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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

Nudpopmauma o mytaumm reHa TSCI

JTa nHdopMaumsa NOMOXET BaM MOHATb, KaK MyTauud reHa
TSCI MmoxkeT NnoBNMATbL Ha Bac 1 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 TSCI 06bI4HO NOMOraeT NpepoTBPaTUTb pak. MyTauns
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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Hannuymn myTauum rena TSCI ?

Hannune y Bac mytauum reHa TSCl o3HavaeT, YTO Yy Bac
ecTb 3aboneBaHune, Ha3biBaeMoOe KOMMJIEKCOM

Tyb6epo3Horo ckneposa (Tuberous Sclerosis Complex,
TSC).

TSCI noBbilLaeT pUCK pa3BUTUSA onpenesieHHbIX BUAOB

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.

MyTauun renHa TSCI Takke MOryT yBenm4nasaTb PUCK
PasBUTNA OPYyrnx BUAOB paka uian onyxosen, HO 3Tu
cnly4yam MeHee pacnpocTpaHeHsbl. [lpumepammn meHee
pacnpoCcTpaHeHHbIX BUAOB paka 1 onyxosnen, CBA3aHHbIX C
TSCI, apnsaoTca:

e Pak noyexk.

e OHkoumnToma (06bIYHO pOOpPOKaYeCTBEHHAs ONYyXOJlb
MOYKN).

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

Y10 9 MOry caejatb AJid CHNXeHnsd pucka

Pa3BUTUSA Paka NPu HANINYMKU MyTaLUnKn reHa
TSCI?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTaTbl. OH
obcyaunT c BaMu, C KakMM TUMOM pPaka CBsi3aHa Balla
myTaums. [lo mepe n3yyeHnsa sTux MyTauunii Mbl MOXEM
OOHaPYXUTb, YTO OHN YBENTNYNBAIOT PUCK PAa3BUTUS
OPYyrux TUNOB paka.
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Ball KOHCYNbTaAHT NO reHeTuKe Tak)Xe N3YYUT Ball JINYHbI
N CeMeNHbI aHaMHe3, CBSI3aHHbIN C pakoM, N oacT
peKkoMeHOauum no NPoxoXaeHuo obcnenoBaHUin Ha
Hann4ymne pakoBbix onyxonen. OH MoxeT
nopekoMeHaoBaTb Ha4yaTb o6cnefoBaHMeE Ha Hann4ymne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLUen 4HacToTON Mo
CppaBHeHUIO C 6ONbLUMHCTBOM flloaein Unn NPonTy
cneunanbHble ob6cnegoBaHus, YTo6bl OOHAPYXUTb Pak Kak
MOXXHO paHbLLe.

K Takum O6CJ'I€,D,OBaHVIFIM Ha Halln4dme pakKoBbIX onyxone|7|
OTHOCATCA:

e OcmoTp rnasyodranbmonora (Bpa4va no jieyeHunio
rnasHbix 3abonesaHun).

e [lonHoe o6cnepoBaHNe KOXW BCEro Tefa C paHHero
BO3pacTa.

e HeBponorunyeckoe obcneqoBaHne n CKaHUpPoOBaHue
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 ans
BbIIBIEHUNS KUCT Nerkunx.

e CTOMaToNorn4yecknin oCMOTpP Ha Hann4ne
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HOBOOOpPa3oBaHWIN Ha AecHax u gedeKToB IManu.

HekoTopble ns atnx obcnegoBanni 6ygyT npoBOONTbCS
pas Bropn, opyrme MoryT HasHavdaTbCs YaLle unm pexe. Baww
KOHCY/bTAHT MO reHeTuKe gacT peKkoMeHaaumnm, Kak 4acTo
BaM HY>XHO NpoxoanTb o6cnenoBaHne Ha Hann4vne
pakoBbix onyxonei. C Bamun Takxxe oocygaTt gpyrue
cnocobbl o6cnegoBaHnsa N NpeaoTBpaLLeHUs pa3BUTUS
paka, KOTopble MOryT BaM NOQONTW.

Y10 Hannumne mytauum reHa TSCI o3HavaeT gnga
MOUX KPOBHbIX POACTBEHHNKOB?

[Mpn HanM4umM y Bac MyTaum BEPOATHOCTb HallM4YnNs 3TOMN
MyTauum y Baimx bnonormnvecknx pogutenen, bpartbes,
cectep npeten coctasnaet 50%. Y sawmnx ganbHunx
POLOCTBEHHNKOB TaKXXe MOXeT UMeTbCs PUCK Hann4uns
nopo6bHoM MyTauuu.

BepoATHOCTb Nnepegayn MyTauum gpyrum 4siieHam cemMmbim
MY>XYMHAMU U XXeHLMHaMN oauHakoBa. [1nsa noBbiLeHns
pUCKa pPasBUTUSA paka 4OCTAaTOYHO YHacneqoBaTbh MyTaumio
OT OQHOro pogunTens.

KOHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLLen TIMYHON
ceMenHON MeanLUNHCKON NCTopnen, Nocre Yero cKaxer,
HY>XHO NI NPONTUN reHeTn4Yeckne NccregoBaHns BanMm
KPOBHbIM POACTBEHHNKAM.
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Y10 3TO O3HaAuaeT gna NnaHUpPoBaHUA ceMbU?

Ecnu npn Hannunm y Bac mytauum reHa TSCI Bbl
nnaHupyeTe NMeTb AeTen, eCTb cNoCcobbl NpeaoTBPaTUTL
yHacnegoBaHue MyTauum BalunmMm getbMn. BosamMoXXHo, Bbl
3axoTnTe o6CcyanTb 3TN BapUaHTbl co cBouUM(-en)
napTHepoM(-Luen) N KOHCYNbTAaHTOM MO reHeTukKe.

YT0 03HauaeT oTCcyTCTBUE Y MEHA MyTaun?

Ecnny Bac HeT MyTauum nnm ecnm Mbl 0OHapyXnnu
BapuaHT HeonpepeneHHoro 3HavyeHunsd (variant of uncertain
significance, VUS), Ball KOHCYNbTaAHT MO reHeTNKe N3y4YnT
BaLU JINYHbIV U CEMENHbIN aHaMHe3 paka. Bam papyT obuwme
peKkoMeHaaLnm No NPoxXoXxaeHnto obcnegoBaHU Ha
Hannymne pakoBbIX ONyXosneun.

VUS o3HauvaeT, 4To Ob1510 06Hapy)XEeHO N3MEHEHME B FreHe,
HO Mbl MOKa He 3HaeM, CBSA3aHO JI OHO C NOBbILLEHHbIM
PUCKOM pa3BuTuda paka. bonbwinHcteo VUS B KOHEYHOM
NTOre OKasblBalOTCA HOPMaJibHbIMU U3SMEHEHUAMU, HE
BNNSAIOLLMMN HA COCTOSIHNE 30,0pPOBbA.

KoHTakTHasa uHpopmauus
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Ecnuy Bac ecTb BOnpochl Unv onaceHus, obpatnTtech K
BaLLeMy 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.

[ononHutenbHyo NHPOPMALUIO CM. B HaLLEN
BUPTYanbHOW 6ubnuoTteke Ha cante www.mskcc.org/pe.
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