Memorial Sloan Kettering
Cancer Center
OBPA3OBATEJIbHbIE MATEPUATIbLI 014 NALVEHTOB N YXAXWBAKOLLNX 3A HUMW JTNL],

NHdopmaumsa o mytaumm reHa TSC2

OTa nHpopMaums NOMOXET BaM NOHATb, Kak MyTauma reHa TSC2 MoXeT NOBNNATb Ha
BacC 1 Ballly CEMbIO.

BaTtom MaTepunane CZioBO «CeMbda» O3Ha4YaeT J'IIOJJ,GI7I, C KOTOPbIMU Bbl CBA3aHbl KPOBHbIM
poaocTBOM. K H1UM He oTHOCATCH Jrogn, C KOTOPbIMU Bbl MOPOOHUITNCD Hepe3 6paK nnm
yepes YCbIHOBJ'IeHI/Ie/YD,O‘-IepeHVIe. MbI Tak>)XKe Ha3biBaeM 3TUX YI1IEHOB CEMbIW BalLNMK
KPOBHbIM pOACTBEHHUKaMN.

eH TSC2 06bl4HO NOMOraeT NpeaoTBPaTUTL pak. MyTaumns 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.

Kakown y meHst puck 3abonetb pakoM npu Hann4YnMm
mMyTaummreHa 1SC2?

Hanunumne y Bac MyTauum reHa TSC2 o3Ha4vaeT, 4YTO y Bac ecTb 3aboneBaHne, HasbiBaeMoe
koMnnekcoM TybeposHoro cknepo3sa (Tuberous Sclerosis Complex, TSC).

TSC2 noBbiLLaeT pUCK Pa3BUTUS ONpeaeneHHbIX BUOOB paka n 0OblYHO
nob6pokKavyecTBeHHbIX ONyXonen, BKIoYas:

¢ KoxHble HoBOOOpasoBaHUs (Hanpumep, aHrnopmnbpoma nuua, Prnbpo3Hbie HNALLKK
Ha N6y, pnbpoma NoNOCTU PTa UIN LLIArPeHEBbIN HaneT) U T’MNONUrMeHTauUns KOXNn
(Tak HasbIBaeMbIi NenenbHbI 4epPMaTo3).

e Onyxonu ueHTpanbHOW HepPBHOW cCUCTeMbl (Ha3biBaeMble cyb63aneHanManbHbIMK
rNnanbHbIMN y3enKamMu, KOPTUKaNbHbIMN OyropKamMmuy NN FTMraHTOKeTOYHbIMIN
acTpountToMamm).

e Onyxonu ceTyaTKu, HasbiBaeMble acTpPoOUUTapPHON ramapTomom cetyaTkn. CeTyaTka
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— 3TO C/IOM TKaHWN, paCI'IOJ'IO)KEHHbII‘/'I C BHYTpeHHeIZ CTOPOHDI 3agHen YacTun rnasHoro
;|6n0|<a, KOTOprI‘/'I BOCrnpuHnNMMaeT CcBeT N NnoMoraeT BOCNpon3soanTb |/|3o6pa>|<eH|/|9|.

e Onyxonun ceppua, HasbiBaeMble pabgoMmnomamu.
¢ Onyxonu no4ek, HasbiBaeMble MOYE€YHbIMUN KMCTAaMN U @aHT MIOMUOJIUIMTOMOIA.
e Jlumpanrmnoneriomnomatos (Lymphangioleiomyomatosis (LAM), Knctbl B nerkux,

KOTOpble OObIYHO BO3HUKAIOT Y XXEHLLMH).

MyTaunn reHa TSC2 Takxe MOryT yBennunBaTb PUCK PasBUTUS APYrux BUAOB paka unm
OnyXxoJiein, HO 3TN C/ly4an MeHee pacnpocTpaHeHbl. [puMepamn meHee
pacnpocCTpaHeHHbIX BUOOB paka 1 onyxonen, ceasaHHbIx ¢ TSC2, apnsaioTcs:

e Pak nouvex.

e OHkoumToMa (06bI4YHO [OOpPOKAYECTBEHHAS ONYXOJb MOYKN).
Mo Mepe n3yyeHns aTux MyTauuii Mbl MOXXeM OBHapPYXNTb, YTO OHU YBENIMYNBAIOT PUCK
pa3BnUTUA APYrux TMNoB paka. KoOHCyNnbTaHT MO reHeTuKe NPenoCTaBUT BaM

OONOJIHUTEJIbHYIO I/IHdDOpMaLI,I/IIO O NoBblILLEHUN PUCKa Pa3BUTUA pPaka, eCqiny BaC eCTb
MyTauunsa.

