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

NHdpopmauusa o passepHyTOM
reHeTU4eCcKOM UCCsiegoBaHNN Ha
Hanu4une cuHpgpoma JInHya

dTa uHdpopMauma NOMOXKET BaM y3HaTb, YTO TaKOe pa3BepPHYTOe reHeTnyeckoe
nccnenoBaHne Ha Hannyne cnHgpoMa JinHya. OHa TakXXe NMOMOXeT BaM y3HaTb,
KakK pe3yfbTaTbl 3TOro UCCNIeAOBaHUSA MOTYT NOBMMATb Ha Bac 1 Bally CEMbIO.

B 3TOM MaTepuane cnoBo «ceMbsi» O3HaYaeT Nofaen, C KOTOPbIMU Bbl CBAA3aHbI
KPOBHbIM poacTBOM. K HUM He OTHOCATCSA NtoAn, C KOTOPbIMU Bbl MOPOAHNNCH
yepes 6pak unu Yepes ycoblHoBNeHne/ygovepeHune. Mol Tak)ke Ha3blBaeM 3TUX
YJ1IeHOB CEMbM BaLLNMN KPOBHbIMU POACTBEHHNKAMMN.

ITO pa3BepHYTOE reHeTU4YecKoe nccneqoBaHne NpPoBoOaNTCS AN NPOBepPKN
Bawewn JHK Ha Hann4yne reHeTUYeCKNX MyTauuii, CBA3aHHbIX C CUHAPOMOM
Nunya. CuHppom JInHya accoummnpyeTcs C PpakoM TOICTON N MPSAMON KALLIKMW,
pakoM MaTku (3HOOMEeTpUS), PakoM SNYHNKOB 1 APYrMMK BUOaMn paka.

OO6bIYHO reHbl, cBA3aHHble C cMHAPOMOM JlMH4Ya, noMoraloT npeaynpennTb
pasBuTUe paka. MyTaums sTnx reHoB Bbi3blBaeT HapyLUeHNs B X paboTe. 310
NOBbILLAET PUCK PasBUTUSA ONpeaesieHHbIX BUOOB paka.

BaxHO NnoHUMaTb, YTO HanM4ne MyTauum reHa cuHgpoma JInH4a He o3Havaer,
4YTO y Bac ob6s3aTeNIbHO OyaeT OOHapyXXeH pakK. DTO O3HA4YaeT, YTO Bbl
nogsep>XeHbl 60NbLLUEMY PUCKY Pa3BUTUA HEKOTOPbIX BUOOB paka. Tun paka u
BO3pPacT, B KOTOPOM b6bis NOCTaBNeH AnarHos, MoryT 6biTb pasHbIMK Y Ntoaen ¢
cnHgpoMoM JlnH4Ya gaxke B OQHON CeMbe.

,D,ﬂf-l noJjiydyeHn4 OOMOJIHUTENIbHON I/IHCI)OpMaLI,I/II/I npquTa|7|Te MaTepunan
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«CuHgpom JInHya n reHeTnyeckoe nccnegosarHme» (Lynch Syndrome & Genetic
Testing) (www.msk.org/genetics/lynch-syndrome).

Y10 Takoe pa3BepHyTOE reHeTn4eckoe
nccnegoBaHue?

Mbl MOXXeM nccnegoBaTb HA HANNYMe MyTauuii OOVIH FeH N HeCKOJTbKO FreHOB
OOHOBpPEMeHHO. [1pu pasBepHYTOM reHeTU4EeCKOM NCCIeA0BaHNN Mbl N3y4aem
HeCKOJIbKO reHOB OQHOBPEMEHHO, UCNOJIb3YS OAVH U TOT XXe obpaseL, CNioHbI
nnn kposun.llpn ogHOBPEMEHHOM NCCegoBaHNN HECKOJIbKMX FEHOB MOXHO
ObicTpee 06HapPYXNTb NPUYNHY PAa3BUTUS HACIeQCTBEHHOr O paka.

AHanmns Kakmx reHoB 6yneT BbiNOJIHEH BO BpeMms
pa3BepPHYTOro reHeTU4YecKoro nccnenoBaHna?

Mbl npoBepunM 5 reHoB, CBA3aHHbIX C cuHapomoM JluH4ya: MLHI, MSH2, MSH6,
PMS2 n EPCAM.

Y10, ecnn y meHs ecTtb MyTauma?

O6Hapy>KeH|/|e MyTauunn B 1n35reHos cMHapoMa JInHya o3Ha4aeT Hanu4vune
3860ﬂeBaHI/IF|, Ha3blBaeéMOro CMHgpomMmoMm JInnya.

