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FADH> 02

enoyl-CoA

H:0
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. . . HAD™
D-Bifunctionalprotein t
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fueeen acyl-CoA (Cn-2) acetyl-CoA
\ | CROT ? /
L} Octanoyl-Carnitine ««eeeeveeee> S RV RU 7

ALD [CB(F 2 EafiBRREBEATEA S~ v T

NIVAF Y — DI T very long chain acyl-CoA synthetase (VLACS) [C KD CoA £
feBa M= SRR A EE CoA (VLCFA-CoA) [F, ABCD1 [CKDN)VA F Y — AAICHX
&N%. —7F. ABCDI O VLCFA-CoA i [C (& CoA DINK DR E B CoAEDUET
HdDEDRFEBDD. TDH, VLCFA-CoA (F 4 ERFEDASIHEE p 2L 2R T, KR
H'2 D52 L) acyl-CoA & acetyl-CoA [CUEH T N 2. 5RERHH 8 (D octanoyl-CoA (& carnitine
octanoyltransferase (CROT) ZN U TRV AF IV —LDHBHT, = IV RUPTRELE
ENB.

(Morita M, Imanaka T : Peroxisomal ABC transporters - Structure, function and role in disease.
Biochim Biophys Acta 2012 ; 1822 : 1387-1396)
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B & ORERARIAEE CRURIAR R SHIR IR O ¥ 2S5Ro H D . F 72, WMOBBE=
BB T, BB LsESM 2Ry B ESENRE 2L 270 -V X
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BEIGEE D& 3 L Tz,
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bLWBWI~ =7 —12%-oTHY, MAEFO C26:0 % C25:0, C24:0 FEL LT
12C22:0 L DI FZHICHH SN T D, &Kk, 2IfH @ 1-hexacosa-
noyl-2-lyso-sn-3-glycerophosphorylcholine (C26:0-lyso-PC) %% ALD % X )V %+ ¥ ¥
V= MROB N BWI =N — 12 5 S e AR SN, KETIEY AR ) —
=IO HEA TV D (KA RS54 V[VILALD OFERYAZ T —
—VJI1E88). —J, ALD BB OIS B\ ILHHESF IS BT 5 SRR R
NRIHIR O FE G & & BRIRIY 7 i B RS AR O AT I A BRI 72 .

ALD B & ORI BT 2 ISR R & OB L, Mk M) 2B %
fOFIMR R SEAR AR O B BRALTE DR TIC L 2 b DL EZ 6N TS, HEEEE
MRS IR IR FE L LTI Py FY 7 TRMILSNTHESI N LA, fafl
TR SHRRI R (C>22) IZ BRI VA F 2 F — A THR I NS, fafiiRESHAR
%13 F 3 very long chain acyl-CoA synthetase (VLACS) |2 & » TF 4 T X 7 )U1E
& L CHEMEAL 4172 VLCFA-CoA & 72 ), ABCDI (2 & D) bt &2y — AN
ik SN b, ZDF%, acyl-CoA oxidase 112 X V) FR{L & 41, D-bifunctional protein
12 & %K & BRIk 3R, 3-ketoacyl-CoA thiolase 12 £ W, kR FHEH2T2 D\ acyl-
CoA & acetyl-CoA 243 E N 5. T DA 7 )Vik VLCFA-CoA %Y F$H 8 D octa-
noyl-CoA 2E B9 % T THEAT L, octanoyl-CoA (X 3 F I ¥ V) T IZHiak S 11,
AL acetyl-CoA £ T S % (B 1), ALD B3 OGS Mg Tk K8 i
Ttk @ B IRALTEE 2 M E T 5 &, fH B ORMEF ML IZ < TH 60 ~ 80 %
TLTEBY, ZOMETIZABCDI DREFIZL L LEZEZ LN TWD. KB, ALD
B OMAESF AL B ET ABCDI cDNA %38 AT 5 &, WESIEIR O p Bzt
PIEHEALT 5.

RN O IR SN ER X, ZOEERICL > THHEELITSH. ALD
D EF— O EALF IR fig AR LSRRG O B BRIbA4TH 525, ALD HED
PR T ESEIRTIR 2> S SR R SHIRIIR~ D E G T SN TV 5 &
DA B FEBE MIFLPTHENN L 72 VLCFA-CoA (3, elongase : elongation
of very long chain fatty acids (ELOVL1) |2 & > T, & GIZIRIIMBORFZHESME
&Nz, F72, ZOELOVLI #EHEMEHNT v o 5y &85 2 LICLRY
IR SAIR R DM EIL 2 A S C26 1 0 X IR T &85 Z LA HETH
%

2 BRBBDFAERR

ALD OAALA IR B AR R SR IFER OB R Td 2 A%, P2 E 5 8B IX
ANHTH 5. KN ALD TR B A IE RN E O U % AP SEAN
T, UMMEERETHED I =) VIR N TN S, ST AL RS 2
530D IZH 5N EY. $74bbH, @ periodic acid-Schiff (PAS) He i [ 1,
sudan Zett D~ 7 0 7 7 — U OMETE LIGFE R BHEDFRO H L5 25, R LR
e T 20ixo% 1 g (FEE), OFER I ) YHEEDZSH TS5~ 710
77 =UHEL, P LOFRMEERE L ORI ERET Lc#MRINRIEL, I
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EIESEST BN, ZOIMAIKE) ICE

ISRDEFDHRETDD.

