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EC 1.14.13.15 = EC 1.14.15.15 (transferred entry, 2016)) &3 Efs 15
WICK VIR T 2 ERaAREEEREERBATH S (Chen et al 1997, Chen et al
1998, Verrips et al 2000a) . F7c. FHREAM-CHEALARICERE L2 IRE R0 23,
ILATE—ABIRA LAY ) — L TholZl &b, ERXMEAT o —LE
FEELRE SN, BATIZ60FNFEDOHENH D . 20 mELLRTICZ < BFRIE
L. RO R FEm L B 404 5%, LME 3687 & > TWd (B 1991) .
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DI ERE R A FEE I, —RIEBBTHLr ) TAF T a— g
(CDCA) Al Thbi7e< 7%, CDCAIZIEHEREROEEERZ TH L 2 L
A2TH—VT7a-t FOXTT—¥DRHT 47 74— K v 7 &5 NEMK
FXR VU 47> R T (Makishimaetal1999), ZD FXR AN T HXHT 47 7 ¢
— PRy 7N ETDHE, aLRE ) —)b - BT A a— L OEENBE S,
b 5 fo i SE O I K & 72 5 (Honda et al 2005)

(3) CTX » ERFEIR

#-1. CTX DXL JEIR (GeneReviews : Federico 2016)

E AR KK
T ¥ HIREIC R IET D (infantile-onset) B 72 T RIS 4]
WER D r— 203 % 5 (Cruysberg et al 1991),
EHAEMEA R 75% CHWNEAFHER TH Y 10 L T TRIET 5

(childhood-onset) (Cruysberg et al 1995),

B - Tk o ol WEONEIXT X UARE, MOBOM., &g O O
T 10~20 X T4HE U % (adolescent- to young adult-
onset), WOMEITRE., M., B, FHRICBNTHAELD
5 (Keren et al 2009, Brienza et al 2015, Federico and
Dotti 2003)

CEAEE Y JEHE & BRI 28 | A E & BT oo U R 7 BN
(B MRRIE) M OEED VT AORINEE 72 &0

xR~ T, THHiE CDCARLEIZL Y ET S
(Berginer et al 1993, Federico et al 1993.),

N 3 W S FORIRHEAEIX T (Philippart & Van Bogaert 1969,
Bouwes Bavinck et al 1986, Idouji et al 1991)

BMELMERSE | HEET 7o — 28R CE ., B ARE A (Fujiyama
et al 1991, Kerleau et al 1993, Valdivielso et al 2004,
Frih-Ayed et al 2005)
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HEATHEOMRESE | HIEHEMICEMERELZ R TREZTE LV DLIN, T AL
CHEEIR T, #K | ORBFOMETEREY F CIIEFE»D LIKWEET

BEIER . INMIESR . | & D (Verrips et al 2000b), L 72> L 50%LL E72Y 20 m&fl
WEE, VAN | THREKTZ2L., TO®%, BHRiCETT 5, £, 17
=7 =%V | OB, AR AL, HEM. S OER. BEERL
VIEERE, CAD | EORMIERNIEE R Z LN H H, 20~30 5 D [ I #E




Aoy BRI E) | RESER (EME) o/NIMIERR . XX 2 O 7 23 IE F4+
72 < B B (Verrips et al 1999a),

2) BSRROEEMEDOH B EE~DHKLMIZONT
(1) T WROEITR AT, BEEFICE LR EL T TRE]
WA, ANE, REESEOLZ  OERIZATTERNTHY | EiEE,
HBER T HEEE R EAFARICE LWEEEZ KT, ko X 5ic, CTX
X T WROETHAARAHENT, « -« -] TN T D,

@) 7 EMICERREEND DKEB (BIENRER) )

