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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

NHdopmaumnsa o mytaumm reHa MAX

DTa nHpopmMaumsa NOMOXET BaM NMOHATb, Kak MyTaLud reHa
MAX MoXeT NOBNMUATb HA BaC N Bally CEMbIO.

B aTOM MaTepuane cnoBo «ceMbsi» O3Ha4vaeT nogen, C
KOTOPbIMUN Bbl CBSI3aHbl KPOBHbIM poacTBOM. K HUM He
OTHOCSATCA NoAN, C KOTOPbIMU Bbl MOPOOHUITUCE Yepes
Opak nnn Yyepes ycoblHoBNEeHNe/yaodepeHue. Mbl Takxe
Ha3biBaeM 3TUX YSI€HOB CeMbU BaLLMMUN KPOBHbIMU
POACTBEHHNKAMMN.

[eH MAX 06bI4HO NOMOraeT NpegoTBpPaTUTL pak. Mytauus
3TOro reHa Bbi3biBaeT HapyLUeHns B ero paborTe.

BaxHO NOHMMaTb, YTO Hanu4yMe MyTauun B 3TOM FreHe He
O3Ha4vaeT, YTo y Bac obasaTenbHO 6ygeT o6HapyXeH pak.
DTO O3Ha4aeT, YTO Bbl NOABEPXEHbI OONbLLEMY PUCKY
PasBUTNSA HEKOTOPbIX BUOOB paka. Tun paka y nogen ¢
MyTauuneln B 3TOM reHe MoXeT BbiTb Pa3HbIM JaXKe B OQHO
cembe.

Kakow y MeHs puck 3aboneTb pakoMm npwu
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HannuMn myTauum reHa MAX ?

Hannyune y Bac myTauum reHa MAX o3HauvaeT, YTO y Bac eCTb
3aboneBaHune, Ha3blBAEMOE CUHAPOMOM HacnenCTBEHHOMN
naparaHrnnombl-peoxpomoumntomsbl (paraganglioma-
pheochromocytoma, PGL/PCC).

MyTaunm reHa MAX noBbILLAIOT PUCK Pa3BUTUSA HEKOTOPbIX
BUOOB paka, BKJlloYasa cnegyiowme:

e [MaparaHrnnomebl, KOTOpble OObLIYHO ABNAOTCS
nobpoKayeCcTBEHHbIMN HENPO3HAOKPUHHbBIMU
onyxonsamu naparanrnues. [laparaHrnum — 3To
COBOKYMHOCTb KJ1IETOK, PACMOMOXEHHbIX PAOOM C
Hagno4ye4YHnkamum (He6onbLLON OpPraH B BEPXHEN YacTu
Ka>XOoun No4vKkKn), a TakXKe HEKOTOPbIe KPOBEHOCHbIe
coCyfabl N HEPBbI.

o PeoxpoMoOLUNTOMBI, KOTOPbIE OObLIYHO ABNAIOTCS
nob6pokavyecTBEHHbIMU HENPOIHAOKPUHHBbIMA
ONyXOJNIAMN MO3roBOrro Cfiod Hapno4e4yHnkos. Mo3roeon
CNO HapnNo4Ye4YyHNKa — 3TO BHYTPEHHSASA 4acTb
Hagno4Yye4vHuka.

MyTaunm reHa MAX Takxe MOryT yBenu4nBaTb PUCK
Pa3BUTUSA OPYyrux BUOOB paka, HO 3TN Cliy4Yyan MeHee
pacnpocTpaHeHbl. [lpnMepbl MeHee pacnpoCTpPaHEeHHbIX
BUOOB paka, cBsi3aHHbIx ¢ MAX:
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e GIST (Oxenygo4yHO-KuMLLEYHbIe CTPOMalbHbl€ ONYXOJNn).

e Pak noyvex.

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

YTO0 1 MOry coenaTtb gnst CHNXKeHnst pucka

pPa3BUTUS paka Npn Hann4ynn mytaumm reHa MAX
?

KOHcynbTaHT No reHeTuKe n3y4nT Bawin pesynbTtaTbl. OH
oOcyauT c BaMu, C KakUM TUMOM paka CBA3aHa Balla
MyTauus. Mo Mepe n3yvyeHna sTUX MyTauuii Mbl MOXeEM
OBHapPYXNTb, YTO OHN YBENTNYNBAIOT PUCK PAa3BUTUS
OpPYyrnux TUNoB paka.

