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OBPA3OBATEJIbHbIE MATEPUAJIbI 014 MAUMEHTOB N YXAXKUBAKOLNX 3A
HUMW JTNL,

NMHcopMauma 0 MyTau UM reHa
TMEM127

OTa nHpopMalysa MOMOXKET BaM IIOHATh, KaK MyTanusa reHa TMEM127
MOXKEeT IOBJIUATH Ha BacC U Ballly CEMBIO.

B aTOoM MaTepuasne CII0BO «CEMbs» O3Ha4aeT JIIofei, C KOTOPHIMU BHI
CBSI3aHBbI KPOBHBLIM POACTBOM. K HUM HEe OTHOCSITCS JIIOOU, C KOTOPHIMU BHI
TIOPOOHUIINCDH Yepe3 OpakK UM Yepe3 YChHIHOBIIeHUe/yoouepeHue. MBI TakKXke
Ha3bIBAEM 3TUX YJI€HOB CEMbH BalllUMHU KPOBHBIMU POACTBEHHUKAMU.

I'en TMEM127 0oOBIYHO IIOMOTAET IIPEOOTBPATUTL PA3BUTHE OITyXOJIEMH.
MyTalusi 3TOro reHa BhI3bIBAae€T HapyIIeHus B ero pabore.

BaxXHO MOHUMATh, YTO HaJIM4YKWe MyTallui B 9TOM I'eHe He O3HadaeT, UYTo y
Bac 00s13aTeNIbHO OymeT oOHapy2KeH pPakK. ITO 03HAYaeT, UTO Bl IOOBEPKEHEI
00JIbIIIEeMYy PUCKY PA3BUTHUS HEKOTOPBIX BUOOB paka. THUII paka y Jroael C
MyTalliel B 3TOM reHe MOXKeT OBITh PA3HBIM [1a’Ke B OIHOM CEMBE.

Kakou y MeHs pucK 3a0osieTb pakoMm npm
HaJIM4MM MyTauum reHa TMEM127 ?

Hamnuuwue y Bac myTauuu reia TMEM127 o3HadaeT, 4TO y BaC €CThb
3abo0JieBaHUeEe, Ha3blIBaEMOE CUHOPOMOM HaClIeICTBEHHOU ITaparaHrjiioOMbI-
dbeoxpomormToMel (paraganglioma-pheochromocytoma, PGL/PCC).

MyTauuu redsa TMEMI127 IOBBHIIIAIOT PUCK PA3BUTHUS HEKOTOPHIX BUOB
OITyXOJiel, BKITI04Yas IaparaHraIuoMbl U (he0XPOMOIUTOMBI, KOTOPHLIE OOBLIYHO
SIBIISIIOTCSI HOOPOKaYeCTBEHHBIMHU OIIYXOJISIMU, IT0PazKaloIuMU
HEUPOSHOOKPUHHYIO CUCTEMY.
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Mytauuu resa TMEMI127 Tak¥Ke MOTYT YBEJIMYUBAThL PUCK Pa3BUTUA OPYTUX
BUIOB PakKa, HO 3TU Cjly4au MeHee paclipocTpaHeHEl. [I[pumMepamMu MeHee
pacnpoCcTpaHEeHHBIX BUOOB PakKa, CBSI3aHHBIX C TMEMI127, ABIISIIOTCS:

e GIST (xenymo4yHO-KUIIIEUYHBIE CTPOMAaJIbHbIE OIIYXOJIN).

e Pak mmouex.

ITo Mepe U3Yy4EHHUA 3TUX MYTaHI/II‘;I MBI MO2KXeM O6Hapy}KI/ITL, 4TO OHHU
YBEIIMYUBAIOT PUCK PA3BUTHUA OPYI'UX TUIIOB PaAKaA. KOHCYJ'IBTaHT IIO TeHeTukKe
mpeagoCTaBUT BaM OOITIOJIHUTEJILHYIO I/IH(bOpMaI_[I/IIO O ITIOBHIIIIEHHNWHX PHCKa
Pa3BUTHUA PaKa, €CJIK Y BaC €CTb MyTallr4.

Y10 71 MOry coenaTtb AJIf CHUKEHUA PUCKa
Pa3BUTUA paKa NPV HAJIMYUM MyTaL MU
reHa TMEM127?

KoHCYyIbTaHT IO TEHETUKE U3YYUT Balllu pe3ynbTaThl. OH 00CYOUT C BaMH, C
KaKUM TUIIOM pakKa CBsS3aHa Ballla MyTalus. [1o Mepe u3y4yeHus 3TUX
MyTalliii MBI MOXK€eM OOHapyKHUTh, UYTO OHU YBEJIMYUBAIOT PUCK Pa3BUTUS
OPYTUX TUIIOB paka.

Bailr KOHCY/IbTaHT IO TeHETUKE TaKKe U3YYUT Balll INYHBIA U CEMENHBIN
aHaMHe3, CBSI3aHHBIM C PpaKOM, ¥ OaCT PEKOMEHOAIINH 10 ITPOX0XKIEHUIO
oOcnemoBaHNl Ha HaIu4dMWe PaKOBHIX onyxojied. OH MOXKET ITOPEKOMEHIOBATh
HauvaTh 00CliejoBaHKE Ha Hajln4yue pakKa B 00jiee paHHEM BO3pacTe U C
OOIbIIIEN YaCTOTOM 110 CPAaBHEHUIO C OOJILIIIMHCTBOM JIIOJIEN WU ITPOUTHU
crieliianbHbie 00CIeqoBaHusI, YTOOB 00OHAPYKUTH PaK KaK MOXKHO PaHBbIIIE.

