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B HE Y A h 17 4 — (adrenoleukodystrophy ; ALD) &, )V %+ — A
\ZFF{ES 5 ABCDI ¥ ¥ /827 % 32— N5 % ABCDI & {nFZARIZ X % X #EHEHE
REBRET, PHREMEOHESCREIEICHEE LY 2729, 3 ~ 10 CHAE L TR
BRI 70 AT 2 X 725/ JE K7 (childhood cerebral ALD ; CCALD)
DIEFAIZ, 20 Wk AR ISEEPEAAT THEE T % adrenomyeloneuropathy (AMN), Bt A
THEAEZAL, FIREMCY, RS HUE R 38 9E 5 B A K%Y (adult cerebral ALD ;
ACALD), BIBAREFEROBDT VY VB 4R EHERIM 2 A L T\W5.

JRIN & 72 5 ABCDI (X ATP#E& £y F(ABC) Y Y3777 3 =@
Ty AKR=Y =T, B EHIENR CoA(VLCFA-CoA) DIV H F 3y —
LANNOHHEIZEG- LT\ 5, ZOREAEIC &) fafs RSB O~V 4+ *
Y= ATOPBEALPET L, MR 3~ TRk I fa i & SRk 0 FFk
B 5.

L L7%&25, ALD O FIRREICET 2 HIZIE L A LEATY W, F72,
S¥ % WIRR & ABCDI A5 T DB L ZAHBMEA 7 <, BB O BEE R fafiiE &
PIRIREFRRORENOBE G L ARHTH L. —FHT, KINEIOBBDEL I AE T
DEMBMPBBIEDOATH Y, FHZWAMHO TEETH 5.

AR EORE TR AR IR 21,000 A2 1 A2, AR 14,000 A2 1
ANDPMREE L OHERDH Y, 7T 2 AT FEREOBUREOHESHE S
T, EWNTIEEG A BRI 7R 12 X 5 1990 ~ 1999 4Fo 10 4F:
MBI 5 EEFEICBCTY, 3~5 A1 AOBIEBREOHEIHEE SN
TWBY, BFRNLRT v r— M AETHY, BZOLWCkEMBEEZEOB RS
PIHAETHEEZONTWD, FHBIOFAEHEE Tld, CCALD 29.9 %, HEMY
FKApZ! (adolescent cerebral ALD ; AdolCALD) 9.1 %, AMN 25.3 %, ACALD 21.4 %,
AN - dERTY 8.4 %o, FERERT 4.5 % L\ FERT, BOKIZHAT ACALD 7°% <,
AN BRI D% S b HARANOH# L ShTwd, —, KFETET7T YV VAl
DFEGNE R, BRRTOT IV VI 6~14% % 5052 Lh05, ENTIET
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2012 4EFEIZ 31T % ALD O EI N #Em R ZAa B Al R E UL 193 A Th o 72
A5, 2016 4FBE 2R A 55 8 G I B BRI ZEHEIC B W CEB L 2T 1 Vv V' —
LIFE AL F T — AROEEFAE T, —KFAEO F S S OfEEMmE L
LT 400 ANBEEOENEZEDFESHERN SN TS, 4%, ZWKHEICLS XD
M2 EN B E B O FEREICES IR S 5.

PEREE S s & & O ICHRIER KA MRS, R - LR EORERO B
EROLZEDRH L. F1z, FWED 3~ 10 % HiRlL de novo DT L E 2 5
NTHY, BEOHBEILT L OREETH L L@ S50,

mE - RRE

ALD D EHIE, 1923 412 Siemerling & Creutzfeldt 25 Fl & 254 % £ 9 AT VLN
BEEERZ A L2 L 12iaE Y. LIS S 1910 4£12 Haberfeld & Spieler (2
X 0B O WEHEBIAEE S, 2 5 121E Schilder 12X V), WORMEIBATR & L
THiEEZ D AR OZEM L SELE PRS2 285k 7)) 7HITBORE A
s STV B (Schilder ). 1963 4R 1213 X A O BMIEMERETH L 2 &
AHERI SN, 1970 4E 121 Blaw 12 & ) HARIER L BIE R B2 E S n b K
B FRE & L C “adrenoleukodystrophy” & V9 ZFEAMRIE X 720 Z0ik, ik
ZEERIZ NG E % A% L 723 A4E (inclusion body) 2SR S, FREMRHEEIETH 5
TENTRENT 1976 FITIFHT RS I L) ALD oA ks LT, &
FOW, BITICRAERESEERAERE L CVbH I EAUTREN, MR E
HRIRRIIEZ £ B ALD BWHEEOMEIZ DA > TwAY . & 512, 1984 4E(12
1% Singh 5 12X ) ALD BEMEHEF ML TRV A F 2 — A TO R 55 1
B B ALIEMEDME T LT b 2 EasRans?,