FER A HETT 9~ 2 & IREOM 2 (FRIC PR B ABLdu, Btk 1L ERBRH
ZRLTHEET D (HFES 2001), £72, GOHETH 5 LA EESCHIREEL
MBERIEDRK & 700 2 LbH D (BIL 1991, Dotti et al 1998), LA Ed &
21T, CTX X 17 AEMmICEHERZREEN - « « ] TBWTHEHET D,
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1) BEEEKSH CDCAIZHDWT

CTX D3IE N OH#ELTIX, Kl ~Da LAY ) —LVEBICL2b0TH D,
KoTavAy ) =Lz FIFIRKENE—ICHETH 5, CDCA L CTX IZHB W
TiEL/zcalbATe—/ Ta-kt FRXTT7—E% FXR 2L TH¥ VL F
2b—Yg L, I LVAZ ) — )L~ LE FIFAHAZLNTES (Salen et al
1987),

CDCAIZCTX D3 TICHZ o7 FELZMVRS Z LixTE WA 545
W9 AVEHEITERS L ORIEZ T T& % (Mondelli et al 2001, Berginer et al
2009), E7o. FHOEZ EOSEHEL FRRIK T, PR AR B AY 2R R S AT LIRS
STHICEETE % (Bonnot et al 2010), AR A[FHYZR[EE | FRICHRRFEE 2 E 2
LAMZZHEr L. CDCAMifRRIEZ T 2 HENEETH D,

K[E D GeneReviews (Federico et al 2016), A/ 7 ~==27T /L 18 K,
Martindale-38th (2014). OMIM (Online Mendelian Inheritance in Man,
MIM ID #213700 Cerebrotendinous Xanthomatosis)iZEB\ Tt , = LA H J/
—ETFIFHZENTED CTXHEHFEEKELE LT CDCA RHIT L TEY, SR
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CEF A AR || K | AA R | TARTA L FR0H, REOESZEAENFEFT (National
AV MY J 1 > | Institute of Health) Office of Rare Disease 7% i& {5 O 1A%
%%;gé% 4 LBBICET AT — & <—2E LTABLTNS
Fxzv 7L, [GeneReviews| @ CTX BT 581 H 5,
aﬁﬁ@%ﬁ (BLEETIT 2013 RGN S 7223, 2016 T ekET
ggf?ﬁ% WS TEAT ST,
%hHE + | CTX (281 5 CDCA T & % R s
IS R EE A R 2 ER AL L (g, JBy 3 K OUR 6 BE R
é;t HMEWESED) | ALRY ) — L AEDRE TS
feogpm | 22X, MHEELCSF oa L x% ) —)ViE % IEF AL
gff L. Z LT, MAEHE20257 R [Mondelli et al 1992,
4 | Mondelli et al 2001] &5 HiF25E [Federico et al 1993]
)

BB O OMOFRER ZWET L5 [HRILO®SE :

Bonnot et al 2010] ,

CDCA 2L DB TO LS ICHE SN TN D

[Mondelli et al 2001],

OOFRACERE 2 EFE(L L, £O®%, BEICHERT D,

OO &) 5% 38 E AL (MEPs) & A &7 55 58 AL (SEPs)IC 5
T % RN TR 2R B

® HhIREHE OWEIT VS, BRIk E ZEA,




FIE D T b5
HIERIEIR D & 5 BB ~DCDCA O B HIVEEEALAIT. BR
JER AP IETE 5,
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#4 K | 1) Mondelli M, Rossi A, Scarpini C, Dotti MT,
A4 Federico A. Evoked potentials in cerebrotendinous
DR AL xanthomatosis and effect induced by
i chenodeoxycholic acid. Arch Neurol.
1992;49(5):469-75

2)Mondelli M, Sicurelli F, Scarpini C, Dotti MT,
Federico A. Cerebrotendinous xanthomatosis:
11-year treatment with chenodeoxycholic acid in five
patients. An electrophysiological study. J Neurol
Sci. 2001;190(1-2):29-33.

3) Federico A, Dotti MT, Loré F, Nuti R.
Cerebrotendinous xanthomatosis:
Pathophysiological study on bone metabolism. J
Neurol Sci. 1993;115(1): 67-70.

