO MyTauuii reHa APC Bbi3biBaloT 3aboneBaHune, HasbiIBaeMoe
ceMelHbIM ageHoMaTo3HbIM nonnno3om (Familial Adenomatous Polyposis
(FAP)). FAP nosbillaeT puck passuTus onpeaeneHHbIX BUOOB paka, BKIto4Yasa
KonopeKTanbHbIN pak (pak TONICTON N NPSAMOIN KULLKWK).
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FAP noBbillaeT pnck o6pasoBaHnNea COTEH 1 TbiCS4Y NONMNOB (TKaHEBbIX
HAPOCTOB) B TOJICTOW N NPSAMOWN K1LUKE. DTU NONNMNblI MOFYT NOBbILLATb PUCK
pa3BUTUS paKa TONCTON U NPAMOW KNLLIKW.

FAP Takke MOXeT yBenmumBaTb PUCK Pa3BUTUSA APYrUX BUAOB paka, HO 3TU
cny4yam MeHee pacnpocTpaHeHbl. [lpuMmepbl MeHee pacnpoCTpaHeHHbIX BUOOB
paka, cBaizaHHbIX ¢ FAP:

® pPaK TOHKOW KNLLKW;

® paK WNTOBUAHON Xenesbl;

® paK roslOBHOrO MO3ra;

® pak nogyKenyno4yHoW xenesbl;

® pPaK XXeNYHbIX NPOTOKOB;

e renatobnacrtoma (peoknii BUA paka neyvyeHun) y neten;

e necmoung (BobpokayecTBEHHbIE ONMYyXON B COeANHUTENbHbIX TKaHSAX)

OptowHom nonocTtn (OKNBOTA).

MyTauums reHa APC Tak)xe MoXeT ObITb NPUYNHON 06 pPOKaYeCTBEHHbIX
onyxoJsien rnas mn Kox=wu.

Mo Mepe n3yyeHns 3Tux MyTaunin Mbl MOXXEM OBHAPYXUTb, YTO OHU
YBENVNYMBAIOT PUCK PA3BUTUA QPYIrnX TUNOB paka. KOHCYNbTaHT No reHeTuke
npenocTaBnT BaM AOMNOJTHNTENbHYIO MHOPMaLMIO O NOBbILLEHUN PUCKA
pasBUTUNA paKa, eCn y Bac eCTb MyTauus.

[na nonyyYyeHus oONONHUTENbHON NHPOPMaLMN NPOYNTANTEe MaTepuran
HacnegctBeHHbIN paK TOJICTOM KULLIKU U
nosmno3s: www.mskcc.org/genetics/colon-cancer-polyposis

YTO 1 MOry coenaTtb gnst CHNXKEeHNst pucka
pPa3BNTUS paka Npn Hann4YnMn MyTaummn reHa
APC?

KoHCynbTaHT no reHeTuke n3y4mT Bawm pesynbtaTtbl. OH 06cyanT c Bamu, C
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KaknM TUNOM pakKa CBA3aHa Balla MyTauu4. Mo Mepe N3y4eHNd 3TuxX MYT&LI,I/II?I Mbl
MOXeM O6H8pY)KI/ITb, YTO OHW YBEJTNYNBAIKOT PUCK Pa3BUTNA OPYrux TMnoeB paka.

Baw KOHCYNbTaHT NO reHeTUKe TakXXe U3y4nT BaLl INYHbIA U CEMENHbIN
aHaMHe3, CBA3aHHbIN C pakoM, U 4acT peKoMeHAaumnn rno nNpoxXoXaeHno
obcnenoBaHUii Ha HanM4YKMe pakoBbix onyxosen. OH MoXeT NopeKkoOMeHO0BaTb
HavaTb o6cnegoBaHue Ha Hann4ymne paka B bonee paHHeM Bo3pacTe uc
6onbluelr YacTOTOl NO CpaBHEHMIO C 6ONBLUMHCTBOM nogel Uin NPonTy
cneumnanbHble o6cnenoBaHns, YTOObl OOHAPYXUTb Pak Kak MOXHO pPaHbLLE.