CnHppoM JInHya noBbiWaeT pNCK pa3BUTNA onpeneneHHbiX BUAOB paka,
BKJIOYas:

e KOonopekTanbHbIn pak (pak TONCTON U NPAMOWN KNLLKW);

e pak MaTku (3HOQoOMeTpuUs);

CnHpgpom JTnHya Takxe MoXeT yBeNn4YnBaTb PUCK PA3BUTUSA APYTUX BUOOB
paka, HO 3TU Clly4yan MeHee pacnpocTpaHeHsbl. [lpuMepbl MeHee
pacnpoCcTpaHeHHbIX BUAOB paka, CBA3aHHbIX C CUHAPOMOM JlnHyYa:

e Pak anyHukosB

® pakxenygka.
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® pPaK TOHKOW KNLLKW;
e Pak MOYyeBbIBOOALLUMX NyTEN
e pak NomXenyao4YHOMN Xernesbl;

e pak renatobununapHon cnctemsbl (pak B KfieTKax NeYeHu, XXenyHbiX NPOTOKOB
N XKeNYHOr o Ny3blps);

® PaAaKTroJIoOBHOIro Mmo3ra,

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

Mo Mepe NayvyeHna 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 PUCKa
Pa3BnNTNA paka, eciiny BaC eCTtb MyTauund.

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

YT0 9 MOry caenartb o CHMKeHuUs pucka
Pa3BUTUA Paka Npu HaNYMN MyTauum
cuHgpoma JlnHya?

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

Ball KOHCYNbTaAHT NO reHeTUKe TakKXXe N3y4YUT BaLl JINYHbIA N CEMENHDbIN
aHaMHe3, CBSAA3aHHbIN C PakoM, U AacT peKoMeHaauum No NPOXoXXAeHNIo
obcnenoBaHUin Ha Hann4vue pakoBbix onyxosiet. OH MOXeT NOPEeKOMeHAoBaTb
HavyaTb ob6cnenoBaHMe Ha Hann4me paka B 6onee paHHeM Bo3pacTe u C
Gonbluer HacTOTO NO CPaBHEHMIO C 6ONBLUMHCTBOM Nlogein Uin NPonTy
cneumnanbHble 06cnenoBaHns, YToObl OOHaAPYXUTb Pak Kak MOXHO PaHbLLE.

K Takum O6Cﬂe,EI,OBaHI/IF|M Ha HaJindne pakoBbiX onyxone|7| OTHOCATCA:

e KonoHockonus B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLuen HacToTom No
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CpaBHeHUIO ¢ 60MbLUNHCTBOM N0 EN.

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

e AHanns mou4un (Ha Hann4ne KPOBN B MOYE).

KOHCYJ'IbTaHT Nno reHeTnke Takxxke MoXXeT O6CY,E|,I/ITb C BaMn BO3MOXHOCTb
onepauvn gnd npenoTepaleHna pa3BnTuUA paka, TaKoW KakK:

¢ onepauud no ygajleHuio MaTkn and npegortepalieHnd paka SHOOMEeTPUSA;

¢ onepauuvda no ygajineHunio AN4YHNKOB AJid npenoTBpalleHnd paka ANYHNKOB.

Ecnn BaMm Ha3Ha4veHa onepauua no ygajiaeHunio paKOBOI‘/'I onyxosn TOJZICTOWN KMNLLKWN
nnnm nonnnosB, KOHCYJIbTAHT MO reHeTnKe MoXXeT NnopekKoMeHOoBaTb BaM
yoaJnTb JONMOJIHNTEJIbHYIO TKaHb TOJICTOW KNLLIKW, 4yTOODI npenoTBpPaTUTDb
OanbHenwee pas3BnTmne paka.

Ecnu Bbl peunTe npolitn onepaunio, o6CcyanTe C KOHCYNbTAaHTOM MO reHeTuKe
Hanbonee nopgxopgsuiee ansa atoro spema. Onepaunsa No yaaneHnio MaTkn v
ANYHUKOB BNNSIEeT Ha AeTOPOAHYI0O PYHKLUMIO (BO3MOXHOCTb UMETb
6uonornyeckux geten). Ecnu Bbl nnaHnpyeTe nMeTb feTen, KOHCYNbTAHT NO
reHeTnke MoXeT 06CyanTb C BAMU BO3MOXHbIE€ BAPUAHTBI.

KoHcynbTaHT Nno reHeTuke Takxe ob6cygnT ¢ Bamum gpyrme cnocobbl
obcnegoBaHna U NpenoTBPaLLEHUs Pa3sBUTUA paka, KOTOPbIe MOTyT BaM
nogonTun.

YT0 O3HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mmbl 0GHaPYXUNM BapnaHT HeONpPeaeneHHoro
3HaueHus (variant of uncertain significance, VUS), Baw KOHCynbTaHT no
reHeTnKe N3y4YunT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam gpagyT obwine
peKkoMeHOauum no NpoxoXxapeHnto ob6cnegoBaHNi Ha HaNNYMe PakoBbIX
ornyxoneu.