BRI AR 5L R O% 2 B (SERE), ORI ET LTT A
FEZYF =Y ADRHEIETLHLO83EEIERE) I, F, K
MRI T T1 5HFIHE R T SR GE 2 S LT, G5 THEBERIA & 76 7 W allix
OWitRE & LOBEIERE ORI, BIRISERE SN S IER DRSO 5115 (E 2b
DOREN) . —F, BTHEMEEICLABRTIRET LI~ 707 7 — JHIZBHIK
DEAED RO SN L. B AFILEIE B E MR Leydig Mg, SRIFH#ED
Schwann ffE CH AHN 5.

iREIZE L RREEDIHE & L CTid, ABCDI1 OFBEEAREIC &L 1) B8 L - fafilii &
SHERRAEE ST | & &L e ), I 1) Y OYINAZE, BRILA ML ADFFELE I &
a2 R 7 OREEREE, REVEOIRRICE 2 0EROLEHELNMLT, s
TNTODRIEWTA M A v OREEFER EHFEZO5NRTBNY, Bifhinr o
PFAEHAIE DR £ TR 2 REGE 2T 5 KINEEZHO 2T 59 2T,
M CONRNIERAROZIL L EHEAL L3 7207 TR~ 707 77—V OER
IZEH L2 oERS A SIS, $8ERIRICIE, oL A7 o — L AHEHR
R M PR IARE S & ORI L I ST w b (BHA RS A [ VII- fREE#A
MEDRELHISR).

3 AMN & abed! /yvOPOBRIDR

CCALD |2~ AMN B E TIEFHMEFOMATIRIIC S X 225, FREHE L LT
BABEIC N2 CHIZRDOEMRBELZHO L 00, MEMEOREIZZ LY, —
J, ALD ET NV TH B abedl / v 7 77 o AT, N, FiHl, i, BTo
RO R SH IR I R 0 B A R, AAHE S AT X I C o> S A e = B8 T 9 PR B kAL
EHEORTIZRRO 5 b 00, K1), I, FHl, RIFMETORTIIAD LN h o
722 UL, Z0fk, 15 HELEICEITEN RS 2 MR (58RI 0BT, B
B, RRHETOI D) U RWMBEORESHRE SN TDE™. abedl /v 7TV
Y ADOFERIFEILZAMN TH Y, ALD BETIIM S 2 DR T2 5 2 &
&) KIRI 2 SHET A TREEDSE Z 5N T ah. L7zh > T, KIMEIOFAER
TEEHT A2FEL LT, ALDREIMTOY ) 47 4 FEEFHT (genome-wide
association study : GWAS) \ZINZC, abedl / v 7 7 M <7 ZIZBIT 5 RIS



KEHE

FENOHGH A & RREMII 721 T2, GHFREREE TV E L TEEEEDN L,
WRITOWFETIE abedl 7 2 777 8= 7 A BT HWHREVEIZERILA b L A0
G4 B RENE bR ST 2™

fiE

R

ALD X, ZIEAEREERICL Y U ToORMICSHEENTWS (R,
1 /NEXKENE(CCALD), BEHXAE! (AdoICALD)

CCALD 1& 3 ~ 10 I DB o B, THRE P REET, SITEE
WAL ETRIEL, EIROIEDY » 5 2L EIT2 80, BETELEYD
BilmE LD ENL V. —JF, AdoICALD (Z 11 ~ 21 %2 CCALD & [AAEDFEIR
THRIET B3, ROBEIHEITT L2 H 5.

BARIIZIE, B SRD AR, TROLZ9 1L Twa ], [ & R ERT
ENSRFRCH SR 2 2H L, HRESCHEIRAE CHL 22 REFRO S5
FIRBBIE SN TV AIERIR, FR R ETHEDLE EOL SRITEIRY, BEK
T, FHERE L O O EER - L8R E (attention deficit hyperactivity
disorder ; ADHD) R EHW#E & L TR EN TV REALHA I NS, win
HITWILAFER, FEROMEST - IV ICK DV EMER E% % LT, X MRI
AT ALD 285t b 5 2 D%\, Z0IEh, ELIRL & TR TREESR )
WA ZPISSERE L CRROLEMD H 5. FEERIE 7T RATEHSIZ, £<1E3
~15HLOWVETIIRIET 5.

ALD 8!
—— SFEERIE 3 ~ 1055, M - (TEIZME, h - KT, BEmEE,
(CJCL’ALI;I)I STEERETREL, METELEDICEDTENSL. BHEL
BEFRAAL.
B AR SRR 11 ~ 21 5. VRARECELD, DOERICETT DIE
(AdolCALD) Bl

10 (S ~MA. EMUMETHRIEL, BRICETTD. BEOKE
EEZMHD CEHEL. BEOREMIEES, BNERES BEZ

adrenomyeloneuropathy

(AR ST EDDB.
HARZAL, SRAVE, WBEERTREL, NEEEERICEEITETU
AR KANEY THEYIRREICED. R, WER, ORBYZ hOT 14—, BF
(ACALD) I EEE EDRBEEREDERINMNE. AMN THREL, ##8HI(C
1#I (L, T ACALD E15DBE6HHD.
JINBY - AgEREY IBXSEE, TR DEMEE 2 VS B \INE R DR IRER Z 29 5.
P |, BARIR, ARERY, HEOERLIELERBADERD,
= E2YD. BRERERSE.
RS THRRED—IFE AMN (CEERRERZ 2T DIBEDDS.
ZDfth FIERTSEM.

17



REHNE

8l

BWORA Y M LT[ BFTRIET 2 IDEETH L. SR CTHRET 5 FHE
(&, M D S-SR EA L LT, ITEICRMEE, SiAHE S I L THETT
*ETEMRBOENE LTEETHY), P LH[EPTHRIET S ADHD
3% 2 5. MRIRA DTS, M SHIR I M s A 2 R 1S3 5 & 2%,
BB D 72012k TH 5.

2 adrenomyeloneuropathy (AMN)

BEEG» O BIPIBEIZSIES 2 2 e A% <, EMERT 2 FRERE L, mEC
VU DRSS OTTHE, RIS SN D, £72, FhEAL, IRESE, ERY
HRRAE TN SN A REE OB 2 AR MREREE 2 ) . BREREFALN LGS
(&, FHERELREZET L L) R LNVOHLEEFELME) 2 L%\, HiRE
TEDOREB TS 578, it 10 4F TR FBOREFA P RREIZEITL, ot AR
BfEIR % 5 2 & SRR B AL &2 IEERIME & & D BN T
e LTHEETH L.