—F, AMN IZDWTIL, 72V VIF & MR O A B A 1900 SFAL O F)
B &) S STz 1976 41213 Budka &S 25EIE & #I# R O FI AT LAY ALD
E—HTAHIE L) ALD O AR & LCHE L', 1977 4£1213 “adrenomyelo-
neuropathy (AMN)” & 7% &4, ALD O—[RRIERTH 5 = & 3z s,
E 51T 1982 FELIREIIE, /N - BMEREIR & T8 L 5 2/ - IR AT S
TWVB Y,

IR AIMET I L Tid, 1981 4E12 Migeon 5 13 ALD M- & 46l %
rya— AL LT, XEEERT 7NV a—R 6 YIBHIKERFZEOBLIKE) /Y —
v &, fafitm SRR RO LA GFRE) L OB EEEZ O 2 IcT A2 812D,
ALD O K #EnF 25 X Jetofk b, @15 THE Xq28 D I2h 5 2 & 2 L
729 LT, 1993 4E1C Mosser 578, Xq28 LOEY Y aFuru—= ik
D A AE O J§ K #1Z T T & % ALD i# {2 T (GenBank NM_000033) % [l 5 L 72"
ALD (Z3EER 21 kb T, 10OV & &R, 1457 2 SR 5V F F
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REHNE

acyl-CoA fatty Acid (C>22)

NIVAFYY—L  ABCDI
T o N

e > acyl-CoA (Cn) Catalase
: FAD H20:
Acy-CoA oxidase I l
FADH> 02

enoyl-CoA

H:0
D-Bifunctionalprotein I/

3-hydroxyacyl-CoA

. . . HAD™
D-Bifunctionalprotein t
NADH+H*

3-ketoacyl-CoA

3-ketoacyl-CoA
thiolase

fueeen acyl-CoA (Cn-2) acetyl-CoA
\ | CROT ? /
L} Octanoyl-Carnitine ««eeeeveeee> S RV RU 7

ALD [CB(F 2 EafiRREFEANEA S~ v T

NIVAF Y — LD T very long chain acyl-CoA synthetase (VLACS) [C KD CoA £
feBa 1B = #EAE A EE CoA (VLCFA-CoA) [F, ABCDI [CKDN)VAF Y — ARICHIX
&N%. —7F. ABCDI O VLCFA-CoA i [C (& CoA DINK D E & CoAEDUET
HdDEDRFEBDD. TDH, VLCFA-CoA (F 4 ERFEDASIHEE p BR{EZ R T, KR
H'2 D52 L) acyl-CoA & acetyl-CoA [CUEH T N D, 5RERHH 8 (D octanoyl-CoA (& carnitine
octanoyltransferase (CROT) ZN U CXR)ILAF YV —LADHBHT, = IV RUPTRELE
ENB.

(Morita M, Imanaka T : Peroxisomal ABC transporters - Structure, function and role in disease.
Biochim Biophys Acta 2012 ; 1822  1387-1396)

H:0

AR SHAR R 2 1514 H1Z 9 % acyl-CoA synthetase Tl e\ L HEE E LT 7z
A, EBEINVFF Y= LED N TV AR=F—THAH AL 2001
£, ABC ¥ V87 HOLFROEHREALIZ LV, ALD i# {51 X ABCDI #1112, ¥
7374 ALDP I3 ABCD1 I H &7z, ABCDI1 1)V F 2V — A E TR
EYA =% L, ATP ONIKG % /i L 7-HE240I2 X ), VLCFA-CoA %
AT ET Y= ARIZIEL TS EEZSRTWA (B DY,

