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OBPA3OBATEJIbHbIE MATEPUAJIbI 014 MAUMEHTOB N YXAXKUBAKOLNX 3A
HUMW JTNL,

NMHcopMauma 0 MyTau UM reHa
SDHD

OTa nHpopMalusa IOMOXKET BaM IIOHATh, KaK MyTanus reia SDHD MoxeT
[IOBJIUATH Ha BaC 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 SDHD oOBIYHO IOMOTAET IIPEOOTBPATUTL PA3BUTHE OIIyXoleu. MyTanus
3TOT0 TeHa BLI3EIBAET HaApPYIIEeHUs B ero padoTe.

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
HaJIMdMuM MyTauuum reHa SDHD ?

Hanuuwue y Bac MmyTaliuu reHa SDHD o3Ha4daeT, 4YTO y Bac eCcTh 3abojieBaHue,
Ha3blBaeMOE CUHAPOMOM HaCJIeACTBEHHOU MaparaHrInOMbI-
dbeoxpomormToMel (paraganglioma-pheochromocytoma, PGL/PCC).

MyTauuu redHa SDHD 10BBHIIIIAIOT PUCK Pa3BUTUSA HEKOTOPHIX BUIOB
OITyXOJiel, BKITI04Yas IaparaHraIuoMbl U (he0XPOMOIUTOMBI, KOTOPHLIE OOBLIYHO
SIBIISIIOTCSI HOOPOKaYeCTBEHHBIMHU OIIYXOJISIMU, IT0PazKaloIuMU
HEUPOSHOOKPUHHYIO CUCTEMY.
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Mytauuu resa SDHD TakkXe MOT'YT YBeJIMYUBATh PUCK PA3BUTUA OPYTUX
BUIOB PakKa, HO 3TU Cjly4au MeHee paclipocTpaHeHEl. [I[pumMepamMu MeHee
pacupoCTpaHEeHHEBIX BUOOB paKa, CBA3aHHEIX C SDHD, ABIAKTCA:

e GIST (xenymo4yHO-KUIIIEUYHBIE CTPOMAaJIbHbIE OIIYXOJIN).

e Pak mmouex.

Puck Pa3BUTHA 3TUX MeHee PaCIIPOCTPAaHEHHBIX BUOOB PdKa ITIOKa He
oripeneiieH.

[To Mepe U3y4YeHUs 3TUX MyTalluil MBI MOXKeM OOHApPYyXKUTh, YTO OHU
YBEIUYHUBAIOT PUCK Pa3BUTHUS OPYTUX TUNOB paka. KOHCYNIbTAHT II0 TeHETHUKE
IIPEegOCTaBUT BaM OOMOTHUTENbHYI0O UH(POPMAIINIO O IOBHIIIEHNHN PUCKaA
pa3BUTUS paKa, €eCIU ¥ BaC €CTb MyTallusl.

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

KOHCYJIbTAHT IO TeHEeTUKE UIYYUT Balllu pe3ybTaThl. OH 00CYOUT C BaMH, C
KaKUM TUIIOM pPaKa CBs3aHa Ballla MyTalusi. [To Mepe u3y4eHus: 3TUX
MyTalliii MBI MOXKeM OOHaAPYyKHUTh, UYTO OHU YBEJIMYUBAIOT PUCK PA3BUTUS
OPYTUX TUIIOB paka.

Balr KOHCYJIbTaAHT 110 TeHEeTUKE TaKzKe U3YYUT Balll JINYHBIU U CEMENHBIN
aHaMHe3, CBA3aHHBIM C PAKOM, U JaCT PEKOMEHOALIUU I10 IIPOX0XKAEHUIO
oOcJieqoBaHUl Ha HaJIW4Ue PaKOBBIX onmyxoiiei. OH MOXKeT TOPEeKOMEHI0BATh
HavaTh 00ClleloBaHUE Ha Hajln4yre paka B 00jiee paHHEM BO3pacTe U C
OO0mbIllel 4aCTOTOM IO CPAaBHEHUIO C OOJIBIIMHCTBOM JIIOAEMN WU IIPOUTH
cIelraabHbIe 00CIeqoBaHtsI, YTOOB OOHAPYKUTH PaK KaK MOXKHO PaHbIIIE.

K Takum OGCHGHOBaHI/IHM Ha Hallh4iKhe PaKOBBIX onyxoneﬁ OTHOCATCHA:

e MarHuTHO-pe30HaHCHas ToMmorpadus (magnetic resonance imaging,
MRI) unu komneoTePHasa Tomorpadusa (computed tomography, CT)
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OCHOBaHHA 4Hepella, IIIer U BCero Tejla.

e ®U3KMYECKUN OCMOTP C OCOOLIM BHUMaHHUEM K apTepHUaIbHOMY [aBJIEHUIO
1 J1I00bIM ITpo0JieMaM B 00/1aCTU KUBOTa, TPYOU UJIN IIEN.

e AHanu3 KpPpOBH 1 MOYH.

e VrnbTpa3ByKOBOe uccinemoBanue unu MRI OpromIHOM TOTOCTH.

