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OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

MHcpopMauma 0 MyTau UM reHa
SDHD

OTa nHpopMaIlia IIOMOXKET BaM IOHSATH, KaK MyTallus
reHa SDHD MOXeT IIOBIUATHL Ha BaC U Ballly CEMBbIO.

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.

'er SDHD oOBIYHO IIOMOTAET NPEOOTBPATUTh PA3BUTHE
onyxojeu. MyTaliys 3TOro reHa BhI3bIBA€T HapPYIIEHUS B
ero pabore.

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 MyTauuum reHa SDHD ?

Hanwuuue y Bac Mmytauuu reHa SDHD o3Ha4yaeT, 4TO Y
BaC eCTh 3a00jIeBaHle, Ha3kIBAEMOE CUHOPOMOM
HaCJIeOCTBEHHOU ITaparaHrIMOMBI-()DEe0XPOMOIIUTOMEI
(paraganglioma-pheochromocytoma, PGL/PCC).

MyTauuu reHa SDHD 110BBILIAIOT PUCK Pa3BUTUSA
HEKOTOPHIX BUOOB OIIyXOJIeM, BKII0Yad IIaparalrjiioOMbl U
(beoxXpoMOIIMTOMEI, KOTOPHLIE OOBIYHO SIBJISTIOTCSI
O0O0OpPOKaYeCTBEHHBIMHU ONYXOISIMHU, IOPaXKalIuMHU
HEUPOIHIOOKPUHHYIO CUCTEMY.

MyTtauuu reHa SDHD TakKe MOTYT YBEIMUNBAThL PUCK
Pa3BUTHUSA OPYTUX BUOOB PakKa, HO 3TU CJlIy4yaud MeHee
pacrpocTpaHeHsl. [IpumMepamMu MmeHee
PacCIIpOCTPaHEeHHBIX BUOOB pPakKa, CBI3aHHLIX C SDHD,
SIBJISAIOTCHA:

e GIST (Kenymo4YyHO-KUIIIeYHbIEe CTPOMAJIbHEIE OIIYXOJIN).

e Paxk 1mmouexk.

P1iCK pa3BUTHS 3TUX MEHee PacIIPOCTPaHEHHBIX BUOB
paKa IMoKa He OoIIpeneieH.

[Io Mepe u3y4eHus 3TUX MyTalluil MBI MOXKEM
OOHapPYKUTh, YTO OHU YBEJIMYHUBAIOT PHUCK PA3BUTUS

2/7



OPYTUX TUIIOB paka. KOHCYIbTAHT I10 TEHETUKE
IIPEeIOCTAaBUT BaM OOIIOJIHUTEIbHYIO HH(POPMAIUIO O
IIOBBIIIIEHUM PHCKA Pa3BUTHS PaKa, €CJIA YV BaC eCTh
MYy Tallus.

Y10 71 MOry coenaTtb ANIf CHUKEHUA PUCKa
Pa3BUTUA pPaKa NPM HAJIMYUM MyTaLuuU
reHa SDHD?

KOHCYIBTAHT I10 TEHETUKE U3YUYUT Balllid pe3yabTaThl. OH
oOCyouT C BaMH, C KaKMM THUIIOM pPaKa CBs3aHa Ballla
MyTanus. I1o Mepe u3y4dyeHus: 3TUX MyTalliil Mbl MOXKEM
OOHapPYKUTh, YTO OHU YBEJIMYHUBAIOT PHUCK PA3BUTUS
OPYTUX TUIIOB paka.

Bami KOHCYJIbTAHT I10 T€eHETHUKE TaKKe U3YUUT Balll
JINYHBIM U CEMENHBIM aHaMHe3, CBI3aHHLIHM C PAKOM, U
oacT peKoOMeHOalluH 110 IPOX0XKOeHUI0 00cIeqJoBaHnl Ha
HaJIM4re PaKOBHIX OIIyxojieu. OH MOXKeT
IIOPEKOMEHJ0BaTh HayaTh 00CIieJoBaHUe Ha Haluyune
paka B Oojiee paHHEM BO3pacTe U C OOJIbIIIeN YaCcTOTOU
II0 CPAaBHEHUIO C OOJIBIIMHCTBOM JIIOOEM UIN IIPOUTH
cIienraibHbIe 00CIemoBaHusI, YTOOLI OOHAPYKUTH PakK
KaK MOZKHO PaHbIIIe.

K Takum OGCHGHOB&HI/IHM Ha HaJIN4YHeE€ PAaKOBBIX OHYXOHefI
OTHOCATCHA:
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e MarHuTHO-pe30HaHCHasi ToMmorpadus (magnetic
resonance imaging, MRI) unu KoMIibroTEPHAA
ToMmorpadusa (computed tomography, CT) ocHOBaHU4A
yepela, IIen U BCEro Tea.

e OU3UYECKHUUN OCMOTP C 0COOBIM BHUMaHUEM K
apTepuaabHOMY OaBJI€HUIO U JTIIOOBIM ITpo0OjieMaM B
00/1acTu XXKUBOTA, TPYOU UJIU IIIEN.

e AHaA/IU3 KPOBU U MOYM.
e YIBTPa3BYKOBOE HcciegoBanue uiau MRI OpromHou

ITOJIOCTH.

HekoTophie n3 3TUX 00CIemoBaHu OyOyT IPOBOOUTHCH
pa3 B I'Ofl, APyTue MOTyT Ha3HAvYaThCs Yallle UJIN PexKe.

