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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

O myTauum reHa PMS2

DTa nHpopmaumsa NOMOXET BaM Y3HATb, Kak MyTaLUd reHa
PMS2 moxxeT noBNUATb Ha BaC U Bally CEMbIO.

B aTOM MaTepuane cnoBo «ceMbsi» O3Ha4vaeT nogen, C
KOTOPbIMUN Bbl CBSI3aHbl KPOBHbIM poacTBOM. K HUM He
OTHOCSATCA NoAN, C KOTOPbIMU Bbl MOPOOHUITUCE Yepes
Opak nnn Yyepes ycoblHoBNEeHNe/yaodepeHue. Mbl Takxe
Ha3biBaeM 3TUX YSI€HOB CeMbU BaLLMMUN KPOBHbIMU
POACTBEHHNKAMMN.

[[eH PMS2 06bl4HO NOMOraeT NpeaoTBpaTUTb Pak.
MyTauuna 3TOro reHa Bbi3biBaeT HapyLLeHNa B ero paborTe.

BaxHO NOHMMaTb, YTO Hanu4yMe MyTauun B 3TOM FreHe He
O3Ha4vaeT, YTo y Bac obasaTenbHO 6ygeT o6HapyXeH pak.
DTO O3Ha4aeT, YTO Bbl NOABEPXEHbI OONbLLEMY PUCKY
PasBUTNSA HEKOTOPbIX BUOOB paka. Tun paka y nogen ¢
MyTauuneln B 3TOM reHe MoXeT BbiTb Pa3HbIM JaXKe B OQHO
cembe.

KakoB puck 3aboneTtb pakoMm npu Hanu4nmn
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MyTaunmn reHa PMS2?

Hanunune y Bac myTauum reHa PMS2 o3HavaeT Hannune
3aboneBaHns, Ha3biBaeMOro cuHgpomMom JInHuva.

CuHpgpom JInH4Ya noBbILIaeT PUCK Pa3BUTUS
onpepneneHHbIX BUOOB paka, BKIoYas:

KONopeKTanbHbIN pak (Pak TONCTON U NPSAMOW KULLIKIN);

pak MaTku (3HooMeTpus);

CuHppoM JlnH4Ya Takxke MOXeT yBenninBaTb PUCk
Pa3BUTUSA OPYrNX BUAOB pPaka, HO 3TV Clly4an MeHee
pacnpocTpaHeHbl. [pnmepbl MeHee pacnpPoCTPaHeHHbIX
BUOOB Paka, CBA3aHHbIX C cMHApPoMOoM JTnHya:

Pak an4yHukos

pak xenygka.

paK TOHKOWN KULLUKW;

Pak MoueBbIBOAALLNX NYyTEN
paK Nog)enyno4YHoM Xxenesbl;

pak renatobunuapHoin cuctemol (pak B KfieTKax NneyeHun,
)K€NYHbIX MPOTOKOB 1 XXENYHOIr O Ny3blps);

PaK roaqoBHOIo Mo3ra,
KapunHOMa CalJlbHbIX XeJle3 (paK xxernes,

BblpabaTbIBaOLLNX KOXHOE Calo).

2/8



[Mo Mepe nsyyeHns 3Tx MyTaumin Mbl MOXXeM OOHaPYXUTb,
4YTO OHU YBENNYUBAIOT PUCK PAa3BUTUSA OPYrX TUMNOB paka.
KoHcynbTaHT No reHeTuKe NpenoCcTaBnUT BaM
0OMONHUTENbHYI0 NHPOPMaLUIO O NOBbILLEHNN PUCKa
Pa3BUTUSA paka, eCNn Y Bac eCTb MyTauua.

[nsa nony4yeHus oononHNTeNnbHOM MHOpPMaL K
npounTante matepuan CuHgpom JInH4ya n reHeTnyeckoe
nccnegosaHme (www.msk.org/genetics/lynch-syndrome).

[1To HeKOTOPbIM AaHHbIM, Yy noaen ¢ MyTaunen reHa MSH6
oOLWKnIN PNCK Pa3BUTUSA Paka MOXeT ObITb HMXe NOo
CpaBHeHUIO C NtoabMU, UMELWUMN MyTaunn B OOQHOM U3
OPYrnX reHoB, CBA3aHHbIX C CMHAPOMOM JlnHya (Takunx, Kak
MLHI1, MSH2 n EPCAM). BaxxHo nogaep>XnBaTb KOHTAKT C
KOHCY/NIbTAHTOM NO reHeTuke 1 cneunanncTtamm nevailen
KOMaHpbl, NOCKOJbKY MHPOpMaumnsa 06 3TUX pnuckax MoxeT
MEHSATbCA C TEYEHNEM BPEMEHN.

