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OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

MHcpopMauma 0 MyTau UM reHa
TSC1

OTa nHpopMaIlia IIOMOXKET BaM IOHSATH, KaK MyTallus
reda 7SC1 MOXKEeT MOBJIMATHL Ha BaC U Ballly CEMbIO.

B sTOM MaTepuase CI0BO «CeMbSI» O3Ha4daeT JII0Je, C
KOTOPBLIMH BBl CBSI3aHBEI KPOBHBEIM POACTBOM. K HUM He
OTHOCSITCS JIIOM, C KOTOPBIMU BEI IIOPOOHUJINCH Yepe3
Opak uam 4epe3 YChIHOBJIEHUE/yoodepeHue. MBI TakKxXke
Ha3bIBAEM OTHX YJIEHOB CEMbHU BAlllUMH KPOBHBLIMU
POICTBEHHHUKAMMU.

I'er TSC1 oOBIYHO IOMOTAET MPEAOTBPATUTDL PaK.
MyTalusa 3TOro reHa BhI3bIBAaeT HAaPYIIEHUS B €r0
paborTe.

Ba>kHO MOHMMATh, YTO HAJIN4YlHe MyTallid B 3TOM reHe He
O3HaA4aeT, 4TO y Bac 00s13aTeIbHO OymeT oOHapy2KeH pak.
OTO 0O3HAYAET, YTO BHI IIOABEPIKEHBI OOJIBIIIEMY PUCKY
Pa3BUTHS HEKOTOPHIX BUOOB pakKa. THUII paKa y JIoOel C
MyTalliell B 9TOM I'eHe MOXKeT OBITh Pa3HBLIM JIaXKe B
OOHOU CEeMEBE.
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Kakou y MeHs pucK 3a0oseTb pakoMm npu
HaJIMdMM MyTauum reHa 75C17?

Hanuuwue y Bac MmyTaiuuu reda 7SC1 o3HadaeT, 4TO y Bac
eCcThb 3a00IeBaHle, Ha3bIBAEMOE KOMIIJIEKCOM
TyOepo3Horo ckiepo3a (Tuberous Sclerosis Complex,
TSC).

TSC1 noBHIIIIaET PUCK PA3BUTHUA OIIPEOEIEHHBIX BUIOB
pakKa u OOBIYHO JOOPOKa4YeCTBEHHBIX OMYyXOJIEM,
BKJIIOYas:

e KoxxHBIe HOBOOOpPa30BaHUSs (HAIIPUMED,
aHruodpubpoma nuiia, GUOPO3HLIE OJIAIIKH Ha JI0Y,
(ubpoMa II0JIOCTU PTa UM IIarpeHeBLIM HaJIeT) U
TUIIONHUTMEHTallus KOXH (TaK Ha3bIBaeMBbIU
IIeeIbHbBIN JepMaTo3).

e OnIyx0osu IIeHTPaJIbHOM HEPBHOU CUCTEMBI
(Ha3BpIBaeMble CyO3meHauMalIbHEIMU IINaIbHEIMHA
y3eJIKaMHi, KOPTUKAJIbHBIMU OyTrOpKaMU UJIN
TUTaHTOKJIETOYHLIMM aCTPOILIUTOMaMMU).

e OnIyx0o/M ceTyaTKH, Ha3blBaeMEbIE€ aCTPOILUTaPHOU
raMapToMoOu ceTyaTKu. CeTyaTKa — 3TO CJIOM TKaHH,
PacCIOJIOXKEHHBIM C BHYTPEHHEN CTOPOHEI 3aJHEN
YaCTH TJIa3HOTO0 sI0JI0Ka, KOTOPLIM BOCIIPUHKUMAET CBET
11 TIOMOTaeT BOCIIPON3BOOUTL M300pakKeHU4.
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e Omyxosu cepplia, Ha3bkIBaeMble pabgoMuOMaMu.

e Omyxoyu Mo4YekK, Ha3bIBaeMbl€ IOYEeYHLIMU KUCTaMU
NJIYX aHTHUOMMOJIUIIOMOMN.

