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

NHdopmaumsa o MyTaumm reHa
SDHC

OT1a uHpopmaLumsa NOMOXeT BaM NOHATb, Kak MyTauua reHa SDHC moxeT
NOBNNATb Ha BacC U Bally CEMbIO.

B 3TOM MaTepuane cnoBo «cemMbsi» O3HAYaeT Nofaen, C KOTOPbIMU Bbl CBA3aAHDI
KPOBHbIM poacTBOM. K HUM He OTHOCATCSA NOAN, C KOTOPbIMIN Bbl MOPOAHNINCH
yepes 6pak unu Yepes ycbiHoBNeHne/ygovepeHne. Mol Tak)ke Ha3biBaeM 3TUX
YJ1I€HOB CEMbM BaLLMMN KPOBHbIMU POACTBEHHNKAMMN.

'eH SDHC 06bI4HO NOMOraeT NnpefoTBPaTUTb pasBuTue onyxonen. Mytaunsa
3TOro reHa Bbi3blBaeT HapyLUeHus B ero paborTe.

Ba)xHO NoOHUMaTb, YTO HanM4ne MyTauum B 3TOM FreHe He O3Ha4aeT, YTo y Bac
obsa3aTenbHo 6yaeT o6HapyXXeH pak. DTO O3HAYAEeT, YTO Bbl MOABEPIXKEHDI
OonblLLUeMY PUCKY Pa3sBUTUSA HEKOTOPbIX BUOOB paka. Tun paka y nogemn c
MyTauuel B 3TOM reHe MOXeT OblTb pa3HbiM fjaxke B OAHOW CeMbe.

Kakown y meHst puck 3abonetb pakom npwm
Hannunn mytaunm reHa SDHC ?

Hanwnune y Bac Mytaumm reHa SDHC o3Ha4aeT, 4TO y Bac ecTb 3aboneBaHue,
Ha3blBAe@MOe CMHAPOMOM Hac/NIe[CTBEHHON NaparaHrinombl-
peoxpomountomsl (paraganglioma-pheochromocytoma, PGL/PCC).

MyTauun reHa SDHC noBbILAOT PUCK PasBUTUS HEKOTOPbIX BUOOB ONYyXOJen,
BKJT0O4as NaparaHrimombl 1 GeoxpoMoLNTOMbl, KOTOpPble OObIYHO ABNAIOTCSA
no6pokavyecTBEHHbIMM ONYXONSAMUN, MOPAXKAOLLVMMUN HENPO3HOOKPUHHYIO
cncTemy.
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MyTauun reHa SDHC Takxe MOryT yBenn4nBaTb PUCK Pa3BUTUSA OPYTUX, MEHee
pacnpocTpaHeHHbIX BUOOB paka. [lpnmepamm meHee pacnpocCTpaHeHHbIX
BUOOB paka, cBsa3aHHbIx ¢ SDHC, aBnaloTcs:

e GIST (Okenypo4YHO-KMLLEYHbIe CTPOMasIbHbIE ONYXOMN).

e Pak nouyexk.

Puck pasButua MeHee pacnpocTpaHeHHbIx BUAOB paka npu myTaumm SDHC He
onpepeneH.

Mo Mepe NayvyeHna atTnx MyTaLlMVI Mbl MOXeM O6HapY)KI/ITb, YTO OHN
yBeJINYNBAIOT PUCK Pa3BUTUA OPYyrnx TmnoeB paka. KOHCYﬂbTaHT noreHetTumke
npenoCTtaBnUT BaM AONOJIHNTEJIbHYIO I/IHCI)OpMaLI,I/IIO O nosBbllLUeHNN PUCKaA
Pa3BnNTNA paka, eciiny BaC eCTb MyTauund.

YTO0 1 MOry coenaTtb gnst CHNXeHNst pucka
pPa3BUTUS paka Npn Hann4YnMn MyTaummn reHa

SDHC?

KoHCynbTaHT no reHeTuke n3y4ymT 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 U3y4unT BaLl INYHbIA U CEMENHbIN
aHaMHe3, CBA3aHHbIN C pakoM, U 4acT peKoMeHAaumnn rno NpoxXoXaeHnio
obcnenoBaHUin Ha HanM4YKMe pakoBbix onyxonen. OH MoXeT NopeKkoOMeHO0BaTb
HavaTb o6cnegoBaHue Ha Hann4yune paka B 6onee paHHeM Bo3pacTe uc
6onbluelr YacTOTOl NO CpaBHEHMIO C 6ONbLUMHCTBOM nlogel Un NPonTy
cneumnanbHble o6cnenoBaHns, YTOObl OOHAPYXUTb Pak Kak MOXHO pPaHbLLE.

