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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

Nudpopmauma o myTaumm reHa TSC2

JTa nHdopMaumsa NOMOXET BaM MOHATb, KaK MyTauud reHa
TSC2 MmoXeT NoOBNUATL 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.

[en TSC2 06bIlvHO NOMoOraeT NpenoTBPaTUTb pak. MyTauuns
3TOro reHa Bbi3biBaeT HapyLUeHns 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.

Kakow y MeHs puck 3aboneTb pakoMm npwu
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Hann4ymn myTauum reHa TSC2?

Hanunune y Bac mytauum reHa TSC2 o3HavaeT, 4YToO y Bac
ecTb 3aboneBaHune, Ha3biBaeMoOe KOMMJIEKCOM

Tyb6epo3Horo ckneposa (Tuberous Sclerosis Complex,
TSC).

TSC2 noBbilaeT pPUCK PasBUTUSA ONpeaeneHHbIX BUOQOB

paka 1 obbl4HO O 06 pOoKavYeCcTBEHHbIX ONyXonen, BKoYas:

Ko>Hble HoBOOGpasoBaHusa (Hanpumep,
aHrnopundbpoma nuua, pubposHble GnALKKM Ha nby,
Punbpoma NoNoCTr pTa UK WarpeHeBbI HaneT) u
rMNnonurMeHTaumns KoXu (Tak HasblBaeMbIii NenesbHbIin
aepMmaTos).

Onyxonu ueHTpanbHON HepPBHOW cncTteMbl (HasbiBaeMble

cyb3neHAManbHbIMU MNANbHbIMUN Y3eKamu,
KOPTUKaNbHbIMK Oyropkamm Nim rmraHToKeTO4YHbIMU
acTpounToMamm).

Onyxonu ceTyaTkun, Ha3biBaeMble aCTPOLMNTAPHOMN
ramMapTomon cetyaTkm. CeTyaTka — 3TO C/ION TKaHW,
PACNONIOXXEHHbIN C BHYTPEHHEN CTOPOHbI 3aHEeN 4acTun
rnasHoro a6nokKa, KOTOpPbI BOCMNPUHMMAET CBET U
noMoraeT BOCMPOU3BOANUTb N306paxkeHus.

Onyxonu cepaua, Ha3biBaeMbie pabgommnomamu.

OI'IYXOJ'IVI noyek, HasbiBaeMble NoYye4YHbiMN KNCTaMWn UJ1nN
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AQHIMOMUONTIMMTOMOMN.

e JlnmpaHrnonenommomaTtos
(Lymphangioleiomyomatosis (LAM), knctbl B nerkux,
KOTOpble OObIYHO BO3HUKAIOT Y XXEHLLUH).

MyTauun reHa TSC2 Takxe MOryT yBennyimBaTb PUCK
PasBUTNSA OPYyrnx BUAOB paka uian onyxosien, HO 3Tu
cny4yam MeHee pacnpocTpaHeHsbl. [lpumepamn meHee
pacnpoCcTpaHeHHbIX BUAOB paka 1 onyxosnen, CBA3aHHbIX C
TSC2, asnaioTcsa:

e Pak novexk.

e OHkoumnToma (06bIYHO pOOpPOKaYeCTBEHHAs ONYyXOJlb
MOYKN).

[lo Mepe nsyvyeHuns aTux MyTaunim Mbl MOXXeM OBHapPYXXNTb,
YTO OHUN YBENNYNBAIOT PUCK PA3BUTUSA OPYrmx TUNOB paka.
KoHCynbTaHT No reHeTUKe NpeocTaBnUT BaM
0OMNONHNTENbHYO0 NHPOPMaLMIO O MNOBbILLEHUN PUNCKA
pa3BUTUS pakKa, eCNn y BaC eCTb MyTaums.

Y10 9 MOry cgenatb s CHNKEHNS pUCKa
Pa3BUTUSA Paka NPu HANMNYMNU MyTaLnKn reHa

TSC2?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTaTbl. OH
obcyaunT c BaMu, C KakMM TUMOM pPaka CBsi3aHa Balla
myTaums. [lo mepe n3yyeHnsa sTux MyTauunii Mbl MOXEM
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OOHaPYXUTb, YTO OHN YBENTNYNBAIOT PUCK PAa3BUTUS
OPYyrux TUNOB paka.

Ball KOHCYNbTaAHT NO reHeTMKe Tak)Xe N3YYUT Ball JINYHbINA
N CeMeNHbI aHaMHe3, CBSI3aHHbIN C PakoM, N oacT
peKkoMeHOauum no NPoxoXaeHuo obcnenoBaHUin Ha
Hann4yune pakoBbix onyxonen. OH MoxeT
nopekoMeHaoBaTb Ha4yaTb o6cnefoBaHMe Ha Hann4ymne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLUen 4HacToToN Mo
CppaBHeHUIO C 6ONbLUMHCTBOM floaein Unu NPonTy
cneunanbHble ob6cnegoBaHus, YTo6bl OOHAPYXUTb Pak Kak
MOXXHO paHbLLe.