K Takum O6C.l'le,El,OBaHVIF|M Ha HaJinimne pakoBblX OI'IYXOJ'IEI‘/'I OTHOCATCA:

e KonoHockonus B bonee pPaHHEM BO3pacTte nc 6onblUen 4YacTOTOW No
CpaBHEHUIO C OONbLUMHCTBOM oA ein.

e DHOOCKOMUSA BEPXHUX OTAENOB NuLLeBapnTenbHOro TpakTa (Nnpouenypa,
KOTOpas No3BOJISAeT Bpa4vy BUAETb BaLl XXeNyAoK N TOHKNA KULLEYHUK).

e YnbTpaseBykoBoe ob6cnegoBaHme LWMTOBNOHOW XXeNnes3bl Ha Hann4vmne paka
LNTOBUNOHOWN XXenes3bl.

Ecnn BaM Ha3HavyeHa onepaumns no yaganeHnio PakoBOW ONYyXOAn TONCTOW KNLLKN
WAN NONNNOB, KOHCYNbTAHT NO reHeTnke MOXXeT NoOpeKoMeHO0oBaTb BaM
yOannTb QOMNONIHUTENbHYIO TKaHb TONICTOWM KNLWKK, YTOObI NpeaoTBpaTnTb
fanbHenwee passBuTue paka.

KoHcynbTaHT no reHeTuke Takxe ob6cygnT ¢ Bamum gpyrme cnocobnl
obcnenoBaHna U NpenoTBPaLLEHUS Pa3BUTUA paka, KOTOPbIe MOTyT BaM
nogonTun.

Y10 Hannumne mytaumm reHa APC o3HavaeT ans
MOUX KPOBHbIX POACTBEHHUKOB?

Mpwv HanMYMKM y Bac MyTauum BepPOATHOCTb HaIM4nsa 3TON MyTaLuumn y BaLLnX
6uonornyeckux poagutenen, 6paTtbes, cectep v getein coctasnaet 50%. Y

BaLLMX AaNlbHNX POACTBEHHNKOB TakXe MOXeT MMeTbCsl PUCK Hann4us
nogo6Hon MyTaunu.
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BeposiTHOCTb Nnepepayn MyTauum gpyrum YaneHam ceMbn My>XYMHaAMN U
)XEeHLLUVHaMN oauHaKoBa. [1n9 noBbILLEeHNS pUcKa pPasBUTUSA paka 4OCTAaTOYHO
yHacnegoBaTb MyTauUio OT OQHOIo poauTens.

KoHcynbTaHT NO reHeTnke 03HaKOMUTCS C BalLlen TINYHOW U CEMENHOWN
MeaUNLUNHCKON NCTOpUeNn, Nocne 4Yero cKaxkeT, HY)KHO JIN NPOUTU reHeTu4yeckue
nccnepoBaHns BallM KPOBHbBIM POOCTBEHHUKAM.

YT0 O3HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

Ecnny Bac HeT MyTaumm nnm ecnu Mbl OGHapyXXnnv BapmnaHT HeonpeaeneHHoro
3HaueHus (variant of uncertain significance, VUS), Baw KOHCynbTaHT no
reHeTuKe N3y4YnT BaLl JINYHbIV N CEMEeNHbI aHaMHe3 paka. Bam pagyT obwmne
peKkoMeHaauum No NPOXoXXAeHno ob6cnegoBaHnin Ha HaNMYNe PakoBbIX
ornyxoneu.

VUS o3HauvaeT, 4To 661510 0OHapy>XXEeHO N3MEHEHUE B FreHe, HO Mbl MOKa He
3HaeM, CBA3aHO /I OHO C NOBbILLEHHbIM PUCKOM Pa3BUTUSA paka. bonbLlMHCTBO
VUS B KOHEYHOM UTOre OKasblBalOTCA HOPMaJslbHbIMU U3MEHEHUSAMU, He
BUSAIOLLNMUN HA COCTOSIHME 300POBbA.

KoHTakTHas nHpopmauus

Ecnny Bac ecTb BONPOCHI UK onaceHusl, obpaTnTech K BaLleMy
KOHCYNbTaHTY Nno reHeTuke B Cnyx6e KNMHNYECKNUX reHeTU4eCcKnx
nccneposaHun (Clinical Genetics Service). Bbl MoXeTe cBS3aTbCsl C HUM C
noHepenbHuUKa no naTHuuy ¢ 9:00 po 17:00 no tenedoHy 646-888-4050.

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