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

Nudpopmauma o mytaumm reHa TSCI

OT1a uHpopmMaLmsa NOMOXET BaM NOHATb, Kak MyTauua reHa TSCI moxeT
NOBNNATb HA BaC U Bally CEMbIO.

B 3TOM MaTepuane cnoBo «ceMbsi» O3HaYaeT Nofaen, C KOTOPbIMU Bbl CBAA3aHbI
KPOBHbIM poacTBOM. K HUM He OTHOCATCSA NoAn, C KOTOPbIMUY Bbl MOPOAHNINCH
yepes 6pak unu Yepes ycblHoBNeHne/ygovepeHune. Mol Tak)ke Ha3blBaeM 3TUX
YJ1I€eHOB CEMbM BaLLNMN KPOBHbIMU POACTBEHHNKAMMN.

'eH TSCI 06bI4HO NOMOraeT npegoTBpaTUTb pak. MyTaumsa aToro reHa
Bbi3blBaeT HapyLueHus B ero pabore.

Ba)kHO NoOHUMaTb, YTO HanM4ne MyTauum B 3TOM FreHe He O3Ha4aeT, YTo y Bac
ob6s3aTenbHO 6yaeT o6HapyXXeH pak. DTO O3HAYAET, YTO Bbl MOABEPIKEHDI
OonblLUeMy PUCKY PasBUTUA HEKOTOPbIX BUOOB paka. Tun paka y noaemn c
MyTauunel B 3TOM reHe MoXeT ObITb pa3HbiM jaxke B OAHOW ceMbe.

Kakown y meHst puck 3abonetb pakom npwm
Hanuuun mytauum reHa TSC1?

Hannune y Bac mytauun reHa TSCIl o3Ha4aeT, 4TO y Bac ecTb 3aboneBaHue,
Ha3blBaeMoe koMnnekcoM TybeposHoro cknepo3sa (Tuberous Sclerosis
Complex, TSC).

TSCI noBbiLaeT pUCK pasBnTUS onpeaesieHHbIX BUAOoB paka n 06bIYHO
pob6pokavyecTBEHHbIX OMyXxosien, BKIoYas:

e KoxHble HoBoob6pasoBaHuna (Hanpumep, aHrmnopnbpoma nuua, pnbpo3sHble
onawkn Ha néy, pubpoma NonoCTU pTa U LLArPeHeBbIN HANeT) n
runonurmeHTaums Koxm (Tak HasblBaeMblii NenesibHbI gepmaTos).
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e Onyxonun ueHTpanbHO HEPBHOI CNCTEMbI (Ha3biBaeMble
cy63neHanManbHbIMU FnanbHbIMK y3enKamMu, KOPpTUKanbHbiMu 6Gyropkamm
NN TUTaHTOKNETOYHbIMU aCcTPOoLUTOMaMN).

e Onyxonun ceTyaTkn, Ha3biBaeMble aCTPOLUUTAPHOWN raMapTOMOI CeTYaTKN.
CeTyaTKa — 3TO CNIOW TKaHU, PACNOJIOXEHHbIN C BHYTPEHHEN CTOPOHDI
3afHen 4YacTu rnasHoro A6n1oka, KOTOpPbI BOCMNPUHMMAaET CBET N NOMoraeT
BOCMNPON3BOAUTb N300pakeHuns.

e Onyxonun ceppaua, Ha3biBaeMble pabgomMmnomamum.

e Onyxonun no4vek, Ha3blBaeMble NOYE€YHbIMUN KUCTAaMWN NN aHFTMOMUNOSTUMOMOA.
MyTauun reHa TSCI Takxxe MOryT yBenm4mBaTb PUCK PasBUTUS APYrnX BUOOB
paka unm onyxosnemn, Ho 3TU Clly4an MeHee pacnpocTpaHeHbl. [puMepamn
MeHee pacnpoCTpPaHeHHbIX BUOOB paka 1 onyxonen, ceasaHHbix ¢ TSCI,
ABNAOTCSA:

e Pak nouek.

e OHkountoma (06bI4HO pOBpOKavYeCcTBEHHAA ONYXOJb MOYKN).

Mo Mepe nsy4yeHnsa sTx MyTaumnini Mbl MOXXEM OBHAPYXUTb, YTO OHN
YBeNM4MBaloT PUCK PasBUTUA OPYrMX TUNOB paka. KOHCYNbTaHT No reHeTunke

npenoCTtaBnUT BaM AONOJIHNTEJIbHYIO I/IHCI)OpMaLl,I/IIO O nosBbllLUeHNN PUCKa
Pa3BnNTNA paka, eciiny BaC eCTb MyTauund.

YTO0 1 MOry coenaTtb gnst CHNXeHnst pucka

pa3BUTUSA pakKa NpU HanM4YMn MyTaunu reHa
TSCI?

KoHCynbTaHT no reHeTuke n3y4mt Bawm pesynbtaTtbl. OH 06cyanT c Bamu, C
KakuM TUNOM paka CBsi3aHa Bawla MyTaums. [1o Mepe nsy4yeHus 3Tux MyTauui Mol
MOXeM OBHapYXNTb, YTO OHU YBENTNYNBAIOT PUCK PA3BUTUSA OPYIrUX TUNOB paka.

