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

O mytauum reHa MLH]

JTa nHdopmaumsa NOMOXET BaM y3HaTb, Kak MyTaumna reHa MLHI moxeT
NOBJINATb Ha BaC U 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 MLHI 06bI4HO NnoMoraeT npenoTBpaTnTb pak. MyTauma aToro reHa
BbI3blBaeT HapyLUeHus B ero paborTe.

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
mMyTauum reHa MLHI?

Hanunuune y Bac MyTauum reHa MLHI o3Ha4aeT Hannyne 3abonesaHus,
Ha3blIBae@Moro cuHapPoMoM JlnHya.

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 3TN Crly4an MeHee pacnpocTpaHeHsbl. [pumMepbl MeHee
pacnpocCTpaHeHHbIX BUOOB paka, CBA3aHHbIX C CUHAPOMOM JInH4a:
e Pak AM4YHMKOB
e pak>xenypgka.
® pPaK TOHKOW KNLLKW;
e Pak MOYyeBbIBOOALLMX NyTEN
e pak NogXenyao4YHOMN Xernesbl;

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 MYT&LI,I/IVI Mbl MOXeM O6HapY)KI/ITb, YTO OHN
yBeJINYNBAIOT PUCK Pa3BUTUA OPYrnx TmnoeB paka. KOHCYJ'IbTaHT noreHetTumke
npenoCTtaBnUT BaM AONOJIHNTEJIbHYIO I/IHCI)OpMaLl,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).

Y10 9 MOry cgenatb sl CHNKEHNS pUCKa
Pa3BUTUSA Paka NPu HANMNYMU MyTaLnKM reHa

MLHTI?

KOHCYJ'IbTaHT no reHeTmke n3yvynT Balln pe3yJsibTaTbl. OH O6CYD,I/IT cBaMny, C
KakKM PakKOM CBA3aHa Balla MyTauun4d.

Ball KOHCYNbTaAHT NO reHeTUKe TakXXe N3y4YUT BaLl JINYHbIA N CEMENHDbIN
aHaMHe3, CBSAA3aHHbIN C PakoM, U 0acT peKoMeHaauum no NPOXoXXAeHNIo
obcnepoBaHUin Ha Hann4vue pakoBbix onyxosien. OH MOXeT NOPEeKOMeHAoBaTb
HavyaTb ob6cnenoBaHMe Ha Hann4me paka B 6onee paHHeM Bo3pacTe u C
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6onbluer HacTOTO NO CPaBHEHMIO C 6ONBbLUMHCTBOM Nlogein Uim NPonTy
crieuunanbHble ob6cnenoBaHns, YTo6bl 0GHaAPYXNTb Pak Kak MOXKHO PaHbLLe.

K TakuM o6cnepgoBaHnaM Ha Hann4vmne PakoBbIX ONyXosnel OTHOCATCS:
e KonoHockonus B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLuen HacToTom No

CpaBHeHUIO ¢ 60MbLUNHCTBOM N0 EN.

e DHOOCKOMNUS BEPXHNX OTAENOB NULLEBAapPUTENbHOro TpakTa (npoueaypa,
KOTOpas NO3BONAET Bpayy BUOeTb Ball XXeNyaokK U TOHKNN KNLLEYHUK).

e AHanns mou4un (Ha Hann4ne KPOBN B MOYE).
KoHcynbTaHT No reHeTuKe Takxe MoXeT o6cygnTb € BaMU BO3MOXHOCTb
onepauun gna npenoTBpaLleHns pa3BnTUS paka, Takon Kak:

e ornepauus No yganeHnio MaTKn onsa npeaoTBpaLLeHns paka SHOOMEeTPUS;

e ornepauus No yaaneHuio SNYHNKOB ANs npefoTBpaLleHns paka sM4HNKOB.
Ecnu BaM Ha3HauyeHa onepaumns no yganeHnio PakoBOW ONyXOAn TONCTOW KNLLKN
WX NONINNOB, KOHCYJ/IbTAHT MO FreHeTMKe MoXeT NOPeKOMeH40BaTb BaM

yoaJinTb JONMOJIHNTEJIbHYIO TKaHb TOJICTOW KNLLIKW, 4yTOODI npenoTBpPaTUTDb
OanbHenwee pas3BnTmne paka.

Ecnu Bbl pelunTe npolitn onepaunio, o6CcyanTe C KOHCYNbTAaHTOM MO reHeTuKe
Hanbonee nopgxopgsuiee ansa atoro spema. Onepaunsa No yaaneHnio MaTkn v
ANYHUKOB BNNSIET Ha AeTOPOAHYIO PYHKUMIO (BO3MOXHOCTb UMETb
6unonornyeckux geten). Ecnu Bbl nnaHnpyeTe nMeTb feTen, KOHCYNbTAHT NO
reHeTnke MoXeT 06CyanTb C BAMU BO3MOXHbI€ BAPUAHTBI.

