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SN AR MATE S 1T CCHRRS 1S L 0 PIRREE & 70 5 L ARIG L 70 < 36A e & O FilA
WA BHFT 280 & R DT IR RE DN v T E 3, SHENIR MRS | 38 s M 5
ELTHHMOLNETN, HARIZBIT 2 EEBETFHRFFSIIHaH S THETA, RIFET
%, SEENRMATES B DI L 72 DNA 235 Z £ I2 k0 | 4 FO R R B2
HLELE, 70, ZOMONARMEEETIZH DNAANY 7 b (DNA OZ1{k) #ffL
F L, SHICHREMBIEY E 1D 2 AW CTSHENIR MRS O & 2 37 FBLO AT 24T - 72
fERTIL, —BITTEEBETFERERIEORK & T HEENH 5, OMOIIERE DL
FrarRTEELH D Enbnh £ L,

AMWFGE T N —T DA I B 23T U 7 SHED R/ MANE S O BRI B AT sl AR B O IEfE
Rl EBIEA TR CIITIEHTE 52 LITNA,. ABROMIEDIEIT L 0 Hiiz 72l %
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1. MR 5 L

SHE R/ MAIESS (Carotid Body Tumor; LA F CBT & #50) &id. 14H7- 0 4 1000 75 A
121 ADFERICHIET D FN2MEE T, SR M A 255 HERME THY . CBT
WEERT 2 L SHBNRZ BLY PHEe £ 5 IHEFT L, I i B o i b 4 5 | & i 2§ AT HEME 3
B0 ET, CBT ZBIET 2 FIEITIICL20BRLvd 0 A, BT REH D - %
FRZE - MRIEE R ED U 27 BHEWET, (o TEMSCEBREEBEIC L > TINA VAT 2 F
itz 2 Z ENTERWEENRH Y £, £z, FEFICKE L 2o72 CBT TiE, SHENRLL
SN B A2 ETT DRI EIRE 2 RS RERAE LD Z ERH LD, TR
HOHEZAEL DU A7 NEL . M EIT ) 2 EBHBRR< 2 2R £3, 61T,
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CBT O—HDJERITIL Y > ik L ORI 2586 588 2 £F 5 JEFI D 5 FAFFHIT 50%
ETHRARTHD LA BILTNET, BHEBHIFIN R EE CHRIGHIEN 220 CBT (2 L TO3E
PRI BUBRIERR 72 E ORI RITIRER T, SRITHFBIGROBENPLETHY . 2040
&R DT IR DIRADF = TWET,

CBT IHBEMEE & L TOME MO TEY . 0K 10% I3 Y RatE () Eix
DN ESNDFIRBIETH S EMHNTWET, CBT 2& 0 7= BESH IR R IE D %5
JEIZIE, 27 eli/kFEEE$%E (Succinate dehydrogenase; VAN SDH & i) (£2) oW~
2=y N NI HEBUIVERBLRTZII 0O, WS OB FOEENEETH &I
TWEJ, SDH (I h=> U THEEICFEET D ¥ 2327 T, SDHA, SDHB, SDHC,
SDHD ® 4 SOY 7 2=y N2 X7 nbR0 . ZhEh SDHA, SDHB, SDHC, SDHD +
WO BR T NEDRBLEE > TWET, 2 b DBIE O EI AN DS 7 IKEEE %
Flez L, BELZBAEIEL VI IEPREINTWET, LarL, CBT OFEKEERE T
23 Z D SDH 72 72 D7, DB R 23 EDORRER D > TV D DM, F O/ EIZHOWTE
o S TWER A, A TEAMEEE T HUIRC AFEIZ L 2 BB FRR RO ZRN B
HEBEZDLNTWET, AARTO CBT ORFKRE PRI, EERER OEFPRERIZ L 01T
bz 2E#E (JCBTRG-1) IZLviEsnE Liz), BEFNEREZEDTMRFTTIHY
FHA, BRFHIRELIToTCWME BEFAREICEE->TEY, BRBIRT V7 IZBIT %
BB FHIRHE OMANE E N TWET,

