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OBPA3OBATEJIbHbIE MATEPWATIbI A1 NAUMEHTOB 1N Y XAXKNBAIKOLLX 3A HUMW ITNL,

O myTauum reHa PMS2

OTa nHdopmMaums NOMOXET BaM Y3HaTb, Kak MyTauma reHa PMS2 moxkeT noBnnaTb Ha Bac

1 BaLLy CEMbIO.

BaTtom MaTepunane CZioBO «CeMbda» O3Ha4YaeT niogen, c KOTOPbIMU Bbl CBA3aHbl KPOBHbIM

poaocTBOM. K H1UM He oTHOCATCH Jrogn, C KOTOPbIMU Bbl MOPOOHUITNCD Hepe3 6pa|< nin
yepes YCbIHOBJ'IeHI/Ie/YD,O‘-IepeHVIe. MbI Tak>)XKe Ha3biBaeM 3TUX YI1IEHOB CEMbIW BalLNMK
KPOBHbIM pOACTBEHHUKaMN.

'eH PMS2 o6bI4HO NOMOraeT npefoTBpaTnTb pak. MyTaums aToro reHa Bbi3biBaeT
HapyLueHuns B ero paborTe.

Ba)kHO NnoHMMaTb, YTO HaNM4Me MyTauun B 3TOM FreHe He O3Ha4aeT, YTo y Bac
obs3aTenbHO OyaeT o6HapyXXeH pak. DTO O3HA4YaeT, YTO Bbl NOABEPXEHbI 6bonbLueMy
PUCKY pa3BUTUS HEKOTOPbIX BUAOB paka. Tun paka y fnoaen ¢ MyTaunein B 3STOM reHe
MOXeT ObITb pa3HbIM laXe B OQHON CEMbe.

KakoB puck 3aboneTtb pakoM Npu Hann4ynum MyTaumm
reHa PMS2?

Hannune y Bac MyTaumm reHa PMS2 o3HavaeT Hann4une 3aboneBaHus, Ha3biBa€MOro
cnHgpomoM JlnHya.

CI/IHD,pOM JInHya noBbiwaeT PUNCK pa3BnTnd onpegeneHHbIX BNooB paka, BKJ1lo4Yada:

e KonopekTanbHbIN pak (pak TONCTON N NPSAMON KULLKW);

e pak MaTkm (3HOoMeTpus);

CI/IHD,pOM JInHya Takxe moxeT yBennmyinBaTb PUCK PasBUTUA APYIrnxX BUaoOB paka, HO 3Tr

C/y4Yaun MeHee pacnpocTpaHeHbl. [TpMepbl MeHee pacnpocTpaHeHHbIX BUAOB paka,
CBSI3aHHbIX C CMHAPOMOM J1nHyYa:

e Pak an4yHmkos

® pak>xenypgka.
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® paK TOHKOW KNLUKW;
e Pak MOYeBbIBOASALLMX NyTEN
® paK nogXXenyao4yHoum xenesobl;

e pak renatobunuapHom cuctemsbl (pak B KNeTKax NevyeHu, Xen4HbIX NPOTOKOB U
XKENYHOr o ny3bips);

® PaKroJsiIoBHOIroO MO3ra;

® KapuWHOMa canbHbIX Xenes (pak xenes, BbipabaTbiBaloLWMX KOXXHOE Cano).

Mo Mepe n3yyeHns aTux MyTauuii Mbl MOXXeM OBHapPYXXNTb, YTO OHU YBENINYUBAIOT PUCK
pa3BMUTUS oPYrux TMNoB paka. KoHCynbTaHT No reHeTuKe NpefoCcTaBuT BaM
AOMONHNTENbHYO MHPOPMALNIO O MOBbILLIEHUN PUCKA PA3BUTUS paka, eciin y Bac eCTb
mMyTauus.

[na nonyyeHns pononHnTenbHom nHpopmaumn npountante matepuan CuHgpom JlnH4a
m reHetTnyeckoe nccnegosaHne (www.msk.org/genetics/lynch-syndrome).

Mo HeKOTOpPbIM AaHHbIM, y Ntoaein ¢ MyTauunel reHa MSH6 o6Lwuii pnck pasBnTurs paka
MOXeT ObITb HMXXE MO CPAaBHEHUIO C NOAbMU, UMEIOLLIMIMA MyTaLMn B OGHOM U3 ApYyrux
reHoB, CBAA3aHHbIX C cuHApPoMoM JluH4a (Taknx, kak MLHI, MSH2 n EPCAM). BaxxHO
nopaepXmnBaTb KOHTAKT C KOHCYNbTAaHTOM MO reHeTuKe N cneumannucTaMm nevalen
KOMaHp[bl, NOCKONbKY NMHPOpMaLms 06 3TUX pUCKax MOXET MEHATbLCA C TeYEHNEM
BpeMeHN.

Y10 9 MOory caenatb 411 CHUKEHUS PUCKa pa3BUTUS
pakKa Nnpn Hanu4num myTauum reHa PMS2?