Bain KOHCYIJIBTAHT IIO T€HETHUKE 0aCT PEKOMEHOAIIUH, KdK

YadCTO BaM HY2KHO IIPOXOOHUTDH OGCJ’IGHOB&HI/IG Ha HaJlIn4due

paKoBHIX onyxosneli. C BaMu TakxXKe o0CyOsaT apyrue
CIIOCOOBI 00CIeOOBaHUSA 1 MPEeaoTBPalleHU Pa3BUTHS
pakKa, KOTOpPEIe MOT'YT BaM ITOJOMTH.

YTOo Hanuuume mytTauum reHa SDHD
O3Ha4yaeT AJ19 MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy Hanuyum y BaC MyTallud BEPOSITHOCTb HAIUYUS
9TOM MyTalli{ y BalluX OMOJIOTUYECKUX POOUTETIEHN,
OpaThkeB, cecTtep u meteu coctaBiasgeT 50%. Y Bamux
OaIbHUX POOCTBEHHUKOB TaKXKe MOXKET UMEThCSA PUCK
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HaJIN4us II0O00OHOM MyTalllH.

M3BeCTHO, 4TO MyTauuu reia SDHD nmeroT apPeKT
POOUTENBCKOTO IPOUCXOXKOEHUSA. ITO O3HAYAET, UTO
PHCK Pa3BUTHS paKa 3aBUCHUT OT TOT'O, OT KOT'O U3
poOuTesien Bbl YHACIeOOBalIu MyTallliio. XOTsS MyTallusi
reHa SDHD MoXKeT 1nepenaBaThbCs peOeHKY OT J1I000Tr0 u3
poOuTenen, TaKue MyTalluM CBsA3aHBI C Oosiee
3HAYUTEIbHLEIM PUCKOM 3a00IeBaHus, €CJIU OHU
yHacCJIeJOBaHbI OT OTIIA.

[TosTOMy MBI PEKOMEHAYEM ITPOBOOUTE 00CI€eIOBaHUE,
ecnu MyTauud redHa SDHD yHacienoBaHa OT OTILia WU
€CJIN POOUTEJILCKOE IIPOUCXOKOEeHNE HEN3BECTHO.
OOcnemoBaHME TaKXKe PEKOMEHOYETCS, eCIIN MyTallus
SDHD yHacienmoBaHa OT MaTepPHU.

KOHCY/IbTAHT 110 TEHETUKE O3HAKOMUTCH C BallleUn
JINYHOU U CEMEHWHOU MEeUIIMHCKOU UCTOPUEM, II0CIIe
4Yero CKaxXeT, HYXKHO JIU [IPOUTU TeHEeTUYEeCKUe
MCCJIeNOBaHUs BalllUM KPOBHLIM PONCTBEHHUKAM.

4YTO 3TO O3Ha4YaeT ANA NJaHUPOBaHUA
ceMbmn?

Ecnu nipy Haauyuu y Bac MyTauuu reda SDHD BuI
IIJIaHUPyeTe UMETh JeTel, eCTh CIIOCOOBI ITPEeIOTBPAaTUTh
yHacJIegoBaHKWEe MyTalluu BalllUMU OeTbMU. BO3MOXKHO,
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BEI 3aXOTUTE OOCYAUTh 9TU BapHaHTHI CO CBOUM(-e1)
ImapTHepPOM(-I1Ie¥) U KOHCYJIbTaHTOM I10 TEeHETHUKE.

HYTO O3HavYaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTallul WUJIH €CJIM MBI OOHAPYKUIIN
BapHaHT HeolIpedeleHHOro 3HavyeHus (variant of
uncertain significance, VUS), Balll KOHCYJIbTaAHT II0
reHeTHKe U3YYUT Balll INYHBIM U CEMEHUHLIM aHaMHe3
paka. Bam magyT obmiyie peKoMeHOalluu 1o
IIPOXOKIOEeHNI0 00CIeJOBaHUH Ha HaJlln4dlne PaKOBBIX
OIIyXOJIEH.

VUS o3HavaeT, 4TO ObIJI0 00OHapyKEeHO N3MEeHEHNE B
reHe, HO MBI [I0Ka He 3HaeM, CBA3aHO JIU OHO C

TIOBBILIIEHHBIM PUCKOM Pa3BUTUA pakKa. bOIBIIMHCTBO
VUS B KOHEYHOM UTOT€ OKaA3hLIBAIOTCSI HOPMAaJIbHBIMU

N3MEHEHUsIMH, HE BIIUAIOINMNMHU Ha COCTOAHHUE 300POBbSI.

KoHTaKkTHasa uHpopMmauus
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Ecnu y Bac ecTh BOIIPOCHI UJIM OMacCeHusI, 00paTUTECH
K BallleMy KOHCYJIbTaHTY II0 TeHeTuke B Cinyxk0e
KJIINHNYEeCKUX reHetndeckux uccunemoBanuu (Clinical
Genetics Service). Bel MozKeTe CBSA3aThCS C HUM C
IoHenenbHUKa 1o naTHHUIy ¢ 9:00 go 17:00 mo
Tenedory 646-888-4050.

ITommonHUTENbHYIO NHPOPMAIINIO CM. B HAIllEMn
BUPTYyaJIbHOM OMOIMOTEKEe Ha cauTe www.mskcc.org/pe.
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