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OBPA3OBATEJIbHbIE MATEPUATIbLI 014 NALVEHTOB N YXAXWBAKOLLNX 3A HUMW JTNL],

Nudopmaumsa o myTaumm reHa TSCI

OTa nHpopmMaums NOMOXKeT BaM NOHATb, Kak MyTaumna reHa TSCI MoxXeT NOBNMATb Ha Bac
1 BaLly 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.

leH TSCI o6bl4HO NOMOraeT NpefoTBPATUTL pPak. MyTauunsa 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
myTauum rena TSCI1?

Hanwnumne y Bac MyTtauum reHa TSCI o3Ha4vaeT, 4TO y Bac eCcTb 3aboneBaHne, HasbiBaeMoe
koMnnekcoM TybeposHoro cknepo3sa (Tuberous Sclerosis Complex, TSC).

TSCI noBblWaeT pUCK pasBUTUS OnpeaeneHHbIX BUOOB paka n 0O6bl4YHO
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 Onyxonu ceppua, HasblBaeMble pabgoMmnomamu.

L4 OI'IYXOHI/I no4yek, HasblBaeMble NOYEYHbIMN KUCTAaMN NN aHTMOMNOSINMOMON.

MyTauunm reHa TSCI Takxe MOryT yBeNM4MBaTb PUCK PasBUTUS APYTrUX BUOAOB paka niu
ONyXoJiei, HO 3TN C/ly4an MeHee pacnpocTpaHeHsbl. lpuMepamn meHee
pacnpocTpaHeHHbIX BUOOB paka 1 onyxonen, ceasaHHbix ¢ TSCI, apnatoTcs:

e Pak novexk.

e OHkouunToma (06bIYHO [OBpPOKaYeCTBEHHAsA ONYXOJib MOYKN).

Mo Mepe n3yyeHns 3Tux MyTaunini Mbl MOXXEM OBGHAPYXXNTb, YTO OHUN YBENNYMBAIOT PUCK
pa3BUTUS Apyrux TMNoB paka. KoHCynbTaHT No reHeTuKe NPefoCcTaBNT BaM
AONOSTHNTENbHYIO MHPOpPMaLUMIO O NOBbILLEHNN PUCKa PasBUTUSA paka, eC/IN Y BaC eCTb
MyTauus.

Y10 9 MOry cpenatb 411 CHUKEHUS PUCKa pa3BUTUS
paka npu Hannynm myTauum reHa TSCI?

KoHcynbTaHT no reHeTuke U3y4ynT Bawun pe3synbtatbl. OH 06CyanT C BaMu, C Kaknum
TUMOM paka CBsi3aHa Balla MyTaums. [o Mepe nsyyeHumsa sTUx MyTaumin Mbl MOXEM
OBHapyXUTb, YTO OHM YBENNYNBAIOT PUCK PAasBUTUS OPYrux TUMNOB paka.

Balu KOHCYNbTaHT NO reHeTuKe TakXXe N3YYUT BaLl JINYHbIA U CEMENHbI aHaMHE3,
CBSAI3aHHbIN C PaKOM, 1 AaCT peKOMeHAaumMmn no NPOXoXaeHnto obcnenoBaHnii Ha
Hanun4yune pakosbix onyxonen. OH MOXeT NopeKkoMeHaoBaTb HaYaTb o6cnegoBaHne Ha
Hann4yune paka B 6onee paHHeM BO3pacTe 1 ¢ 60/bLUe YaCTOTON NO CPABHEHUIO C
OONbLUIMHCTBOM JIOAEN UNW NPONTU cneumnanbHble 06cnenoBaHus, 4ToObl OGHAPYXNTb
pak Kak MOXXHO paHbLLe.

K Takum O6CHeD,OBaHVI9|M Ha Hann4dne pakoBbIX onyxone|7| OTHOCATCA:

e OcmoTp rnasy odpTanbMornora (Bpaya no fievyeHuto rinasHbix 3aboneBaHuin).

[MonHoe o6cnepoBaHMe KOXN BCero Tena c PaHHEero Bo3pacTa.

HeBponornyeckoe ob6cnenoBaHne 1 CkaHMpPOBaHME MO3ra ¢ BU3yannsaune.

O6cnenoBaHue Ha pak MOYKM.

Oxokapauorpamma (Echocardiogram, ECG), 4ytTobbl npoBepuTb, HET Nu Npobnem ¢
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NPOBOAMMOCTbIO cepaua.
¢ [lpoBepka PyHKUMN NErkKnxX N BU3yanmsauuns ans BbiISBNeHUS KUCT Nerkux.

e CToMaTonorn4yeckmin OCMOTP Ha Hannyne HoBoobpazoBaHUI Ha gecHax u pedpeKToB
3aManm.