KOHCYJ'IbTaHT no reHeTmke N3ydymT Balln pe3ysibTaThbl. OH O6CY,EI,I/IT C BaMH, C KaknMm
[PaKOM CBA3aHa Balla MyTauuns.

Bawl KOHCYNbTAHT MO reHeTrKe TakXe U3y4YUT Balll JIMYHbIA U CEMENHbI aHAMHE3,
CBSI3aHHbIl C PakoM, N AaCT peKoOMeHAauMn No NPOXOXAeHNo o6cnenoBaHNin HA
Hann4ymne pakosbix onyxonen. OH MOXeT NopeKkoMeH[oBaTb HaYaTb o6cnegoBaHne Ha
Hann4une paka B 6onee paHHeM BO3pacTe 1 ¢ 6onbLUet YHaCTOTOM N0 CPaABHEHUIO C
OONbLIMHCTBOM NIOAEN NN NPONTU cneumnanbHble o6cnenoBaHus, YTo6bl OGHAPYXNTb
paK Kak MOXHO paHbLUe.

K Takum O6CHeD,OBaHVIF|M Ha Hann4ne pakoBbIX OHYXOHGIZ OTHOCATCHA:
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e KonoHockonusa B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLuein YacTOTOMN NO CPaBHEHUIO C
60NbLUNHCTBOM Ntoaen.

e DHOOCKONMSA BEPXHUX OTOENOB NULLEBapUTeNnbHOro TpakTa (npouenypa, koTopas
no3BoJiSieT Bpayy BUAETb BaLl XXeNyAOK N TOHKNIA KULLIEYHUK).

e AHanus Mouun (Ha Hann4mne KPOBN B MOYeE).

KoHcynbTaHT No reHeTunke Takxe MoXeT 06CcyanTb C BaM BO3MOXKHOCTb onepauunmv ans
npenoTBpaLLeHNs PasBUTUSA paka, Takon Kak:

¢ onepaund no yganeHnio MaTKn ond npenoTBpalleHnd paka S HOOMEeTpPNA;

¢ onepaund no yganeHnio an4HNKOB Ond npenoTBpalleHnd paka AN4YHNKOB.

Ecnun Bam HasHauyeHa onepauus No yaaneHuio pakoBom ONyXon TONCTOWN KULLKW U
NOMMMNOB, KOHCYNIbTAHT MO reHeTUKe MoXeT NopPeKkoOMeHoBaTb BaM yoanunTb
[OONOJTHATENbHYIO TKaHb TOICTOM KULLKK, YTOObI NpeaoTBpaTUTb AalbHelllee
pa3BuTME paka.

Ecnu Bbl peunTe nponTtmn onepaunio, o6CcyanTe ¢ KOHCYIbTAHTOM MO reHeTuKe
Hanbonee nogxopsuiee ans atoro Bpems. Onepaums no yganeHuo MaTkm N SMHUKOB
BNMSieT Ha AeTOPOAHY0 yHKUMIO (BO3MOXHOCTb MMeTb bBuonornyeckux geten). Ecnn
Bbl MJTAaHNPYEeTe UMETb AeTeln, KOHCY/IbTaHT NO reHeTuKke MoXeT 06CcyanTb C BamMu
BO3MOXXHbl€ BApUaHTbI.

KoHcynbTaHT no reHeTuke Takxke o6CcyanT c Bamu gpyrue cnocobbl o6cnegoBaHns n
NpepoTBpaLLEeHNs Pa3BUTUS paka, KOTOPble MOryT BaM NOOONTN.

Y10 Hannume mytaumm reHa PMS2 osHavaeT gnsga Moumx
KPOBHbIX PpOACTBEHHUKOB?
I'Ip|/| HaJIM4HNN 'y BaC MyTaunn BepoOATHOCTb Han4vnm4d 3TON MyTaunnmy Balllnx

ounonornyecknx poputenei, 6paTtbes, cectep n geten coctasnaeT 50%. Y Bawumnx
[aNbHUX POACTBEHHUKOB Tak)Xe MOXeT UMeTbCS PUCK Hannyunsa nogobHomn MyTaunu.

BepoaTHOCTb Nepepayn MyTauum gpyrum YieHaMm CEMbM MYXYMHAMUN N XXEHLLVMHaMU
oAMHakoBa. [1ns noBbILLEHNS pUCKa PasBUTUSA paka AOCTAaTOYHO yHacnenoBaTh
MyTauuio OT OQHOr o poauTens.

KoHcynbTaHT No reHeTnKe 0O3HAaKOMUTCS C BaLLen IMYHON N CEMENHON MeAVNLIMHCKO
NCTOpPMENn, NOCIe Yero CKaXxeT, HY>XXHO NI NPONTU reHeTU4Yeckmne nccrnenoBaHna BaluuMm
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KPOBHbIM pOOCTBEHHKAM.

Y10 3TO O3HauaeT gnsa nnaHupoBaHUA ceMbu?