3 MAXEE(ACALD)

MAEZAL, WK, ATEVERE, RRAREREIR TN 2 & THIgE L, B EE L
TeEl, PHREARTH D, RAVERLHEMEREOHE L L TEETH S,

4 B - BxEREY

ARSI & b0 BAAT, T T IO EAERERCTHARALS <, i
W, NI E BB & B T 5. R 2 45 CH RIS
i35,

5 PYYVE

2 i PABE 2 5 S 200 THER M R EIR Tl AR WIS K, &FBR, B
JIR, WIART, RERA, RILES, GBRLETHRET L. /2, ERAERR
Bl - W, TRISEOWLEHEIR, WHHER (EST), A%, 9 0) % LA BfE
WHFHZ 5. THREDIEN L VDS, Z D, CCALD X AMN 7 El2HEE$ %
ZENDY, FEEETETL. ENE L CEERERTH L ORILEX, BE,
R E OB, TR, HOFENIZALNS.

FAEEOBERIEASTH LT VY YIFHTIE, #iilE LT, EREOHEMLTE
FIECHREO B OREN, BdWE, M, PAOEBREEELIC, B0l
Bl2I1X ALD %8015 2 720 OB E SRR EII VLA TH 5.

6 LHRIES

CNFET, ALD OLHARRZ 2D W T SSRE R O FRE MY 72 SE B S R0 R 25 I
DFEIEL DAENEESI NS E, LT LIERBRIIELPIIEINTI hd o7
B, AR TR E D 20 ~ 50 % TSP OERE & 72 2 LG S



REHE

Tw2Y, B RMEIRIE AMN ICEDL L 2 FBAER T, WIS TR O R A
5OBATAMIZ L ) BRSO, ThOFEA AT, HERER 227w
52 LB, —EICIEBITREEICELEMNOHEMET 5. 72, KAEMEEE
RIR - EREOFEREET LI L H L. —T7, RIBAERKWERE & 727 E
BHIMD CTHTd 5. FEEMEEITINE & & IS 525, BARNIIHEER %
ET52LIFETEAERW,

¥ ®

1 I\RKAE (CCALD)

HEGIROW A I SER 2 SELINICHE T RESE, 8725 ) & R 2IERA L . HEIC
7R CHE L 72358 O EF TR .

2 BEHAKXMNE (AJOICALD)

JEIRIZ CCALD & [Alff CEGRICHEITT 525, SEMNENIILBAYHER 2 I T T
HIEMIZSH H. CCALD b &OT 10 % FHEEICHETHPHRIEILET L L9053 5.
72750, 10 ~ 15 SERICARIHETT A5 ELH L0 TEEZET Y.

3 adrenomyeloneuropathy (AMN)

— W o N & LB THEATT 528, BN TOR RN BRERE T
10 TP OREGI KB RATL, Vol ARBIEIRZ 255 & 2
REALEE T EMESNTVAY. —F, BCKTIE AMN O 10 4£ DL o a#k
D SR 20 % HAMENERT B L MBI NTWEY, FEFEOERNDL H
55, ENTIIHEER DS AR TREM O AMNEFR OGS B L T AH1TH
L RESI NS,

4 MAKEE(ACALD)

SHIZAETT T B B0 & FLE YRR R I SHEAT I A B0 5. EINIZ BT 5 HARIE
A TUE, BT L 72 ACALD %EH (40 %) O P EFIRNIZSIER 75 & ShTw
ésw.

5 Vi - BErEY

HANCS C, ERICBIT 5 HAERA T, F68 2 £ TRTHOER D KR
RIBATT 27,

6 7IVUR
EWIZ 0D 5T, AMNRAKNENZHERET L2 EDXHLDT, Lonbh el
72740 —=T v THRBMOTCEETHA.

o



REHNE

yes 4 [ 1 1 M [ J ®e r 100
88 %
81% - 80
- 60 E
5 %
e Lao &
F 20
18 %
20-39 40-59 60-79 } THREE OFERRIBAESR
no r00- 0000008 —@& —- 0 .
0 20 40 60 80 WIS TIIEFHmRBTCODBEEDERE,
it (%) RFELDEFICHBITDEREBLE, X
FHAEDXHZEKRT.

(Engelen M, Barbier M, Dijkstra IME, et al : X-linked adrenoleukodystrophy in wom-
en : a cross-sectional cohort study. Brain 2014 ; 137 : 693-706)

7 RIEMBHEERE

ABCDI ZE%#HT L BEMERBEZE DR 35 ~ 40 % 5%, AR KNI %2 IEHET 5
EENTVEAY ZNEFMT LI L IZBIE A CIIATRETH 5.

8 LMFIEE

WIEDT T v FICBIT A RKBERIICE 5L, 60T TITIZEMAERD &
D 80 % DR EE THEEFMAT AAASN S EREINTWE (I, 7-
721, BIBHEREAR R KINIEIRZ B4 AEMNIEIT L A L0 SNk,

10 ]






11

3%5% (FHA FF 1 [EZEER,4])

FEERE S VERKRR

12]

BIHEEL (R 1) (p.7) CEAEEICEO LN LRI TOMY) TH 5.
1 FEER

/NBTIZ ADHD /0B E &L L 725 R Z2 B4 5. A Tl & o xan<se
PEREZEAL, FEMR DL 22 eI R B 5.

2 HEEES

INETIEFEORE, R /ﬁ% Ty EA - BRAN - W - EEE R E R
WHNDL . ERIERRRERE E (RFE, ST, SR BEL D 5. WMATIERRAE, &
REEREEE L E e B 5.

3 EREIIFRR
PBEEIRE LTE . SRS, Bk, f8 RENOERE2ET 5.
4 HIEE

TR R CREVEXT R 2 525 5 2 & DSBS, RIS ZZ RO )12 8 5%
TEEZET 5.

5 FEHIR

PUBcOFENE, BT OTTE, RIS IET, EOREIZ BT L EHEICE
HHENS.

