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

O myTauum reHa PMS2

JTa nHdopmaumsa NOMOXET BaM y3HaTb, Kak MyTaumsa reHa PMS2 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.

'eH PMS2 06bl4HO NnOMOraeT NpeaoTBpaTnTb pak. MyTaunsa 3Toro reHa
Bbi3blBaeT HapyLueHus B ero pabore.

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
MyTauunm reHa PMS2?

Hanuune y Bac MyTaunm reHa PMS2 o3HavaeT Hann4ymne saboneBaHus,
Ha3blBA€MOIr 0 CUHAPOMOM JInHuYa.

CnHppoM JInHya noBbiaeT pNCK pa3BUTUA onpeneneHHbiX BUAOB paka,
BKJIOYas:

e KOJlopeKTanbHbIN pak (pak TONCTON U NPSAMON KULLIKW);

e pak MaTku (3HQoOMeTpus);

CnHppomM JInHua Takke MOXeT yBenmumBaTb PUCK PasBUTUS APYrNX BUOOB
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paka, HO 3Tu C/ly4aun MeHee pacnpocTpaHeHbl. [pumMepbl MeHee
pacnpocTpaHeHHbIX BUAOB paka, CBA3aHHbIX C CUHAPOMOM J1nHyYa:

e Pak AM4YHMKOB

e pak>xenypgka.

® pPaK TOHKOW KNLLKW;

e Pak MOYyeBbIBOOALLMX NyTEN

® pak NogyKenyno4YHoW Xenesbl;

e pak renatobununapHor cnctemsbl (pak B KfieTKax NeYeHu, XXenYHbIX NPOTOKOB
N XKeNYHOr o Ny3blps);

® PaAaKTroJIoOBHOIro mMmo3ra,

® KapuuHOMa canbHbIX Xenes (pak Xenes, BbipabaTblBaloLLMX KOXHOE cano).

Mo Mepe N3ayveHna astTnx MyTaLlMVI Mbl MOXeM O6HapY)KI/ITb, YTO OHN
yBeJINYNBAIOT PUCK Pa3BUTUA OPYrnx TmnoeB paka. KOHCYﬂbTaHT noreHetTumke
npenoCTtaBnUT BaM AONOJIHNTEJIbHYIO I/IHCI)OpMaLI,I/IIO O nosBbllLUeHNN PUCKaA
Pa3BnNTNA paka, eciiny BaC eCtb MyTauund.

[na nony4yeHus pononHMTenbHON nHpopmaLmm npoYnTanTe Matepuan
CuHgpom JlnHya n reHeTn4yeckoe nccnegosaHme (www.msk.org/genetics/lynch-
syndrome).

[lo HeKOTOPbIM OAaHHbIM, Y Ntofen ¢ MyTauunen reHa MSH6 o6Lwmin puck
pa3BUTUSA paka MOXeT ObITb HUXKE MO CPaAaBHEHUIO C NIOObMI, UMEIOLLMU
MyTauun B OQHOM 13 APYrnX FreHOB, CBSA3aHHbIX C CUHOPOMOM JlnHYa (Takmx, Kak
MLHI1, MSH2 n EPCAM). BaxkHo nogaep>XnBaTb KOHTAKT C KOHCYJIbTAHTOM MO
reHeTuKe N cneumannucTamm nevailen KoMmaHabl, TOCKONbKY MHPopMauus ob
3TUX PNCKAX MOXET MEHATbCS C Te4EeHNEM BPEMEHN.

YTO0 1 MOry coenaTtb gnst CHNXeHnst pucka

pa3sBUTUA paka NpU HanM4Ynm MyTauum reHa
PMS2?
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KoHCynbTaHT No reHeTuke n3y4mT Bawm pesynbtaTtbl. OH 06cyanT c Bamu, C
KakuM pakoM CBsi3aHa Balla MyTauus.

Bal KOHCYNbTaHT NO reHeTUKe TakXXe N3y4nT BaLl INYHbIA U CEMENHbIN
aHaMHe3, CBA3aHHbIN C pakoM, U 4acT peKoMeHAaumnn rno NpoxXoXaeHuio
obcnenoBaHUii Ha HanM4YMe pakoBbix onyxonen. OH MoXeT NopPeKkoOMeHO0BaTb
HavaTb o6cnegoBaHue Ha Hann4ymne paka B bonee paHHeM Bo3pacTe uc
6onblLuelr YacTOTOl NO CpaBHEHMIO C 6ONbLUMHCTBOM nlogael Uin NPonTy
cneumnanbHble 06cnenoBaHns, YTOObl OOHAPYXUTb Pak Kak MOXHO pPaHbLLE.

K Takum O6C.l'IeD,OBaHVIF|M Ha HaJindme pakoBblX OI'IYXOJ'IEVI OTHOCATCA:
e KonoHockonusa B bonee pPaHHEM BO3pacTte nc 6onblUen 4YacTOTON No

CpaBHEHNIO C OONbLUMHCTBOM o ein.

e DHOOCKOMUSA BEPXHUX OTAENOB NuLLEeBapuTenbHOro TpakTa (Npouenypa,
KOTOpas No3BOJISAeT Bpa4vy BUAETb BaLl XXeNyAoK N TOHKNA KULLEYHUK).

e AHanus Mmo4n (Ha Hann4ne KPOBU B MoYe).
KoHCcynbTaHT No reHeTuKe Tak)Ke MoXeT 06CyanTb C BaMU BO3MOXHOCTb
ornepauunn gnsa npeaoTBpaLLeHns PpasBNTUA paka, Takon Kak:

e onepauus No yganeHuo MaTKu gnsa npenoTBpaLleHna paka SHOOMeTpus;

e onepauus No yganeHuo SNYHUKOB A1 NpeaoTBpaLLeHns paka SNYHUKOB.
Ecnu BaM Ha3HayeHa onepauuns no yganeHnio PakoBOW ONyXOAn TONCTOW KNLLIKN
WAW NONNUNOB, KOHCYNbTAHT NO reHeTnke MOXXeT NoOpPeKoMeHO0BaTb BaM

yOannTb QOMNOSIHUTENbHYIO TKaHb TONCTOWM KNLWKK, YTOObI NpeaoTBpaTnTb
fanbHenwee pasBuTue paka.