Baw KOHCYNbTaAHT MO reHeTuKe TakXXe N3y4YnT BaLl JINYHbIN
N CEMEeWNHbIN aHaMHe3, CBSA3aHHbIN C PakoM, n oacT
peKkoMeHaaunmn No NPOoxXoXxaeHnto obcnegoBaHMin Ha
Hannune pakosbix onyxosien. OH MoxeT
NopeKoMeHOoBaTb HaYaTb 06cneqoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLLen YacTOTOM NO
ClpaBHEHMIO C 6ONbLUNHCTBOM IIOAEN NN MPONTU
cneuunanbHblie 06cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak
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MOXXHO paHbLLe.

K Taknm o6cnegoBaHnaM Ha Hann4vne pakoBbiX ONyxonen
OTHOCATCS:

e MarHuTHo-pe3oHaHcHas Tomorpadpusa (magnetic
resonance imaging, MRI) nnn komnbioTepHas
Tomorpadpusa (computed tomography, CT) ocHoBaHus
yepena, Leu u Bcero Tena.

o Duysnveckuin oCMOTp € 0COObIM BHUMAHNEM K
apTepunanbHOMY AaBfeHuno N nobbiM npobnemam B
obnacTu XnBoTa, FPYyAN NN LLUEN.

e AHanuns KpoBU C NeNKoUNTapPHOWN GOPMYJION 1 gpyrme
creyuanbHble aHann3bl KPOBMW.

e AHanms Mmouu.

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 oobcyaaTt gpyrue
cnocobbl o6cnegoBaHnsa N NpeaoTBpaLLeHUs pa3BUTUS
paka, KOTopble MOryT BaM NOQOUTWN.

Y10 03HavaeT Hanuuue mytauum reHa MAX ona
MOUX KPOBHbIX POACTBEHHUKOB?
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[Mpn HanM4umM y Bac MyTaum BEPOATHOCTb HaNIM4YnNS 3TOMN
MyTauum y Baimx bnonormnyecknx pogutenen, bpatbes,
cectep npeten coctasnaet 50%. Y sawnx ganbHunx
POLOCTBEHHUKOB TaKXXe MOXeT UMeTbCs PUCK Hann4uns
nopo6bHon MyTauuu.

BepoATHOCTb Nnepegayn MyTauum gpyrum 4ieHam cemMmbim
MY>XYMHAMU U XXeHLMHaMN oauHakoBa. [1ns noBbiLeHns
pUCKa PasBUTUSA paka 4OCTAaTOYHO yYHacneqoBaTbh MyTaumio
OT OQHOro pogunTens.

KOHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLLen TINYHON n
ceMeVHON MeANLUNHCKOW NCTOpUen, Nocne Yero ckaxert,
HY>XHO JI MPOUTN reHeTn4Yeckmne nccnegoBaHnNs BalLnNMm
KPOBHbIM pOACTBEHHMKAM.

Y10 3TO O3HaAuaeT gna NnaHUpPoBaHUA ceMbU?

Ecnn npn Hannunn y Bac mytauum reHa MAX Bbl nnaHnpyeTte
NMeTb feTen, eCTb cnocobbl NpenoTBpPaTUTDb
yHacnegoBaHue MyTauum BalunmMm getbMun. BosamMoXXHO, Bbl
3axoTnTe o6CcyanTb 3TN BapUaHTbl co cBouM(-en)
napTHepoM(-LLen) N KOHCYJSIbTaHTOM MO reHeTuKe.

YT0 O03HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnm Mbl 0OHapyXunm
BapuaHT HeonpepeneHHoro 3HavyeHunsd (variant of uncertain
significance, VUS), Ball KOHCYNbTaAHT MO reHEeTNKE N3y4YnT
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BaLL JINYHbI U CEMENHbIN aHaMHe3 paka. Bam gpapyT obwme
peKkoMeHaaunm No NPOXoXxaeHnto obcnegoBaHU Ha
Hannyme pakoBbIiX ONyXoneun.

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 HOPManbHbIMN N3MEHEHUSAMU, HE
BNNSIIOLLMMN HA COCTOSIHNE 30,0POBbA.

KoHTakTHasa uHpopmauums

Ecnun y Bac ecTb BOnpockl Wi onaceHns, obpatutechb K
BalLeMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KNnHn4Yecknx reHetTnyeckux nccnepgosaHuia (Clinical
Genetics Service). Bbl MOXeTe cBAA3aTbCA C HUM C

noHepenbHuka no nAaTHMLy ¢ 9:00 oo 17:00 no
TenedoHy 646-888-4050.

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