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JibéJie B8 fa ERE (CTX ¢ cerebrotendinous xanthomatosis)&id ?

J i 25 ERAE I, AR N L R, R 2 ORI R CREAR S8 BRI, CA A, IR 20 L) | B
il BREEAL  BAHERNE BT AR R O JE S ol BEIE /R E SR IR R BT 5 e AR S AR R R
(CYP2741 BAnFDERLZFINET D) TT, ITFEDIFEDHERIZED, 7/ T A Fa— Ve As T A
REVC DA NG FIED RSN TRY, AIEL FHIRZWTL R RZU LT D ENCIR R IE 3528039k
HICHEBELEX LN TWET (M A ERE2 AT AR T A 2018)

i B BB RE D FE S

I i e 25 2 JERLE 0D SEREHE IR B RAT AR T A L AERIZ B9~ D S0 HE ) 53 FEHi L7 TRk 25 (o N | 2 B 32 42
[E% 7Rl A ) (2012 47 9 H ~2015 4= 8 A) 123\ T, HARE T 40 4 OBEDHERINEL T, Fo, BI5 T
DI JFEVEE B E N DHERI L7356 . RO BE T 1,000 FILLEELR20 | FEFICELDORBWBEDFIE
THRREMEDRHET,

IO EEELFHE O B TIL, RIENSZWE TS T 1651135 2L TEY, Hilo/NEHick
WTCIERDEIL TODIZHE DL T W - IREICE ST, FRARITIERSEITL TS, BRI ED6100F
EAETT, o T /NRINCRITL , FINCIER 2B A2 L2 XD, SRR ORBLZMmEI L, A A H72<
H & AR EEND IO T2 eI s E T,

/NRENC IR T DERARER

Hi e B 0 I E C ety RIS BLANV DR « AT R, 1A VE 3 D JE R R B 00 FBIE P4 B ORI S - T3, A
EEBWISITZ BFE D% FEMIRGHC LD & SLEHICIA D) B I SR SO IR H - T RO Rk Mk - C
WeDIE 11~15% T 23, FFil T _REFTLE L GRIEA ST i Z S FEGIE D el ne B 2 B, FEES
OBEEIZI O EHERIS L E T, LIRS BL CREMZefam S O H2IEF X, WIhbho
VAT IFT—RBET NI T AT 7 H—ED EFITRODHEDD, vy TNAINNNT AT FH—BED 5%
PO FEFATUIL, LTe3o TR o2 R~ F CZO IR NifERE D/ Z— 2 B LTV
BITIE AEDOIFEICHEL TS T 20 ERHVET,

HrAE R OFEAEN: BE SRR D oI LIS /NEHNC RS VR E LT ANEE, EEATE TR A
HORE T FEEEEE . CAMLARIEN O TOET, HEMEANEEIASER A D 71~96% Tin®d, %<i 10
AR TRAOPINTOET, AFED 35~92%2 NN FHiZ B L T/NEROZ2IERHY | RO JFELPH
JEAEHDIT 3.7~9.8 T, AU EIIAIED 48~T0%IZADEL . /INERINITFERHEL TR O N E
T o AFEIZIUT DFEFER IO LR IEAF ML 6.5 5% CT9, Fio, TADADEDE 33%DEHE TR, T
FEIEAEHDIE 10.3 BT,

ZINHO/NRNERBLTHIERIT, ATED/NEEAOBWOFEL/2DEE 2 ONET, 72721, T TOER
DT HELT D EVIFR Tl B Z LICERIR R N B2 35 B 03 D Z L ITIEE DL ETT,

1/2


https://neurology-jp.org/guidelinem/pdf/syounin_14.pdf
https://neurology-jp.org/guidelinem/pdf/syounin_14.pdf

Jibiliee B8 A ERE SR b E LD

AE LRI CRIAR T 2 (U IAE DR W LY ) B ) IS BN AL RV ES DT, L F DX
SEICBOLHTORITSNELD, RN RHE S IR DI 2, BTV A/ —) Vi FEE (BRI G A -
(BR) AT — /L /L CRIGEATRE) 35 KUY CYP27AL SR IR A (PRIFUE L) O FE A TR <72 &,

HETHRNRITRST ST

TS TRITRZ 5

SEREERM, TALA, MNEE (FEEERL) 0H5T7
FAERBOFRRRHDIEI 5>, FE, FEEDOHLH

MFIVRE ) — VIRERIERB L CYP27AL SBIEFHREE,
£ D ot et 35 €4 JEAE V2 B 5 D AH RR DB S
T 390-8621 KHFIANATIE 3-1-1
BINKRFETR NRE = Bdx R B
TEL:0263-37-2671, FAX:0263-37-3427
Email : sekijima@shinshu-u.ac.jp

CYP27A1 BA=FRAE DKL
JEAE T BRI TR Al Bh & (EER MR R BUR T IR 2E)
e 5 € R 0D SERBHIR L2 AR T A AERUC B DA S8 8E
J &M iR ML L Z B 3 D i A SR BE
R L= U NBA—4 — ] (#1E) : http://www.ctx-guideline.jp/guideline/

L ZBIN
1) Mg O EAE 2 AR T A2 2018, H AMFEF4S. [Internet].2018 [cited 2019 September 5]. Available
from: http://www.ctx-guideline.jp/

2) Sekijima Y, Koyama Y, Yoshinaga T, Koinuma M, Inaba Y. Nationwide survey on cerebrotendinous
xanthomatosis in Japan. J Hum Genet. 2018;63(3):271-80.
3) FBiE ME—, BAE BEL NERHDOORREESNDS IR MR AEE. B EEE 2020;124(10):1475-83.

2/2


http://www.ctx-guideline.jp/guideline/
http://www.ctx-guideline.jp/

Calle)

Jibéfee 35 EAREE DR M B Y

A FER
it € fie
HETHE D PR IR X & 72 (3G A
FHEFGAE D F N
FHEFIE O R BT
INR~FAEFIE D18 o T H#i
FHEFNE OB M ERE
AR~ FLR A 0 BAL M #E - REVE S o
HHEFTHE O APRIEIR & U Tk, RRAIBREEREE ., /NRGREIR, SEARERAEIR. SEAIMEER. Tt
BT R R RS 7 & OB 23 &
B A LRI R
MiFaL Az — Vg 45 pgmL MAE (EHEF O FHEE+SD : 2.3540.73 pg/mL)
C BE¥EHRE
CYP2741 BT DR (ER%ZFEEANKRE - IEE~T v AR TRD 5)
D $#ERIZHT
DToEBICL2IMEaL AL ) —VEEREINT 3,
CREME 2 L 2T a — VI
- ¥ b 27 a — IIE
- PHZEMERH E 7 R
- R BB RE K TR

ECEE O #ER 23 #7256 LECE R & M ERE O G 0F 05 E T & &k, CYP2741
B FRELZEMT 5, CYP2741 BIZ T ORIFHELZESTHER I Nz GE1:. LRdoEEZ A&0F
LCW»C b ki e EfE DM nRETH 5,

<ZWoHhFIY—>

Definite : A @ 1 JHHL E+B+C+D

Probable : A ® 1JHHM E+B+D

Possible : A ® 1 HHLM FE+B
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