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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

NHpopmauua o MyTaumm reHa
SDHC

JTa nHpopMaumsa NOMOXET BaM MOHATb, Kak MyTauWud reHa
SDHC moxeT noBN1ATb Ha Bac 1 Bally CEMbIO.

B 3TOM MaTepmnane cnoBo «ceMbsi» O3Ha4YaeT niogen, c
KOTOPbIMU Bbl CBA3aHbl KPOBHbIM poacTBOM. K HUM He
OTHOCATCSH IIOAN, C KOTOPbIMU Bbl MOPOAHUNNCE Yepes
Opak nnn Yyepes ycbiHoBNeHne/yaodepeHue. Mbl Takxe
Ha3blBaeM 3TUX YNE€HOB CEMbI BaLLMMN KPOBHbIMU
POOCTBEHHNKAMMN.

['en SDHC o6bl4HO NOMOraeT npenoTBpaTUTb PasBuUTme
onyxonen. MyTauuna sTOro reHa Bbi3biBaeT HAPYLLUEHNSA B
ero pabore.

Ba>kHO NOHMMaTb, YTO HaNM4YMe MyTaunn B 3TOM FeHe He
O3Ha4vaeT, YTo y Bac oba3aTenbHO 6ygeT o6HapyXeH pak.
DTO O3HAuYaeT, YTO Bbl NOOBepXXeHbl 6oNbLUEMY PUCKY
Pa3BUTUS HEKOTOPbIX BUOOB paka. Tun paka y nogemn c
MyTauMein B 3TOM reHe MoXeT 6bITb pa3HbiM faXke B OQHOMN
cembe.
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Kakown y meHst puck 3abonetb pakom npwm
Hanuunn mytaumm reHa SDHC ?

Hannune y Bac mytauum reHa SDHC o3Ha4aeT, 4TOo y Bac
ecTb 3aboneBaHune, Ha3biBaeMoe CMHAPOMOM
HacneqCTBEHHOMN NaparaHrinombi-peoxpomMoLnTOMDI
(paraganglioma-pheochromocytoma, PGL/PCC).

MyTaunm reHa SDHC noBbILLAOT PUCK PAa3BUTUS
HEKOTOPbIX BUOOB ONyXOJsei, BK/I0Yasa NaparaHrinombl n
peoxpomMoLnNTOMbl, KOTOPbIe OObIYHO ABNAIOTCS
noOpoKayeCcTBEHHbIMIN OMYyXONAMU, MOPAXAOLLNMUN
HENPOISHOOKPUHHYIO CUCTEMY.

MyTaunm reHa SDHC Takxe MOryT yBenm4mBaTb PUCK
Pa3BUTUSA APYrnx, MeHee pacnpocCcTpaHeHHbIX BUAOB paka.
[MpumepamMn meHee pacnpoCcTpaHeHHbIX BUOOB paka,
cBda3aHHbIX ¢ SDHC, asngaioTcsa:

e GIST (xenygo4yHO-KuMLLEYHble CTPOMaJIbHbl€ ONYXOJNn).

e Pak noyexk.

Puck passuTtunsa meHee pacnpocTpaHeHHbIX BUOOB paka npwu
myTaunm SDHC He onpepeneH.

[lo Mepe n3yyeHuns 3Tux MyTaunii Mbl MOXXeM OOHaAPYXUTb,
4YTO OHU YBENNYUBAIOT PUCK PA3BUTUSA OPYrMxX TUMOB paka.
KoHcynbTaHT No reHeTnke NpeaocTaBUT BaM
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OOMNOJTHUTENbHYIO NHPOPMALMIO O NOBbILLUEHUN PUCKA
pPasBNTUSA paka, ecniny Bac eCTb MyTaLus.

YTO0 1 MOry coenaTtb gnst CHNXKeHnst pucka
pPa3BNTUS paka Npn Hann4YnMn MyTaummn reHa

SDHC?

KOHcynbTaHT No reHeTuKe n3y4nT Bawin pesynbTtaTbl. OH
oOcyauT C BaMu, C KakUM TUMOM paka CBA3aHa Balla
MyTauus. Mo Mepe n3y4yeHna sTUX MyTaunii Mbl MOXeEM
OBGHapPYXNTb, YTO OHN YBENTNYNBAIOT PUCK PAa3BUTUS
OpPYyrnux TUNoB paka.

