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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

NHpopmauua o MyTaumm reHa
TMEMI127

JTa nHpopMaumsa NOMOXET BaM MOHATb, Kak MyTauWud reHa
TMEMI27 moXeT NOBNUATb 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 TMEMI27 06bl4HO NOMOraeT NpeaoTBPaTUTb pasBnTue
onyxonen. MyTauunsa aToro 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 mytauum reHa TMEMI27 ?

Hannune y Bac mytauum reHa TMEMI27 o3Ha4vaeT, YTO y Bac
ecTb 3aboneBaHne, HasblIBae€Moe CUMHOPOMOM
HacneqCTBEHHOMN NaparaHrinombi-peoxpomMoLnTOMDI
(paraganglioma-pheochromocytoma, PGL/PCC).

MyTaunn reHa TMEMI27 noBbilaloT PUCK Pa3BUTUS
HEKOTOPbIX BUOOB ONyXoJsien, BKAYada naparaHrinombl
peoxpomMoLnNTOMbl, KOTOPbIe OObIYHO ABNAIOTCS
noOpoKayeCcTBEHHbIMIN OMYyXONAMU, MOPAXAOLLNMUN
HENPOISHOOKPUHHYIO CUCTEMY.

MyTaunm reHa TMEMI27 Tak)xe MOryT yBennymBaTb PUCK
Pa3BUTUSA OPYyrux BUOOB paka, HO 3TN Cliy4Yan MeHee
pacnpocTpaHeHbl. [lpnmepamMn MeHee pacnpoCcTpaHeHHbIX
BUAOOB pakKa, cBA3aHHbIXx ¢ TMEMI27, agnsaioTcs:

e GIST (xenygo4yHO-KuMLLEYHble CTPOMaJIbHbl€ ONYXOJNn).
e Pak novex.

[lo Mepe nsyyeHuns aTux MyTaumi Mbl MOXXeM OOHAPYXUTb,
YTO OHUN YBENTMYNBAIOT PUCK PAa3BUTUS OPYrmX TUNOB paka.
KoHCynbTaHT No reHeTuKe NpenoCcTaBnT Bam

OONOJIHNTEJIbHYIO I/IHd)OpMaLI,I/IIO O noBbilleHNN PUCKa
Pa3BUTUNA paka, eC/iny BaC eCTb MyTaulu4.
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Y10 9 MOry caejatb AJid CHNXeHnsd pucka

Pa3BUTUA Paka NPu HANMNYMNU MyTaLnKM reHa
TMEMI27 ?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTaTbl. OH
obcyaunT c BaMu, C KakMM TUMOM pPaka CBsi3aHa Balla
myTaums. [lo mepe n3yyeHnsa sTux MyTauunii Mbl MOXEM
OOHaPYXUTb, YTO OHU YBENTNYNBAIOT PUCK PAa3BUTUS
OPYyrux TUNOB paka.

Ball KOHCYNbTAHT NO reHeTMKe TakXXe N3YYUT Ball JINYHbIN
N CeEMEeWNHbIN aHaMHe3, CBSI3aHHbIN C PakoM, n gacT
peKkoMeHaaLnm No NPoxXoXxaeHnto obcnegoBaHU Ha
Hanuune pakosbix onyxonen. OH MmoxeT
nopekoMeHOoOBaTb Ha4aTb 0OCNenoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLUen 4HacToOTON Mo
CpaBHeHUO ¢ 6ONbLUMHCTBOM floAen v NPONTY
cneunanbHble ob6cnegoBaHus, YTo6bl OOHAPYXUTb PakK Kak
MOXHO paHbLuUe.

K Takum O6Cﬂe,D,OBaHVIFIM Ha Haln4vdme pakKoBbIX OI'IYXOJ'IGI?I
OTHOCATCA:

e MarHuTHo-pe3oHaHcHas Tomorpadpusa (magnetic
resonance imaging, MRI) nnu komnbioTepHas
Tomorpadpusa (computed tomography, CT) ocHoBaHus
Yyepena, Len n Bcero Tena.
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e PuUsn4eCcKknin oCMOTP € 0COObLIM BHUMAHNEM K
apTepuanbHOMYy aaBneHuto n NtobbiM Nnpobnemam B
obnacTn XnBoTa, rPyAnN U LLUEN.

e AHanuns KpPOBU N MOYMN.

e YnbTpassykoBoe nccnepgoBaHue nnu MRI 6ptoHon
nonocTu.

