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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

NHdpopmaumns o pasBepHYTOM
reHeTU4eCKOM UCC/iegoBaHNN Ha
Hanu4ne cuHppoma JInHua

DTa nHpopmaumsa NOMOXKET BaM Y3HaTb, YTO Takoe
pa3BepHyTOe reHeTN4YeCKoe NccnegoBaHne Ha Hannine
cuHpgpoma JIluHua. OHa Tak)Xe NOMOXeT BaM y3HaTb, KakK
pe3ynibTaTbl 3TOrO NCCNIefoOBaHNUA MOTYT NOBNNATbL Ha Bac
N BaLly CEMbIO.

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

DTO pa3BepHyTOe reHeTNYeCcKoe nccregoBaHme
npoBoaunTcsa gnsa nposepkn sawen JHK Ha Hannune
reHeTU4YeCcKnx MyTauuin, CBsI3aHHbIX C CUHAPOMOM J1nHya.
CuHppom JlnHua accoummpyeTcsa ¢ pakoM TOJNICTON U
NPSAMON KMNLLKW, pakoM MaTKn (3HOOMeTpuSa), pakom
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ANYHNKOB N ApYyrmnmMmm engaMm paka.

OO6bIYHO reHbl, CBA3aHHble C CUHAPOMOM JInHYa, noMoraioT
npenynpeauTb passuTure paka. Mytaumsa asTux reHos
Bbi3blBaeT HApyLUEeHUs B Nx paboTe. DTO NoBbilLaeT PUCK
Pa3BUTUSA ONpeneneHHbIX BUOOB paka.

Ba)kHO NOHMMaTb, YTO HaNM4yne MyTaunm reHa CUHOPOMa
JlnH4Ya He 03Ha4aeT, YTo Yy Bac oba3aTenbHO bypeT
OOHapy>XeH pakK. DTO O3Ha4YaeT, YTO Bbl NOABEPIKEHDI
OoNbLUEeMY PUCKY Pa3BUTUA HEKOTOPbIX BUAOB paka. Tun
[paka 1 BO3pacT, B KOTOPOM Oblf1 NOCTaBNeH ANarHos,
MOryT ObITb Pa3HbIMIN Y NlOAEN C CMHAPOMOM JInHYa paxe B
OOHOW ceMbe.

[na nony4yeHus oononHNTeNbHON MHOPMaL NN
npountante matepuan «CuHgpom JInH4a n reHeTn4yeckoe
nccnegoBaHme» (Lynch Syndrome & Genetic Testing)
(www.msk.org/genetics/lynch-syndrome).

Y10 Takoe pa3BepHyTOE reHeTn4eckoe
nccnepoBaHue?

Mbl MOXeM nccnenoBaTb Ha HaNUYMe MyTauni OOUH FreH
NN HECKOJbKO FreHOB OjHOBpPEeMeHHO. Mpu pa3eepHyTOM
reHeTU4YeCKOM UccnenoBaHUM Mbl N3y4aeM HECKOJIbKO
reHOB OQHOBPEMEHHO, NCMOJb3Yys OOVH U TOT Xe obpasel,
CMIOHbI N KpoBu.[Mpu ogHOBPEMEHHOM UCCNeaoBaHUN
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HEeCKOJIbKMX FeHOB MOXHO ObiCTpee 0OHapyXUTb NPUYNHY
PasBUTUSA HAaCNeOCTBEHHOI O paka.

AHanus Kkakux reHoB 6ygeT BbiNOMIHEH BO BpeMs
pa3BepPHYTOro reHeTU4eckoro nccnepoBaHusa?

Mbl npoBepunM 5 reHoOB, CBSI3aHHbIX C CUHAPOMOM JInHYa:
MLHI, MSH2, MSH6, PMS2 n EPCAM.

YT0, ecnn y meHa ectb MyTaumua?

O6HapyxeHune myTauum B 113 5 reHoe cuHgpoma JTnH4a
O3Ha4dyaeT Hann4yme 3aboneBaHus, Ha3biIBaeMoro
CUHOPOMOM JlnHuya.

CuHppoM JlnHYa noBbIlWwaeT PUCK PasBUTUS
onpeneneHHbIX BUOOB paka, BKJoYas:

e KONOopeKTalbHbIN pak (pak TONCTOW U NPAMOIN KULLIKN);
e pak MaTku (3HooMeTpUS);

CuHppom JInHua Tak)Ke MOXeT yBennyumBaTb PUCK
Pa3BUTNA APYrux BUAOB paka, HO 3TN Clly4yan MeHee
pacnpocTpaHeHsbl. [lpuMepbl MeEHee pacnpPOCTPaHEeHHbIX
BUOOB paka, CBA3aHHbIX C CUHAPOMOM JlnH4a:

e Pak AM4YHUKOB

e pakXenyaka.