ARGE 7 N — 713410, BEERAR LT TO CBT JERZ 6812 DOBIFHE 523
D, S HICHREMRRAL T2 -2 & 37 EBLO RN & BRIRET R O 24T - T R & fig
B ST FEB PRI OV TIHRE ATV E LTz,

2. WFROME L EE

B ME B R AIR e CHIFBEIC AR S 7z CBT B 30 4 %42, KiYIiL DNA O Efs:
HIRRAE 2T o 7o kbR, 16 4 (B0%) (ZJRK & A B D Ri7e Y 7 o M3 S E L,
JEUR & B U 72 i s 112 SDHB (7 %1, 23%) , SDHA (4 %, 13%) , SDHD (3 i, 10%) ,
SDHAF2 (1#1,3%) TL7Z, X512, TOMONABEES AR 68 FTORR & DR
RN DNA NU T2 2R LE L, SRS TR & OBRA AR &l Sz
DNA NU 7 v MZOWTI, A% OE LAk T 5 2 & THrizic CBT FAECHE R 2 B
DOWTCHIBT 2 FREERH D £,

SDHD ¥&fn+ %5 &35 3 41342 E7 CBT OFERIEF (55 2 4I1FFLFER) TL
oM, TOMOBEIEF 2RI E T2 12 412 CBT OFBERIEILH Y A TLZ, SDHD
A5 ZE B ORKE T O KB R 12~ T CBT OARERIERNE W ABEME VR S h
F L7, £, WA T o R SNIER O T, EREUIREZIT o7 3 il TIEL, 1EE
KAk A L7 DNA ORAEZITWE L7z, TOFEE, KiFiL DNA TH o2 b O & fFl—
DONY T NERBDTZLOO, FEEGMIAAB 72185 LRI s EEATL
oo ZAUTHYLEREANE (M) BIEOBBHERE D% < 23FF> Knudson @ 2 & v ML
(£ 3) IZABELARWERTHY . SRIOBRAESTETHRH TE 220y 2 5 2> ORI A B
WNIFTET D AREMER H D £,

S BT, MBREE DO BFRIFRIE L Z T T2 ESICR L Tid, SDHB % > /N7 381 2 53~
L1 ORIEMBILFEITONE Lz (K1), TOMKE, 14 6+ 9 51 SDHB # > /37 58l
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WEETHY . 55 5 BRI DNA |2 SDHB O3B HES 5 /et D & 5 Ein 73V
Ty RERALTHELE (M2), 2 SDH M 50 a4 T % & SDHB FE
Kd B & LTk TOBESR DM Y T L7, SDHB ffiliiki 223t TARA . DNA (2R
RN T NERA LR o7 4 BT, ARBFETHRE L7 b OOz ] 5220 SDH 581
Z T B JRIK N FAET D Al REtEA R S vE Lz, —. SDHB SE ik b 03 5 T H
ST2FD O 5Bk, & TEMM DNA RN EALND N 72> & REE3, SDH O%kE
KTFIZ L 570z 7: CBT ORIERINOFEEZRTH DT LT,
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2 BEFBLIOF X REOFMERE LD
SDHB # » 737 FHITHOWT 14 #ith 9 FIBNEMETH Y . 95 5 F03EME T SDHB ORI HE-4 2 AT
WD BB TFN) T M EEAL TV,

3. S DB

ARl AWFE T V— T8 B M2 LTz CBT ORRIRIBIS I S, ARG O B2 W &
BIEAT Y CZITERTE £, & HIT 2022 1213, SHEHNIE AT L 5 ARk il 2
5L UC T ARBEFIMGAREEN RS 236 BT E L7, CBT Zigw, MR
HiERC 7 1 b R S5 2 5 < O T BHSHEN S A9 2 PR i I (R ISP JE 2 IR 975 Z & T
AWTENE % S DIZHER S, ERFORESCERICEHD L A =X L0HEZ BEL TV &
T IO DOERIFERICITHROIBIRIER IR N D Z L2 fF L TV ET,