Y10 9 MOry caenaTb A1 CHIKEHUS PUCKa pa3BUTUS
paka npuv Hanuuun myTaummnreHa 1SC2?

KoHcynbTaHT no reHeTuke nsy4ynT Bawwmn pesynbtatbl. OH 06CyanT C Bamu, C Kakum
TUNOM paka CBa3aHa Bawla MyTaums. [lo Mmepe nsyyeHus aTx MyTaumii Mbl MOXEM
OBHapPYXNTb, YTO OHU YBENINYNBAIOT PUCK PA3BUTUS OPYrX TUNOB paka.

Ball KOHCYNbTAHT NO reHeTMKe TakXXe U3Y4YNT Ball JINYHbIA U CEMENHbI aHaMHE3,
CBSAI3aHHDbIN C PakoM, U acT peKoMeHAauum no npoxoxneHuto oocneqoBaHnin Ha
Hanuune pakosbix onyxonen. OH MOXeT NopeKoMeHAOBaTb Ha4YaTb 0OCNegoBaHMe Ha
Hanuymne paka B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLUe YacTOTON NO CPaBHEHUIO C
©ONbLUNHCTBOM Nll0Aen NN NPONTN cneunanbHble o6cnenoBaHus, YTo6bl 0OGHAPYXUTb
pakK Kak MOXXHO paHbLue.

K Takum O6CﬂeD,OBaHVIF|M Ha HaJin4ne pakKoBbIX onyxone|7| OTHOCATCA:

e OcMmoTp rnasy odpranbMonora (Bpaya no fevYeHuto rnasHbix 3abonesanuii).
¢ [lonHoe o6cnenoBaHMe KOXIM BCEro Tena C paHHero Bo3pacTa.

L HGBpOJ’IOFI/I‘-IeCKOG O6CJ'I€,D,OBaHI/Ie n CKaHnpoBaHme Mo3rac B|/|3yan|/|3au,v|e|7|.
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O6cnepnoBaHue Ha pak NOYKWU.

Ixokapaguorpamma (Echocardiogram, ECG), yTobbl npoBepuTb, HET N Npobnem ¢
NPOBOOMMOCTbIO cepaLa.

I'IpOBepKa CIDYHKLI,VIVI NerkKnx n sBusyannsaund ond sebiaBleHNA KUCT NerkKnx.

CrtomaTonorun4yeckun OCMOTP Ha HaJm4mne HOBOO6pa3OBaHI/II7I Ha geCcHaxun lI:l,eCI)eKTOB
aManun.

HekoTopble n3 aTux obcnepoBaHuii byayT NnpoBoAnTbLCS Pa3 B rof, apyrne MoryT
Ha3Ha4aTbCA Yalle unu pexe. Baw KOHCYNbTaHT No reHeTMKe OacT peKkoMeHdaunn, Kak
4acTO BaM HYXHO NpoxoanTb ob6cnegoBaHme Ha Hann4due pakosbix onyxonei. C Bamu
TakXKe obcynaTt gpyrmne cnocodbbl 06cnegoBaHna U NpenoTBpPaLLEHNS Pa3BUTUSA Paka,
KOTOpble MOryT BaM NOJOWNTN.

Y10 Hannume mytaumm reHa TSC2 osHavaeT gnga Moumx
KPOBHbIX POACTBEHHNKOB?

Mpwv HanMYMM y BaCc MyTaunm BEPOATHOCTb HaNn4yng 3TOM MyTauumn y BaLlmx
6rnonoruvecknx pogntenen, bpatbes, cectep u geten coctasnaet 50%. Y Bawunx
AaNbHUX POACTBEHHUKOB TakXe MOXeT UMeTbCH PUCK Hannyunsa nogobHon MyTaunu.

BepOﬂTHOCTb nepepavyn mytaunmm gpyrmnMm v4ieHam ceMbint My>KHMHaM N XXKeHWNHaMN
OoAnHaKoBa. ,D,J'IFI NnoBbILLEHUA PNCKa Pa3BNTUA pPpakKa OCTAaTO4YHO YHaC/1ieaoBaTb
MyTaUuuio OT OOQHOro poounTtend.