Ecnu Bbi pewnTte l'lpOI?ITI/I onepauuto, O6CYD,I/ITe C KOHCYJIbTAQHTOM NO reHeTukKe
Hanbonee nogxopgduiee and 3Toro spemM4. Orlepau,vm no yaaseHNo MaTKnN n
ANYHNKOB BJINAE€T Ha A4eTOPOOHYIO (IDYHKLI,I/IIO (BO3MO)KHOCTb nMeTb
ouonormnyecknx p,eTe|7|). Ecnu Bbi ninaHnpyeTe nMeTb nerten, KOHCYJIbTAHT MO
reHeTmke MmoxeT O6CYD,I/ITb C BaMN BO3MOXXHble BapUaHTbI.

KoHcynbTaHT no reHeTuke Takxke obcyanT ¢ BaMu gpyrme cnocobbl
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obcnepoBaHna U NpenoTBPALLEHUS Pa3BUTUA paka, KOTOPbIe MOTyT BaM
NOOOWNTMW.

Y10 Hannume mytaumm reHa PMS2 o3HavaeTt gnga
MOUX KPOBHbIX POACTBEHHNKOB?

[Mpwn Hann4uM y BaC MyTaunm BEePOATHOCTb HAaNN4nsa 3TON MyTauum y BaLunx
6uonornyeckux pogutenen, bpaTtbes, cectep n geten coctasnsaeTt 50%. Y
BaLUMX AANIbHNX POACTBEHHUKOB TAK)Xe MOXET MMeTbCS PUCK Hann4uns
nogo6Hom MyTaunu.

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

KOHCynbTaHT No reHeTUKe 03HAaKOMUTCS C Ballen INYHON U CEMENHON
MeONLUNHCKON NCTOPMUEN, MOCIIe Yero CKaXeT, HY)KHO NN MPONTUN reHeTnyeckmne
nccnegoBaHUS BalMM KPOBHbIM pOACTBEHHMKAM.

Y10 3TO O3HaAuaeT gna NnaHUpPoBaHUA ceMbu?

Ecnu npn Hanuynmn y Bac MyTauum reHa PMS2 Bbl nnaHupyeTe nMmeTb geTen, ectb
cnocobbl NpegoTBPaTUTb yHaciegoBaHNUe MyTauu BalMy AeTbMI.
Bo3mMoXHO, Bbl 3axoTuTe 06CcygnTb 3TN cNocobbl, 0cOBEHHO NPU HANNYUN
MyTauum reHa PMS2 ny Bac, n y BaLuero naptHepa.

Mpwn Hannynm y Bac o6oumx mytaumm reHa PMS2 ecTb BEpOATHOCTb, YTO BaLll
pebeHOoK poanTCcs C pegkuMm, HoO cepbesHbiM 3aboneBaHnem, KoTopoe
Ha3blBa€TCHA CUHOPOMOM KOHCTUTYLMOHANbHOIro geduumnta BOCCTaHOB/EHNS
HecooTBeTcTBU (Constitutional Mismatch Repair Deficiency (CMMR-D)).
CnHppom CMMR-D noBbillaeT puck pasBuTusa 4eTCKOro paka. Ecnuy Bac yxe
ecTb geTun, Hann4ymne y Hux CMMR-D ManoBeposTHO, MOCKONbKY 3TO HapyLleHne
O0ObIYHO AMarHoCcTUpyeTcs B paHHeM Bo3pacTe. [l nony4vyeHus
OOMONHUTENbHON NHPOPMaLMKM O FeHeTUYECKOM NCCNe[oBaHnn
NJAHNPOBAHNN CEMbM OOpPaATUTECH K KOHCY/IbTAHTY NO reHeTuKke.
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Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mmbl 06HapPYXUnn BapmnaHT HeonpeaeneHHoro
3HayeHus (variant of uncertain significance, VUS), Baww KoHCynbTaHT no
reHeTnKe N3y4YnT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam pagyT obwiune
pekoMeHpauum no NpoxoxXxapeHuno obcnenoBaHni Ha HannyMe PakoBbIX
onyxosnen.

VUS o3HavaeT, 4To Obi1o OOHApPYXXEHO N3MEHEHNE B reHe, HO Mbl MOKa He
3HaeM, CBSAA3aHO /I OHO C NOBbILLIEHHbIM PUCKOM Pa3BUTUSA paka. bonbWNHCTBO
VUS B KOHEYHOM UTOre OKasblBalOTCA HOPMaslbHbIMU U3MEHEHUSIMU, He
BUSAIOLNMUN Ha COCTOSIHME 300POBbA.

KoHTakTHasa uHdpopmauums

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY No reHeTuke B Cnyx6e KNMHNYEeCKMUX reHeTU4YeCcKnx
nccneposaHuin (Clinical Genetics Service). Bol MOXeTe cBSI3aTbCS C HUM C
noHepgenbHuUKa no naTHuuy ¢ 9:00 po 17:00 no tenedoHy 646-888-4050.

[OononHnTenbHyto nHGOpPMaLMIO CM. B HaLLen BUpTyanbHoW bubnnoTteke Ha
canite www.mskcc.org/pe.
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