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

O mytauum reda POLDI

OTa nHpopMaums NOMOXET BaM Y3HaTb, Kak MyTauunsa reHa POLDI MmoxeT NOBNUATb 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 POLDI 06b14HO NnOMOraeT npeaoTBpaTnTb pak. [Npu MyTaumm 3Toro reHa oH
nepecrtaeT paboTaTb [OKHBIM OOpa3oMm.

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 POLD]I?

Hannune mytaunm reHa POLDI o3Ha4aeT Hann4yne y Bac 3aboneBaHuns, Ha3blIBAeMOro
NOINMO30M, CBA3aHHbIM C NPOBEPKON CYNTbIBaHNA nonuMepasomn (Polymerase
Proofreading-Associated Polyposis (PPAP)). PPAP nosbiwaeT pnck o6pasoBaHus
nonunos (TKaHeBbIX HAPOCTOB) B TOSICTON U NPSAMOW KULLKE. DTU NONNMNbI MOTYT
NOBbILLIATb PUCK PasBUTUSA KONOPEKTaNbHOro paka (paka TONCToN U NPSIMON KULLIKK).
PAPP moxeT Takxe cTaTb NPUYMHON BO3HNKHOBEHUS MOMNMNOB B XXeNnyaKe N BePXHUNX
oTaenax Xenyao4yHo-KMNLWEeYHOoro TpakTa.

Kpome Toro, y xxeHwmH c PPAP MoxeT 6biTb NOBbILLEH PUCK Pa3BMTUSA pPaka MaTKM,
opHako pgns 6onee NONHOro NOHNMAHUSA 3TOro PUCKa HeOBXOAVMbI LOMONHNTENbHbIE
ob6cnepoBaHus.

Mo Mepe n3yv4eHnd stux MYTaLl,I/II‘/'I Mbl MOXXeM O6HapY)KI/ITb, YTO OHU yBENTNYNBAIOT PUNCK
Pas3BnUTnNA opPyrnx TMnoB paka. KOHCYJ'IbTaHT noreHetTmke npenoCctaBnNT BaM
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OONOJIHUTEJIbHYIO I/IH(I)OpMaLI,VIIO O NoBbILWLEHUN PNCKa Pa3BNTUA pakKa, eCsiny BaC €eCTb
MyTauun4d.

Bonee noppo6Hasa uHpopmauus npeacTaBneHa B MaTepurane HacneacTBeHHbI pak
TOJICTOWN KMLIKY 1 nonmno3: www.mskcc.org/genetics/colon-cancer-polyposis

Y10 9 MOry copenatb onst CHUXKEHNs pucka pasBmTus
paka npun Hanuynn myTtauum reHa POLDI?

KoHcynbTaHT no reHeTuke nsyynt Bawwuy pesynbtatbl. OH 06CyanT C Bamu, C Kakum
TUNOM paka CBa3aHa Bawla MyTaums. [lo Mepe nsyyeHus 3Tx MyTaunii Mbl MOXEM
OBHapPYXNTb, YTO OHU YBEIMYNBAIOT PUCK PA3BUTUS OPYrX TUNOB paka.

Balu KOHCYNbTAHT NO reHeTuKe TakXe N3Yy4YUT BaLl JINYHbIA N CEMEIHbI aHaMHe3,
CBSI3aHHbIl C PakoM, N AaCT peKoMeHaauMn No NpoxoXaeHnio obcnenoBaHNin Ha
Hannune pakoBbix onyxosnei. OH MoOXeT NopekoMeHaoBaTb Ha4aTb 06cnenoBaHMe Ha
Hanu4une paka B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLUeli YaCTOTON NO CPABHEHMIO C
GONbLUNHCTBOM ftoaen Unv NPoNTN cneymranbHble o6cneqoBaHus, YTOObI OGHAPYXUTb
pak KaKk MOXHO paHbLLe.

Hanpumep, oH MOXeT NopekoMeHA0BaTb NPOXOXAeHMe KONTIOHoCcKonun B 6onee
paHHeM Bo3pacTe 1 ¢ 6onbLuein 4YacTOTOM NO CPAaBHEHUIO C OONbLUNHCTBOM NIOAEN.

KoHcynbTaHT no reHeTuke Takxke ob6cyanTt c Bamu gpyrve cnocobbl obcnenoBaHus n
npenoTBpaLLeHNs pasBUTUSA paka, KOTopblie MOryT BaM NOJONTH.

Y10 Hannune mytaumm reHa POLD1 o3HavaeT ans
MOUX KPOBHbIX POACTBEHHUKOB?

Mpwv HanMuMM y BaCc MyTaunm BEPOATHOCTb HaNn4yna 3TOM MyTauumn y BaLlmnx
6rnonoruvecknx pogutenei, bpatbes, cectep ugeten coctasngaet 50%. Y Bawnx
AanbHUX POACTBEHHUKOB TakXe MOXeT UMeTbCS PUCK Hannyunsa nogobHon MyTaunu.

BepoaTHOCTb Nepepayn MyTaunm gpyrnum YieHam cCeEMbU MY>KHMHAMU U XXEHLLMHaMU
oavHakoBa. [1ns noBbILeHUs puUcka pa3BUTUSA paka AOCTaTOYHO YHacnenoBaTbh
MyTauuio OT OQHOro poanTens.

KOHCynbTaHT NO reHeTNKe 03HAaKOMUTCS C BaLlen NTMYHON N CEMEeNHON MeaULNHCKON
NCTopUuen, Nnocsne Yero CKaXkeT, HY>XXHO NI NPONTN reHeTU4Yeckne NccrefoBaHna BallnMm
KPOBHbIM POACTBEHHUKaM.

2/4


https://www.mskcc.org/genetics/colon-cancer-polyposis

Y10 0O3HaYaeT OTCyTCTBME Y MeHS MyTaunmn?

Ecnuy Bac HeT MyTauum nnmn ecnm Mbl OGHaPYXXUNn BapuaHT HeonpeaeneHHoro
3HauveHusa (variant of uncertain significance, VUS), Ball KOHCynbTaHT MO reHeTuKe
N3y4nT BaLl NINYHbIA U CEMENHbI aHaMHes paka. Bam papyT obLwmne pekomeHgaumm no
NpoxoXaeHuio obcnegoBaHN Ha HanM4YMe PakoBbIX ONyXOnei.

VUS o3HavaerT, 410 6b1510 0O6HaAPY>XEHO N3MEHEHME B FreHe, HO Mbl MOKa He 3HaeM,
CBSI3@HO 1M OHO C NOBbILLIEHHbIM PUCKOM pPa3BuTnS paka. bonbwmnHcTeo VUS B KOHeYHOM
NTOre OKasblBalOTCA HOPMaJllbHbIMU N3MEHEHUSAMMU, HE BITINSIOLLNMM Ha COCTOSIHMNE
300pPOBbA.

KoHTakTHasa nHpopmauus

Ecnuy Bac ecTb BOnpochbl unu onaceHus, obpatntech K BalleMy KOHCY/IbTaHTY NoO
reHeTuke B Cnyx6e knuHnyecknx reHetnyecknx nccnegosaHnin (Clinical Genetics

Service). Bbl MOXeTe CBSA3aTbCs C HAM C NOHeaenbHuKa no naTHuuy ¢ 9:00 po 17:00
no TenedoHy 646-888-4050.

[OononHuTenbHyio HOPMaLMIo CM. B HaLLen 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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