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OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

O myTauum reHa PMS2

OTa nHpopMaliida IIOMOXKEeT BaM Y3HaTh, KaK MyTallus
reHa PMSZ2 MOXeT MOBIUATh 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.

['en PMSZ2 oOBIYHO IIOMOTAET IIPEOOTBPATUTEL PakK.
MyTalua 3TOro reHa BhI3LIBAET HAPVIIEHUS B €TI0
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.

1/8



KakoB puck 3aboneTtb pakoMm npu
HaJIM4MM MyTauum reHa PMS_2?

Hanuuwue y Bac MmyTauuu reHa PMS2 o3HadaeT Hanuuue
3abomeBaHus, Ha3bIBAEMOT'0 CHUHAPOMOM JInHYa.

CurpgpoM JIMHYa IIOBHIIIIAET PUCK PA3BUTHUSA
OomnpedesieHHBIX BUOOB PaKa, BKIOYas:

e KOJIOPEKTaJIbHLIM PakK (pakK TOJICTOM U MPSIMOU
KUIIKA);

e PaK MaTKHU (3HOOMETPUS);

CunnopoM JIMHYa TakXKe MOXKET YBeJIMUUBaATh PUCK

Pa3BUTHUA OPYTUX BUOOB pakKa, HO 3TU CIIy4au MeHee

pacrnpocTpaHeHnl. [IpuMeprl MeHee pacClIpPoOCTPaHEeHHBIX

BUOOB PakKa, CBA3aHHBIX C CHHOAPOMOM JIvHYa:

e PaK AMYHUKOB

® PDaAK 2ZKeJIyOoKa.

PaK TOHKOM KMIIIKH;

e PaK MOUYEBLIBOOSINUX IIyTEMN

pPaK MOIKeJTyA0YHOM KeJle3hI;

paK renaToOMINapPHOM CUCTEMHI (PaK B KJIeTKax
[Ie4YeHU, XKeJTYHBIX IIPOTOKOB U XKEJTYHOTI'O ITY3LIPS);

PaK I'OJIOBHOI'O MO3TI'q,
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e KapIIMHOMaA CaJIbHEIX XKeJjie3 (pak xKeJes,
BEIpAOaTHIBAIOIINX KOXKHOE Callo).

[To Mepe u3ydeHus: 3TUX MyTalluil MBI MOKEM
OOHAPY2KUTh, YTO OHU YBEINYHUBAIOT PUCK PA3BUTUS
OPYTUX TUIOB paka. KOHCY/IbTaHT IO T€HETHUKE
IIPEIOCTABUT BaM OOMNOJITHUTENIBHYIO HH(POPMAIIHIO O
IIOBBLIMIEHNY PHCKa PA3BUTUSA PaKa, €CJIN Yy BaC €CTh
MYy Tallus.

117151 ONMy4YeHUA OOMOJIHUTEIbHOU HHPOPMaIlIuKU
rnpounutauTe MmaTtepuan CHHIpoOM J/IHHYa ¥ TeHETHYECKoe
ucciaenoparue (www.msk.org/genetics/lynch-syndrome).

IIo HEKOTOPHLIM OaHHEIM, YV JIIOEH C MyTallued reHa
MSH6 o0 pUCK Pa3BUTHS PakKa MOKET OBITh HHXKE
I10 CPaBHEHUIO C JIIOObMHU, UMEKOIINMH MYTalliu B OMHOM
13 OPYTUX I'€HOB, CBI3aHHBIX C CUHAPOMOM JIMHYa
(Takux, Kak MLHI1, MSH2 n EPCAM). BaxxHo
MIOOaepKUBaTh KOHTAKT C KOHCYJIbTAHTOM I10 TEHEeTUKE U
CIieliaJInCTaMu Jjiedyallled KOMaHbl, IOCKOJIbKY
NHpopManus 00 3TUX PHUCKaX MOXKET MEeHSIThCSI C
Te4YeHHUEeM BPEMEHHM.

YTOo 1 MOry caenaTthb AN CHUXKEHUA pUckKa
Pa3BUTUA pPaKa NMPU HAJIMYUU MyTaLuUm
reHa PMSZ2?
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KOHCYTIBTaHT II0 TEHEeTUKE U3YUYUT Ballld PE3YJIbTATHI. (@)
O6CYJII/IT C BaMH, C KAKUM PAKOM CBf3dHa Badlllda MyTallHU.

