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OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

MHcpopMauma 0 MyTau UM reHa
TMEM127

OTa nHpopMaIlia IIOMOXKET BaM IOHSATH, KaK MyTallus
reHa TMEM127 MOXKeT IIOBIUATHL Ha BaC U Ballly CEMbIO.

B sTOM MaTepuase CI0BO «CeMbSI» O3Ha4daeT JII0Je, C
KOTOPBLIMH BBl CBSI3aHBEI KPOBHBEIM POACTBOM. K HUM He
OTHOCSITCS JIIOM, C KOTOPBIMU BEI IIOPOOHUJINCH Yepe3
Opak uam 4epe3 YChIHOBJIEHUE/yoodepeHue. MBI TakKxXke
Ha3bIBAEM OTHX YJIEHOB CEMbHU BAlllUMH KPOBHBLIMU
POICTBEHHHUKAMMU.

'ern TMEM127 oOBIYHO IIOMOTAET IPEOOTBPATUTD
pa3BUTHE OMMyx0oJen. MyTaliysa 3TOT0 I'eHa BLI3bIBAeT
HapyIIIeHus B ero padorTe.

Ba>kHO MOHMMATh, YTO HAJIN4YlHe MyTallid B 3TOM reHe He
O3HaA4aeT, 4TO y Bac 00s13aTeIbHO OymeT oOHapy2KeH pak.
OTO 0O3HAYAET, YTO BHI IIOABEPIKEHBI OOJIBIIIEMY PUCKY
Pa3BUTHS HEKOTOPHIX BUOOB pakKa. THUII paKa y JIoOel C
MyTalliell B 9TOM I'eHe MOXKeT OBITh Pa3HBLIM JIaXKe B
OOHOU CEeMEBE.
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Kakou y MeHs pucK 3a0oseTb pakoMm npu
HaJIMdMM MyTauum reHa TMEM127 ?

Hanwuuue y Bac myTtanuu redHa TMEM127 o3Ha4aeT, 4TO
y Bac eCTh 3a00jieBaHNe, Ha3kIBAEMOE CUHOPOMOM
HaCJIeOCTBEHHOU ITaparaHrIMOMBI-()DEe0XPOMOIIUTOMEI
(paraganglioma-pheochromocytoma, PGL/PCC).

MyTauuu reHa TMEM127 OBHIIIAIOT PUCK PA3BUTUA

HEeKOTOPBIX BUOOB OHYXOJ'IBI;I, BKJIIIOYadsd IIapPparaHrJjiImOMEBI U

(beoxXpoMOIIMTOMEI, KOTOPHLIE OOBIYHO SIBJISTIOTCSI
O0O0OpPOKaYeCTBEHHBIMHU ONYXOISIMHU, IOPaXKalIuMHU
HEUPOIHIOOKPUHHYIO CUCTEMY.

MyTtauuu reHa TMEM127 TakXe MOTYT YBEJINYUBATH
PUCK Pa3BUTUA OPYTrUX BUOOB paKa, HO 3TU ClIy4Yyau
MEeHee pachnpocTpaHeHul. [IpuMepaMu MeHee
pPacIpoCTPaHEeHHBIX BUOOB PaKa, CBSI3aHHEBIX C
TMEMI1Z27, aBISIIOTCH:

e GIST (Kenymo4YyHO-KUIIIeYHbIEe CTPOMAJIbHEIE OIIYXOJIN).

e Paxk 1mmouexk.

[To Mepe u3y4eHus 3TUX MyTallull MBI MOXKEM
OOHApPYKUTh, YTO OHU YBEJIMYHUBAIOT PHUCK PA3BUTUS
OPYTUX TUIIOB paka. KOHCYJIbTAHT IO T€HETHUKE
IIPEeJOCTAaBUT BaM JOMOJIHUTENIRHYIO HUHOOPMAIIHIIO O
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IIOBBIIIIEHUM PHCKA Pa3BUTHS PaKa, €CJIA YV BaC eCThb
MYy Tallus.