Baw KOHCYNbTaAHT MO reHeTuKe TakXXe N3y4YnT BaLl JIMYHbIN
N CEMEeWNHbIN aHaMHe3, CBSI3aHHbIN C PakoM, N oacT
peKkoMeHaaunmn No NPOoXoXxaeHnto obcnegoBaHUn Ha
Hannune pakosbix onyxosien. OH MoxeT
NoOpeKoMeHOoBaTb HaYaTb 06creqoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onblLEen YacTOTON NO
ClpaBHEHMIO C 6ONbLUNHCTBOM IIOAEN NN MPONTU
cneuunanbHblie 06cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak
MOXHO paHbLUe.

K Taknm o6cnegoBaHnaM Ha Hann4vne pakoBbiX ONyxonen
OTHOCATCS:

e MarHuTHo-pe3oHaHcHas Tomorpadpusa (magnetic
resonance imaging, MRI) nnn komnbioTepHas
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Tomorpadpusa (computed tomography, CT) ocHoBaHus
yepena, LWen 1 BCero Tena.

o Duysnveckuin oCMOTp € 0COObIM BHUMAHNEM K
apTepunanbHOMY AaBneHuo n nobbiM npobnemam B
obnacTu XnBoTa, rPyAn U LLUEN.

e AHanuns KPOBN N MOYMN.

e YnbTpasBykoBoe nccnegosaHue nnm MRI 6ptouHom
NONOCTW.

HekoTopble ns atnx obcnegoBanni 6ygyT npoBOONTbCS
pa3 B rof, opyrme MoryT HasHa4vyaTbCs YaLle nnu pexe. Bawl
KOHCY/NbTAHT MO reHeTuKe gacT peKkoMeHaaumnm, Kak 4acTo
BaM HY>KHO NpoxoanTb obcnegoBaHme Ha Hannyme
pakoBbix onyxonein. C Bamun Takxxe oocygaTt gpyrue
cnocobbl o6cnegoBaHnsa N NpeaoTBpaLLeHUs pa3BUTUS
paka, KOTopble MOryT BaM NOQOUTMN.

Y10 o3HauaeT Hanuume myTtauum reHa SDHC pns
MOUX KPOBHbIX POACTBEHHUKOB?

[Mpn HanM4umM y Bac MyTaum BEPOATHOCTb HaNlM4YnNs 3TON
MyTauum y Baimx bnonormndecknx pogutenen, bpatbes,
cectep npeten coctasnaet 50%. Y sawmnx ganbHunx
POLOCTBEHHNKOB TaKXXe MOXEeT UMeTbCS PUCK Hann4uns
nopo6bHo MyTauuu.

BepoATHOCTb Nepegayn MyTauum gpyrum 4iieHam cemMmbim
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MYX4YNHaMn N XXeHWNHaMnN OanNHaKoOBa. [1na nosbiLLeHNsA
PUnCKa pa3BntTnd paka ooOCTaToO4HO YHac/liegoBaTtb MyTauuto
OT OAHOIo poanTend.

KOHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLLen TIMYHON n
ceMeVHON MeANLUNHCKOW NCTOpUen, Nocrne Yero ckaxer,
HY>XHO JI MPOUTN reHeTn4Yeckmne nccnegoBaHnNs BallnNMm
KPOBHbIM pOACTBEHHMKAM.

Y10 3TO O3HAuaeT gna NnaHUpPoBaHUA ceMbu?

Ecnu npn Hannunm y Bac mytauum reHa SDHC Bbl
nnaHupyeTe NMeTb AeTen, eCTb cNocobbl NpeaoTBPaTUTL
yHacnegoBaHue MyTauum BalunMm getbMun. BosamMoXXHo, Bbl
3axoTnTe o6CcyanTb 3TN BapUaHTbl co cBouM(-en)
napTHepoM(-Luen) N KOHCYNbTAaHTOM MO reHeTukKe.

YT10 03HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

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

VUS o3HauaerT, 4To 66110 OOHapy)XEeHO U3MEHEHME B reHe,
HO Mbl NOKa He 3HaeM, CBA3aHO JIN OHO C MOBbILLEHHbIM
PUCKOM pa3BuTud paka. bonbwinHcteo VUS B KOHEYHOM
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NTOre oKka3bliBaloTCd HOpMaJibHbIMN N3BMEHEHUNAMN, HE
BJINAIOLLINMIN Ha COCTOAHNE 300pPOBbA.

KoHTakTHasa uHdpopmauus

Ecnuny Bac ecTb BOnpochkl Wi onaceHns, obpatutechb K
BaLLleMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KnnHndecknx reHetundyecknx nccneposanum (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA C HUM C

noHepenbHuka no natHuuy ¢ 9:00 oo 17:00 no
TenedpoHy 646-888-4050.

[ononHutenbHyto NHPOPMALMIO CM. B HaLLEN

BUPTYanbHOW 6ubnuoTteke Ha cante www.mskcc.org/pe.
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