6 REES

FIEB L CEHHMEREE. AMN TIFHEOKEREE 2R H% v
7 BEReRESE

PERRESE, BEREEZET .



BHEE

8 BIBAZAER
W), BN, RERD, BRILE (BN, ®R), REREZ22 5.

BELLEIREMR

1 BREMEHERE

C26:0, C25:0, C24:0 7 & DB ESHIRNER ORI % BD 5. IMFEA 7 4
yIIT) v, MAERIRE, RIMERIEA 7 4 > T3 U &2 HWTONT 5.
TR SH IR R O BAE ORERE & BRI AL O B I BITE I v, ok RINE T DR
FSHIR IR OB % 520 B 0%, 15 ~ 20 % FLEE (X IEH #iPH % 75§,

2 B@fRE2HA (BB MRI, 5883 CT)

CCALD, AdolCALD, ACALD IZHB\WTIlE, KMEEOBBELEAIC—F L T,
CT TIHMEIUE, MRIT2 W R TIEREETIHREY RO 5. LD A L RIESE
HE, SHTEZEAEOMMNEE L, R K% WS, R RTEEEE 2 & i
WG E 2000 H 5. AMN B X OVNN - s Tl g, A, BRI
OFiHEE FAE T2, EHEORBHREDD 2 AL TIEH K1) =7 4 (Gd) 12 &
D IENRE RO 5.

3 WREBFNOKRE

TEPENM A5 FEAL (ABR) TIX T ~ I R, I~ V ERERIERT 5 2 &8
%, R F R EN (SEP) B X O FRENMN (VEP) THRF 2RO L 2 L
HEL, BOOFRTHLHELH D, MR EEMELBRERT 27205 2
VBB, WINbFEEE L ITELERT.

4 EIBHERE

BEIRAYICEEIR T3, ACTH B E P % ACTH B ikl TG % 50 5 &
LB 5.

5 BEFER

ABCDI B FDOEFRIILH T, HE BEFERICHS 22 MRS 51
Twin, {—0ZEREFL TV TOELIHRFHN LR T I LTI ERESN
5.

6 JRIEFR

TRHZA LI MR R LRIBCTH A DT, ERIOBWHIIIHIL -\, KK
HOREE, 704 — 2 A, MEEFEORIEMIZEE5RZ & b ALD O T

[13



PHEE

»H5. BT TIEZEMBOEAL, ETPICEENLERERDL. KEEE~ 7
07 7=, EEECEME, AR EE Schwann MG AR O TERR O JE IR HE &) %
RO L. COMEMIBEHIEIREZ A TSIV ATH-VIATVEELH O

CHEESN TS,
Yl
1T R

ADHD, Z#HEEE, LOE, HORE, M, 72V oR, RS, HEERE
11442 /% 4% (subacute sclerosing panencephalitis ; SSPE), flOFHET A b7 4 —.

2 g A

FRVEREVER FRIBE, 238 MEREALEE, FEHR, FRAUE, FRI/MNEME, 7YV
V9w, MIEE, VR CONE, foBEEY A Na T 4 —,

14

(D[ EEREKS & ORI TB~AHE (1 ~8) 03 b, Ak kb 12ME
HLhd b,

(2) M, M0, ARIERBEO 3 R SRR 8 575 .

()l MRI, AEAESOMAE, BB RERED VT CREZ R0 2.

ZHE, DTFOO~@ODOWTNrICELT2H6L T 5.
OER()~B)DFTRTEI 72T b D GEEH).
QFRBEMIFIEE TR ELB Y, Eit(2) 273 B GHERTER).
@LF () & B) &7z L, FKIEMWIZEES F7213RRBET S, &5VIEHE
SENRAHEE = ME R ABCDI B{ETERENTOBATHT A LEGHES).
(® ABCDI H#ART OFRIGMEZ AN % S 7z Bk
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B &

avoyxFL4N

ALD B 2B\ T, trioleoyl glycerol [+ L 4 Y& (C18:1) M) 72 V7)) 1 —
V)1 & trierucyl glycerol [TV 7 (C22:1) M) 72 v 7)) vua— V] % 411 OEE
THAELZOL Y+ A V%R) 6~ 8§ M#HG3 5 2 &2 & D A faflf R
PR EPMET 5. COKELZT, LYY+ AV ALD DEEE LT
WRFIEF 5728, ZOH%OBETT, M ffBEHEEIBE> KT Se5 3
DD, KEFERFEIER TIXERBICHE 2 RIS 2w S Tws. 72 AMN
R KMERFEIERT 2> & OG- MET SN 7225, ZOFREEHEL SN TV
WO I OIS R TR A S— N Yo 2O CHER A Bk S
(KHA RSAVIV-CQ LIBR).

iE I ¥ R ¥ 4E

KBS ALD V23 % Mk — o> 7 %) 72 16 56 3 580 A0 3] 0 3 I il i #2 4 C &
%, Wt CIE BEIEREEARTLE 12 X 2K 2 7 oBAEe, BRI % H v 7B
FERFIOIEZ TBY, BRI ELTWA. S SICKRMEI AR LT
MBS AER SN TH Y, BEIREIEL N L ORENEH LY. 20
BRELT LS TIEZWD, Fr—HBROHK- LMLz 787 7 —
VA AY A THERE T B T REEAYRIZ S LTV B

T8 I AT RS A 0D BT 72 8IS S e O B8 138 L WIRIIC B %28, A7 L & b1
BEHY 72 EETIRAT CIIBRIE OMEITE & FRICIIH S 22 MBI SN TB Y,
ORI L 7 BEATREFMZEE b MET STV A, ZRICE B L, EHTRIC
B LT3R Ol MRI T O3EATEE 2773 Loes score’™ A% 9 ki, 7, §
T72 &5 DOOFEAIIBETEREAT0 L7213 12, S SHIZHMTFERICHE L TidEhfE
4 1Q (performance 1Q ; PIQ) 2% 80 LI I, F5 it RERE = DFLNE % /R 3§~ ALD-disabili-
ty rating scale (ALD-DRS) 2SI LA F & 5T\ % (] 4).

