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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

O myTtaumm reqa POLDI

DTa nHpopmaumsa NOMOXET BaM Y3HATb, Kak MyTaLUd reHa
POLDI moeT noBNMATb Ha Bac 1 Bally CEMbIO.

B aTOM MaTepuane cnoBo «ceMbsi» O3Ha4vaeT nogen, C
KOTOPbIMUN Bbl CBSI3aHbl KPOBHbIM poacTBOM. K HUM He
OTHOCSATCA NoAN, C KOTOPbIMU Bbl MOPOOHUITUCE Yepes
Opak nnn Yyepes ycoblHoBNEeHNe/yaodepeHue. Mbl Takxe
Ha3biBaeM 3TUX YSI€HOB CeMbU BaLLMMUN KPOBHbIMU
POACTBEHHNKAMMN.

[[en POLDI] 06bl4HO NOMOraeT npenoTBpaTuTb pak. [pn
MyTaLUMKM 3TOrO reHa OH rnepecTtaeT paboTaTb OOMKHbIM
obpasom.

Ba)kHO NOHMMaTb, YTO HaNM4Yne MyTauun B 3TOM reHe He
O3Ha4vaeT, YTo y Bac oba3aTenbHO 6ygeT o6HapyXeH pak.
DTO O3HAuYaeT, YTO Bbl NOOBepXXeHbl 6oNbLIEMY PUCKY
PasBUTNSA HEKOTOPbIX BUOOB paka. Tun paka y nopgen c
MyTauuneln B 3TOM reHe MoXeT 6biTb Pa3HbIM JaXKe B OQHO
ceMbe.
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KakoB puck 3a6oneTtb pakom npun Hanu4um
myTauumn reda POLDI?

Hannune mytauum reHa POLDI] o3HavaeT Hann4ymne y Bac
3aboneBaHuns, Ha3biIBaeMOro NOANMNO30M, CBA3aHHbIM C
NPoBEePKOW cunTbiBaHNSA nonmnmepasomn (Polymerase
Proofreading-Associated Polyposis (PPAP)). PPAP
noBbILLIaeT pUck o6pasoBaHna NONMNoB (TKaHEBbIX
HaApPOCTOB) B TONICTOW U NPSAMOW KNLLKE. DTU NOMNMbl MOTYT
NOBbILWATb PUCK Pa3BUTNS KONOPEKTaNbHOro paka (paka
Tonctom n npamon kmwikn). PAPP MoxeT Takxxe ctaTb
NPNYNHOW BO3HUKHOBEHNS NOMNNOB B XXenygke N BePXHUX
oTaenax Xenygo4yHo-KULeYHOro TpakTa.

Kpome Toro, y xxeHwmH c PPAP moxeT 6bITb NOBbILLEH
PUCK pPa3BUTNSA paka MaTKU, ogHako gnsa 6onee NofHOro
NMOHMMAHNA 3TOro pMcka HeobxogMMbl [ONONHUTENbHbIE
obcnepoBaHuA.

[Mo Mepe nsyyeHns 3Tux MyTaumnin Mbl MOXXeM OOHaPYXUTb,
4YTO OHU YBENNYUBAIOT PUCK PAa3BUTUSA OPYrX TUMNOB paka.
KoHcynbTaHT No reHeTuKe NpenoCcTaBnUT Bam
0OMONHUTENbHYI0 NHPOPMaLUIO O NOBbILLEHNN PUCKa
Pa3BUTUSA paka, eCNn y Bac eCTb MyTauua.

bonee nogpo6Hasa nHdopmaumsa npeacTaBieHa B
MaTepunane HacnegcTBeHHbIN paK TOCTON KULLIKU U
nosmno3s: www.mskcc.org/genetics/colon-cancer-
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https://www.mskcc.org/genetics/colon-cancer-polyposis

polyposis

YT0 1 MOry coenaTtb gnst CHNXKEeHNst pucka
pPa3BNTUS paka Npn Hann4YnMn MyTaummn reHa

POLDI?

KOHcynbTaHT No reHeTuKe n3y4nT Bawin pesynbTtaTbl. OH
oOcyauT c BaMu, C KakUM TUMOM paka CBA3aHa Balla
MyTauus. Mo Mepe n3y4yeHna sTUX MyTauuii Mbl MOXeEM
OBGHapPYXNTb, YTO OHN YBENTNYNBAIOT PUCK PA3BUTUS
OpPYyrnux TUNoB paka.