® pPaK TOHKOWN KULUKW;
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e Pak MOYeBbIBOOALLMNX NYyTEN
e pak noaXenyno4yHomn Xxenesbl;

® pak renatobunmnapHom cnctemsbl (pak B KneTkax nevyeHu,
XKeNYHbIX MPOTOKOB U XXeNYHOr o Ny3bip9);

® PAKTOJIOBHOIoO MO3ra,

e KapuWHOMa canbHbIX Xenes (pak xenes,
BblpabaTbiBalOLLMX KOXKHOE Cao).

[lo Mepe n3yyeHuns 3Tux MyTaunii Mbl MOXXeM OOHaAPYXUTb,
4YTO OHU YBENNYUBAIOT PUCK PA3BUTUSA OPYrMxX TUMOB paka.
KoHcynbTaHT No reHeTnke NpeaoCcTaBUT BaM
OOMNOJTHUTENbHYO NHPOPMALMIO O MNOBbILLEHUN PUCKA
pPasBNTUSA paka, ecninmy Bac eCTb MyTaLus.

[na nony4vyeHnsa goononHUTeNbHON MHPOpPMaLnn
npountante matepuan CuHgpom JInH4ya n reHeTuyeckoe
nccnegoBaHne (www.msk.org/genetics/lynch-syndrome).

YT0 9 MOry caenartb o CHMKeHUs pucka
Pa3BUTUA Paka Npu HaNYMU MyTauum
cuHgpoma JlnHuya?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTaTbl. OH
ob6cyaunT c BaMu, C KakM pakoM CBsi3aHa BaLla MyTauus.

Baw KOHCYNbTAHT MO reHeTuKe TakXXe N3y4nT BaLl JINYHbIN
N CeMeNHbI aHaMHe3, CBSI3aHHbIN C PakoM, N oacT
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peKkoMeHaaunm No NPoxXoxXxaeHnto obcnegoBaHMin Ha
Hann4une pakosbix onyxonen. OH MoXeT
NopeKoMeHOoBaTb HayaTb 06cneqoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLUen YacToOTON 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
4acCTOTOW NO CPABHEHMNIO C OONLLUNHCTBOM NoJEeN.

e DHOOCKONNA BEPXHUX OTAENOB NULLLEBAaPUTENbHOTO
TpakTa (npouenypa, KoTopada No3BoNSeT Bpayvy BUAeTb
BaLLl )KeNyaoK N TOHKU KULLEYHUK).

e AHanuns mo4u (Ha Hann4yne KPOBU B MOYeE).
KoHCynbTaHT No reHeTUKe TakXe MoXeT obcyanTb C Bamu

BO3MOXHOCTb onepauunmn gnsa npegoTepaLleHns pasBuTtus
pakKa, TaKoun Kak:

e onepauusa no yganeHunio MaTkn ofia npeaoTBpaLleHuns
paka aHooMeTpus;

¢ onepaund no yganeHno An4HNKOB a4
npenorTBpalleHnNd paka ANHYHUNKOB.
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Ecnn BaM Ha3sHauyeHa onepaums no yaganeHuto pakoBou
OMNyXOoNun TONCTOM KALLKW U NOJSINNOB, KOHCYJIbTAHT Mo
reHeTnKe MOXeT NopPekoMeHO0BaTb BaM yAannTb
OOMNONHNTENbHYIO TKaHb TONCTOWM KNLWKWN, YTOObI
npenoTBpaTUTb AafibHelLlee pa3BnTne paka.

Ecnu Bbl pelunTte nponTn onepauuto, obcygnte C
KOHCY/IbTaHTOM MO reHeTuKe Hanbornee nogxopasuiee ons
3Toro Bpems. Onepauunsa no yganeHmio MaTkm n AN4HNKOB
BNMSET Ha AeTOPOAHYIO PYHKLNIO (BO3SMOXHOCTb UMeTb
Ouonornyeckux geten). Ecnm Bbl nnaHupyeTe nmeTb
OeTen, KOHCYNbTaAHT NO reHeTuke MoXeT o6CcyanTb C BamMu
BO3MOXHbl€ BapPUAHTbI.

KoHcynbTaHT No reHeTuke Takxe obcyauTt c BaMn gpyrme
cnocobbl o6cnepgoBaHna U NpenoTBpaLLEeHNS Pa3BUTUS
paka, KoTopbie MOTyT BaM NOQONTM.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnm Mbl 0OHapyXunm
BapuaHT HeonpepeneHHoro 3HavyeHuns (variant of uncertain
significance, VUS), Ball KOHCYNbTAHT MO reHeTuKe N3yunT
BaLL JIYHbI U CEMENHbIN aHaMHe3 paka. Bam gpapyT obwme
peKkoMeHpaLUmmn No NPoxoXaeHuno obcnenoBaHNi Ha
HanM4ne pakoBbIX ONyXonewn.