F2ENIZ BV TIE, P24 ~ 25 AFEEEEG B B ORI JE S 36 e RAH
BEIEIZ AT D BAEEOMNL L A B T4 2 OVERIZE S 2 1F3e8E | (FF7e4t 3%
B OMEERE—)ICEY, EINERGIOFEM 2B e S, BInEED oo a4
R4 DB HEEN TR LY, 2040 TIE, FREED 2 WRMEFEEZ BV

161



#

i3

B#HEFHRERS

1. Vision

2. Hearing

3. Speech

4. Gait

5. Other (fine motor skill, ADL)
SHlE i 0, 1, 2, >2
GRAIES, TENRFEDIH:0)

WA0EEREEY © 1Q (WISC-IID)
PIQ (8% - =&
VIQ (BB% - §58)

B ALD-DRS ({5#iSaERE)
0. No
I. Mild learning or coordination }
I1. Moderate learning, sensory {
III. Severe learning, sensory 4
IV. Loss of cognitive ability

Hl MRI : Loes score
PERIVENTRICULAR 1
PARIETAL CENTRAL |
OCCIPITAL
WHITE MATTER SUBCORTICAL 1
ATROPHY 1
PERIVENTRICULAR 1
ANTERIOR TEMPORAL CENTRAL 1
WHITE MATTER SUBCORTICAL 1
ATROPHY 1
PERIVENTRICULAR 1
FRONTAL WHITE CENTRAL 1
MATTER SUBCORTICAL 1
ATROPHY 1
SPLENIUM 1
GENU 1
CORPUS CALLOSUM
ATROPHY SP 1
ATROPHY G 1
OPTIC RADIATIONS 1
MEYER'S LOOP 1
VISUAL PATHWAY
LAT GEN BODY 1
OPTIC TRACT 1
MED GEN BODY 1
BRANCH TO INF COLI 1
AUDITORY PATHWAY
LATERAL LEMNISCUS 1
PONS 1
INTERNAL CAPSULE 1
PYRAMIDAL SYSTEM
BRAIN STEM 1
CEREBELLUM 1
CEREBELLUM
ATROPHY 1
BASAL GANGLIA BASAL GANGLIA 1
ANTERIOR THALAMUS ANTERIOR THALAMUS 1
MILD GLOBAL 1
MODERATE GLOBAL 2
GROBAL ATROPHY
SEVERE GLOBAL 3
BRAIN STEM 1
SEVERITY SCORE 34
HEIICDWVTC, R, FIRDHDEULT, 1 RINKT D.
B,
1) global atrophy ([CDWT(F 1 ~ 3 ROWVFNH
)R RIMTHSIBE 05 R
3)questionable T&H O, M DOMDEEHNEWNIEE 0.5 KD
mET2d

ED) siEEsosti
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Tl Loes score 10 M ARG DEETHZM SN AL Z LIIMHTH D, 10 ~ 12 HIEET
Ho THBMOMISIZ D I EATRIEIN TS, 72721, WEPHNUICERL
TWAGEE, BAE D EHEROEIT IR & FFR ISR 2 LS VDT,
RBAEIZBE L CIEEICHBT§ N & RS hTw b (R2)Y.

FEARMNNE, ETBN T 2R S8, RN FSE T TR AL
FRDAWHEET, ORI A7 b H 5720, MRl TORMLEE Y EOK
ik 2 FEAE OB 2 FERRAR ISR ISR 5 Z E P HEFRE S T B, KI5
TR, BIERICBIT SN2 Z K OJBF TIE, BWiFIZIZ T T MRI TO
Loes score 7 & [EIBR 1 2 B HRIS OHESEIEREZ B X TV L OPEFETH SH. %l
B R R FLE FIZHET L C L ) ERIDH 25— T, B HIERIER AL E R
TR OE AN &) WEHEST L 72 EB COBMBI S FE T 5. S 512, fER
OHELTHE £ DIEBINZ & o TETH 2 D BICH BT OL T L SO 40055 T
Wh L7eA o T, BRI ORESNI BT B RBAEIS I OWTIE, EBEIC LT
B2 REICEHI L7729 2T, KRR ERE, BHEEMEOM THRE SN TS
ONBIRTH . ZOBOBEL LT, BESTOXHMEE, T¥2/8—r1E
=d HED SRR R B (AATA RS A VIV-CQ2 ~ 4128,

72, i MRI 2% OB RS CTRAE L 72 fE B O RIHEFRR A I B\ T, FRBEE
ZEIELI2E OGN H Y, AR S KINIER, EIEREE, Tﬁﬁﬁﬁﬂaﬁﬁ@?k &

ALD (T3 ZiSmesiiaisiarn 1 K51 >

RFEAEBRE | TN (6 D BE) M MRI [CTEMISESZRDICERMETEP

(EZIENEI mIc
(B MRIEHREHE(CRBI L C) | FEREHI © BX MRI D Loes score DY 12 mEAR, fel@ URBADERHIIFIEE(H)
g s
[E—ERRF—]

BotE N —

1. HLA V1 /5 AT EEEBSLUIFRRERDR (&80
2. HLA (A, B, C, DR) 77U)L—EE=II

3. HLA (A, B, C, DR) 7 UL—EIEMizEREEE N —
[BETER R —]

1. HLA (A, B, C, DR) 1~2 7 U)LA—EERI

2. HLA V1 /594 T—HREAERR (85)

1. busulfan + cyclophosphamide

2. Fludarabine + Melphalan +{EiRE L2 S KGRI

* busulfan [FETHHER CHB WV TIFEFEKRDBILDRH HNEODTEZ D

* IFMFER or HLA A—HIMFEEERBETERY >/ EKJOTU VD
SHERR

PP

- B MRI (&, #BHE# 2 FBIE 6 hAEBIC, TDEIF 1FBICITL), Loes score
ZEHN T S
BHER | F£E(F Gd EFICKDEFMHRDOBEE DM TS

- BiER S FE TR | FBICERERIHE ARE, ROBKIUETRE,
BARE, BUKIRE. ABR, VEP, #iRFHZEHR%ZITD. ALD-DRS (H5#
HAEREE) BEA.