1 HEEZ2HERE

HALF IS L LT, PIRRRR 7210 TR {, 13 A L OMBECImEE, kil
B, AMEkicBnT, A 743y, Hv )XY FREDAT 1T
B & ORE ARG CRURIAR R SHIR IR O ¥ S5Ro S D . F 72, WMOBHE=
BB T, BB asESm 2Ry B ESENRE S a L 270 -V X
TR END . —F, FavAFz @ (DHA) (C22:6) % & DO SAliAfH]
BRI D& I3 L T,

IMA5E i oD BH 3 75 B R R 81 IR 1R (C26:0, C25:0, C24:0) OHENIE ALD Dk



REHE

bLWBW~Y =7 —12%-oTHY, MEEFD C26:0 % C25:0, C24:0 HFEL LT
12C22:0 L DAL FZWICHH SN TS, &Kk, 2 H @ 1-hexacosa-
noyl-2-lyso-sn-3-glycerophosphorylcholine (C26:0-lyso-PC) %% ALD %> X )V %+ ¥ ¥
V= MROB N BWI =N — 127 5 S e AR SN, KETIEYAA ) —
=Y IAOIGH L HEA TV L (KA RS54 V[VILALD DFMERY AT —
—VJI1E88). —J, ALD BB OIS B\ ILHHES IS B 5 SR R
FRIHIR O FERG & & BRIRIY 7 i B RS AR O AT I A BRI 72 .

ALD B & ORI BT 5 SIS IRT R & OB L, Mk M) 2B %
fOFIMR R SHAR AR O B BRALTE DR TIC L 2 b DL EZ 6N TS, HEEEE
RS IR IR FE L LTI Py FY 7 TRMILSNTHEI N LA, fafl
TR SHBRIR (C>22) IZ BRI VA F v F — A THREI NS, fafiiRESHAR
213 F 3 very long chain acyl-CoA synthetase (VLACS) |2 & » TF %4 T X 7 )UK
& L CIEMEAL 4172 VLCFA-CoA & 72 ), ABCDI IZ & D) b &y — AR
kSN b. ZDF%, acyl-CoA oxidase 112 & V) FR{L & 41, D-bifunctional protein
12 & %K & BRIk 3R, 3-ketoacyl-CoA thiolase 12 £ W, kR FHEHAT2 D\ acyl-
CoA & acetyl-CoA 253 EN 5. DA 7 )Lik VLCFA-CoA %Y FEH 8 D octa-
noyl-CoA 232E B3 % T THEAT L, octanoyl-CoA (X 3 F I ¥ V) T IZHiek S 11,
AL acetyl-CoA £ T S % (B1). ALD B3 O3 Mg Tk K8 i
Ttk @ B IRALTEE 2 M E T 5 &, fH B OMAMEF ML IZ < TH 60 ~ 80 %
TLTEY, ZOMETIZABCDI OREFIZL L LEEZ LN TWD. K, ALD
B OMAESF AL B ETY ABCDI cDNA %38 A3 5 &, WESIEIER O B B2t
PIEHEALT 5.

RN O IR SN ER X, ZOEERICL > THHEELITSH. ALD
D EF— O HEALFIY R g AR LSRRG O B BRIbA4TH 525, ALD HED
PR T ESEIRTIE 2> & SR R SHIRIIR~ D E G T SN TV 5 &
DA B FEBE MIFLP THNN L 72 VLCFA-CoA (3, elongase : elongation
of very long chain fatty acids (ELOVL1) |2 & > T, & GIZIRIMBORFEHESME
&Nz, F72, ZOELOVLI #EHEMBHNT v o 5y &85 2 LICRY
IR SRR R DM R UL 2 A S C26 1 0 X IR T &85 Z LA HETH
%,

2 BREEDFAER

ALD OAALF R B AR R SR ITER OB R TH 2 A%, P2 E 5 B
ANHTH 5. KN ALD TR B A IE RN E O U % AP SEAN
T, UMMEERETHED I =) VIR N TN S, IR LA RS 2
530D IZH 5N 5EY. $74bbH, @ periodic acid-Schiff (PAS) He i [ 7k,
sudan Zet D~ 7 0 7 7 — U OETE LIGFE R BEEDTO H L5 25, R LR
e T 2ixo% 1 g (i), OFER I YHEED AT 5~ 710
77 =UHMEL, P LOFRMEERE L  ORIERET Lc#RANRIEL, I

5



6l

BEHARE ALD BE(135%)
M MRI Ei{§

a ! FLAIR . TfI&EEICSESHZR

2. b TIRAER KREDHLELEE

KESZE9d DD, ZOMIICKED) (CIE

TRRDIEFDRZERDD.

