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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

NHpopmauua o MyTaumm reHa
SDHD

JTa nHpopMaumsa NOMOXET BaM MOHATb, Kak MyTauWud reHa
SDHD moxeT NoBNATb Ha Bac U 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.

[eH SDHD o6bl4yHO NnOMOraeT NnpeaoTBpPaTUTb pasBUTmE
onyxonen. MyTauus 3Toro reHa Bbi3biBaeT HAPYLUEHNS 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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Kakow y MeHs puck 3aboneTb pakoM npu
Hanu4un myTtauum reHa SDHD ?

Hannune y Bac mytauum reHa SDHD o3HauvaeT, 4TO y Bac
ecTb 3aboneBaHune, Ha3biBaeMoe CMHAPOMOM
HacneqCTBEHHOMN NaparaHrinombi-peoxpomMoLnTOMDI
(paraganglioma-pheochromocytoma, PGL/PCC).

MyTaunm reHa SDHD noBbilaloT pUCK pa3BUTuS
HEKOTOPbIX BUOOB ONyXoJsien, BKAYada naparaHrinombl
peoxpomMoLnNTOMbl, KOTOPbIe OObIYHO ABNAIOTCS
noOpoKayeCcTBEHHbIMIN OMYyXONAMU, MOPAXAOLLNMUN
HENPOISHOOKPUHHYIO CUCTEMY.

MyTaunm reHa SDHD Tak)xe MOryT yBennymBaTb PUCK
Pa3BUTUA APYrux BUOOB paKa, HO 3TN Clly4yau MeHee
pacnpocTpaHeHbl. [lpumMmepammn MeHee pacnpoCTpPaHEeHHbIX
BUOOB paka, cBa3aHHbIXx ¢ SDHD, aenaioTcs:

e GIST (xenygo4yHO-KuMLLEYHble CTPOMaJIbHbl€ ONYXOJNn).

e Pak noyexk.

Puck pasBuTuna aTx MeHee pacnpoCTpPaHeHHbIX BUOOB
paka noka 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

SDHD ?

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 Hannumne mytauum reHa SDHD o3HauvaeT gnga
MOUX KPOBHbIX POACTBEHHNKOB?

[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.

N3BecTHO, 4yTO MyTauum reHa SDHD nmeloT appekT
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POOUTENIbCKOIO MPOUNCXOXOEHUSA. DTO O3HAYaET, YTO PUCK
PA3BNTUSA pPaKa 3aBUCUT OT TOro, OT KOro n3 pogutenen Bbl
yHacnepoBanu mytaumnio. Xota mytaumsa reHa SDHD moxeT
nepepnaBaTbcs pebeHKy oT noboro N3 pogutenemn, Takne
MyTauum cBs3aHbl ¢ 6onee 3Ha4YUTENbHbIM PUCKOM
3aboneBaHns, eC/i OHM YHaciegoBaHbl OT OTLA.

[NoaTOMYy Mbl pekoMeHAyeM nNpoBoanTb ob6cnenoBaHmne,
ecnn myTtauusa reHa SDHD yHacnepoBaHa OT OTuUa UK eCcnn
pPOONTENbCKOE NPONCXOXAEHNE HEN3BECTHO.
O6cnepoBaHMe TakXXe peKkoMeHJyeTCs, ecnm MyTauns
SDHD yHacnepoBaHa OT MaTepu.

KOHCYNbTaHT NO reHeTUKe O3HAaKOMUTCSA C BaLlen IMYHON U
ceMeHOWN MeaNLUNHCKOW NCTopuen, nocne 4Yero ckaxer,
HY>XHO JI MPONTN reHeTn4Yeckmne nccrnegoBaHnNs BalLnNM
KPOBHbIM POOCTBEHHNKAM.

Y10 3TO O3HauaeT gnsa NNaHNPOBaHNA CEMbU?

Ecnu npn Hannynm y Bac mytauum reHa SDHD Bbl
nnaHupyeTe nMeTb AeTen, eCTb cNocobbl NpeaoTBPaTUTL
yHacnegoBaHue MyTauum BalunMm getbMn. BosamMoXxxHo, Bbl
3axoTnTe o6CcyanTb 3TN BapUaHTbl CO cBouUM(-en)
napTHepoM(-LLen) N KOHCYNbTaHTOM NO reHeTuKe.

Y10 03HauaeT oTCcyTCTBME Y MEHS MyTaLun?
Ecnny Bac HeT MyTaumm unmn ecnm mMbl OGHapy>Xunm
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BapuaHT HeonpepeneHHoro 3HavyeHuns (variant of uncertain
significance, VUS), Ball KOHCYNbTAHT MO reHeTuKe N3yunT
BaLL JINYHbI U CEMENHbIN aHaMHe3 paka. Bam gpapyT obwme
peKkoMeHpaLUmmn No NPoxoXaeHuno obcnenoBaHNi Ha
HanM4ne pakoBbIX ONyXonewn.

VUS o3HauvaeT, 4To Ob151o 06Hapy>XEeHO NSMEHEHME B reHe,
HO Mbl NOKa He 3HaeM, CBSAA3aHO JIN OHO C MOBbILLEHHbIM
PUCKOM pa3BuTuda paka. bonbwinHcteo VUS B KOHEYHOM
NTOre okasblBalOTCA HOPMasnbHbIMN N3MEHEHUSAAMU, HE
BNNSIOLLMMIN HA COCTOSIHUE 300POBbA.

KoHTakTHasa undpopmauus

Ecnuy Bac ecTb BOnpochl Uin onaceHus, obpatnrtech K
BalLeMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KNnHn4Yeckmx reHetTndeckumx nccneposaHum (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA C HUM C
noHepenbHuka no nAaTHuLy ¢ 9:00 oo 17:00 no

TenedpoHy 646-888-4050.

[ononHnTenbHyo NHPOPMaALUIO CM. B HaLLIEN
BUPTYanbHoM bubnuoTteke Ha cante www.mskcc.org/pe.
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