4)Bonnot O, Fraidakis MJ, Lucanto R, Chauvin D,
Kelley N, Plaza M, Dubourg O, Lyon-Caen O, Sedel
F, Cohen D. Cerebrotendinous xanthomatosis
presenting with severe externalized disorder:
improvement after one year of treatment with
chenodeoxycholic Acid. CNS Spectr.
2010;15(4):231-6.
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3. EANFITEDENANDNTECHER « IREZHIZTHOWVWT
(1) EELLILEEER, EYEERBRE IR D AR LERE L COHRERI

<XkOMBEFHIE (BRRACHRBRFIE) . MBHBE, Tk - KEZoRTEH
FH oD A I A >

1)

<HFEAMZ BT D i IR A B A >

1)

< AARIZEIT DGR A B >

1)

WICH-GCP #EHLO EE R ABRICHS>WTIE, FOSR#HT A L,

(2) Peer-reviewed journal &G, A & « 75 U > R EOHE IR

1)

(3) #REF~DFERERRI & L TORERN

<WBAMT BT D HHEFEE >
1) Orphanet (E#HFE, BEBLOHBEMEDOLDIC, VKRB EZORBEEORE
T — 2 RX— 2T DR D website)
http://www.orpha.net/consor/cgi-bin/OC Exp.php?lng=EN&Expert=909
CTX DIRFIEZ SV TUTFO L ) ICRlicenTWD,

(77 =2 T4 D E LT, CDCA #iFBENS T L, B AH & 2L
AL )= VIREAZEFEAL, MRIERZKETE D5, HAREDOAREN S 503,
HMG-CoA & £ L EI N M, £7-13 CDCA L &N 5, ANETHIL 50 5% £
TIHELRD, a— LB LHAVONS, HHFBRAHE 2L R2Z ) —VREOEFELIC
DNTIX CDCAIFEHIFFTE 202, CDCA @ X 9 ZefiFdwtEiT e v, |

<HBARIZBITDHHFPEE>
1) PR EE, (11 M @E cerebrotendinous xanthomatosis (CTX) . /K%
Htm RN EAN B 7 7 BB R, EFEER, R, 2016 : 952-953.
CTX DIEFIEIZ OV TU TO X I IZRRBE TV D,

[ 74 F v a—E (600 mg/H) #RHMRFOHEE L CTHIFEES KA R LE
THZELICRY ., FREE FOMREROGENRATREE SN TWD, )

2) HREMEH, BEEER. 3 MESEAEE . SARNZER. THERANBIHE 2 — b,
W & R4, AR, 2015 : 386-388.
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http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=909

CTX ODIBEFEEIZHOWTUTO LY ICEREHE N TVD,

[CDCA #5352 L ClEFR LAY ) —HEOEFEBIE LI, THS
FRIEREIR DB HIFF TE 5, HMG-CoA B MR ILEFR (X2 F ) OffHOf
b A STV D,

(4) %2 VLB SEOBHRIA K54 v ~ODBRN

<WHZBITDHA RTA L HE>

1) “Leukodystrophien im Erwachsenenalter”. Leitlinien fiir Diagnostik und Therapie
in der Neurologie. Ed by Deutsche Gesellschaft fiir Neurologie. 2012.
http://www.awmf.org/leitlinien/detail/11/030-118. html

RAHOREY A ha 7 —] (MERESICET 220 - 8T KT 42 F
A VIR ER) OWEFICET S 7 v a T, CTXIBHRIEE LTUFO X IciEfks
nTnd,

[CDCAffiFEIIEDS, Rz EFH L, HELLEML, —HMOEREZEET D
(Berginer et al 1984) |

<HARIZBIFLZTA R4 %>
1) ¥RfE M o 2 — A, Ml A lEAE > (263 Pk S A IEGE | O 2K - 1BRE #2121t
L TwW5, http!//www.nanbyou.or.jp/entry/4619
WIS Ok v a T, LTORKICREBLINL TS,

