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OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

O myTauum reHa POLE

OTa nHpopMaliida IIOMOXKEeT BaM Y3HaTh, KaK MyTallus
reHa POLE MoxXeT IOBJIUATH Ha BaC U Ballly CEMBIO.

B 3TOM MaTepualie CIOBO «CeMbs» O3HavaeT JII0Oeu, C
KOTOPHLIMHU BBI CBA3aHBI KPOBHEIM POOCTBOM. K HUM He
OTHOCSTCS JIIOOU, C KOTOPLIMU BEI IOPOOHUIIUCE Yepe3
Opak uam 4epe3 YCHIHOBJIEHHE/yoodepeHnue. MBI Takxke
Ha3bIBa€M 3TUX YJIEHOB CEMbHU BAIlIUMU KPOBHBEIMU
POOCTBEHHUKAMU.

I'ern POLE oOBIYHO ITOMOTaeT IIPegOTBPATUTh PakK.
MyTalusa 3TOro reHa BbI3bIBAET HAPYILIEHUS B €r0
paborTe.

Ba>kHO MOHMMATh, YTO HaJIuyle MyTallid B 3TOM IreHe He
O3HA4vaeT, 4YTO y Bac 00si3aTeIbHO OymeT oOHapy2KeH pak.
9TO 03HAYaeT, YTO BHI IIOJIBEPKEHBI O0JIbIIIEMY PUCKY
pPa3BUTUS HEKOTOPHIX BUOB pakKa. THII paKa y Jiogel C
MyTalliell B 9TOM I'eHe MO>KeT OBITh Pa3HLIM JlazKe B
OIODHOU CceMbe.
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KakoB puck 3aboneTtb pakoMm npu
Handum MmyTauum reHa POLE?

Hanuuwue myTtauuu reHa POLE o3Ha4YaeT HaJInuue y Bac
3a0051eBaHU s, Ha3bIBAEMOT'O ITOJIUIIO30M, CBSI3aHHBIM C
IIPOBEPKOY CUHUTHIBAaHUS nmonmMepa3ou (Polymerase
Proofreading-Associated Polyposis (PPAP)). PPAP
IIOBHIIIIAET PUCK 00Pa30BaHUS IIOJIUIIOB (TKAaHEBEIX
HapPOCTOB) B TOJICTOU U MPSAMOU KHUIIKE. OTU IIOJIUIIEI

MOTI'YT IIOBBIIIIATHE PHUCK PA3BUTHUA KOJIOPEKTAJIBHOI'O PdKa

(paka TOJICTOU U IpsaMou KUINKKU). PAPP MmoxeT Takxke
CTaThb IIPUYUHON BOSHUKHOBEHUS IIOJIUIIOB B XKEJIYOKe U
BEPXHUX OTAeJIaX XKeJTyIOYHO-KUIIIeYHOI'0 TPaKTa.

Kpome Toro, y xkKeHIiuH ¢ PPAP mMoxkeT OBITh ITOBHIIIIEH
PHCK Pa3BUTHS pakKa MATKH, OJHAKO OJisi 0ojiee MOJIHOT 0
IIOHMMAaHMUS 3TOr0 PHCKa HeOOXOOHMMEI HOIIOJIHUTEJIbHEIE
oOcemoBaHUS.

[To Mepe u3y4eHHus: 3TUX MyTalluil MBIl MOKEM
OOHApPYKUTh, YTO OHU YBEINYHUBAIOT PUCK PA3BUTUS
OPYTUX TUIOB paka. KOHCY/IbTaHT IO T€HETHUKE
IIPEIOCTABUT BaM OOMNOJTHUTENIBHYIO HTHPOPMAIIHIO O
IIOBBLIMIEHNY PHCKa PA3BUTUSA PaKa, €CJIN Yy BaC €CTh
MYy Tallus.

bornee nogpoOHas nHopMalus IpeacTaBieHa B
MaTepuane Hac/seqcTBeHHBIH PAK TOJICTOM KHILIKH U
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IoIHII03: WWwW.mskcc.org/genetics/colon-cancer-
polyposis

YTOo 1 MOry caenaTthb AN CHUXKEHUA pUckKa
Pa3BUTUA pPaKa NMPU HAJIMYUU MyTaL UM
reHa POLE?

KOHCY/IBTAHT I10 TEHETUKE U3YUUT Ballld pe3yabTaThl. OH
oOCyouT C BaMH, C KaKMM THUIIOM pPaKa CBs3aHa Ballla
MyTanus. I[1o Mepe u3y4yeHus: 3TUX MyTalliil Mbl MOXKEM
OOHapPYKUTh, YTO OHU YBEJIMYHUBAIOT PUCK PA3BUTHUS
OPYTUX TUIIOB paka.