HekoTopble n3 atux obcnegoBanni 6ygyT npoBOoonTbCS
pas Bropn, opyrmne MoryT Ha3HavdaTbCs YaLle unm pexe. Baww
KOHCYNbTaHT MO reHeTukKe facT pekoMeHaaumm, Kak 4acTo
BaM HY>XHO NpoxoanTb ob6cnenoBaHne Ha Hann4vne
pakoBbix onyxonewn. C BaMmun Takxe obcygaTt gpyrue
cnocobbl o6cnegoBaHnsa N NpeaoTBpPaLLEHUS Pa3BUTUS
paka, KoTopble MOryT BaM NOQONTW.

Y10 Hannuue mytaunm reHa TMEMI27 o3HavaeT
U151 MONX KPOBHbIX POACTBEHHUKOB?

[Mpon Hanu4umM y BaC MyTaunm BepOATHOCTb HAaNN4ns 3TON
MyTauumn y Baumx bnonorunyecknx pogutenen, bpaTbes,
cectep npeten coctaBnaet 50%. Y Bawnx ganbHunx
POACTBEHHNKOB TaK)Xe MOXeT MMeTbCSl PUCK Hann4uns
nogo6bHon MyTauuu.

BeposATHOCTb Nnepegayn MyTauum opyrum 4siieHam cembu
MY>XYMHaAMU N KeHLWMHaMn oaguHakoBa. [Jns nosbieHns
pUcCKa pa3BUTUSA paka [OCTaTOYHO YHacne[oBaTb MyTauuio
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OT OAHOIo poanTend.

KOoHCynbTaHT NO reHeTnKe 03HAaKOMUTCS C BaLLen TINYHON
ceMeVHOWN MeANLUNHCKOW NCTOopUen, nocrne Yero ckaxer,
HY>XHO JI MPOUTN reHeTn4Yeckmne nccnegoBaHnNs BalLnNMm
KPOBHbIM pOACTBEHHMKAM.

Y10 3TO O3HaAuaeT gna NnaHUpPoBaHUA ceMbu?

Ecnu npn Hannunn y Bac mytauum reHa TMEMI27 Bbl
nnaHupyeTe NMeTb AeTen, eCTb cNoCcobbl NpeaoTBPaTUTL
yHacnegoBaHue MyTauum BalunmMm getbMn. BosamMoXXHo, Bbl
3axoTuTe o6CcyanTb 3TN BapUaHTbl co cBouM(-en)
napTHepoM(-Luen) N KOHCYNbTAaHTOM MO reHeTukKe.

YT0 O3HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

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

VUS o3HauvaeT, 4To Ob151o 06Hapy)XEeHO N3MEHEHME B reHe,
HO Mbl MOKa He 3HaeM, CBSA3aHO JI OHO C NOBbILLEHHbIM
PUCKOM pa3BuTud paka. bonbwinHcteo VUS B KOHEYHOM
NTOre OKasblBalOTCA HOPMaJibHbIMU U3SMEHEHUAMU, He
BNNSAIOLLMMN HA COCTOSIHNE 30,0POBbA.
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KoHTakTHasa uHdpopmauums

Ecnny Bac ecTb Bonpockl nnm onaceHus, obpatmrtechb k
BalLeMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KNnHn4Yecknx reHetTndyeckux nccnepgosaHuia (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA C HUM C

noHepenbHUKa no NATHULY ¢ 9:00 0o 17:00 no
TenedpoHy 646-888-4050.

[ononHuTenbHyto NHGOPMaLNIO CM. B HaLLEeN

BUPTYanbHOM bubnuoTteke Ha cante www.mskcc.org/pe.
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