MyTtauuu reda 7SC1 Takke MOTYT YBEIMYUBATh PUCK
Pa3BUTUSA OPYTUX BUIOOB paKa UM OIYXOJIe, HO 3THU
cllyyau MeHee pachnpocTpaHeHEul. [IpuMepaMu MeHee
PacCIIpOCTPaHEeHHBIX BUOOB PaKa U OIyX0Jjier, CBA3aHHBIX
c 1SC1, aBiIsAI0TCA:

e Paxk 1mmouexk.

e OukKomuTOMa (OOBIYHO JOOPOKaAYeCTBEHHAS OIIYXOJIb
IIOYKH).

[To Mepe u3y4eHus: 3TUX MyTalluil MBIl MOKEM
OOHapPY2KUTh, YTO OHU YBEINYHUBAIOT PUCK PA3BUTUSA
OPYTUX TUIOB paka. KOHCY/IbTaHT IO T€HETHUKE
IIPEOCTABUT BaM OOMNOJTHUTENIBHYIO HH(POPMAIIHIO O
IIOBBLIMIEHNY PHCKa PA3BUTUSA PaKa, €CJIN Yy BaC €CTh
MYy Tallus.

YTOo A MOry caenaTtb OJ211 CHUKEHUA pUckKa
Pa3BUTUA pPakKa NpPU HAJIMYUU MyTaL UM
reHa 7SC1?

KOHCYJ'I]':)TaHT II0 TEeHEeTUKE U3YUYUT Ballld PE3YJIbTATHI. OH
O6Cy,'E[I/IT C BaMH, C KaKHM THUIIOM PadaKad CBsd3dHaA Badlllad
MyTallUsd. Ilo Mepe U3YUEeHHUA OTHUX MYTaHHfI MBI MO2KEM
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OOHapPY2KUTh, YTO OHU YBEINYHUBAIOT PUCK PA3BUTUSA
OPYTUX THUIIOB paka.

Balll KOHCYJIbTAHT 110 T€eHETHUKE TaKxKe U3YUUT Balll
JINYHBIM U CEMEWHBIM aHaMHe3, CBSI3aHHLIM C PaKOM, U
O0acT peKOMeHOalliU I10 IIPOX0XKIOeHNI0 00CIeqoBaHUM Ha
HaJIM4yre PakKOBBIX OmlyxXoeu. OH MOXKeT
IIOPEKOMEHOO0BAaTh HadaThk 00CIenoBaHue Ha HaJlu4due
paka B 0ojiee paHHEM BO3pacTe U C OOJIbIIIEN YaCTOTOU
I1I0 CPAaBHEHUIO C OOJIBIIMHCTBOM JIIOOEM UIN IPOUTH
cIienaabHbBIe 00CIedOBaHusd, YTOOBI OOHAPYKUTH Pak
KaK MOXKHO PaHBbIIIe.

K Takum OGCJ’IGJIOBaHI/IHM Ha HaAJIN4YHUE PAKOBBIX onyxonef/i
OTHOCATCHA:

e OcMOTp a3 y opraabMosiora (Bpada 1o JIe4eHHUI0
I'JIa3HBIX 3a00JIeBaHun).

e [TomHOE oOcemoBaHue KOXKK BCErO Tejla C PaHHero
BO3pacrTa.

e HeBpomnoruueckoe o0cienoBaHue U CKAaHUPOBaHUE
MO3ra C BU3yajiu3aliien.

e OOcnegoBaHNe Ha paK MOYKH.

e Oxokapouorpamma (Echocardiogram, ECG), 4ToO®I
IIPOBEPUTH, HET JIU IPOOJIEM C IPOBOOUMOCTHIO

cepzaiia.
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e [IpoBepka QYHKIINH JIETKUX W BU3yaIu3alus O
BLISIBJIEHU S KHUCT JIETKUX.

e CTOMATOJIOTUYECKUHU OCMOTP Ha HaJIu4yue
HOBOOOpa30BaHNU Ha JeCHaX U Oe(eKTOB SMaJlu.

HekoTophie n3 3TUX 00CIemoBaHu OyOyT IPOBOOUTHCH
pa3 B I'Ofl, OPpyTue MOTyT Ha3HAUYaThCsS Yallle UJIN PexKe.
Baillr KOHCY/IbTAHT II0 TEHETUKE JacT PeKOMeHOaIllM, KakK
4aCTO BaM HY2KHO MPOXOOUTh 00CIeIoBaHue Ha HaJlun4due
PaKoOBEIX omyxojel. C BaMHu TakKXe 00CyOsT Opyrue
CIIOCOOBI 00CIeOBaHUSA U MPEeaoTBPalleHUI Pa3BUTHS
paka, KOTOpble MOT'YT BaM ITOIOMTH.