Vr 74 %y a— Ll (CDCA) ORMBEEIZLVERNLELZZ ENRHRE N
TWAB N, RBRES ST > Ty,

2) HEWtEWmtE ¥ —2, 1263 Ml AMEE )] OZKEELZREZMEL TV D,
http://www.mhlw.go.jp/file/06-Seisakujouhou-10900000-Kenkoukyoku/0000085531.pdf

M4, W5 O 7 v a T, UTFORICREESNATHD,

Mg~ — A 4fiFE HBJIZ CDCA 2% 5952 & T, aLATFr—/L - aL AL )
—NVOEEZIEIL S 5, WHAO®RETIZ. CDCA EMiS 1 F##&OHBEKT, 8
REETEAR . NIMIEAR . AR AR E IR 70 & OERRIE R I KON %, CT A% v T
BEFROLEZRDIZLEVIRENH D,

(5) BHENREITR D AT CTORRRERBE & NEEREASER (B (1) 2L
) 1z oW T
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1) BEAEBRM (FeRFes) | TS A EE O ZEi R & 2IEREEO =D DA KT
A ERICBET 2058 BABBR FM R EMBe (AR BEEORIEEE) B
FEAFFE R &3, 2016 4 3 A . (B& 2016)

O v o5 EE O R EE FHHA F— KA
ZEOMENEHE K., EERSEMHEIHE - PHER s, /NER M EDHE
fEsk DA EE 2,641 Mgk 2 RRICHE (77— MERX) ZEMEL, 1,082 figk LY
BIZ 21572 (EUER 40.6%), £ OfEHR. 31 fiigk 2> b & it 40 il CTX BFE DI
Ehitz, CTX BFEITHE SN2 ONRIL, RN E 26 fizk., fEERMNE 2
MiEk . PO IREN AR 1R, R 2 sk CTh o 7o,

© Jivald o B O R [EE A B kA
CTX BENWME ST 31 MERIC OV TIE, IREIEZED EICHEM RGeS 5
e DI ZWRFRAENFEE S (77— MEX) | 23 fifk 2 b 32 JERI D [HIE 25 T
Do _RMETIESINTBIKRT — 2137 —# X— 2L &I, HeHFROMENT A3 B b
Iz,

(6) EFto (1) 226 (5) ZHEREBEBADZLEMHEIZHONT

<EEEE - RICOVNT>
1) CTX ® CDCA ffifstikid, ERHEICH D & 5 ICHESLEAKR L O, KO EU T
DGRBS AEER B HIE L L CHM SR b D EEX BN S,

<HEHLHE - HEIZS>VWT>
1) [CTX {5231 5 CDCA ® Hik - H &1L, GeneReviews (Federico et al 2016) |
TIF 750 mg/H (A, #R&E) LS TnD,

—7J7. Yoshinaga et al (2014) @ 1 JEf] (750 mg/ H)OHE RS, BATIIWVT
DERHEIZB N TH 300~600 mg/H (FEAFEG) THOMER TR EVEDBRE S 4,
ARMERRENTWD, CTX IRRICHIT D2 ADMFMEEE & LTifhalr sy ) —u
ERFEFOND, BRANBEZINRLELZIFEALEORET, 29 LEEE(LFENREEN
300~600 mg/H C#ET 5 Z LW E ST 5 (Kuriyama et al 1991, Kuriyama et
al 1994, fEE 25 1984, M=+ 5 1990, Nakamura et al 1991, ¥T¥E & 1991,
Fujiyama et al 1991, AfRHEE — 5 1992, Mimura et al 1993, Ito et al 2003,
Kinoshita et al 2004), EEG O E# b, K2 O dE, HAaEOMH /N e & o dBEE
HbHlEsnTnid,