Y10 71 MOry coenaTtb ANIf CHUKEHUA PUCKa
Pa3BUTUA paKa NPM HAJIMYUMM MyTaLuum
reHa TMEM127?

KOHCY/IBTAHT I10 TEHETUKE U3YUUT Ballld pe3yabTaThl. OH
oOCyouT C BaMH, C KaKMM THUIIOM pPaKa CBs3aHa Ballla
MyTanus. I[1o Mepe u3y4yeHus: 3TUX MyTalliil Mbl MOXKEM
OOHapPYKUTh, YTO OHU YBEJIMYHUBAIOT PUCK PA3BUTHUS
OPYTUX TUIIOB paka.

Bami KOHCYJIbTAHT 110 TeHETHUKE TaKKe U3YUUT Balll
JINYHBIM U CEMENHBIM aHaMHe3, CBI3aHHLIHM C PAKOM, U
oJacT peKoOMeHOalluH 110 IPOX0XKOeHUI0 00cIeqJoBaHul Ha
HaJIM4dre PaKOBHIX OIIyxojeu. OH MOXKeT
IIOPEKOMEHJ0BaTh HayaTh 00CIieJoBaHue Ha Haluyue
paka B Oojiee paHHEM BO3pacTe U C OOJIbIIIEeN YaCTOTOU
II0 CPAaBHEHUIO C OOJIBIIMHCTBOM JIIOOEM UIN IIPOUTH
cIienaibHbBIe 00CIemoBaHusI, YTOOLI OOHAPYKUTH PakK
KaK MOZKHO PaHBbIIIe.

K Takum OGCHGHOB&HI/IHM Ha HaJIN4YHEe PaKOBLIX OHYXOHefI
OTHOCATCHA:

e MarHuTHO-pe30HaHCHasi Tomorpadusa (magnetic
resonance imaging, MRI) unu KoMiiproTepHasa
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ToMmorpadusa (computed tomography, CT) ocHOBaHUA
yepena, IIen U BCero Teja.

o OU3NYECKUN OCMOTP C 0COOBIM BHUMAaHUEM K
apTepuaabHOMY OaBJI€HUIO U JTIOOBIM IIpo0OjieMaM B
00/1aCTH XXKWBOTA, TPYOU UJIU IIIEN.

e AHAIN3 KPOBU U MOYH.

e YIBTPa3BYKOBOE HccaenoBanue uiau MRI OpromiHoi
IIOJIOCTH.

HekoToprie u3 3TUX 00CienoBaHu OyOyT IPOBOOUTHCSH
pa3 B I'ofl, Opyrue MOT'yT Ha3HadyaThbCs Yallle UJIN pexe.
Balir KOHCYJIbTaHT 110 T€HEeTUKEe JaCT PeKOMEeHOalluu, KakK
4aCTO BaM HY2KHO MPOXOOUTh 00CiegoBaHWe Ha HaJlu4due
pakKoBBIX onyxoner. C BaMM TakKXKe O00CyOsdaT Opyrue
CIIOCOOBI 00CIeOBaHUSA U MPEeaoTBPalleHU Pa3BUTHUS
pakKa, KOTOpPhIe MOT'YT BaM ITOJOUTH.

YTOo Hannume MyTauum reHa TMEM127
O3Ha4yaeT AJI1 MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipu HaMW4YuM y BaC MyTallud BEPOSITHOCTh HAJIU4YHU A
9TOM MYTalllH y BallnX OMOJIOTUYECKUX POOUTETIEN,
OpaTheeB, cecTep u meteu coctaBiusgeT 50%. Y Bammnx
OaJIbHUX POACTBEHHUKOB TaKXKe MOXKEeT UMEThCS PUCK
HaJIN4us II0OO00OHOM MyTalllH.
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BepOHTHOCTb rnepegadyud MyTalluyd OJPYT'UM 4JIeHaM CEMbHU
MY2KYHMHAMHU U 2KEHIITMHAMHKX OOJMHAKOBA. ,H,J'IH
IIOBBIIMIEHU S PHUCKA PA3BUTHUA PdaKa OJOCTATOYHO
YHaACJIEAOBATb MyTallUIO OT OOHOT'O POOUTEJISA.