KOHCynbTaHT NO reHeTNKe 03HAaKOMUTCS C BaLlen NTIMYHON N CEMEeNHON MeaNLINHCKON
NCTopuen, Nnocsne Yero CKaXkeT, HY>XKHO NI NPONTN reHeTU4Yeckne NccrieqoBaHna BallnMm
KPOBHbIM POACTBEHHUKAaM.

Y10 3TO O3HauaeT gnsa NnaHNPoOBaHUA CEMbN?

Ecnu npn Hannuum y Bac MyTaunm reHa TSC2 Bbl nnaHnpyeTe UMeTb AeTen, ecTb
cnocobbl NpepoTBPaTUTb YHacegoBaHUe MyTauum BawmmMm petbMn. BoamoxxHo, Bbl
3axoTuUTe o6CyanTb 3TN BapuaHTbl CO CBOMM(-eln) napTHepoM(-LLeln) N KOHCYNIbTAaHTOM
Mo reHeTuKe.

Y10 03HauaeT oTCcyTCTBUE Y MEHA MyTauun?

Ecnuy Bac HeT MyTauum nnmn ecnmn Mbl OGHaPYXUNM BapuaHT HeonpeneneHHoro
3HayveHwms (variant of uncertain significance, VUS), Ball KOHCynbTaHT MO reHeTuKe
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N3y4YnNT BaLL JINYHbIA U CEMEHbI aHaMHe3 paka. Bam papyT obLimne pekomeHpaumm no
npoxoxpaeHunio o6crnepoBaHNiin Ha HanNM4Ye PakoBbIX OMyXonen.

VUS o3HavaerT, 4To 6bi1510 06HapyXXeHO U3MEHEHNE B FreHe, HO Mbl MOKa He 3HaeM,
CBSI3aHO 1 OHO C NOBbILLIEHHbIM PUCKOM pPa3BuTnSA paka. bonbwnHcTeo VUS B KOHEeYHOM
NTOre OKasblBaloTCA HOPMalbHbIM/ U3MEHEHVAMU, He BUSAIOLLUMU Ha COCTOSIHNE
300pOBbS.

KoHTakTHaga nHpopmauus

Ecnny Bac ecTb Bonpochbl unm onaceHus, obpaTtnTech K BalleMy KOHCYbTaHTY Mo
reHeTuke B Cnyx6e knuHnveckux reHetnvyeckux nccneposanuin (Clinical Genetics
Service). Bbl MOXeTe CBSA3aTbCs C HAM C NOHeaenbHuKa no natHuuy ¢ 9:00 no 17:00
no TenedoHy 646-888-4050.

Ecnny Bac ecTb BOnpocChl U onaceHusl, N0O3BOHNTE CBOEMY MeaNLNHCKOMY
coTpynHuky. CneumanucT BaLleln nevallein KOMaHObl OTBETUT Ha 3BOHOK C
noHepenbHMKa no natHuuy ¢ 9:00 oo 17:00 B gpyroe BpeMs Bbl MOXXeTe OCTaBUTb
coobLeHne nnam noroBopuTb C opYyrum Bpayvyom ueHtpa MSK. Bol Bcergpa Mmoxete
CBSI3aTbCH C AEXYPHbIM BPa4YoM uUnn meacectpoin/menbpatom. Ecnu Bbl He 3HaeTe,
KaK CBSI3aTbCsl CO CBOUM MeANLUHCKUM COTPYAHUKOM, NO3BOHUTE NO HOMEpPY
212-639-2000.

[ononHuTenbHyo NHGOPMaLMIO CM. B HaLLe BUpPTYyanbHou 6ubnnoTeke Ha canTe
www.mskcc.org/pe.

About Mutationsin the TSC2 Gene - Last updated on December 12,2024
Bce npaBa 3awmeHbl v npuHagnexaTt Memorial Sloan Kettering Cancer Center

NaTta nocnegHero o6HoBNEHUS
[ekabpb 12,2024
Learn about our Health Information Policy.
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tel:+1-646-888-4050
https://www.mskcc.org/pe
https://www.mskcc.org/public-notices/health-information-from-msk-cancer-experts

[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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