YTOo Hanuume MyTauum reHa 75C1
O3Ha4vyaeT AJ19 MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy Hanuyum y BaC MyTallud BEPOSITHOCTb HAJIU4US
9TOM MyTall{ y BalluX OMOJIOTUYECKUX POOUTETIEN,
OpaThkeB, cecTep u geteu coctaBiasgeT 50%. Y Bamux
OaJIbHUX POOCTBEHHUKOB TaKXKe MOXXET UMEThCSA PUCK
HaJIn4dus IIogo0OHOM MyTalluHu.

BepOHTHOCTb repegadyu MyTallu OJPYI'dM 4JiIeHaM CEMBbH
MY2KUHMHAMHU U 2ZKEHIMNMHAMM OOJWMHAKOBA. 15
IIOBHIIITEHHU A PUCKaA PA3BUTHUA PaKad OJOCTATOYHO
YHaACJiegoBaThb MyTalliIO OT OOHOI'O POOUTEJIsA.
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KOHCY/IbTAHT 110 TEHETUKE O3HAKOMUTCH C BallleUn
JINYHOU U CEMENWHOU MEeUIIMHCKOU UCTOPUEM, II0CIIe
4Yero CKaxXeT, Hy>KHO JIU [IPOUTU T€eHEeTUYEeCKUe
MCCJIeOBaHUs BalllUM KPOBHLIM PONCTBEHHUKAM.

4YTO 3TO O3Ha4YaeT ONA NJaHUPOBaHUA
ceMbn?

Ecnu nipu Hanuuuu y Bac MyTauuu reda 75C1 BuI
IIJIaHUPyeTe UMETh JeTel, eCTh CIIOCOOBI ITPEedOTBPAaTUTh
yHacJegoBaHUEe MyTalliy BalllUMU OeTbMU. BO3MOXKHO,
BBI 3aXOTUTE OOCYOUTh 3TH BapUaHThI CO CBOUM(-e1)
ImapTHePOM(-111ei) U KOHCYJIbTaHTOM I10 T€HETUKE.

HYTO O3HaYaeT OTCYTCTBUE Y MEeHSA
MyTauuu?

Ecnu y Bac HET MyTalluu WUJIA €CJIU Mbl OOHapPyKUIIN
BapHaHT HEONpeaeleHHOro 3Hauyenud (variant of
uncertain significance, VUS), Balll KOHCYJIbTaHT II0
reHeTHUKEe U3YYUT Balll JINYHBIN U CEMEUHbLIM aHaMHe3
paka. Bam magyT oOmie peKoOMeHOaIuu Mo
IIPOXOKOEHUIO0 00CIenoBaHNl Ha HaJIn4yle PaKOBBIX
OIIyXOJIEH.

VUS o3Ha4daeT, 4TO ObIJI0 00OHapyKEeHO N3MEHEHNE B
reHe, HO MbI IOKa He 3HAaeM, CBSI3aHO JIU OHO C
IIOBBIIIIEHHBIM PUCKOM Pa3BUTHS PaKa. boJBIIHHCTBO
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VUS B KOHEYHOM UTOr'€ OKaA3hIBAlOTCA HOPMAaJIbHBIMU

N3MEHEHUIMHU, HE BIIMAIOIIINMHUA HA COCTOSSHHE 30O0POBBI.

KoHTaKTHasa uHpopMmauus

Ecnu y Bac €CTh BOOPOCH UJIK OHaCeHusI, 00paTUTECH
K BallleMy KOHCYJIbTaHTYy 10 reHeTukKe B Ciyxk0e
KJIMHUYEeCKUX remetnueckux ucciaenoBanuu (Clinical
Genetics Service). BBl MokeTe CBSA3aThCSI C HUM C
nmoHenmenbHUKa 0 mATHUILY ¢ 9:00 go 17:00 mmo
Tenedony 646-888-4050.

ITommoMHUTENTbHYIO HHPOPMAIINIO CM. B HaIllek

BUPTYyaJIbHOM OMOIMOTEKe Ha cauTe www.mskcc.org/pe.
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