K TakuM oOcnemoBaHUSM Ha HaJnM4dMWe PAKOBBIX OMYyXOJIeM OTHOCSTCS:

e MarHuTHO-pe30HaHCHas ToMorpagus (magnetic resonance imaging,
MRI) unu koMneOTEPHasa Tomorpadusa (computed tomography, CT)
OCHOBAHUS 4Ueperna, I1Ieu U BCEro TeJa.

e ®U3KMYECKUN OCMOTP C OCOOLIM BHUMaHHUEM K apTepHUaIbHOMY [aBJIEHUIO
1 J1I00BIM ITpo0OJieMaM B 00/1aCTU XKUBOTa, TPYOU UJIN IIEN.
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e AHa/yin3 KPpOBU U MOYHU.

e YIbTpPa3BYKOBOe HucciaemoBanue unu MRI OpPIOIIHOM ITOJIOCTH.

HekoTopeie n3 3Tux o0cnengoBaHui OyOyT IIPOBOOUTHCS Pa3 B rofl, APyrue
MOTYT Ha3HadaThCs Yallle UIU pexke. Balll KOHCYJIbTaHT IO TeHeTUKe JacT
peKoMeHOallnM, KaK 4aCcTO BaM HY2KHO ITPOXOOUTh 00CJIemoBaHUE Ha
HaJIu4ue PaKoBHIX onyxosieli. C BaMHu TakxKe 00CyHOsiT OPyrue CIioCOOBI
o0cnemoBaHus U IPEOOTBPAIIeHNSI PAa3BUTHUS pakKa, KOTOPbIe MOTYT BaM
IIOOUTH.

YTO Hannume MytTauum reHa TMEM127
O3Ha4yaeT AJI1 MOUX KPOBHbIX
POACTBEHHUKOB?

[Tpu HaMM4YuM y BaC MyTalluM BEPOSITHOCTb HAJTUYUs 3TOM MyTallud y BalllUX
OMoIOTUYeCKUX poauTesieli, OpaTheB, cecTep u geTeu coctaBnsgeT 50%. Y
BalllX OaJIbHUX POACTBEHHUKOB TaKKe MOXKET UMEThCS PUCK HaJIU4U s
ITO00HOM MyTallUH.

BepOHTHOCTB rnepeagadym MyTallu JPYT'dM 4YJIeHaM CEMbU My2XKUYKWMHAMU U
JKeHIIMHaAMU OOUHaKoBa. [1JI5 IIOBLIIIIEHUS PHUCKa Pa3BUTHUA PaKa JOCTATOYHO
YHaCJIegoBaTb MYTallUIO OT OOHOT'O POOUTEJIA.

KOHCyJ/IbTaHT 110 TeHEeTUKE O3HAKOMUTCS C Balllen JINYHOU U CEMENHOU
MEOULIMHCKOU UCTOPUEN, IIOCIIE YEeT0 CKaXKeT, HYXKHO JIA [IPOUTU
reHeTU4YeCKUe UCCIIeqoBaHUA BallluM KPOBHBLIM POACTBEHHUKAM.

4YTO 3TO O3Ha4YaeT ANA NJIaHUPOBaHUA
ceMbun?

Ecnu npu Hanuyuu y Bac MyTauuu reHa TMEM 127 BH IlIJlaHUPYEeTE UMEThH
OeTel, eCTb CIIOCOORI ITPeOOTBPATUTD YHACTIeJOBaHNEe MyTallul BalllUMU
oeTbMU. BO3MOXKHO, BBl 3aXOTHUTE OOCYOUTH 3TU BapUaHTHI CO CBOUM(-€ii)
ImapTHEPOM(-1Iei) U KOHCYJIbTaHTOM I10 TeHETHUKE.
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HYTO O3HaYaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTalluu UJIA €CITH Mbl OOHAPYKUJIM BapHUaHT
HeoIlpeageneHHoro 3Havyenus (variant of uncertain significance, VUS), Baiu

KOHCYJIbTAHT 110 TeHEeTHKE U3YUYUT Balll INYHLIM U CEMEVHBIU aHaMHEe3 pPakKa.

Bam pgamyT obIiime peKoMeHOalluy 110 IPOX0XKaeHUI0 00cieqoBaHUM Ha
HaJIn4re PaKOBBIX OITyXOJIEH.

VUS o3Ha4daeT, 4TO OBIJIO OOHapPyKeHO N3MEHEHNE B TreHe, HO MBI IOKa He
3HaeM, CBSI3aHO JIM OHO C MOBHIIIIEHHBIM PUCKOM Pa3BUTHUSA PakKa.
bonsimuHCcTBO VUS B KOHEYHOM UTOT€ OKa3bIBalOTCSI HOPMaJIbHBIMU
WU3MEHEHUSIMHU, He BIUSIOIIUMU Ha COCTOSIHUE 300POBbA.

KoHTaKkTHasa uHpopMmauus

Ecnu y Bac eCTb BOIIPOCH! U/IN OMaCeHusi, 00OpaTUTECH K BallleMy
KOHCYJIbTAHTY IO TeHeTuKe B Cnnyk0e KIMHNYECKUX T€HETUUYECKUX
uccrnenosaHuu (Clinical Genetics Service). Bel MoxkeTe CcBsI3aThbCS C HUM
c noHegenbHUKa 10 nATHUILY ¢ 9:00 mo 17:00 mo Tenedony 646-888-
4050.

IoTmomHUTENbHYI0 HPOPMAIINIO CM. B Hallle BUPTyaJIbHOM OMOIHMOTEKE Ha
caute www.mskcc.org/pe.
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