HekoToprle u3 3TUX 00CIemoBaHuil OyOyT IPOBOOUTHLCS pa3 B I'Ofl, APyrue
MOT'YT Ha3HAvaThCs Yallle UK pexke. Balll KOHCYIbTAHT II0 TeHEeTUKE JacT
PEeKOMeHallny, KaK 4acTO BaM HYXKHO IIPOXOOUTh 00ClieqoBaHUE Ha
HaJIn4yre pPaKoBBIX omyxosel. C BaMU TaKiKe OOCyOsT OpPyTue CIIOoCOOb
o0ciefoBaHus U IIPeOOTBPAIlleHNs Pa3BUTHS Paka, KOTOPbIE MOT'YT BaM
IIOJOUTH.

YTOo Hanuuume mytauum reHa SDHD
O3Ha4yaeT AJ19 MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy HanU4uu y BaC MyTallid BEPOSTHOCTh HAJIMUYUA 3TOU MyTallud Y BallluX
OMoJIOTUYECKUX poOuTesiel, OpaTheB, cecTep U geTeu cocrtaBasieT 50%. Y
BalllX JaJIbHUX POACTBEHHUKOB TaKXKe MOXKET UMEThCS PUCK HaAJINUYUA
IMOJ00HOM MyTallUU.

W3BecTHO, 4TO MyTanuu reia SDHD nMmeroT 3pPeKT pOOUuTENbCKOTO
IIPOUCXOXKAEHUsI. ITO O3HAYAET, YTO PUCK PaA3BUTHUSA paKa 3aBUCHUT OT TOTO,
OT KOT'O U3 POOMTEIIEN BBl YHACJIeOOBaIM MyTalliio. XOTsI MyTallds reHa
SDHD MoXKeT IepegaBaThCs pebeHKy OT MI000r0 U3 POOUTENEN, TaKue
MyTalli1 CBsi3aHBI C O0Jiee 3HAUYUTEJILHBIM PHUCKOM 3a00IeBaHUS, €CIU OHU
yHac/eOoBaHHl OT OTIIaA.

[TosToMy MBI pEKOMEHIyEM ITPOBOOUTL 00CIeqoBaHUE, €ECIIU MyTallus reHa
SDHD yHacriegoBaHa OT OTIla UJIM €CJIM POOUTEJILCKOE IIPOUCXOKIEHUE
Hens3BecTHO. O0OcCieqoBaHMe TaKXKe PeKOMeHOyeTcs, ecnu myTanus SDHD
yHacjegoBaHa OT MaTepPH.

KOHCY/IBTAHT 110 TeHEeTUKE 03HAKOMUTCS C Ballled IMYHOU U CEMEUHOU
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MGHHHHHCKOﬂ HCTOpHeﬁ, IIOCJIEe 4ero CKaXXeT, HY2KHO JIX HpOfITPI
reHeTn4d4eCKHnue uccijieagoBaHus BalllUM KPOBHBIM POOCTBEHHUWKAM.

4YTO 3TO O3Ha4YaeT ONA NJaHUPOBaHUA
ceMbn?

Ecnu npu Hanu4Yuu y BaCc MyTaluu reHa SDHD BBl ITaHUPyeTe UMETh JeTeH,
€eCTb CIIOCOOHI ITPEeOOTBPATUTh YHACIeOOBaHe MyTallud BalllUMU OEThMHU.
B03MO0XKHO, BBl 3aXOTUTE OOCYOUTh 3TH BapUaHTEI CO CBOUM(-el1) mapTHepoM(-
I1e¥) U KOHCYJIbTaHTOM I10 TeHETHUKE.

HYTO O3Ha4YaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTalluy WU €CJIM Mbl OOHapPy2KUJIU BapUaHT
HeoIlpeaeleHHoro 3HaveHus (variant of uncertain significance, VUS), Bai
KOHCYJIbTAHT I10 T€eHEeTUKEe U3Y4YUT Balll INYHBIM U CEMEUHBIM aHaMHe3 pakKa.
BaMm pmamyT oOlue peKOMeHOaluu 10 MPOX0XKAeHNI0 00CIeoBaHN Ha
Ha/In4yre PaKOBBIX OITyXOJIEH.

VUS o3HaugaeT, 4To ObIJI0 0OHApPYyKEeHO U3MEeHEHMEe B I'eHe, HO MbI II0Ka He
3HaeM, CBSI3aHO JIM OHO C ITOBBIILIEHHBIM PUCKOM pa3BUTUA pPakKa.
BonpmmHaCcTBO VUS B KOHEYHOM UTOTE€ OKa3bIBalOTCSA HOPMaJIbHEIMU
W3MEHEHUSIMU, He BJIMSIOLIUMY Ha COCTOSTHUE 30POBBS.

KoHTaKTHasa uHpopMmauus

Ecnu y Bac eCThb BOIIPOCHI UIU OITaCeHMsi, 00paTUTECH K BallleMy
KOHCYJIbTAHTYy IO TreHeTuKe B CnyK0e KIMHUYECKUX TeHEeTUYEeCKUX
uccnepoBaHui (Clinical Genetics Service). Bel MoXeTe CBSI3aThbCSI C HUM
c noHegenbHUKA 110 IATHULY C 9:00 mo 17:00 mo Tenedory 646-888-
4050.
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tel:+1-646-888-4050

IoTmoMHUTENbHYI0 HPOPMAIINIO CM. B Hallle BUPTyaJIbHOM OMOIMOTEKE Ha
caute www.mskcc.org/pe.
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