4. FFRLEIH
AHFZE1% JSPS BHFE JP 19K18745 D HAEIC L » TirbivE LT,

5. G
X H A RV (3GE) :© Molecular basis of carotid body tumor and associated clinical
features in Japan identified by genomic, immunohistochemical,

and clinical analyses
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I H A Ry (FIER) 7/ b SRRk L, BRRARITIC K VI SR> T ARIZBIT 5
SHEN IR/ MRS D 57 1 Bl 3o L OB - 2 B R A Re (K
EEA  HiRE, BOrEs, BUKER- JUESUR. AR, PAMEORER, LR,
KIS IAREEE A EAS, NEEIRES, INBZE 2 Rk ERE
PG © Clinical Genetics (4> 74 )
DOI : 10.1111/cge.14294
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(£ 1) R RLS SR b & 1%, MRS S DRFED X /N7 2T 5729
DFETT, MIECHBEORFER 2 X7 (HR) &, ZDX R 72T Do
ra 7 ) PP T APURPUARIGEZFIH L CVWET, sz digicEe s L)
IRAVEE AT 9 2 & T, IO D ¥ L% OIFFE B BEEE CHERR T D Z LN TR
F9, ARIOMIETIZ, CBT MEHMHMRICHEL L& o7 IThEG Lizhuk 2 b
FIOGTHO L, TR IER O X X PSR L T D0 E»EFMEL £ LT,

(7 2) a7 EEMKFEREFE (Succinate dehydrogenase; SDH)

Cytosol

Prolyl Hydroxilase
(PHD)
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3:SDH D L 7 1 HIFKRE

SDH XX h=v RUTHE LICHFET 2 4O Z 37 DER LT 4 KT, B HniE
RIZBI1F % ComplexIT & L THHIBALET (X 3), SDH ITAIRND a7 ig% 7~ VEEIZ
BT oL b, HSNTZEBE T2 a2 AL Q~BEIT S Z & CIEMMERD AR %
Mz, EEEAZIHT LR 2B X b TWET, SDH OENME NI 5 &, Ml
WK=K v (Hipoxia-inducible factor 1 o HIF-1 ) NERT 5 Z & TRUAI MK
FeBIRBEL 720 £7°, 2@ HIF-1a %M L7 REH KRR I IREDS R HiIE 2 BL S 5
MHHNRN LR EOR LTI S LTV ET,

SDHD 4 >OY 7=y h& /37 D56 SDHB ¥ 2 /37 % g iy TRl 2 & |
SDHB i8in D30 7 > D& 6T, SDHD Bin1<° SDHA B 1D/ 7 MZko
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THEMbT 2 Z EDNBEOHTRENSHAONTWET, ZHILSDH © 1 >OH 7 2=
v NOPEEDORE EE -T2k, oYV T =y b har RUTHIEEICZEL
TIHETERLI A CIALEZ LN TVET,

(#£ 3) Knudson @ 2 & v MG : BRSO Z < Tk, BAMGHERS - OREREN EL S
NHZEDNRIEICEHE L TWAEEZ LN TWET, 27 LIEF R N OEMEANIE
M U tafk s 2 KR o> Tl Y | —HOREE DNA BAEENS>EOBEEFERIZLY
BEREAZ R L2 LT, b —HD#EE T IhLEET) NERR AT
IXBETOEEIISERIITRDbNEY A, 72 L ZOERR RN TW X LB R
TATH TR NA T2, DNABHEE LD 325 &, Wieas AT 2580350
F9, ZOXIIT, —IIPAERDBIRFERIZE VEREZ KRS TRIE T, £ OXE
BFPEEZERT D L), 2 B CIEEORIEIZRE 59 5 E7 /L% Knudson @
2 &y M EFFOVE T,

MM ORI, FRHIIC TR E TS < ESVET L BEVH L R ET
SORY U — ALCRERE S, BERAR, ERBTES, RS 57 SR
HITHE LTHY £
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