18
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sRE Mk —) @ Fak 24 ~ 25 FEBEMRMES, 2014]



e =

bio, BFRIEROFEM L EETH 5 (KHA RS A V[ VILEMEMBEEZD=
TONRF—DFREISR).

Lt%, ALD IZXI 2 RHED & 72 8RR, M5 T U4 i ms i il (A
HA RSAVIVI-ALD DEGFREISR) RHER~YAZ 7 ) —= v 7 (KA
A4 RSAVIVILALD OFERNY AR U—Z2 T |188R) O EWNEANORY #l
AIZEDET, BHREF OTF RO ER IS < BRGEIGO T b B2 4R E
ThH5.

AMN & S O HEREE

N OEHEII R LTI, DU R @ ) 4 AR 2 RIS A 2 LT &
D, EROBERREITO TP ING, £z, EREIARREE IS LT,
WIREFFHE 7 EITHAD ) R RIS T 5 2 EDEETH 5.

BIBREFRINE BREE

BIEA4IE L ALD OJFIRRAEGTRICOELEADL L7120, §-XTD ALD
MHEF BV CEMN 2RI RA L i L, HEICHTREOF % 52 L
TV LEND 5 ([EIEY U —CZZORIB R EREER MEDZI S AEICET

Digst|BE). 7YV L MPZIF TR, CCALD  AMN T 70 ~ 80 % |2 &l

TR RO T 2380 5 7207, BHlIZ 60, EH 7% BB L 7 & &
FHREEANVE VHTEOMEI DA TH L. —), WHREE TIEFEER T HRIE
FERERE IO THTDH 5.
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SBMEICETAIYSANIIAFa Y
(CQ)




BEICEAIIIZIVZANVIIR
Fa(CQ)

aL >y ** 1 IVOFb
CQ1 | BIBBEYR FOT—ICOLYY # 41 ILORSIFHEEE N ?
e
OL>Y 74 AILORSEVWTFNOREDRIBEEY X hOT « —BE(ICH UL THIE
B C[FHERSNEV HERDES 2, TETVAUANILC)

(7O RHLDSESNEZIXY N

o EfyTIA L TE TV ADBIERIIM & ) FEMT X 2w,

e i MRI % & & 72 ##% 219 7 © /NE KN EL (CCALD), B & B K% (Adol-
CALD), A KANE (ACALD), adrenomyeloneuropathy (AMN), &G K @
WFNIZBWTHLEEIAL LTV R,

o [fil P AR R SHAR IR L NV DT - WP oRE T B ALD BT L
AETRTEZRBOTNS. T2, WHERREHEIZBWTHERTEREDO TS,

o HITMERE : T L Y A A A NEHRG L THHRER, 7V VY VE AMN OB
BB 19 B 6 BICEIBHE IR T 2380 CTwah. —F, I avsy — I Ens
1EH# O AMN B EH 46 (7 61) T, It ACTH EfEA SR T L7z & ofiti )
H5.

o [/IMREGHD © it STV RIS B BIEBIOB L4 HE T 4 EN /MR
BOWADFRO LN T WD (EFHEANTORL L&), 72720, Ho ki
I % 786 2 FEBI DRI 72\,
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BEICETE7Y=ALIIRFa(CQ)

i& [ % 40 fa #2 4iE oD il
CQ 2 | NR - BEHANEDBIEZEEDELS (CHETLES KD ?
e

IR - BEAXRINMECIEFFIER, CTHRIIRHOBENHRESIND. €DIeHIC(E
FAER DIRIFEZIT C RRENTIC R DFRAERZMEER CTH D (HEDES 1, TET
JAUNXNILB)

(7O RALHAS/ESNZIXY K

o MEAVE B D F ) & MEEPEY CHEEF S NFER X D, FEHERET Loes score DL
D B 147 B GlEAMER] 107 B, HIEEHE T OS] 40 6) 23l L, 7% MiEt
L7z,

o Ay PIRICEI L ClE, FECHIDREATHI Loes score fHIZIA#IIZ /340 L T\ 7z,

e ZMH L, BHAMFHKETIEE Lz EE 2 bNLIER (BHEIL) X Loes score 0
TMR A7 F 1A 3 E—(MRS) TDZEALD A~ Loes score 23 112, #HEE
ITIZ L BIET L F 2 5N 5 FER] (FHEAEITIE) 13 Loes score 7 ~ 16 kAT 1255
i LT,

o — 77, SERAHIFEAE IR 5 2000 45 LARE 0 El A KA T 51 C 13 IR s [ I
MASHE & B BEIERE R RTALE DAL L ), BRI LT 5 (R 3)™.

o M FI T % Z OO TR L TiE, #AHSE, Loes score 0 A,
B DA O F 1 1 S A 0 HE 1 % Bz < 126 51122\ T, Loes score, 1Q,
ALD-DRS (E 4) DB HiE # OB & A WIS L <, 2, MEd 1T,
PEEAEITICIZ T L 72,

® Loes score 2 FAM OFRAERATHENE 11 B9 10 1T, FHRIICE - MRS

EXANGAY

e —7J7, Loes score 15 B UL Lo 13 2133 - MR X2 <, 13 5L Lo 194
T2 B3 e - HERE, 10 RUKI 0 89 BTl 41 BIATELE - MEFFIZHH S
Tz,

o Kiraf Tld, HETICHTE SN TV RIEFICHREOHEIT P HE/LZ D) OIEFIE T
IRTEL T\ %25, Loes score M\ T ETLE - MEFHFIDSHE 2 2N H > 72,

o Ath BAEBICHEME 2 METd A Bk, BAEREE, ArLERNC A L2 2
T, 77 b 2OFIZHA— L2 PRAEICL LI ET Y AOERIELETH
5.
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MEICET 32U AT IZAFa v (CQ)