HekoTopble n3 aTux obcnepgoBaHuii 6yayT NnpoBoanTbLCS Pas3 B rof, apyrne MoryT
Ha3Ha4aTbCA Yalle Unu pexe. Ball KOHCYNbTaHT NoO reHeTMKe JacT peKkoMeHZaunn, Kak
4acTO BaM HYXHO NpoxoanTb ob6cnenoBaHme Ha Hann4yue pakosbix onyxonei. C Bamu
TaKkXKe obcynaTt gpyrme cnocodbbl 06cnegoBaHna U NpenoTBpPaLLEHNS Pa3BUTUSA pPaka,
KOTOpble MOryT BaM NOJOMNTN.

Y10 Hannumne mytaumm reHa TSCI o3Ha4vaeT ang Moux
KPOBHbIX POACTBEHHNKOB?

Mpwn HanuynMmM y Bac MyTaunm BEPOATHOCTb HANIMYNA 3TOW MyTauun y BaLmnx
Ouonoruyeckux pogutenen, bpatbes, cectep n geten coctaenaet 50%. Y Bawumx
OanbHUX POACTBEHHNKOB TakK)Xe MOXeT UMeTbCS PUCK Hann4nsa nogobHon myTaumnm.

BepOﬂTHOCTb nepepavn mytaumm opyrmnMm vieHam ceMbit My>KHMHaM N XXKEeHLWNHaMN
OAnNHaKoOBa. ,D,J'IFI NnoBbILLEHUA PNCKa Pa3BNTUA pPpakKa OCTAaTO4YHO YHaC/1e4oBaTb
MyTaUuunio OT OOQHOr o poounTend.

KOHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLlen NTIMYHON N CEMEeNHON MeaULINHCKON
NCTopUuen, Nnocsne Yero CKaXKeT, HY>XKHO NI NPONTN reHeTU4Yeckne NccrefoBaHna Ballnm
KPOBHbIM POACTBEHHUKaM.

Y10 3TO O3HauaeT gna NnaHNPoOBaHUA CEMbN?

Ecnu npn Hannuum y Bac MyTaumm reHa TSCI Bbl nnaHnpyeTe nMeTb eTein, eCTb CNocobbl
npenoTBpPaTUTb YyHacnegoBaHMe MyTaum BawmmMm geTbMn. BosmMoxHo, Bbl 3axoTute
o6CcyanTb 3TV BapuaHTbl CO CBOMM(-€eln) napTHepOoM(-LLeln) N KOHCYNbTAaHTOM Mo
reHeTuke.

Y10 03HauvaeT oTCcyTCTBUE Y MEHA MyTauumn?

Ecnny Bac HeT MyTaunm nnm ecnm Mbl OOHaPYXXNNV BapruaHT HeonpeneneHHoro
3HauveHusa (variant of uncertain significance, VUS), Ball KOHCyNbTaHT MO reHeTuKe
N3y4nT BaLl NINYHbIA U CEMENHbI aHaMHes paka. Bam papyT obLmne pekomeHpaumm no
NpoxoXaeHuio obcnenoBaHU Ha HanM4YMe PakoBbIX OMyXOnei.
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VUS o3HavaerT, 410 6b1510 0O6HaAPY>XEHO N3MEHEHME B FeHe, HO Mbl MOKa He 3HaeM,
CBSI3aHO 1M OHO C NOBbILLIEHHbIM PUCKOM pPa3BuTnSa paka. bonbwnHcTeo VUS B KOHeYHOM
NTOre OKasblBalOTCA HOPMaJlbHbIMU N3MEHEHUAMMU, HE BITINSIOLLNMMN Ha COCTOSHMNE
300pPOBbA.

KoHTakTHasa nHpopmauums

Ecnuy Bac ecTb BONpOCHI U1 onaceHus, o6paTnTech K BalleMy KOHCYJIbTaHTY No
reHeTuke B Cnyx6e knuHnyeckunx reHetn4veckux nccneposanuim (Clinical Genetics
Service). Bbl MOXeTe CBA3aTbCs C HUM C NOHeaenbHuKa no natHuuy ¢ 9:00 no 17:00
no TenedoHy 646-888-4050.

OononHuTenbHyio HOPMaLMIo CM. B HaLLen BUpTyanbHom 6ubnnoTteke Ha cante
www.mskcc.org/pe.

About Mutations in the TSC1 Gene - Last updated on December 12,2024
Bce npaBa 3awmwienbl v npuHagnexat Memorial Sloan Kettering Cancer Center

NaTta nocnegHero o6HoOBNEHUS
[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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