KOHCY/IbTaAHT 110 TEHETUKE O3HAKOMUTCH C BallleH
JINYHOU U CEMEHNHON MEeUIIMHCKOU UCTOPUEM, II0CIe
4Yero CKaxXeT, HyKHO JIU IIPOUTU TeHeTU4YeCKue
HCCJIeNOBaHUS BalllUM KPOBHLIM POOCTBEHHUKAM.

4TO 3TO O3Ha4YaeT ANA NJIaHUPOBaHUA
ceMbun?

Ecnu npu HalmuyuuM y BaCc MyTauuu reHa IMEM127 BoI
IIJIaHHPYEeTe UMETh JeTel, eCTh CIIOCOOBI MPeaoTBPATUTh
yHacJiegoBaHKWE MyTalluMu BalllMMU OeTbMHU. BO3MOXKHO,
BEI 3aXOTUTE OOCYAUTh 9TU BapHaHTHI CO CBOUM(-e1)
rmapTHepPOM(-I1Iei) U KOHCYJIbTaHTOM I10 TEeHETUKE.

HYTO O3Ha4YaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTallul WUJIA €CJIM MBI OOHAPYKUIIN
BapHaHT HeOoNpedeleHHOro 3HavyeHus (variant of
uncertain significance, VUS), Balll KOHCYJIbTaAHT II0
reHeTHKe U3YYUT Balll INYHBIM U CEMEHUHLIM aHaMHe3
paka. Bam magyT ob6mirie peKoMeHOalluu 1o
IIPOXOKIOEeHNI0 00CIeJOBaHUN Ha HaJlindlne PaKOBBIX
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OIIyXOJIEH.

VUS o3HavaeT, 4TO ObIJI0 00OHapyKEeHO N3MEeHEHNE B
reHe, HO MHI II0Ka He 3HaeM, CBSI3aHO JIM OHO C

IIOBHIIIIEHHBIM PUCKOM Pa3BUTUA PaKa. bOIBIIMHCTBO
VUS B KOHEYHOM UTOT'€ OKa3hIBAIOTCSI HOPMAaJIbHBEIMU

N3MEHEHUsIMH, HE BIIUAIOINMNMHU Ha COCTOAHHUE 30O0POBbBI.

KoHTaKkTHasa uHopMmauus

Ecnu y Bac eCTh BOIIPOCH! UJIX OMaCeHUsA, OOpaTUTECH
K BallleMy KOHCYJIbTAHTY I10 TeHeTuKe B Cinyxk0e
KJIIMHUYEeCKUuX reietnueckux ucciaenmoBanuu (Clinical
Genetics Service). Bel MozkeTe CBSI3aThCSI C HUM C
rmoHenenbHUKa 10 mATHUIY ¢ 9:00 go 17:00 mmo
Tenedony 646-888-4050.

IIOIOMHUTENIbHYIO HH(POPMAIINIO CM. B Halllen

BUPTYaJIbHOU OMOIMOTEKE Ha canTe www.mskcc.org/pe.

About Mutations in the TMEM127 Gene - Last updated on
December 12, 2024

Bce mpaBa 3auuineHnsl ¥ npuHaainexkaTt Memorial Sloan Kettering

Cancer Center

6/6


tel:+1-646-888-4050
https://www.mskcc.org/pe

	Информация о мутации гена TMEM127
	Какой у меня риск заболеть раком при наличии мутации гена TMEM127 ?
	Что я могу сделать для снижения риска развития рака при наличии мутации гена TMEM127 ?
	Что наличие мутации гена TMEM127 означает для моих кровных родственников?
	Что это означает для планирования семьи?
	Что означает отсутствие у меня мутации?
	Контактная информация


