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

O myTtauum reHa MSH2

JTa vHdopMauus NOMOXeT BaM y3HaTb, Kak MyTaums reHa MSH2 moxeT noBNnATb Ha
BacC 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 MSH2 o6bl4HO NOMoraeT NpeaoTBPaTUTL pak. MyTaumsa 3TOro reHa BbisbiBaeT
HapyLueHuns B ero paborTe.

Ba)kHO NnoHMMaTb, YTO HaNM4Me MyTauun B 3TOM FreHe He O3Ha4aeT, YTo y Bac
obs3aTenbHO ObyaeT o6HapyXXeH pak. DTO O3Ha4YaeT, YTO Bbl NOABEPXKEHbI 6onbLLEMY
PUCKY pa3BUTUS HEKOTOPbIX BUAOB paka. Tun paka y fnoaen ¢ MyTaunein B 3STOM reHe
MOXeT ObITb pa3HbIM laXe B OQHON CEMbe.

Kakoi y MeHs1 pucK pa3BuUTUA paka Npu HanIn4mm
MyTaunm reHa MSH2?

Hannune y Bac MyTaumm reHa MSH2 o3Ha4vaeT Hannyne 3aboneBaHuns, Ha3blIBAeMOro
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);

® paK rosioBHOr o0 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

OOMNOJIHNTEJIbHYIO I/IHd)OpMaLI,I/IIO O NOBbILLUEHNI PUCKa Pa3BNTUA PakKa, eCliny BaC eCTb
MyTauun4d.

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

Y10 9 MOry copenatb ons CHUXEHNst pucka pasBmTus
paka npn Hanuynm mytTauum reHa MSHZ2?

KOHCYJ'IbTaHT no reHeTumke N3yHnT BaLln pe3ysibTaThbl. OH O6CYD,VIT C BaMu, C KakKnm
PakOM CB43aHa Balla MyTauunsa.

Balu KOHCYNbTAHT NO reHeTuKe TakXXe N3YYUT BaLl JINYHbIA U CEMENHbI aHaMHEe3,
CBSI3aHHbIl C PakoM, N AaCT peKoMeHAaLMn No NPOXOoXAeHnio o6cnenoBaHNin HA
Hannune pakoBbix onyxonei. OH MoXeT NopekoMeHAoBaTb HaYaTb 06cnenoBaHMe Ha
Hanu4yune paka B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLUeli YaCTOTON NO CPABHEHMIO C
GONbLUNHCTBOM ftoAen Unv NPoNTK cneymnanbHble o6cneqoBaHns, YTOO6bl OBGHAPYXUTb
pak Kak MOXXHO paHbLLe.

K Takum 06CHeD,OBaHI/I9|M Ha Halinvdne pakoBbIX onyxone|7| OTHOCATCA:

¢ KonoHockonus B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLuein YacTOTOM NO CPaBHEHUIO C
60nNbLUNHCTBOM NIOAEN.

e DHOOCKONMSA BEPXHMX OTOENOB NLLEeBapuUTenbHoOro Tpakta (npouenypa, koTopas
no3BoffieT Bpayy BUAETb BaLl XXeNyAOK N TOHKNIA KULLIEYHUK).

e AHanuns moun (Ha Hann4ne KPOBU B MOYe).

KOHCYJ'IbTaHT Mo reHeTuUKe TakXke MoXeT O6CY,E|,I/ITb C BaMin BO3MOXXHOCTb onepaunn ond
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npegoTepallleHnd pasBnNTUA paka, TaKoW Kak:

¢ onepaund no yganeHno MaTkKn ongd npepoTBpallleHnd paka SHOOMETPNA;

¢ ornepauund no yganeHno AN4HNKOB o4 npenorTepalleHnsa paka AN4YHNKOB.

Ecnu Bam HasHa4yeHa onepauus No yganeHuio pakoBo ONyXon TONCTOWN KULLKW U
NOMMMNOB, KOHCYNIbTAHT MO reHeTuke MoXeT NopekoMeHOoBaTb BaM yoanuTb
[AONONTHNTENbHYIO TKaHb TONICTON KMULLKK, YTOBbI NpeaoTBpaTUTb AanbHellee
pa3BuUTME paka.

Ecnu Bbl pewunTe nponTn onepaunio, o6CcyanTe C KOHCYIbTAHTOM MO reHeTuKe
Hanbonee nopxopsuiee gnsa 3Toro Bpems. Onepaums no yganeHuo MaTkm N SUMHUKOB
BNMSieT Ha AeTOPOAHY0 yHKUMIO (BO3MOXHOCTb MMeTb Buonornyeckux geten). Ecnn
Bbl MJTAaHNpPYeTe UMETb AeTel, KOHCY/IbTaHT NO reHeTuke MoXeT 06cyanTb C BamMu
BO3MOXXHbl€ BApUaHTbI.

KoHcynbTaHT no reHeTuke TakXke o6CcyanT c Bamu gpyrue cnocobbl o6cnegoBaHns n
NpenoTBpPaLLEeHNs Pa3BUTUSA paka, KOTOPble MOryT BaM NOOONTN.

Y10 Hannume mytaumm reHa MSHZ2 o3HauvaeT ans
MOUX KPOBHbIX POACTBEHHUKOB?

Mpwn HanuynMmM y Bac MyTaunm BEPOATHOCTb HANIMYMNA 3TOW MyTauun y BaLLnXx
Ouonorunyeckux pogutenen, bpatbes, cectep n geten coctaenaet 50%. Y Bawumx
OanbHNX POACTBEHHNKOB TakK)Xe MOXeT UMeTbCS PUCK Hann4nsa nogobHon myTauum.