FERRBEREICHT 2EREMEFMRBEDTETROER (Z54H)

1985 ~ 1999 £ (FiIHA) 10 R
[MiGE & BB 5361 (76.9 %)
FEMiGER B BB 2361 (73.9 %)
FEMmiGE B mEiE 8l (37.5 %)

200072010 5 (=5 (Kaplan-l\/[le(iii(?ff%ﬁﬁﬁﬁ)
MmizEREEHE 34 %1 (87.2 %)
JEMmiGE~E S BEEIE 474 (71.7 %)
FEIMiGE RS MmEAE 46 il (81.9 %)

20002010 5 (50 (Kaplan—l\/[ﬁii?fé?ﬁﬁ@)
BRI EIRIALE + aTHRIRSY 226 (73.7 %)
BRI RN RIS — aTHRIRSY 541 (73.8 %)
B REIFARRIRTILE 3261 (96.9 %)

1985 ~ 2010 £ & TICYIEFBEDTHNZENA 216 FIDILRHESAE W I DisMEiREmE.
1985 ~ 1999 £F (FiHA) 88 A, 2000 FFLIRE (& HA) 128 BIDERRIRI, BiBIELER, ALEBRIERE.
HEACIFIEMiGE RS M HE & B BEFRIENATLE DB A C KD BEOHENE ELTWS.
(IR — MR JO>T « 77 2016 : 26 - 673-681. Kato S, et al . Pediatr Transplant 2016 ; 20 : 203-214)
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i& [ % 40 fa #2 4iE oD il
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KINBIFAERTAER Cld, EHIMEERZMTR, B MRIBEIRE(C KD KINEVREZ
SRR, FONCBEZRHET S ENHREINDHEDEE 1, TET VAN
JUB)

(7O RALHAS/ESNZIXY K

o MIFHEIRZ 72 L TR WIEBI OBAEIZEIN 13 6 THafT S, @BI23ES L
T\ 5. BALETEFMClk ALD-DRS 13461 0 Td % %%, Loes score (& 0 525 3 4,
15 BAS2 60, 2 piAs2 B, MRLHEHA 6 BITH o7z F 72, Loes score 0 fTLDFL
WDDH D 3HIH 1 FUITFHROFLID R, YO 2HIIREETH > 72,

o BIRF I CIIIR A Z T 2 T LIIARWETH 5720, R 2 BIORFERES b 7T
¥, IERMELD 2V ITBIEHIEINIZEIE L T 2 WRINEI O REEA S 5 .

o EHVSCHKBITlE, Loes score 0 i, MRS DEFFTHOATEIEL T L, B
F %} 18 J2 95 (graft versus host disease ; GVHD) THETZ L 72 1 55 S LT v
5.
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2
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o MM AT HITIE 1 BlOME D D 5. BHAEFMOREHEIL 2\ 28, BRERIEIR
WHEATL, 320HBZIZGVHD IZTHE L TW A,

o EINTIE, BLAFERE D RMAELEB 0 L C i M2 2 520 S A, TGERD
BEHPESNE W) 1 FIRHE S TWEY,

o X5 IZHIE, ENIZB W THNAKMESESNZ S LT, SERAOREFICRE L
T MR 2 F2ht 3 2 BRI ZE AT HED STV 5,
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FERTZZ T %17 ) Ha1d, BIBA G & CCALD OFIEEMT ST 2, TEUL 2%
FNLUEER S TELZITRIPICBHT 2 2 e iR sn 5.
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KRIEN 09 2 I AR TlE, ZEREF W OB BRI 2GR R 2 145
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TS\ AN 72 B IR G % TR 3/ - IR B W T A AR TH 5.

HENDRREBITD S at risk BEZEOHR
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Y

KIGHFIFERERT 2> & DA AU & 0 & e fa A2l 2 Z8E R E s 5 2 &3,
KIRIFESIEAR D FALEIZDO R DD, LA > T, atrisk OB EEEOFYFER
DIzOIIE, FIE R ZDREARD S 41k LT ALD OEFHHEHRE T5IEZ,
HBIZA T v VT RRMT L 2 EDHERESNL, 2O, ALD Tl de novo ®
BRLALN, BB OBREPILT LOREABETH L LI E5 202 L, FE
ACZET L CHBIR AT & R A—FRANTHIRBRL FROTMIZTE WS
LIZERTHRETH D, KARNT, ABCDI B TERZZITHRCT WD HE
HED & 2 WO DOWTIE, HIRKEE OB LT O FFED D T 2 &
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Mo, BIRFIBMAEEIRARIAT) SEPEFE L. /2, ROMELETHT S
IZBELCTiE, 570 L& ALD OEFWIERE T35z, EEhy k) 7
ERAET L EAEE L, 220, BRNF—ERiE L TR T 2054
I2IE, RIEETH-> TOIREZED L Z EDPBEIN, ZOHFIL T RESE
HITEMOTRME, MAEOLEROHMA, #EZhY 1) ¥ FORMILETH 5.

RIEMBEORIA7 x0—7 v Tiast

FERERTIZZM LT, BRETIIEDORIII %R 5 DH, WORIES 5 DHIE T

WTE ., Leho T, BEOEERLTIREDRE)Z: S IZE S N Wikl
BT A a—T v TR OME L {5 ORRPLETH S (H 5).

FinE DM —~aRE%

B2 — N
U " &R - Boho eI
ARSI * &S W
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EHNEEZREBRE
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BMRI #7755, + gﬁiﬁffégﬁia 1 BB OABASE RS D 25
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KB TIEFSE 2 TE B 7217 R B, BB LT, M2 L,
BHIREZHBT A2 LD, Z0OHBO QOL DM EIZ2%h 5. Nz <, Bk
ALD BETRTICBWCEHIE 2 2MICEHh L, BIERERVE S HILo
HHETH 2 D L Z LI FRISH L THOEETH 5.