VUS o3HavaeT, 4To 6b1510 06HapPY>KEHO N3MEHEHWE B FeHe,
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HO Mbl MOKa He 3HaeM, CBSA3aHO JI OHO C NOBbILLEHHbIM
PUCKOM pa3BuTud paka. bonbwinHcteo VUS B KOHEYHOM
NTOre OKasblBalOTCA HOPMaJibHbIMU U3ME@HEHUAMU, He
BNNSAIOLLMMN HA COCTOSIHNE 30,0pPOBbA.

Y10 03HauaeT Hanuume MyTaunmn reHa asas Moux
KPP OBHbIX POACTBEHHMNKOB?

HacnepoBaHmne myTauuin, KOTOpble Mbl U3y4aeM,
NPONCXOAUT MO LOMMHAHTHOMY TUMY. DTO O3HA4YaeT, YTo
HacnegoBaHMe MyTauun gaxke OT OQHOI o poguTens
npuBeneT K NOBbILLIEHNIO PUCKA Pa3BUTNSA paka.
BepoATHOCTb Nepegayn MyTauum gpyrum 4iieHam cemMmbim
MY>XYMHAMU N XXeHLLMHaM1 OQMHaKoBa.

Ecnuy Bac ecTb MyTauus B OGHOM U3 3TUX FEHOB,
BO3MOXXHO, YTO OHa €CTb N Y APYINX KPOBHbIX
POLOCTBEHHUKOB. BEpOATHOCTb HANNUYNA 3TON MyTaUnn y
Bawnx buonormnyecknx pogutenen, bpaTbes, cectep n
neten coctaenseTt 50%.

Y BaluMx ganbHUX POACTBEHHNKOB TakK)XXe MOXET MMeTbCS
PUCK Hann4nsa nogobHon MyTauun. Bo3aMoXXHO, ong HMUX 3Ta
nHpopmauunsa Takxke byoeTt nonesHomn. B 3Ty kateroputo
BXOOAT T€TU, OAAN, NNIEMAHHNLUDI, MTNEMAHHUKIN U
0BOIOPOAHbIe BpaTbs N CECTPDI.

KOHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLLe TIMYHON
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ceMelHON MeaNLNHCKOW NCTopunen, nocne 4Yero ckaxer,
HY>XHO JI MPONTN reHeTn4yeckmne NnccnegoBaHnNs BalLnNMm
KPOBHbIM POOCTBEHHNKAM.

Y10 3TO O3HauaeT gnsa NNaHNPOBaHNA CEMbU?

Ecnn npun Hann4nm y Bac myTtaumm cnHapoma JImHya Bbl
nnaHnpyeTe MMeTb AeTen, eCTb CNOCOObI NPeoTBPaATUTL
yHacnegoBaHMe MyTauum BalunuMm aeTbMn. BoaMoXxHo, Bbl
3axoTnTte ob6CcyanTb 3TN BapuaHTbl, 0COOEHHO ecnu n y Bac,
Ny Ballero rnapTHepa eCcTb MyTauus B TOM Xe reHe
cuHgpoma JlnHva.

[Mpn Hann4um MyTaunm reHa cuHpgpoma JInH4ya y Bac oboux
eCTb BEPOATHOCTb, YTO BaLl pebeHOK poanTcs C penKkumM,
HO cepbe3HbIM 3aboneBaHMeM, KOTOpPOe Ha3biBaeTCH
CUHOPOMOM KOHCTUTYLUMOHANbHOro gepunumnTa
BoccTaHoBneHnsa HecooTBeTcTBUIN (Constitutional
Mismatch Repair Deficiency, CMMR-D). Cungpom CMMR-D
NOBbILLAET PUNCK Pa3BUTUSA OeTCKOro paka. Ecnny Bac yxe
ecTb getun, Hann4dne y Hux CMMR-D manoBeposTHO,
NOCKOJIbKY 3TO HapyLUueHne 06bIYHO ANAarHOCTUPYETCA B
paHHeM Bo3pacTe. [1ng nonyyeHns oOnoOSHUTENbHON
NHPopMaLnm o reHeTNYeCKOM NCCNeoBaHNn U
NIaHUPOBAHNN CeEMbN 06pPaTNTECH K KOHCYIbTAHTY NO
reHeTuke.

KoHTakTHas nHpopmauus
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Ecnuny Bac ecTb BOnpochl v onaceHus, obpatnTtech K
BalLeMy KOHCYNbTaHTy Nno reHeTuke B Cnyxbe
KnnHn4yecknx reHetundyecknx nccneposaHum (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCHA C HUM C

noHepenbHuka no natHuuy ¢ 9:00 oo 17:00 no
TenedpoHy 646-888-4050.

[ononHuTenbHyto NHGOPMaLNIO CM. B HaLLEeNn

BUPTYanbHoM bubnuoTteke Ha cante www.mskcc.org/pe.

About the Multi-Gene Panel Test for Lynch Syndrome - Last
updated on August 8, 2023

Bce npaBa 3awmweHbl n npnHagnexaTt Memorial Sloan Kettering
Cancer Center
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