BB O MBI AT b N HE O 2 & (55EE), ORBESZT LTT A

NOZ ) F =Y ANEET HHLOEIBEERE) 15T 5NE. F2, M
MRI T T1 M5 T O FEG 2 KM LT, MES CEERR L R0 %\ il
OBLEE & HOOBIEBO IS, BURICEE SIS BERBAED 5D (B 2b
DEH). —F, BTEMEICL ABETRRET A~ 707 7 — VNIZERIR
DEAEAZRD SN L. HAMKIIEE K BN Leydig M8, HRAEHED
Schwann MIfE TH A S5,

BiBEICE 2 REEOBH L L CTlE, ABCDI DAL L ) B L 72 fuflis &
BRMIEEAT X&), I Y OWEMALE, BILA ML ADFEE 3 b
IV N 7 OBREE REFEORRICE 2EROLESEENMLT, IO
TOTHODREWMTA NI AV OEEFELREPEZSNTENY, HE» S
JAEVERIE D ¥ TR 2B 2 BT 2 AMHE WS AI2T 5 ) 2T,
HUFLIE C D RIMRALEL O ZAL LB HAL L 723 7 0 ) 7R 207 7 — Y DER
ICE B LTRSS NS, F5AEEEI01E, IV AT O — URER
R I P R A RE S & o B3 b 36538 S LT B (KA RS A [V FREERRAT
DRI SHR).

3 AMN & Abed! /Y OFPOBRIDA

CCALD |2~ AMN B3 TIEHMFOMATIRIUIC S X 225, FRmEL L LT
BRI A TR OZEW 2 BiELZO L b 00, KEMBOERIZZ LY, —
Ji, ALD ETNVTH 5 Abcdl / v 7 77 b~ AT, BN, BH#, M, BFco
SRR R SRR I R O AR R, MRAE S M <0 Ml C o0 S RS B 8 i ) 1k B AL
HHEORTIERRD 2 b 00, 140, I, FHl, KiWETORFEIIRO 5N Lho
729 L, 20k, 15 B#LIREIHEATE R L EER I ORIE,
B, RRMETOI D) YRWMBORWHIWE SN TVDEY. Abedl / v 7T
M~ ADOFEARRFEIX AMN TH ), ALD BHF TS 2ORFA b b 2 &
WX KNI 2 FIET AR EZ SN TWwD. Lad> T, KN OFER
Tx2BHT52FEE LT, ALDREIMTOT /) 47 4 FEEFEHNT (genome-wide
association study ; GWAS) (22T, Abcdl / v 7 77 b~ 7 ZIZBIT LRI



KEHE

JENOHGHA b RREFEIHZ T T, WEREMEETVE LTEELEbNS.
AT DORFFETIX Abedl / > 7 77 b= AN BT LRI A M L A
BI53 2 TTREME D RIB S LT 520,

E K

ALD X, ZIEAEREERICL Y DT oORMICSEENTWS (R,
1 /NEXKENE(CCALD), BEHKAE! (AdoICALD)

CCALD ($3 ~ 10 IZH DR o 2%, T8RRI T, BRAThE,
WA ETRIEL, EIROILD Y 5 2L EIT2 80, BETELEYD
BilmE LD EHNL V. —JF, AdoICALD (Z 11 ~ 21 %2 CCALD & [AAEDREIR
THRIET B, ROBRIHEITT 2 EWIZH 5.

BARIZIE, BP0 50 KRR, [ROHZ9 1L T a L s o25 ],
[DFFERTV], [LCHERT IR EPSIRBREAERIZZZ L, HhkES
BEIIMA CH S 2 BAE DR 5N T IRRBIR SN TV B ERR, Fik T
HEHAESORSRTEHRYE, KT, EFFR0 L TORE» SEHEER - ZH)
4 B 2= (attention deficit hyperactivity disorder ; ADHD) X2 [RI#E VL & L CTxfin &
NTWREFA LA I NG, WIFNHITWIARIER, EROMET - KA 12X
DEME LR & 2% LT, I MRIBREICT ALD 238Eb b 2 L 23%\w. Z0DI13
A AELELED THITEER T VNAZWIEIRE L CROLENDH 5. I
FEAEMIE TR A THIIS, I3~ 15 bWVWETICHRIET 5.