Baw KOHCYNbTaHT NO reHeTUKe TakXXe U3y4nT BaLl IMYHbIA U CEMENHbIN
aHaMHe3, CBA3aHHbIN C pakoM, U 4acT peKoMeHAaumnn rno NpoxXoXaeHuio
obcnenoBaHUin Ha HanM4ne pakoBbix onyxosen. OH MoXeT NopeKkoOMeHO0BaTb
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HavaTb o6cnegoBaHue Ha Hann4yne paka B bonee paHHeM Bo3pacTte u c
6onbLuer HacTOTO NO CPaBHEHMIO C 6ONBLUMHCTBOM floaein Uianm NPonTy
crneuunanbHble o6cnenoBaHns, YToO6bl 0GHAPYXXNTb Pak Kak MOXKHO PaHbLLe.

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

e OcMmoTp rnasy odTanbmorsora (Bpayda no neyvyeHuto rnasHbix 3abonesaHun).

¢ [MonHoe ob6cnepoBaHMe KOXWN BCero Tenac PaHHEro Bo3pacTa.

e HeBponorunyeckoe obcnegoBaHve n CKaHUPOBaHME MO3ra C
BU3yanusauunen.

e ObcnepoBaHmMe Ha pak NOYKN.

e Dxokapauorpamma (Echocardiogram, ECG), ytobbl npoBepuTb, HET NN
npo6nem c NpPoOBOANMOCTbIO CcepaLa.

L4 I'IposepKa CIDYHKLI,I/II/I Nerknx n sBnsyannsauuna angd ebidBeHUA KNCT J1erKnx.

e CToMaToNnornyeckuni oOCMOTP Ha Hann4ne HoBoobpPas3oBaHUI Ha fEeCHaXxX U
nedeKkToB aMann.

HekoTopble u3 aTux ob6cnegoeaHnin 6yayT NpoBOANTLCA Pa3 B rof, aopyrue
MOryT Ha3Ha4aTbCA Yalle unm pexe. Baw KOHCYNbTaHT NO reHeTNKe pacT
pekoMeHaauumn, Kak HacTo BaM HY>KHO NpoxoanTb ob6cnegoBaHne Ha Hannyme
pakoBbix onyxonei. C BaMu Takxe obcypgaTt gpyrue cnocobbl o6cnenoBaHusa
npenoTBpaLLeHUs Pa3BNTUA paka, KOTopble MOryT BaM NOOONTM.

Y10 Hannuue mytauum reHa TSCI o3HavaeT gns
MOUNX KPOBHbIX POACTBEHHUKOB?

Mpwn HanuyMM y BaC MyTaumm BePOATHOCTb HaIM4YMA 3TOW MyTaLMn y BaLLnNX
ounonorunyeckux pogutenen, 6paTtbes, cectep u geten coctaenaet 50%. Y
BaLLMX JaNbHNX POACTBEHHNKOB TakKXXe MOXEeT MMeTbCs PUCK Hann4us
nopo6Hom MyTauun.

BeposiTHOCTb Nepepayn MyTauum gpyrum YaeHam ceMbn My>XYMHaAMN U
)XE€HLLUVHaMN oauHaKoBa. [1n9 noBbILLEeHNS pUcKa PasBUTUSA paka 4OCTAaTOYHO
yHacnegoBaTb MyTauUIo OT OQHOIo poauTens.
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KOHCynbTaHT No reHeTUKe 03HAaKOMUTCS C Ballen JINYHON U CEMENHON
MeONLNHCKON NCTOPMEN, MOCIIe Yero CKaXeT, HY)KHO NN MPONTUN reHeTnyeckmne
nccnegoBaHUS BalMM KPOBHbIM pOOCTBEHHMKAM.

Y10 3TO O3HAuaeT gna NnaHUpPoBaHUA ceMbU?

Ecnn npu Hannuyun y Bac mytaumm reHa TSCI Bbl nnaHnpyeTe uMeTb feTein, ecTb
cnocobbl NpegoTBPaTUTb YyHacegoBaHMe MyTauumy BalMMn eTbMI.
Bo3MoXHO, Bbl 3ax0TUTe 06CYyanTb 3TV BapunaHTbl CO cBOUM(-el) napTHepoMm(-
LLEN) N KOHCYNIbTAaHTOM MO FreHeTuKe.

YT0 O03HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mbl OGHapy>Xnnv BapmnaHT HeonpeaeneHHoro
3HayeHus (variant of uncertain significance, VUS), Baw KOHCynbTaHT no
reHeTrKe N3y4YmnT Ball JINYHbIV N CEMeNHbI aHaMHe3 paka. Bam pagyT obwmne
peKkoMeHaauum No NPOXoXXAeHno ob6cnegoBaHnin Ha HaNMYNe PakoBbIX
ornyxonen.

VUS o3HavaeT, 4To 6b110 OOHApPY)XEHO N3MEHEHME B reHe, HO Mbl MOKa He
3HaeM, CBSI3aHO /I OHO C NOBbILLUEHHbIM PUCKOM Pa3BUTUSA paka. bonbWMHCTBO
VUS B KOHEYHOM UTOre OKa3blBalOTCHA HOPMaJIbHbIMUN U3MEHEHUAMU, He
BNNSIOLLMMIN Ha COCTOSAHME 300POBbA.

KoHTakTHas nHpopmauus

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY Nno reHeTuke B Cnyx6e KNMHNYECKNUX reHeTU4eCcKnx
nccneposaHun (Clinical Genetics Service). Bbl MoXeTe cB3aTbCs C HUM C
noHepenbHuUKa no naTHuuy ¢ 9:00 po 17:00 no tenedoHy 646-888-4050.

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