Y10 9 MOry cgenatb a4 CHNKEHNS pUCKa
Pa3BUTMSA pPaka NpPu HaNMNYMKU MyTaLnn reHa

PMS2?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTaTbl. OH
obcyaunT c BaMu, C KakM pakoM CBsi3aHa BaLla MyTauus.

Baw KOHCYNbTAHT MO reHeTuKe TakXXe N3y4nT BaLl JIMYHbIN
N CeMeNHbI aHaMHe3, CBSI3aHHbIN C pakoM, N 0acT
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peKkoMeHaaunm No NPOoxXoXxaeHnto obcnegoBaHUin Ha
Hann4une pakosbix onyxonen. OH MoXxeT
NopeKoMeHOoBaTb HayaTb 06cneqoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe U ¢ 6bonbLuen 4YacToToN Mo
ClpaBHEHMIO C 6ONbLUNHCTBOM JIIOAEN NN MPONTY
cneuunanbHblie 06cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak
MOXXHO paHbLLe.

K Taknm o6cnegoBaHUaM Ha Hann4vne pPakoBbiX ONyXoJen
OTHOCATCS:

o KonoHockonuns B 6onee paHHeM Bo3pacTe 1 ¢ bonbLuen
4acTOTOW NO CPABHEHMNIO C OONbLUNHCTBOM Mo EN.

e DHOOCKONNA BEPXHUX OTAENOB NULLLEBAaPUTENbHOTO
TpakTa (npouenypa, KoTopada No3BoNSeT Bpayy BUAEeTb
BaLLl )KeNyaoK N TOHKUI KULLEeYHUK).

e AHanuns Mmo4u (Ha Hann4yne KPOBU B MOYeE).
KoHCynbTaHT No reHeTUKe TakXe MoXeT ob6cyanTb C Bamu

BO3MOXHOCTb onepauumn gnsa npegoTepaLleHns pasBuTus
pakKa, TaKoun Kak:

e onepauusa no yganeHunio MaTkn ofia npeaoTBpaLleHuns
paka aHgoMeTpus;

¢ onepaund no yganeHno aAn4HNKOB a4
npenorTBpalleHnNd paka ANHYHUNKOB.
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Ecnn Bam Ha3HavyeHa onepaumns No yganeHuio pakoBon
OnMyXoJIN TOJICTON KNLLUKW NN NONINMOB, KOHCYNbTAHT NO
reHeTuKe MOXeT NopeKkoMeHOoBaTb BaM yaanuTb
OOMNONHNTENbHYIO TKaHb TONCTOW KULLKKX, YTOODI
npenoTBpaTUTb gafibHeNLWee pa3BuTne paka.

Ecnu Bbl pelunTte nponTn onepauuto, obcygnte C
KOHCYNIbTaHTOM MO reHeTuKe Hanbornee nogxopasuiee ons
3Toro Bpems. Onepauunsa no yganeHmio MaTkm n AN4HNKOB
BNIMSET Ha AeTOPOAHYIO PYHKLMIO (BO3SMOXHOCTb UMeTb
Ouonornyeckux geten). Ecnm Bbl nnaHupyeTe nmeTb
OeTen, KOHCYNbTaAHT NO reHeTuke MoXeT o6CcyanTb C BamMu
BO3MOXXHbl€ BapUaHTbI.

KoHcynbTaHT No reHeTunke Takxke ob6CcygnT C BaMu gpyrme
cnocobbl o6cnegoBaHNsa N NpeaoTBpaLLeHUs pa3BUTUS
paka, KOTopble MOryT BaM NOQOUTWN.

Y10 Hannume mytaumm reHa PMS2 o3HavaeTt gnga
MOUX KPOBHbIX POACTBEHHNKOB?

[Mpn HanM4umM y Bac MyTaum BEPOATHOCTb HallM4YnNs 3TOMN
MyTauum y Baimx bnonormndecknx pogutenen, bpatbes,
cectep npeten coctasnaet 50%. Y sawmnx ganbHunx
POLOCTBEHHNKOB TaKXXe MOXeT UMeTbCs PUCK Hann4uns
nopo6bHoM MyTauuu.