Ecnu npn Hannuum y Bac MyTaunm reHa PMS2 Bbl nnaHupyeTe nMeTb fieTeN, ecTb
cnocobbl NpenoTBPaTUTb YHaceqoBaHNe MyTauum BawmmMmn oeTbMn. BosamoxxHo, Bbl
3axoTute o6CcyanTb 3TN CNOcobbl, 0COBEHHO NPU Hann4YMnM MmyTaumm reHa PMS2 ny Bac, n
y BalLlero napTHepa.

Mpwn Hannunn y Bac o6ounx MyTauum reHa PMS2 ecTb BepOSAATHOCTb, 4TO BaLl pebeHok
pPOANTCA C peaKUM, HO Cepbe3HbIM 3aboneBaHneM, KOTOPOE Ha3blBaeTCA CUHAPOMOM
KOHCTUTYUMOHanNbHOro nedurunta BocctaHoBneHus HecootBeTcTBur (Constitutional
Mismatch Repair Deficiency (CMMR-D)). Cnngpom CMMR-D noBbiwaeT puck passutns
geTckoro paka. Ecnny Bac yxe ectb getu, Hann4vmne y Hux CMMR-D manoBeposTHoO,
NMOCKOJIbKY 3TO HapyLeHne o6bl4HO AMarHoCTNpyeTCca B paHHeM Bo3pacTe. [na
Nony4YeHns AONONHNTENbHON MHPOPMaUNN O reHeTUYEeCKOM NCCNeaoBaHNN 1
NAaHUPOBAaHNN CeEMbM OB6PATNTECH K KOHCYNbTAHTY NO reHeTuKe.

Y10 03HauaeT oTCcyTCTBUE Y MEHA MyTauumn?

Ecnny Bac HeT MyTaunm nnm ecnm Mbl OOHaPYXXNNY BapuUaHT HeonpeneneHHoro
3HayveHusa (variant of uncertain significance, VUS), Ball KOHCyNbTaHT MO reHeTuKe
N3y4YUT BaLl NINYHDBIN N ceMeliHbI aHaMHe3 paka. BaM pagyT ob6Limne pekoMeHpaumm no
npoxoXaeHuto ob6cnengoBaHNi Ha HanM4YKe PakoBbIX OMYyXONe.

VUS o3HavaerT, 4To 6b1/10 0O6HapyXKeHO U3MEeHEHNEe B reHe, HO Mbl MOKa He 3HaeM,
CBSI3aHO J1M OHO C NOBbILLIEHHbIM PUCKOM pPa3BuTnSa paka. bonbwnHcTeo VUS B KOHEeYHOM
NTOre OKasblBaloTCA HOPMalbHbIMU U3MEHEHVAMU, He BUSAIOLLIUMU Ha COCTOSIHNE
300pOBbS.

KoHTakTHaga nHpopmauus

Ecnny Bac ecTb Bonpochbl unm onaceHusi, obpaTtnTech K BalleMy KOHCYbTaHTY Mo
reHeTuke B Cnyx6e knuHnveckunx reHetnvyeckux nccneposanuin (Clinical Genetics
Service). Bbl MOXeTe CBSA3aTbCs C HAM C NOHeaeNnbHuKa no naTtHuuy ¢ 9:00 go 17:00
no TenedoHy 646-888-4050.
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tel:+1-646-888-4050

[OononHuTenbHyio HOPMaLMIo CM. B HaLLen BUpTyanbHom 6ubnnoTteke Ha cante
www.mskcc.org/pe.

About Mutations in the PMS2 Gene - Last updated on July 17,2023
Bce npaga 3awmieHbl v npuHagnexaTt Memorial Sloan Kettering Cancer Center

NaTta nocnepHero o6HoBNeHUs
Monb 17,2023
Learn about our Health Information Policy.
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[MopennTtecb cBOMM MHEHMEM
[Tlogpenutecb cCBOMM MHEeHEeM

Bawl oT3bIB NTOMOXET HaM CKOPPEKTNPOBaTb O6pa3oBaTeNbHble MaTepuansl,
npepocTaBnaeMble nauneHTaM. [JaHHble, NpefocTaBieHHble BaMu B 3To dopme
obpaTHoW cBA3M, ByayT HEQOCTYMHbI AN COTPYAHUKOB BaLLel flevalliel KoMaHabl.
MoxanyiicTa, He ncnonb3yinTe 3Ty GOpPMyY AN BONPOCOB O BalleM fieyeHun. Ecnuy
BaC eCTb BOMPOCHI MO NOBOAY BalLLero nevyeHunsi, obpatutecb K CBOemMy
MeaVUNHCKOMY COTPYOHUKY.

XOTS Mbl YNTaeM BCe OT3bIBbl, Mbl HE MOXXEM OTBETUTb Ha BCe BONPOChl. Mbl NpocuM
He yKa3blBaTb CBOE NMS UK KaKylo-Nnbo nepcoHanbHyo MHOopMaLmio B 3TOMN
dopme obpaTHOM CBA3N.

—Was this information easy to understand?

o @

Yes

o @
Somewhat
o @

No

Yto cnepyeT 06bACHUTL 6Gonee nogpPobHO?

He BBOAMTE CBOE UMA 1N NMOOYIO NepCcoHanbHYyO UHOpPMaUMio.

OTnpaBuTb
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