K Takum OGCJ’IGD,OB&HVIFIM Ha HaJindmne pakoBblX OI'IYXOJ'IEI‘/'I OTHOCATCA:

e MarHnTHo-pe3oHaHcHasa ToMorpadua (magnetic resonance imaging, MRI)
nnu KkomnbloTepHasa ToMmorpadpuna (computed tomography, CT) ocHoBaHus
Yyepena, LLewn N BCero Tena.

o Pusnyeckun OCMOTpP C 0co6bIM BHUMaHMEM K apTepuajibHOMY AlaBJIeHNIO N
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nobbiM npobnemam B o6n1acTu XXNBOTA, FPYAN UM LLEN.
e AHanus KpoOBU N MOYMN.

e YnbTpasBykoBoe nuccnegosaHue unm MRI 6ptoHon nonocTu.

HekoTopble u3 aTux ob6cnegoeaHnin 6yayT NpoBOAUTLCA Pa3 B rof, apyrue
MOryT Ha3Ha4aTbCA Yalle unm pexe. Baw KOHCYNbTaHT NoO reHeTNKe pacT
pekoMeHaauumn, Kak HacTo BaM HY>KHO NpoxoanTb ob6cnegoBaHne Ha Hannyme
pakoBbix onyxonei. C BaMu Takxe obcypgaTt gpyrue cnocobbl o6cnenoBaHusa
npenoTBpaLLeHns Pa3BNTUA paka, KOTopble MOryT BaM NOOONTM.

Y10 03HauaeT Hanuume myTtauum reHa SDHC pns
MOUX KPOBHbIX POACTBEHHUKOB?

Mpwn HannuyMM y BaCc MyTaumm BEPOATHOCTb HaNM4YMA 3TOW MyTauMn y BaLLnNX
ounonorunyeckux pogutenen, bpaTtbes, cectep u geten coctaenaet 50%. Y
BaLLMX JaNbHNX POACTBEHHNKOB TakKXXe MOXEeT MMeTbCs PUCK Hann4us
nopo6Hom MyTauun.

BeposiTHOCTb Nepepayn MyTauum gpyrum YaneHam ceMbn My>XYMHaAMN U
)XE€HLLVHaMN oauHaKoBa. [1n9 noBbILLEeHNS pUCcKa pPasBUTUSA paka 4OCTAaTOYHO
yHacnegoBaTb MyTauuio OT OQHONo poauTens.

KoHcynbTaHT NO reHeTnke 03HaKOMUTCS C Ballen TNYHOW U CEMEeNHOWN
MeaUNLUNHCKON NCTOpUeENn, Nocne Yero cKaxkeT, HY)KHO JIN NPOUTU reHeTu4yeckue
nccnepoBaHns BallM KPOBHbBIM POACTBEHHUKAM.

Y10 3TO O3HauaeT gnsa NnaHNPOBaHNA CeEMbU?

Ecnn npu Hannuyun y Bac myTtaumm reHa SDHC Bbl nnaHupyeTe uMeTb geTen, ecTb
cnocobbl NpepoTBPaTUTb yHacegoBaHe MyTaunm BallMMn e TbMI.
Bo3mMoXHO, Bbl 3axoTuTe 06CyonTh 3TV BapuaHTbl CO cBOMM(-eln) napTHepoM(-
LLen) N KOHCYNIbTaHTOM MO reHeTuke.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnn y BaC HET MyTauunm nin ecjin Mbl o6Hapy>|<|/|n|/| BapnaHT HeonpeaesieHHoro
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3HaueHus (variant of uncertain significance, VUS), Baw KOHCynbTaHT no
reHeTnKe N3y4YunT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam gpagyT obwine
peKkoMeHgauum no NpoxoXxapeHnto ob6cnegoBaHNi Ha HaNNYMe PakoBbIX
onyxonen.

VUS o3HauvaeT, 4To 661510 0OHapy>XXEeHO N3MEHEHUE B FreHe, HO Mbl MOKa He
3HaeM, CBA3aHO /I OHO C NOBbILLEHHbIM PUCKOM Pa3BUTUSA paka. bonbLlNMHCTBO
VUS B KOHEYHOM UTOre OKasblBalOTCA HOPMaJlbHbIMU U3MEHEHUSAMU, He
BUSAIOLLNMUN HA COCTOSIHME 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 cBS3aTbCsl C HUM C
noHepenbHuUKa no naTHuuy ¢ 2:00 po 17:00 no tenedoHy 646-888-4050.

[ononHntenbHylo MHPOPMaLMIO CM. B HaLLIel BUpTyanbHOM 6nbnmoTteke Ha
cante www.mskcc.org/pe.
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