BepoATHOCTb Nepegayn MyTauum gpyrum 4ieHam cembim
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MYX4YNHaMn N XXeHWNHaMnN OanNHaKoOBa. ,D,J'IFI NMNoBbILLEHNA
PUncCKa pa3BnTtngd paka ooCtaToO4HO YHac/liegoBaTtb MyTauuto
OT OAHOIo poanTend.

KOHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLLen TIMYHON n
ceMenHON MeanLUNHCKON NCTopnen, Nocrne Yero cKaxer,
HY>XHO NI NPONTUN reHeTn4Yeckne NccregoBaHnNs BanMm
KPOBHbIM POACTBEHHNKAM.

Y10 3TO O3HAuaeT gna NnaHUpPoBaHUA ceMbu?

Ecnu npn Hannuynm y Bac mytauum reHa PMS2 Bbl
nnaHupyeTe NMeTb AeTen, eCTb cNocobbl NpeaoTBPaTUTL
yHacregoBaHMe MyTaumm BallmMm getbMu. BosMoXHo, Bbl
3axoTnTe ob6cyanTb 3TN CNOCOObI, 0COBEHHO NPU HANNYUK
mMyTauum reHa PMS2 ny Bac, ny Bawiero napTtHepa.

[Mpwn Hann4um y Bac obounx mytaumm reHa PMS2 ectb
BEPOATHOCTb, YTO BaLl pebeHOK poanTca C penkmnMm, HO
cepbe3HbIM 3aboneBaHneM, KOTOPOEe Ha3blBaeTCH
CUHOPOMOM KOHCTUTYLMOHANbHOro gepununTa
BoccTaHoBNneHusa HecooTtBeTcTBUI (Constitutional
Mismatch Repair Deficiency (CMMR-D)). Cnhngppom CMMR-
D noBblllaeT puck pa3BuTna 0eTckoro paka. Ecnuy eac
y>XXe ecTb getun, Hannuyne y Hux CMMR-D manoBeposaTHO,
NOCKOJIbKY 3TO HapyLUeHne 0ObIYHO ANAarHOCTUPYETCSH B
paHHeM Bo3pacTe. [1na nony4yeHns oonoHNTENbHON
NHpopMaLnm 0 reHeTNYECKOM NCCNenoBaHNN U

6/8



NnN1aHNpPoOoBaHNN CeMbI O6paTVITer K KOHCYJIbTAHTY MNO
reHeTuke.

YT0 O03HauaeT oTCcyTCTBUE Y MEHSA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnm mMbl 0GHapyXnnu
BapuaHT HeonpepeneHHoro 3HavyeHunsd (variant of uncertain
significance, VUS), Bawl KOHCYNbTaAHT MO reHeTNKe N3y4YnT
BaLU JINYHbIV U CEMENHbIN aHaMHe3 paka. Bam papyT obuwme
peKkoMeHaaunm No NPoxXoXxaeHnto obcnegoBaHUn Ha
Hannymne pakoBbIX ONyXosneun.

VUS o3HauvaeT, 4To Ob1510 06Hapy)XEeHO N3MEHEHME B reHe,
HO Mbl MOKa He 3HaeM, CBSA3aHO JI OHO C NOBbILLEHHbIM
PUCKOM pa3BuTud paka. bonbwinHcteo VUS B KOHEYHOM
NTOre OKasblBalOTCA HOPMaJibHbIMU U3MEHEHUAMU, He
BNNSAIOLLMMN HA COCTOSIHNE 30,0pPOBbA.

KoHTakTHast nHpopmauus

Ecnuny Bac ecTb BOnpochkl Wi onaceHns, obpatutechb K
BaLLleMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KnnHndecknx reHetundyecknx nccneposaHum (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA CHUM C
noHepenbHuka no natHuuy ¢ 9:00 no 17:00 no

TenedpoHy 646-888-4050.
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tel:+1-646-888-4050

[ononHuTenbHyto NHGOPMaLMIO CM. B HaLLEen
BUPTYanbHoOM bubnuoTteke Ha cante www.mskcc.org/pe.
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Bce npaBa sawmweHbl n npuHagnexat Memorial Sloan Kettering
Cancer Center
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