Balit KOHCYJIbTAHT 10 TeHEeTHUKe TaKXKe U3YUYUT Balll
JINYHBIM U CEMENHBIM aHaMHe3, CBI3aHHLIHM C PAKOM, U
oJacT peKoOMeHOalluH 110 IPOX0XKaOeHUI0 00cIegoBaHul Ha
Ha/JIn4due PakKoBBIX onyxojyierd. OH MOXKET
IIOPEKOMEHO0BaTh HadaTh 0OCIeJoBaHue Ha Halludlne
paka B Oojiee paHHEM BO3pacTe U C OOJIbIIIeN YaCTOTOU
II0 CPAaBHEHUIO C OOJIBIIMHCTBOM JIIOOEM UIN IIPOUTH
cIielnaibHbIe 00CIemoBaHusI, YTOOLI OOHAPYKUTH PakK
KaK MOZKHO PaHBbIIIe.

K Takum OGCJ’IGHOB&HI/IHM Ha HaJIN4YHE€ PaKOBBIX OHYXOJ'IGIZ
OTHOCATCHA:

e KonmoHOoCKoNus B 00JIee paHHEM BO3PacCTe U C
O00JIbIIIEe YaCTOTOM II0 CPAaBHEHUIO C OOJILIINHCTBOM
JIIOEN.

e JHOOCKONIHNS BEPXHUX OTHOEJIOB IIUIIEBAPUTEIFHOT O
TPpakTa (Impoieaypa, KoTopasi MO3BOJISET Bpauyy BUOETh
Balll XXEeJIYOIOK U TOHKHUU KUIIIEYHUK).

e AHanmu3 MO4YH (Ha HaJIuyuve KPOBU B MOYe).

KOHCY/IBTAHT I10 TEHETUKE TaKxKe MOXKeT OO0CYOUTh C
BaMK BO3MOXKHOCTB OIlepalliy OJIs MPeaoTBpallleHus
Pa3BUTHS pPaKa, TAKOHU KakK:
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e OIepallus IO YOaJleHUI0 MaTKU OJIS IPegoTBpallleHUs
paKa SHOOMETPUS;

e OIlepanusd I10 YOaJIEHNIO AUMYHUKOB [OJIA
IpeagorTBpamieHusa Ppaka AUHYHHUKOB.

Ecnu BaM Ha3HadyeHa ollepaliiis 10 yOaJeHUuI0 PaKoBOH
OITYXOJIX TOJICTOM KMUIIKU HNJIN IOJIUIIOB, KOHCYJILTAHT II0O
reHeTUKe MOXKeT ITIOPeKOMeHI0BaTh BaM yIOaJIUuTh
OOIIOJTHUTEJIbHYIO TKaHb TOJICTOM KHUIIIKHN, YTOORI
IIPeJoTBPATUTh JajibHelIllee pa3BUTHE pakKa.

Eciu BB pelinTe IIPOUTHU Oomepalinio, 00CyouTe C
KOHCYJIbTAHTOM II0 TeHeTHKe HanuboJjiee moaxoasiiiee ojis
3TOr0 BpeMs. Onepariys 10 yoaJeHUI0 MaTKU U
SIMYHUKOB BJIMSAET Ha OETOPOOHYIO (PYHKIIUIO
(BO3MOXKHOCTh UMETh OMOJIoOruYecKux nereu). Eciu Bo
[IJIaHUPyeTe UMETh IeTeu, KOHCYJIbTaHT I10 TeHEeTUKE
MOZKeT 00CyOuTh C BaMH BO3MOZKHEIE BAPUAHTHI.

KoHCYyJIbTaAHT I10 TeHeTHKe TaKxKe O0OCYOUT C BaMH
Opyrue criocoObl 00CIenoBaHusI U IIPEeOOTBPAIlleHNUSsI
pa3BUTHS PaKa, KOTOPEIE MOT'YT BaM ITOJOMTH.

YTOo Hanunume MmytTauum reHa PMS2
O3HadaeT OJZIA MOUX KPOBHbIX
POACTBEHHUKOB?

HpI/I HaJIM4YWHN Y BaC MyTallU BEPOSATHOCTb HAJIMUHUA

5/8



9TOM MyTaAllUX y BalllUX OMOJIOTUYECKUX POOUTETIEMN,
OpaThkeB, cecTep u meTteu coctaBiasgeT 50%. Y Bammx
OaJIbHUX POACTBEHHUKOB TaKXKe MOXKEeT UMEThCS PUCK
HaJIN4us II0JO00OHOM MyTalllH.

BeposTHOCTEL mepemadyu MyTalluy OPYTrUM 4YJieHaM CEMbU
MYy2K4YMHAMHU U XKEeHIITHHAMH OOWHAaKoBa. 115
IIOBLINIEHNSI PHCKa Pa3BUTHS PaKa JOCTATOYHO
yHacjJIegoBaTh MyTaIllui0 OT OOHOTO POOUTEIS.