VUS o3HauvaeT, 4To 661510 0OHapy>XXEeHO N3MEHEHUE B FreHe, HO Mbl MOKa He
3HaeM, CBA3aHO /I OHO C NOBbILLEHHbIM PUCKOM Pa3BUTUSA paka. bonbLlwnMHCTBO
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VUS B KOHEYHOM NTOre OkasbiBaloTCS HOpPMaJibHbIMN N3MeHeHNaMN, He
BITINAIOWNMUN Ha COCTOAHNE 300POBbA.

Y10 03HauaeT Hanuumne MyTaunm reHa ans Momx
KPOBHbIX pOACTBEHHMUKOB?

HacnepoBaHmne MyTauunin, KOTOpPbI€ Mbl U3y4aeM, NPOUCXOAUT NO ALOMUHAHTHOMY
TnNy. 2TO O3HA4YaeT, YTO Hac/llefoBaHNe MyTaunn faxke OT OQHOIro poauTens
npuBeaeT K NOBbILLEHNIO PUCKa pa3BUTUS paka. BepoaTHocTb nepepayn
MyTauuun QPYrnuM YsieHam CEMbU MY>XXUYNHAMU N XXEHLLMHaMN OANHAKOBa.

Ecnny Bac ecTb MyTaums B OQHOM N3 3TUX FEHOB, BO3MOXHO, YTO OHa eCTb 1y
OPYrnX KPOBHbIX POACTBEHHUKOB. BepOoATHOCTb HAaNM4nsa 3TOM MyTauun 'y
BaLLMx buonormnyeckux popgutenemn, bpatbes, cectep n geten coctaesnaet 50%.

Y BalumMx ganbHUX POACTBEHHNKOB TakXe MOXeT MMeTbCS PUCK Hann4ms
nopo6Hon MmyTauun. BoaMoXxHO, ans HUX 3Ta MHOpPMauua Takxke byoeT
nonesHon. B aty kateropuio BXxogaT TeTn, 4Aaun, NeMaHHULbI, NIEMSAHHUKN U
OBOlOpPOaHble OpaTbs U CECTPbI.

KoHCcynbTaHT NO reHeTnkKe 03HAaKOMUTCS C BalLlen TINYHOW U CEMENHOWN
MeaUNUNHCKON NCTOpUen, Nocne 4Yero cKaxkeT, HY)KHO JIN NPOUTU reHeTu4yeckue
nccnepoBaHns BallM KPOBHbBIM POACTBEHHUKAM.

Y10 3TO O3HauaeT gnsa NnaHNPOBaHNA CeEMbU?

Ecnn npu Hannyun y Bac MmyTaumnm cnHgpoma JInH4ya Bbl NaHnpyeTe nMeTb
neTemn, eCTb cnocobbl NpenoTBpaTUTb YHaciefoBaHne MyTaum Bawnmm
neTbmMun. BosMoXHO, Bbl 3aXxoTnTe 06CyanTb 3TV BapraHTbl, 0COOEHHO ecnuuny
BacC, 1y Ballero napTHepa eCTb MyTauusl B TOM Xe reHe cuHgpoma JluHya.

[Mpwn HanuuMmn MyTaumm reHa cnHppoMa JInHya y Bac o6omx eCcTb BEPOSATHOCTD,
4YTO BaLl pebeHOoK poaunTcs C penkuM, Ho cepbesHbiM 3aboneBaHneM, KOTopoe
Ha3blBae€TCHA CUHOPOMOM KOHCTUTYLMOHANbHOro geduumnta BOCCTaHOB/IEHNS
HecooTBeTcTBUN (Constitutional Mismatch Repair Deficiency, CMMR-D).
CunHppom CMMR-D nosbilaeT puck pa3BuTus getTckoro paka. Ecnuy Bac yxe
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ecTb peTun, Hann4ymne y Hux CMMR-D ManoBeposTHO, MOCKONbKY 3TO HapyLleHne

O0ObIYHO AMarHoCcTupyeTcs B paHHeM Bo3pacTe. [l nony4vyeHus
OOMONMHUTENbHON NHPOPMaLINKM O FeHeTUYECKOM NCCNIe[oBaHnn
NJaHNPOBAHNN CEMbM OOpPaTUTECH K KOHCY/IbTAHTY NO reHeTuKke.

KoHTakTHasa undpopmauums

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY No reHeTuke B Cnyx6e KNMHNYEeCKMUX reHeTU4eCcKnx
nccneposaHun (Clinical Genetics Service). Bbl MOXeTe cBA3aTbCH C HUM C

noHepgenbHUKa no naTHuuy ¢ 9:00 no 17:00 no tenedoHy 646-888-4050.

[ononHntenbHylo MHPOPMaLMIO CM. B HaLLIe BUpPTyanbHOM 6nbnmoTteke Ha
cante www.mskcc.org/pe.

About the Multi-Gene Panel Test for Lynch Syndrome - Last updated on August 8, 2023
Bce npaBa 3awmweHbl u npuHagnexat Memorial Sloan Kettering Cancer Center
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