—J7, EEORRE LT, RHZEEIRBAEEOm EIC XY, AR
(CCALD) % B K47 (AdolCALD) T b MIiAER O EAT 2Bk S A, ke
WBRT M DIEZ T D. 72721, Z2ORPICIIHERECTERE
WS, EEEE 2L TCENLPERLEEZ S DBEELEINTEBY, 4
BIFZDL ) RBERIGELZHE, FERELEI TV IEPEETHLH. &
512, ALD IR TIEINDL S DFEHRBADIZL W EbH D), HE L3 W EHnE
bdHbH. TOL)BBGEITPIREE L CoNN TaERERG 2G5 THh o 725 b
WEENTBEY Y, ERRPREICB T 5 QOL OWEIZZOMENIEENS.
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&I, FEERZIEEICBWT, EREZE L TW Wil MRIEE OB T
Fi L 72 FEFI O 71 v 7 RL 8 KX B BT HBYEREE P 16 42 (12 ~ 19 4F) 12T, 54
o3 BINCIRACEE, JRRY D & #F ) BATRE, FRMEERFEOVWFhr 230,
BRI EZFIE L2 L OWEDH - 72", 202 L3 iE s R R T IIE R
2B 2 SHEDOMEATIIER R IEFED 5 b DD, adrenomyeloneuropathy (AMN) O
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RIFFED LN VITREEASRIZEE NS, S 512, ALD IZB1F 2 KINH O KAEHE
B L AMN OB VR E (352 5 5T Th 5 iR b R S h p®,

ALD D85 Fiak

BIETIERIILY, EEEEEZII LD, Wb LEERICH§ 5580 iEHE &
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WY TH o720, SN2 EDRFIIHN o7, S 512, 2000
IR RIEAR SIE O BIZ IR TIHA SN T A VANRY & — 03587
BIZTFOERLETI SR L, AR 220 OME TR I /-2 LR, FE,
ER A AN Y 2 AR IR O BRIRIT R0 T b, BIZTHHRIC X 2EE T
LEoeldbERY, BIETHREOBBIIFELEHLLE. LALERS,
ZOHROMIEE L OMBELREINC LY, 4, BETHERIIRKE LERELZRTC
W5, FEE, BRI TIE 7 AR L L CTERR TR TR TH 5. #in
MgEETH Y RTa T A ) S—¥(LPL) K¥EJE, 77/ TT73IF—F
(ADA) RIBIE D BAZTHFED TR TR S e,

ALD Tldi&E M EATT 2 b T\ 525, LIRiid 10 % Dk I2 ik B T
WD L, 10~30% THEENSLERED GVHD 23d 5 Z &, FIFENI A~y
FRF—THoIE, FF—%ELTVLHICHRSETLTLED 2L LA
MEE SNTEL, L2 Lad™s, mFETIIEERERTRSIET L, B meE
AN X o CTHEAE GVHD OHHEEIZIRT L, 2 0B MBAEIZ S InT&
LIk ol BETHEEILU EOMESZ S HICHET2EETH Y,
proof of concept study & L T 2 I ALD (Zxf L CaMmeEpfila 2 By Lz v F
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Starbeam study DHEERE (HIHE)

- BEEKBERESZRC UERIFEh ofc

- 16 f3I'C neurological function score DEMZE L C L)z

- 14 BT Loes score B"EE L TL)fC

* 16 BT Gadolinium SRR OEBH U Tc

- BREIERRILEIC K DEELTREERD 1 IR 51N

- BT OEASBAIFENT CE— O— > DIEFEIFERH STUEh o e

TANANRY Y —E AR L 72 B8R REDT 2 DI, 2009 4EO Science 7512 HIFE
Db THHENFEFRENY . ZONEIL, 2610 ALD BF O & MMz L
YFIANWANY ¥ —Ffil LT ABCDI BT #EAL, BEICBEIN, 14
~ 16 A% L VIER, MRI O#EITHRIEE 572 n) b DTHS.

COBEENRFERE 2T T, BE, KREOBELEFIHHEIHTH 5 Bluebird Bio
FEASA R VA — & 7 1) 5 I AHEABR & L TRk % FEhtirh T 4% (Starbeam study.
2013 4F 10 A B%G, 2018 4F 8 A& T ¥ ). WRAERIL, BIEMEO A DL ik Ik FH
HEECTH D, WRIE 17 LT D ALD C, MRI TE ST A (Loes score 0.5 ~ 9 1,
Gadolinium 2RI 1) 258 V), FFHERITEE S L IO 7, b bEimEk
PUR (HLA) ¥ v F O K F =S\ e WIEFICTd - 72, FEFFHMIEH B X, 24 2
H%ICEERREREE (I 227y — 32 3 VI OWNE, RES, fE%R, BhT,
HEEB) DN, TRIREEE) O IEBIOEIETH S, 2016 4 4 AICZ DT
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HIMIZEBAEHREZ 6 AU ETHY, 8BS 12 ~24 P ADOMTHo72. 2D
BSR4 IRTH Y BIFThH o 7275, SHOMEITEH SN 5.

ALD DHERVT ARV V-2

ALD DiG#EE L C, BRI A 7 & o i fu g2 T
W5, LhL, BHZEENREHGTE2001%, BEFO D30I BT R
RO LR E S N5, ALD I X #EHEREMERETH 5. RIEEN S5
FERNZEIRFRE 2t L2613, 22 MRIMA 2 EC@EYIC 7 + 10—
THILETHRZ®ET 2R BREMBTE L. LaL, RIEEOZWER
T, HFICE L 2RI NI WEE 2 56058 v, BRIRIEIR 2> 5 ALD OB T IC
Eolf, MEBIET TR DETL WAL I ENE L, HWRICEAZE LR
EME R D.

CORMERERT 272012, FAERTARZ ) — = FOBIGEBRIC ALD %
MAZBHAAD, REO—HOMNTIHO 5N TWDH. =a—I—7JHTIE, 2013
ERDPOHERYARAY ) == 7 D584 0y MR BRMG S 2. ElE A K
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