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OBPA3OBATEJIbHbIE MATEPUAJIbI 014 MAUMEHTOB N YXAXKUBAKOLNX 3A
HUMW JTNL,

O myTauum reHa POLD1

OTa nHpopMallysa IIOMOXKET BaM yY3HaTh, KakK myTanusd reia POLD1 MOXeT
IIOBJIUSTH Ha BaC U Ballly CEMbIO.

B 3TOM MaTepuase CI0BO «CeMbsI» O3HAdaeT JII0AeH, C KOTOPLIMU BEI
CBSI3aHBLI KPOBHELIM POACTBOM. K HUM He OTHOCSITCS JIIOOU, C KOTOPLIMHU BHI
IIOPOOHUINCEH Yepe3 Opak MU Yyepes3 yChIHOBIeHUe/yoouepeHue. MbI TakKxkKe
HA3bIBAE€M 3THX YJI€EHOB CE€MbH BalllUMU KPOBHBIMU POOCTBEHHUKAMH.

I'en POLD1 oOLIYHO ITOMOTaeT MIPegoTBPaTUTh pakK. [Ipu MyTaluu 3TOT0 reHa
OH TIepecTaeT paboTaTh JOIXKHBEIM 00Pa30M.

BaxXHO ITOHMMAaTh, YTO HaJIM4YMe MyTallil B 9TOM I'eHe He O3Ha4daeT, YTO Y
Bac 00s13aTeNbHO OymeT OOHapyzKeH pakK. ITO O3HAYaeT, YTO Bbl HOOBEPKEHEI
OO0JIBIIIEMY PUCKY PA3BUTHUS HEKOTOPHIX BUMOB paka. TUII paKa y Jiofei
MyTalliel B 3TOM I'eHe MOXKeT OBITh Pa3HBIM JaKe B OITHOM CeMbe.

KakoB pUcCK 3a0oseTb pakoM npu
HaJIMdum MmyTauuum reHa POLDI1?

Hanuuwue mytanmuu reda POLDI1 o3Ha4YaeT Haau4ue y Bac 3a00IeBaHusI,
Ha3bIBA€MOTO IOJIMIIO30M, CBSI3aHHBEIM C IPOBEPKOM CUYUTHIBAHUS
nnonuMepal3ou (Polymerase Proofreading-Associated Polyposis (PPAP)). PPAP
ITOBLINIAET PUCK 00pa30BaHUS IMOJIMIIOB (TKaHEBBIX HAPOCTOB) B TOJICTON U
MIPSIMOM KHUIIKE. DTU IIOIUIILI MOTYT IOBHIIIATh PUCK Pa3BUTHUSI
KOJIOPEKTAJIbHOTO pakKa (paka TOJICTOU U mpsiMou Kuiliku). PAPP moxeT
TaKXe CTaTh IPUYHUHON BO3SHUKHOBEHUS IIOJIUIIOB B XKeJIyJKe U BEPXHUX
oTHesiax XKeJlygo4YHO-KHUIIIeYHOr 0 TpaKTa.
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Kpowme Toro, y xkeH1iuH ¢ PPAP MoxeT OBITh MOBHIIIEH PHUCK PA3BUTHUS pakKa
MaTKHU, OOHAKO [Jisg 00jIee MOTHOTO MOHMMAaHUSI 3TOT0 PUCKa HEOOXOOM MBI
OOTIOJTHUTENIbHBIE 00CIeqOBaHMS.

[To Mepe u3y4yeHus 3TUX MyTalluil MBI MOKeM OOHapPyKUTh, YTO OHU
YBEJIMYUBAIOT PUCK PA3BUTHUS OPYTUX TUIOB paka. KOHCy/IbTaAHT II0 TeHETUKE
IIPEJOCTaBUT BaM OOIIOJHUTEJIbHYIO UH(POPMALMIO O MOBHIIIEHNN PUCKa
pa3BUTHUSA paKa, €CJIM Y BaCc €CTh MyTallus.

Bonee nogpobHas nH(opmalus npeacTaBjieHa B MaTepuaie
HaciencrBeHHBIH pakK TOJICTOH KHIIIKH H ITO/IHIIO3:
www.mskcc.org/genetics/colon-cancer-polyposis

Y10 71 MOry coenaTtb AJIA CHUKEHUA PUCKa
Pa3BUTUA paKa NPV HAJIMYUM MyTaL MU
reHa POLDI?

KoHCynbTaHT 10 TeHETHUKE U3YyUYUT Ballld pe3ynabTaThl. OH 00CYyOUT C BaMH, C
KaKMM THUIIOM paKa CBs3aHa Ballla MyTauusd. [Io Mepe Uu3ydeHus 3TUX
MyTallui MBI MOXKeM OOHapyKHUTh, UTO OHU YBEJIMYUBAIOT PUCK PAa3BUTHUSA
OPYTUX TUIIOB pPakKa.