K Takum O6CJ'I€,D,OBaHVIFIM Ha Hanvdme pakKoBbIX onyxone|7|
OTHOCATCA:

e OcmoTp rnasyodranbmonora (Bpadva no jie4eHunio
rnasHbix 3abonesaHun).

e [lonHoe o6cnepoBaHNe KOXW BCEro Tena C paHHero
BO3pacTa.

e HeBponornyeckoe obcnegoBaHne n CKaHUpoBaHue
MO3ra C BUusyanmsaumnen.

e Ob6cnepoBaHMe Ha pPak NOYKM.

e Oxokapgunorpamma (Echocardiogram, ECG), uTobbl
NpoBEepPUTb, HET NN NPOONEM C NPOBOANMOCTbIO cepaLa.

e [MpoBepka GYyHKLUN NErknx N BU3yanmsaumnsa s
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BbidABJ1IEHNA KUCT J1er Kmnx.

e CTomMaTonorn4yecknini OCMOTP Ha Hann4vune
HOBOOOpa3oBaHUIN Ha fecHax n gedpeKToB IManu.

HekoTopble ns atnx obcnegoBanni 6ygyT npoBOONTbCS
pa3 B rof, opyrme MoryT HasHa4vyaTbCs YaLle nnu pexe. Bawl
KOHCY/bTAHT MO reHeTuKe gacT peKkoMeHpaumnm, Kak 4acTo
BaM HY>KHO NpoxoanTb obcnegoBaHme Ha Hannyne
pakoBbix onyxonein. C Bamun Takxxe oocynaTt gpyrue
cnocobbl o6cnegoBaHNsa N NpeaoTBpaLLeHus pa3BUTUS
paka, KOTopble MOryT BaM NOQOUTMN.

Y10 Hannumne mytaumm reHa TSC2 osHavaeT ans
MOUX KPOBHbIX POACTBEHHNKOB?

[Mpn HanM4uM y Bac MyTaum BEPOATHOCTb HallM4YnNs 3TON
MyTauum y Baimx bnonormnvecknx pogutenen, bpartbes,
cectep npeten coctasnaet 50%. Y sawmnx ganbHunx
POLOCTBEHHNKOB TaKXXe MOXEeT UMeTbCs PUCK Hann4uns
nopo6bHo MyTauuu.

BepoATHOCTb Nnepegayn MyTauum gpyrum 4iieHam cemMmbim
MY>XYMHAMU U XXeHLMHaMN oauHakoBa. [1ns noBbiLeHns
pUCKa PasBUTUSA paka 4OCTAaTOYHO yYHacneqoBaTbh MyTaumio
OT OQHOro poaunTens.

KoHCynbTaHT No reHeTUKe O3HAaKOMUNTCS C Ballel TIMYHON U
ceMeVHOWN MeANLUNHCKOW NCTOpPUen, Nocrne Yero ckaxert,
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HY>XHO 11 I'IpOI7ITVI reHetTn4yeckme ncciiegoBaHmnsd seallinm
KPOBHbIM pOACTBEHHUKAM.

Y10 3TO O3HauaeT gnsa NNaHNPOBaHNA CEMbU?

Ecnu npu Hanuynm y Bac Mytauum reHa TSC2 bl
nnaHnpyeTe nMeTb geTen, eCTb CNOoCobbl NpegoTBPaTUTD
yHacnegoBaHue MyTauum BalimMm geTbMmn. Bo3aMOXHO, Bbl
3axoTnTe o6CcyanTb 3TV BapuaHTbl CO CBOUM(-€in)
napTHepoM(-LLen) N KOHCYNbTaHTOM NO reHeTuKe.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnm Mbl 0OHapyXunm
BapuaHT HeonpepeneHHoro 3HavyeHunsa (variant of uncertain
significance, VUS), Ball KOHCYNbTAHT MO reHeTuKe N3yunT
BaLL JINYHbI U CEMENHbIN aHaMHe3 paka. Bam papyT obwime
peKkoMeHpaLUmmn nNo NPoxoXaeHuno obcnenoBaHNi Ha
HanM4ne pakoBbIX ONyXonewn.

VUS o3HauaerT, 4To 6b1110 0OHapY)XEeHO U3MEHEHME B reHe,
HO Mbl NOKa He 3HaeM, CBA3aHO JI OHO C MNOBbILLEHHbIM
PUCKOM pa3BuTuda paka. bonbwinHcteo VUS B KOHEYHOM
NTOre OKasblBaloTCS HOPMalbHbIMN N3MEHEHNAMN, He
B/IUSAIOLLIMMUN HA COCTOSIHME 3[0,0POBbS.

KoHTakTHasa undpopmauums
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Ecnuny Bac ecTb Bonpockl Wi onaceHus, obpatutechb K
BaLLleMy KOHCYNbTaHTy no 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.

If you have questions or concerns, contact your
healthcare provider. A member of your care team will
answer Monday through Friday from 9 a.m. to 5 p.m.
Outside those hours, you can leave a message or talk
with another MSK provider. There is always a doctor or

nurse on call. If you’re not sure how to reach your
healthcare provider, call 212-639-2000.

[ononHnTenbHyo NHPOPMaALUIO CM. B HaLLIEN
BUPTYanbHOW 6ubnuoTteke Ha cante www.mskcc.org/pe.

About Mutations in the TSC2 Gene - Last updated on December 12,
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Bce npaea 3awmweHnbl n npuHagnexat Memorial Sloan Kettering
Cancer Center
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