F72. BAT600 mg/H B EHAELE LTHWLNTWD DITEAEIZE T 5 KR
BICER LTI EEZONDH, HAT600 mg/H B REHAEE SN TS DI,
EMEHZZEBLTCOZ L THY (THiRZLEOBREES), BEME R T REHREL LT
WEINTND,
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CDCA (F/ W7k, BAREKEK) OBAEICRITSHE - A& [EE. kA

X/ TAxa— LRl LT, 300~400mg % 1 H 2~3 [miCpER OS5 5,

B W, JERICE Y EEET 54, 1 HeEm& 5 EIE 600mg 35, ]

Lo X o, Ak etz ZE+T 5L, ARICEBITH CTXHEEIX, IBATED
KA HEICENT =R R THLIEEXOLND, ]

ARIBOIEGIHE T E STz B ARMRIGE 2 O ERR RIS, BT,

— 07 HEAMER R EBORIMT A FEIC LV REFR O CTXZEI A KT 14 (B 2016)
LOELEL, BETOILERHDLIEEZEZOND, UL b, EMFE L OMKO B, AEDA
CRVWEIRIEL TWS RERH DL EEZXHND,

<FRRBINLE ST 2N T >
1) CTX [Fa LA Z ) — A& EMICERT2FICLVIRIEL., ERNEITT D, X
5T, 2 VRAZ ) —=NE FNFDHIRENRE—ITRDOLND,

Mz 2% ) =L FF5HZEDTE AL CDCA Ofti, HMG-CoA &=Ll #
PREED VU RRAZF T TNALF R’ 5%, KO CDCA & HMG-CoA it
FILEKROHHNEDTH D FELRHRE LTS (Paynet et al 1991, Verrips et al
1999), 7272 L. A ZF U RFEHNIL, MBHMMRECES L THEMNTLI2LERD D

(Federico & Dotti 1994),

$72. DL 7 7= L—3 A Fab A% ) =L EETTE LR, £TOAHMMEIZHONT
OFHIE—E L T b3, MEFOIBEIETH S (Mimura et al 1993, Berginer &
Salen 1994)., Berginer & Salen (1994) X, 22 L A & J — VAR & (REGE 7 — L 2 88
IMEFDAHEENH D E L TLDL T 7 = L— v ADfEBEZER L T\ 5,

BBy LY T A% a— L HMG-CoA B iR EFEE e A2 L2 F | KO
JEH BN ER 2 L AF T 2 2, CDCA O X 5 7R iEHsh RIT MmN = L s X
L TW5 (Kimura et al 1982, Batta et al 2004),

Orphanet (28 W TiX, CDCA LA UL —REHBTHL a—LBmbInREEL LTH
TonTEBY, 77 —RANT74 L DREE LT, CDCA #HiFEENH T v, MHHEE
R arry /= VRBELXEFRLL, MIERZEETE 5, HREEOWEELH
%73, HMG-CoA Tl F L ER N M, F721% CDCA EOFH SN D, AWNETIHIX
50 mcE TCICEE D, a— B LHVWLNS, HBHBR#EEa L 24 ) —LRED
EFALIZ DWW TIL CDCA IF EMIFFTE 2223, CDCA O X 5 Z2iF stz v, ) &Rtk
INTWVWD, T—/VEBIZHEB W TIL CTX OMRRIEIR % O 4 B etk I 33 5 & B ER IR B i
FTEEHRESNTE LT, HMG-CoA B £ FRL LDL 7 7 = L—3 A L O
R BRMFTTH D,

LEDFENS, CODCARERZ 77— AT A T2 LImYEEZLND,
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2) WA
R ERE X —3, 1263 MEEANERE] OZBEELRIEL T 5,
http://www.mhlw.go.jp/file/06-Seisakujouhou-10900000-Kenkoukyoku/0000085531.pdf

<EME#E> 1263 KEEGEE ]
Definite. Probable %% &4 5,
e EEEEDS IR %
A SEIR
1. BEREODBRNE
2. BEHLUBRREOT7T X LABRERIE
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