BepOﬂTHOCTb nepenavn Mytaumm gpyrmm vieHam ceMmbn My>KHMHaMn N XXeHLLNHaMn
oavnHakoBa. [1ng noBbilleHns puCKa pa3BnTnd paka ooOCTaTO4YHO yHacnenoBaTb
MyTauunio OT OOQHOr o pognTend.

KOHCYnbTaHT NO reHeTnKe 03HaKOMUTCS C BaLlen NTIMYHON N CeMeNHON MeaULNHCKON
NCTOopUENn, NOCse Yero CKaXxKeT, HY>XXHO NI NPONTN reHeTu4eckne NccrefoBaHna Ballnm
KPOBHbIM POACTBEHHUKaM.

Y10 3TO O3HavaeT gnsa nnaHupoBaHUA ceMbu?

Ecnn npu Hannyun y Bac MyTauum reHa MSHZ2 Bbl nnaHnpyeTe uMeTb feTen, ecTb
cnocobbl NpenoTBPaTUTb YHACNegoBaHMe MyTauumy BalumMm oetTbMmu. BoaMoXxHo, Bbl
3axoTnTe 06CcyanTb 3TK CNocobbl, 0COOEHHO Npn Hann4Ynu MyTauum reHa MSH2 ny Bac,
Ny BalLero napTHepa.
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Ecnn myTaumnsa reHa MSHZ2 obHapyyxeHa y o601x NapTHEPOB, YTO BCTpeYaeTcs penko,
€CTb BePOSATHOCTb TOr0, YTO BaLl pebeHOK poamnTCs C penknuM, HoO CepbesHbIM
3aboneBaHneM, KOTOPOE Ha3biBaeTCA CUHOPOMOM KOHCTUTYUMOHaNbHOro gedununta
BoccTaHoBneHuss HecooTBeTcTBUI (Constitutional Mismatch Repair Deficiency, CMMR-
D). CnHppom CMMR-D nosbiwaeT puck pasButus oetTckoro paka. Ecnmny Bac yxe ectb
petu, Hannyne y Hux CMMR-D ManoBeposTHO, NOCKOMbKY 3TO HapyLUeHne 0Bbbl4HO
ANarHOCTNpYyeTCs B paHHeM Bo3pacTe. [1na nonyyeHns QononHnTenbHom nHidopmaumnm
O reHeTN4YeCKOM UCCNefoBaHUM N NIIAHNPOBAHNN CEMbI OBPaATUTECH K KOHCY/IbTAHTY NO
reHeTuke.

YTO 03HauyaeT oTCyTCTBUE Y MeHA MyTauun?

Ecnny Bac HeT MyTaunm nnmn ecnm Mbl OOHaPYXXNNM BapuUaHT HeonpeneneHHoro
3HauveHus (variant of uncertain significance, VUS), Ball KOHCyNbTaHT MO reHeTuKe
N3Yy4YnT BaLL JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam pagyT obLme pekoMeHgauum no
NPOXOXAeHNIo 0bcrneqoBaHUIA Ha HanNM4YMe PakoBbIX OMYXONen.

VUS o3HauvaeT, 4To 6bIn1o 06HapyXXeHO N3MeHeHe B reHe, HO Mbl MOKa He 3HaeM,
CBSI3aHO /I OHO C NOBbILLEHHbIM PUCKOM pa3BuTuA paka. bonbwnHcTeo VUS B KOHeYHOM
NTOre okKa3blBaloTCA HOPMasbHbIMU U3MEHEHUSAMI, He BAUSAIOLLMMM Ha COCTOSHNE
300POBbA.

KoHTakTHas nHpopmauums

Ecnuy Bac ecTb BONpOCHI Un onaceHust, obpaTnutech K BalLieMy KOHCYbTaHTY No
reHeTuke B Cnyx6e knuHnyecknx reHetmnyecknx nccnegosaHnin (Clinical Genetics

Service). Bbl MOXeTe CBS3aTbCs C HAM C NOHeaenbHuKa no natHuuy ¢ 9:00 po 17:00
no TenedoHy 646-888-4050.

[OononHuTenbHyio nHOpPMaLMIo CM. B HaLLen BUpTyanbHon 6ubnnoTteke Ha cante
www.mskcc.org/pe.
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[MopennTtecb cBOMM MHEHEM
[Tlogpenutecb CBOMM MHEeHEeM

Baw oT3bIB NTOMOXET HaM CKOpPPEKTNPOBaTb 0O6pa3oBaTeNbHble MaTepuansl,
npepocTaBnseMble nauneHTaM. [JaHHble, NpefocTaBieHHble BaMu B 3Ton dopme
ob6paTHoW cBA3M, ByayT HEQOCTYMHbI AN COTPYAHUKOB BaLLel flevalliel KoMaHabl.
MNMoxanyiicTa, He ncnonb3yinTe 3Ty GOpPMy AN BONPOCOB O BalleM fiedeHun. Ecnuy
BaC eCTb BOMPOCHI MO NOBOAY BalLLlero 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 KaKyo-Nnbo nepcoHanbHyo MHOopMaLmio B 3TOWN
dopme obpaTHO cBA3N.

—Was this information easy to understand?

o @

Yes

o @
Somewhat
o @

No

Yto cnepyeT 06bACHUTL Gonee nogpPobHO?

He BBOANTE CBOE UMA 1N NMoOYIO NepCcoHanbHyo UHOopMaLMio.

OTnpaBuTb
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