KOHCYJIbTAHT 110 TEHETUKE O3HAKOMUTCS C Balllen
JINYHOU U CEMEHNHON MEeJUIIMHCKOU UCTOPUEM, II0CIe
4Yero CKaxXkeT, HyXKHO JIA IIPOUTU T'eHEeTUYECKUe
HCCJIEOOBAaHU BalllUM KPOBHBLIM POOCTBEHHUKAM.

4YTO 3TO O3Ha4YaeT ONA NJIaHUPOBaHUA
ceMbun?

Ecnu nipu Hanuyuu y Bac MyTaluuu resa PMS.2 BE
IIJIaHUPYyEeTe UMETh IeTeM, eCTh CIIOCOOBI TPEIOTBPaTUTh
yHacCJIeqoBaHUe MyTalliyd BalllUMU OeTbMU. BO3MOXKHO,
BEI 3aXOTHTE OOCYAUTH 3TU CIIOCOOBI, 0COOEHHO IIPU
HaJIM4Yuy MyTaluuu reda PMS2 Uy Bac, 4 y Balllero
rapTHepa.

[Ipu Hanuuuum y Bac 00oux MmyTtaumu reHa PMSZ2 eCcThb
BEPOSITHOCTH, UTO Balll pe0EHOK POOUTCS C PEOKUM, HO
Cepbe3HBIM 3a00JieBaHMEM, KOTOPOE Ha3hIBaeTC s
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CUHOIPOMOM KOHCTUTYIIMOHAJIBbHOTO geduiiira
BOCCTaHOBJIeHUsI HecooTBeTCcTBUU (Constitutional
Mismatch Repair Deficiency (CMMR-D)). Curgpom
CMMR-D rmoBhIIlIaeT PUCK Pa3BUTHUA OETCKOI'O pakKa.
Ecnu y Bac yxke ecTh getu, Hanuune y Hux CMMR-D
MaJIOBEPOSITHO, IOCKOJIbKY 3TO HapyIIeHUEe OOBIYHO
OUarHOCTUPYETCS B paHHEM Bo3pacTe. 114 IoJIy4YeHus
OOIMOJIHUTENIbHOU NH(POPMAIINH O TeHETHUYECKOM
IICCJIeJOBAHUM U IIJIaHUPOBAHUU CEMbU O00OpPaTUTECH K
KOHCYJIbTAHTY I10 T€eHETUKE.

HUTO O3HavYaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnm y Bac HET MyTalluM UJIU €CJIM MBI OOHapPyKUIIU
BapHaHT HeOoIpedeleHHOro 3HavyeHus (variant of
uncertain significance, VUS), Balll KOHCYJIbTaAHT II0
reHeTHKe U3YYUT Balll JINYHBIM U CEMEHUHLIM aHaMHe3
paka. Bam magyT obmiyie peKoOMeHOaIluu 1o
IIPOXOKIOEeHNI0 00CcIeJOBaHUN Ha HaJlindlne PaKOBBIX
OIIyXOJIEH.

VUS o3HavaeT, 4TO ObIJI0 00OHapyKEeHO N3MEeHEHNE B
reHe, HO MHI II0Ka He 3HaeM, CBSI3aHO JIM OHO C

IIOBHIIIIEHHBIM PUCKOM Pa3BUTUA PaKa. bOIBIIMHCTBO
VUS B KOHEYHOM UTOT'€ OKaA3hIBAIOTCSI HOPMAaJIbHBIMU

N3IMEHEHUsIMH, HEe BIIUAIOINMNMHU Ha COCTOAHHUE 300POBbSI.
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KoHTaKTHasa uHdpopmMmauus

Ecnu y Bac €CTh BOOPOCH UJIK OHaCeHusI, 00paTUTECH
K BallleMy KOHCYJIbTAaHTYy 10 reHeTuke B Ciyxk0e
KJIMHUYEeCKUX remetnueckux ucciaenosanuu (Clinical
Genetics Service). BBl MokeTe CBA3aThCSI C HUM C
nmoHenmenbHUKa 0 mATHUILY C¢ 9:00 go 17:00 mmo
Tenedony 646-888-4050.

ITommoMHUTENNbHYIO HHPOPMAIINIO CM. B HaIllek
BUPTYyaJIbHOM OMOIMOTEKEe Ha cauTe www.mskcc.org/pe.

About Mutations in the PMS2 Gene - Last updated on July 17,
2023

Bce mpaBa 3amuineHsl 1 npuHaaiaexaT Memorial Sloan Kettering
Cancer Center
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