KoHcynbTaHT no reHeTuke Takxe ob6cygnT ¢ Bamum gpyrme cnocobnbl
obcnegoBaHna U NpenoTBPaLLEHUS Pa3BUTUA paka, KOTOPbIe MOTyT BaM
nogonTun.

Y10 Hannuyme myTaumm reHa MLHI o3HavaeT gns
MOUX KPOBHbIX POACTBEHHUKOB?

I'Ipvl HaJindnnmy eBaC MytTaumm BepoATHOCTb HaJIN4nN4d aTon MyTauuny Ballnx
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Ouonornyeckux pogutenen, bpaTtbes, cectep n geten coctasnsaeTt 50%. Y
BaLLMX JaNbHNX POACTBEHHNKOB TakXXe MOXeT MMeTbCS PUCK Hann4us
nogo6Hom MyTauuu.

BepOﬂTHOCTb nepegayvyn MytTaumnm gpyrum 4ieHam ceMbimt My>KHMHamMmm mn
XXeHLWMnHaMm oanHakKkoBa. ,D,J'Iﬂ noBbllLUEHNA PUCKa Pa3BUTUA PaKa 4OCTATO4YHO
YHacneooBaTtb MyTaunmio OT OOAHOIoO poanTend.

KOHCynbTaHT No reHeTUKe O3HAaKOMUTCS C Ballen INYHON U CEMENHON
MeONLUNHCKON NCTOPMUEN, MOCIIe Yero CKaXeT, HY)KHO NN MPONTUN reHeTnyeckmne
nccnegoBaHUS BalMM KPOBHbIM pOACTBEHHMKAM.

Y10 3TO O3HAuaeT gna NnaHUpPoBaHUA ceMbu?

Ecnu npn Hann4ymnmn y Bac MyTauum reHa MLHI Bbl nnaHupyeTe nMeTb AeTen, eCcTb
cnocobbl NpegoTBPaTUTb YyHacegoBaHMe MyTaunmy BalMMn e TbMI.
Bo3MoXHO, Bbl 3ax0TnTE 06CYyanTb 3TN CNOCObbl, 0COBEHHO NPY HANNYNK
MyTauun reHa MLHI vy Bac, n y Baluero napTHepa.

MNpwn Hanuynm y Bac o6ounx Mmytaumm reHa MLHI ecTb BEpOATHOCTb, YTO BaLll
pebeHOoK poanTCcs C pegkuM, HoO cepbesHbiM 3aboneBaHnem, KoTopoe
Ha3blBa€TCHA CUHOPOMOM KOHCTUTYLIMOHANbHOIo geduumnta BOCCTaHOB/EHS
HecooTBeTcTBU (Constitutional Mismatch Repair Deficiency (CMMR-D)).
CnHppom CMMR-D noBbillaeT puck pasBuTusa 4eTCKOro paka. Ecnuy Bac yxe
ecTb geTtun, Hann4ymne y Hux CMMR-D ManoBeposTHO, MOCKONbKY 3TO HapyLleHne
0ObIYHO AMarHoCcTupyeTcs B paHHeM Bo3pacTe. [l nony4vyeHus
OOMONMHUTENbHON NHPOPMaLINKM O FeHeTUYECKOM NCCNe[oBaHnn
NJaHNPOBAHNN CEMbN OOpPaTUTECH K KOHCY/IbTAHTY NO reHeTuKke.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnu ecnu Mmbl 06HaPYXUNM BapnaHT HeoNpeaeneHHoro
3HayeHus (variant of uncertain significance, VUS), Baww KoHCynbTaHT no
reHeTMKe N3y4YnT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam pagyT obwune
pekoMeHpauum no NpoxoxXxaeHuno obcnenoBaHni Ha Hann4Me PakoBbIX
onyxosnen.
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VUS o3HavaeT, 4To Obi1o OOHApPY)XEHO N3MEHEHME B reHe, HO Mbl MOKa He
3HaeM, CBSA3aHO /I OHO C NOBbILLIEHHbIM PUCKOM Pa3BUTUSA paka. bonbWNHCTBO
VUS B KOHEYHOM UTOre OKasblBalOTCA HOPMallbHbIMU U3MEHEHUSIMU, He
BUSAIOLLNMUN HAa COCTOSIHNE 300POBbA.

KoHTakTHasa uHdpopmauums

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY No reHeTuke B Cnyx6e KNMHNYEeCKnUX reHeTU4eCcKnx
nccneposaHuin (Clinical Genetics Service). Bol MOXeTe cBSI3aTbCS C HUM C
noHepgenbHuUKa no naTHuuy ¢ 9:00 no 17:00 no tenedoHy 646-888-4050.

[OononHnTenbHyto nHGOpPMaLMIO CM. B HalLen BUpTyanbHou bubnnoTteke Ha
canite www.mskcc.org/pe.
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