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

O myTtaumm reda POLDI

JTa nHdopmaumsa NOMOXET BaM y3HaTb, Kak MyTauma reHa POLDI 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.

e POLDI 06b14HO NOMOraeT npegoTBpaTuTb pak. [Npu MyTaumnm aToro reHa oH
nepecrtaet paboTaTb OOMKHBIM O6pasom.

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 reda POLDI?

Hannune mytaumm reHa POLD] o3HavaeT Hann4yme y Bac 3aboneBaHus,
Ha3biIBaeMOro NOSIMMNO30M, CBA3aHHbIM C MPOBEPKOWN CYMTbIBAHUSA NONMMEPa3omn
(Polymerase Proofreading-Associated Polyposis (PPAP)). PPAP noBbiLuaeT puck
obpasoBaHusa NonnNoB (TKaHeBbIX HAPOCTOB) B TOJICTOM N NPAMON KNLLKE. DTU
NONMMNbl MOTYT MNOBbILATb PUCK PAa3BUTUSA KONOPeKTanbHOro paka (paka
Toncton n npsamown knwikn). PAPP MoXxeT Takxxe cTtaTb NPUYnNHON
BO3HNKHOBEHUS NOIMMNOB B XXenyaKe N BePXHNX OTAeNax XenygoyHo-
KNLWEeYHOro TpakTa.
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Kpome Toro, y xxeHLwuH ¢ PPAP moxeT 6bITb NOBbILLEH PUCK PAa3BUTUSA pPaka
MaTKW, ogHaKo ansa 6onee NONHOro NOHUMaHUSA 3TOro prucka Heo6xoanMmbl
OOMNONIHUTENbHble 06cnegoBaHNA.

Mo Mepe N3ayvyeHna astTnx 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 nHdpopmauus npencrasneHa B MaTepuane HaciencTBeHHbIN
pak TONCTON KULLKM 1 noamno3: www.mskcc.org/genetics/colon-cancer-
polyposis

Y10 9 MOry cgenatb a4 CHNKEHNS pUCKa
Pa3BUTUA Paka NPn HANINYMU MyTaLnmM reHa

POLDI?

KOHCYJ'IbTaHT no reHeTmke Nn3yvynT 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 OPYTrMNX TUNOB paka.

Ball KOHCYNbTaAHT NO reHeTUKe TakXXe N3y4YnT Ball JINYHbIA N CEMENHDbIN
aHaMHe3, CBSAA3aHHbIN C PakoM, U 0acT peKoMeHaauum No NPOXoXXaeHNIo
obcnenoBaHUin Ha Hann4vue pakoBbix onyxosie. OH MOXeT NOPEeKOMeHAoBaTb
HavyaTb ob6cnenoBaHMe Ha Hann4me paka B 6onee paHHeM Bo3pacTe u C
6onbLuer HacTOTO NO CPaBHEHMIO C 6ONBLUMHCTBOM Nlogein Uin NPonTy
cneumnanbHble 06cnenoBaHns, YToObl OOHAPYXUTb Pak Kak MOXHO PaHbLLE.

Hanpumep, oH MOXeT NopeKkoMeHO,0BaTb NPOXOXAEHNE KONTOHOCKONNN B
6onee paHHeM Bo3pacTe 1 ¢ 6osbLUEN YaCTOTON MO CPAaBHEHMIO C
6ONbLUNHCTBOM NioOeNn.

KoHcynbTaHT no reHeTuke Takxe ob6cyonT ¢ Bamum gpyrme cnocobnol
obcnepoBaHna U NpenoTBPaALLEHUS Pa3BUTUA paka, KOTOPbIe MOTyT BaM
NOOOWNTMW.
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https://www.mskcc.org/genetics/colon-cancer-polyposis

Y10 Hannumne mytaumm reHa POLDI o3HavaeT
11 MOMX KPOBHbIX POACTBEHHUKOB?

[Mpwn Hann4uM y BaC MyTaunm BEPOATHOCTb HAaNN4nsa 3TON MyTauum y BaLunx
Ouonornyeckux pogutenen, bpaTtbes, cectep n geten coctasnaet 50%. Y
BaLUMX AaNbHNX POACTBEHHUKOB TAK)Xe MOXET MMeTbCS PUCK Hann4uns
nogo6Hom MyTauuu.

BepOﬂTHOCTb nepegayvyn MytTaumnm gpyruMm 4ieHam ceMbimt My>XHmHamm mn
XXeHWnHaMnm oanHakKkoBa. D,J'Iﬂ noBbllLUEHNA PUCKa Pa3BUTUA PaKa 4OCTATO4YHO
YHacneooBaTtb MyTaunmio OT OOAHOIo poanTend.

KOHCynbTaHT No reHeTUKe 03HAaKOMUTCS C Ballen JINYHON U CEMENHON
MeONLNHCKON NCTOPMNEN, MOCIIE Yero CKaXeT, HY)KHO NN MPONTUN reHeTnyeckmne
nccnegoBaHUS BalMM KPOBHbIM pOACTBEHHMKAM.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mmbl 06HapPYXUNM BapnaHT HeoNnpeaeneHHoro
3HayeHus (variant of uncertain significance, VUS), Baww KoHCynbTaHT no
reHeTnKe N3y4YnT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam pagyT obwiune
pekoMeHpauum no NpoxoxXxaeHuo obcnenoBaHni Ha HannYMe PakoBbIX
onyxosnen.

VUS o3HauvaeT, 4To 6b1510 0OHapyXEeHO N3MEHEHME B FreHe, HO Mbl MNOKa He
3HaeM, CBSAA3aHO /I OHO C NOBbILLIEHHbIM PUCKOM Pa3BUTUSA paka. bonbWNHCTBO
VUS B KOHEYHOM UTOre OKasblBalOTCA HOPMaJslbHbIMU U3MEHEHUSIMU, He
BUSAIOLLNMUN HAa COCTOSIHME 300POBbA.

KoHTakTHasa uHdpopmauums

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY No reHeTuke B Cnyx6e KNMHNYEeCKNUX reHeTU4eCcKnx
nccneposaHui (Clinical Genetics Service). Bol MOXeTe cBSI3aTbCSA C HUM C
noHepgenbHuUKa no naTHuuy ¢ 9:00 no 17:00 no tenedoHy 646-888-4050.
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tel:+1-646-888-4050

[OononHnTenbHyto nHdOopPMaLMIO CM. B HalLen BUpTyanbHoW bubnnoTteke Ha
canite www.mskcc.org/pe.
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