Baw KOHCYNbTaAHT MO reHeTuKe TakXXe N3y4YnT BaLl JINYHbIN
N CEMEeWHbI aHaMHe3, CBSI3aHHbIN C PakoM, n oacT
peKkoMeHaaunm No NPOoXoXxaeHnto obcnegoBaHUin Ha
Hannune pakosbix onyxosien. OH MoxeT
NOpeKoMeHOoBaTb HaYaTb 06cneqoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLLen YacTOTON NO
ClpaBHEHMIO C 6ONbLUNHCTBOM JIIOAEN NN MPONTH
cneuunanbHblie 06cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak
MO>HO paHbLUe.

Hanpumep, oH MOXeT NOPeKoOMeHA0BaTb NPOXOXAeHne
KonoHockonuu B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLuen
4aCTOTOW NO CpaBHEHUIO C 6ONbLUNHCTBOM NOAEN.

KoHcynbTaHT No reHeTuKe Tak)e obcyauT c Bamu gpyrue
cnocobbl o6cnegoBaHnsa N NpeaoTBpPaLLEHUS Pa3BUTUS
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paka, KoTopble MOryT BaM NOAONTN.

Y10 Hannuue myTauum reHa POLDI] o3HauvaeT
/11 MOUX KPOBHbIX POACTBEHHNKOB?

[Mpn Hanu4umM y BaCc MyTaunm BepOATHOCTb HAaNN4ns 3TON
MyTauumn y Baumx bnonorunyecknx pogutenen, bpaTbes,
cectep npeten coctaenaet 50%. Y Bawnx ganbHunx
POACTBEHHNKOB TaK)Xe MOXeT MMeTbCSl PUCK Hann4uns
nogo6bHon MyTauunu.

BeposATHOCTb Nnepegayn MyTauum opyrum 4siieHam cembu
MY>XYMHaAMU N XXeHLWMHaMm oaguHakoBa. [Jns noBbieHns
pUcCKa pa3BUTUSA paka [OCTaTOYHO yYHacne[oBaTb MyTauuio
OT OQHOro pogunTens.

KOHCYNbTaHT NO reHeTUKe O3HAaKOMUTCSA C BaLlen IMYHON U
ceMelHON MeaNLUNHCKOW NCTOopuen, Nocne Yero ckaxer,
HY>XHO JI MPONTN reHeTn4yeckmne nccrnegoBaHnNs BalLnNM
KPOBHbIM POOCTBEHHNKAM.

YT0 O3HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnm Mbl 0OHapPyXnnu
BapuaHT HeonpepeneHHoro 3HavyeHunsd (variant of uncertain
significance, VUS), Ball KOHCYNbTaAHT MO reHEeTNKE N3y4YnT
BaLU JINYHbIV U CEMENHbIN aHaMHe3 paka. Bam pagyT obuwme
peKkoMeHaaunm No NPoxXoXxaeHnto obcnegoBaHUn Ha
Hannymne pakoBbIX ONyXosneun.
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VUS o3HavaeT, 4To 6bino 06Hapy>XeHO N3MeHeHne B reHe,
HO Mbl MOKa He 3HaeM, CBA3aHO /I OHO C NOBbILLUEHHbIM
PUCKOM pa3BuTua paka. bonbwmnHcteo VUS B KOHEYHOM
NTOre okasbIiBalOTCH HOPMasibHbIMN N3MEHEHUSMU, HE
BIMSIOLLMMN HA COCTOSIHME 300POBbS.

KoHTakTHasa undpopmauums

Ecnuy Bac ecTb BOnpochl Uin onaceHus, obpatnrtecsb K
BalLeMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KNnHn4Yeckmx reHetTndeckumx nccneposaHunm (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA C HUM C
noHepenbHuka no nAaTHMLy ¢ 9:00 oo 17:00 no
TenedpoHy 646-888-4050.

[ononHnTenbHyo NHPOPMaALUIO CM. B HaLLIEN
BUPTYanbHoW bubnuoTteke Ha cante www.mskcc.org/pe.

About Mutations in the POLD1 Gene - Last updated on July 17,2023
Bce npaBa 3awmweHbl n npnHagnexaTt Memorial Sloan Kettering
Cancer Center
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