Bailr KOHCYNIbTaHT IO TeHETUKE TaKKe U3YYUT Balll INYHBIA U CEMEWHBIN
aHaMHe3, CBSI3aHHBIM C PpaKOM, 1 OaCT PEKOMEHOAIINH 10 ITPOX0XKIEHUIO
oOcnemoBaHN Ha HaIu4dMWe PaKOBHIX onyxojied. OH MOXKET ITOPEKOMEHIOBATh
HaudaTh 00CliejoBaHUE Ha Hajln4yMe paka B 00jiee paHHEM BO3pacTe U C
OOIbIIIEN YaCTOTOM 10 CPAaBHEHUIO C OOJILIIIMHCTBOM JIIOJIEN UIU ITPOUTHU
crielianbHbie 00CIeqoBaHusI, YTOOB 0OHAPYKUTH PaK KaK MOXKHO PaHBbIIIE.

HampuMep, oH MOXKeT MOPEeKOMEeHI0OBATh ITPOX0XKIeHNEe KOJIOHOCKOIINY B
0oylee paHHEM BO3pacTe U C OOJIbIIEN YaCTOTOM 110 CPAaBHEHMUIO C
OONBIINHCTBOM JIIOOEH.

KoHCYnbTaHT IO TeHETUKE TaKiKe OOCYOUT C BaMHU OPYTHUE CIIOCOOHI
oOcnemoBaHus U IPEeOOTBPANIeHUsI PAa3BUTHS pakKa, KOTOPbIe MOTYT BaM
TIOMOMTH.
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https://www.mskcc.org/genetics/colon-cancer-polyposis

YTOo Hasimume MyTauum reHa POLD1
O3HadaeT OJZIA MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy HanU4uu y BaC MyTallid BEPOSTHOCTh HAJIMUUA 3TOU MyTallid Y BallluxX
OMoJIOTMYEeCKUX poOuTesiel, OpaTheB, cecTep U geTeu cocrtaBasieT 50%. Y
BalllX OaJIbHUX POACTBEHHUKOB TaKXKe MOXKET UMEThCS PUCK HaAJINUYUA
IMOJg00HOM MyTallUU.

BeposiTHOCTD Iepegayu MyTallui OPYTrUM 4jieHaM CEMbU MYyXK4YMHaMU U
XKeHIIMHaMU OfJUHaKoOBa. [IJ1s ITOBLIIIEHUS PHCKa Pa3BUTHUS PakKa JOCTaTOYHO
yHaceOoBaTh MyTallii0 OT OOHOTO POOUTETIS.

KOHCYy/IbTaHT I10 TeEHETUKE O3HAKOMUTCS C Balllen JINYHOU ¥ CEMENHOU
MEeOUIIMHCKOU UCTOPUEN, IIOCIIe Yer0o CKaXKeT, HYy2KHO JIU IIPOUTHU
reHeTU4YeCKue MCCJIed0BaHts BalllM KPOBHBIM POOCTBEHHHUKAM.

HYTO O3Ha4YaeT OTCYTCTBUE Y MEeHSA
MyTauuu?

Ecnu y Bac HET MyTalluy UJIN €CJIM Mbl OOHapPy2KUJIU BapuaHT
HeoIlpeaeleHHoro 3HavyeHus (variant of uncertain significance, VUS), Bai
KOHCYJIbTAHT I10 T€eHEeTUKEe U3Y4YUT Balll INYHBIM U CEMEUHBIM aHaMHe3 pakKa.
BaMm pmamyT oOlue peKOMeHOaluu 10 MPOX0XKAeHNI0 00C/IeoBaHNl Ha
Ha/In4yre PaKOBBIX OITyXOJIEH.

VUS o3HaugaeT, 4To ObIJI0 0OHaApPyKEeHO U3MeHEeHNe B I'eHe, HO MEI II0Ka He
3HaeM, CBSI3aHO JIM OHO C IOBBIILIEHHBIM PHUCKOM pa3BUTUA pakKa.
BonpmmHaCcTBO VUS B KOHEYHOM UTOTE€ OKa3bIBalOTCSA HOPMaJIbHEIMU
W3MEHEHUSIMU, He BIIUSIOLIUMY Ha COCTOSTHUE 30POBBA.

KoHTaKTHasa uHpopMmauus
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Ecnu y Bac eCTh BOIIPOCHI UIU OITaCeHNsi, 00OpaTUTECH K BallleMy
KOHCYJIbTAHTYy IO reHeTuKe B CyK0e KIMHUYECKUX TeHEeTUYEeCKUX
uccnenoBaHuil (Clinical Genetics Service). Bel MozkeTe CBsI3aTbCSI C HUM
c noHepenbHUKA 110 IATHULY C 9:00 mo 17:00 mo Tenedory 646-888-
4050.

IomonmHUTENbHYIO UH(POPMAIINIO CM. B HaIllell BUPTyaJIbHOU OMOIMOTEKE Ha
cauTe www.mskcc.org/pe.
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