Bami KOHCYJIbTAHT 110 TeHETHUKE TaKKe U3YUUT Balll
JINYHBIM U CEMENHBIM aHaMHe3, CBI3aHHLIHM C PAKOM, U
oJacT peKoOMeHOalluH 110 IPOX0XKOeHUI0 00cIeqJoBaHul Ha
HaJIM4dre PaKOBHIX OIIyxojeu. OH MOXKeT
IIOPEKOMEHJ0BaTh HayaTh 00CIieJoBaHue Ha Haluyue
paka B Oojiee paHHEM BO3pacTe U C OOJIbIIIEeN YaCTOTOU
II0 CPAaBHEHUIO C OOJIBIIMHCTBOM JIIOOEM UIN IIPOUTH
cIienaibHbBIe 00CIemoBaHusI, YTOOLI OOHAPYKUTH PakK
KaK MOZKHO PaHBbIIIe.

HanpuMmep, 0H MOKeT IOPEKOMEHO0BaTh IMPOX0KOEeHNE
KOJIOHOCKOIIMH B 00Jiee paHHEM BO3pacCTe U C OObIIen
4aCTOTOU II0 CPAaBHEHUIO C OOJIBIIMHCTBOM JTIOOEM.

KOHCYJ'II:)TaHT IIO TEHETUKE TaK2XKe O6CYI[I/IT C BaMH
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https://www.mskcc.org/genetics/colon-cancer-polyposis

OpyrHe criocoObl 00CIenoBaHusI U IIPEeOOTBPAIlleHNUsI
pa3BUTHS PaKa, KOTOPEIE MOT'YT BaM ITOJOMTH.

YTOo Hanunume MmytTauum reHa POLE
O3HadaeT OJZIA MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy Hanuyum y BaC MyTalluid BEPOSITHOCTb HAIUYUS
9TOM MYTallM{ y BalluX OMOJIOTUYECKUX POOUTETIEN,
OpaThkeB, cecTep u meTteu coctaBiasgeT 50%. Y Bamux
OaJIbHUX POOCTBEHHUKOB TaKXKe MOXKET UMEThCSA PUCK
HaJIn4us II0go0OHOM MyTalluHu.

BepOHTHOCTb repegadyu MyTallu OJPYI'dM 4JiIeHaM CEMbH
MY2KUHMHAMHU U 2ZKEHIMNMHAMM OOJHMHAKOBA. 115
IIOBHIIITIEHHU A PUCKaA PA3BUTHUA PaKad OJOCTATOYHO
YHaACJIegoBaThb MyTalliIO OT OOHOI'O POOUTEIJIsA.

KOHCY/IbTAHT 110 TEHETUKE 03HAKOMUTCH C BallleUn
JINYHOU U CEMEHWHOU MEeUIIMHCKOU UCTOPUEM, II0CIIe
4Yero CKaxXeT, HYXKHO JIU [IPOUTU T€eHEeTUYEeCKUe
MCCJIeNOBaHUs BalllUM KPOBHLIM PONCTBEHHUKAM.

HYTO O3Ha4YaeT OTCYTCTBUE Y MEeHSA
MyTauuu?

Ecnu y Bac HET MyTallu¥ UJIA €CJIU MBI OOHapyKUJIU
BapHaHT HEONpeaeleHHOro 3Hauyenud (variant of
uncertain significance, VUS), Balll KOHCYJIbTAHT II0
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reHeTHKe U3YYUT Balll JINYHBIM U CEMEHUHLIM aHaMHe3
paka. Bam magyT ob6miyie peKoMeHOalluu 1o
IIPOXOKIOEeHNI0 00CIeJOBaHUM Ha HaJlndlne PaKOBBIX
OIyXOJIEH.

VUS o3HavaeT, 4TO ObIJI0 00HapyKEeHO N3MEeHEHNE B
reHe, HO MHbI II0Ka He 3HaeM, CBSI3aHO JIM OHO C
IIOBHIIIIEHHBIM PUCKOM Pa3BUTUA PaKa. bOIBIIMHCTBO
VUS B KOHEYHOM UTOTr'€ OKaA3hIBAIOTCSI HOPMAaJIbHBIMU
W3MEHEHUSMHU, He BIUAIOLINMU Ha COCTOSSHUE 300POBbSI.

KoHTaKkTHasa uHopMmauus

Ecnu y Bac eCTh BOIIPOCH! UJIX OMaCeHUsI, OOpaTUTECH
K BallleMy KOHCYJIbTAHTY I10 TeHeTukKe B Ciyxk0e
KJIIMHUYEeCKUX reietnueckux ucciaenoBanuu (Clinical
Genetics Service). Bel MozkeTe CBI3aThCSI C HUM C
rmoHenenbHuKa 10 mATHUIY ¢ 9:00 go 17:00 mmo
Tenedony 646-888-4050.

IIOIOMHUTENIbHYIO HH(POPMAIINIO CM. B Hallleun
BUPTYaJIbHOM OMOIMOTEKE Ha canTe www.mskcc.org/pe.
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