ALD 08!
—— SFEERIE 3 ~ 1025, M - (TEIZME, h - KT, BEDmEE,
(CJCL’ALI;I)I STEERETREL, METELEDICEDTENSL. BHEL
BEFRAAL.
B AR SREERIE 11 ~ 21 5. IVRARECELD, DOERICETTBIE
(AdolCALD) Bl

10 (S ~MA. EMUMETHRIEL, BRICETTD. BEORE
BEZMHD CEHEL. BEOKREMEES, BNERES BEZ

adrenomyeloneuropathy

(AR ST EBDB.
HARZAL, SRAVE, WBEERTREL, NEEEBRICEEITETU
AR ANEY THEYIRREICED. HBER, WER fORBYZ hOT 14—, B
(ACALD) B EEFE EDRBEEREDERINMNE. AMN THREL, ##8HI(C
1#IE (L, T ACALD E15DBE6HHD.
JJNBY - AgEREY I\BXSEE, TR DEMEE M U B N AR DIRIRER Z 29 5.
P |, BARIR, ARERY, HEOERLIELERBADERD,
= ER2YD. BRERERSE.
MRS THRRED—IRE AMN (CEERRERZ 2T DIBEDDS.
Z D FIERTSEM.
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REHNE

8l

BWORA Y M LT[ BFTRIET 2 IDEETH L. SR CTHRET 5 FHE
(&, WS D oS A L LT, TEICRMEE, SiAHE S I L THETT
R ETEMRBOENE LTEETHY), P LB THRIET S ADHD
EE 212w, MRIEICADLE T, WEHEHREA 2 FBBRWICEET 5 2
&Y, BHIBWOZ0ICKYTH B,

2 adrenomyeloneuropathy (AMN)

BEEG O BNIPIBEIZSIES 2 2 e A% <, MR 2 R E L, mEIC
VU DRSS DO TTHE, RIS SN D, £72, FhEAs, IRESE, ERY
HRRAE TN SN A R OBIE 2 AR MREREE 2 ) . BREREPALNLGE
(&, FHERELZRET L) R LNVOHLEEFELME) 2 L%\, HiRiE
TEDOFEB TS 575, it 10 4F TR FEOREFA PR ELIZEITL, ot AR
FifEIR % 3 2 & AR EAL % &2 IEERIME & & D BN P
e LTEETH L.

3 MAXEE(ACALD)

MAEZAL, REIR, ATEVERE, FRAREREIR TN 2 S THIgE L, B EE L
TeEl, PHRARTH D, RAVERLHEMEEOHE L L TEETH 5.

4 B - BxEREY

ARSI & b0 BAAT, T FIEOMEMEZ EAERERTHARALS <, i
W, NI E BB & L T 5. R 2 45 TR DRI KA
i35,

5 PYYVE

2 i PARE 2 & S 200 THER M R EIR TR R WIS K, &FBR, B
TR, IR, RERA, RILES, GRLETHRET L. /2, BERAERR
ol - WEE, TRISEOMLEHEIR, WHHER (EE), A%, 9 2) % Lk BfE
WHFHZ B, THREDIEN L VDS, Z D, CCALD X AMN 7 El2HEE$ %
ZENDY, FEEETETL. ENE L CEERERTH L OERILEX, BE
R EOBEE, TR, HOENIZALNS.

FIEEOBERIEAETH LT VY YIFHTIE, #iilE LT, EREOHEMLTE
FIECHREO B OREN, BIWE, M, PAOEBREEELIC, B0
BT ALD %8515 2 720 OB E SRR EIIVEATH 5.

6 LHERIES

CNFET, ALD OLMHARRZ 2D T SSRE R O FRE MY 72 fE B S R0 R 22 I
DFEIELE DAENMEESI NS L E, LT LIERBRIIELPIIEINTI hdr o7
B, AR TR E D 20 ~ 50 % TSP OERE & /72 2 LG S



REHE

TWw2Y, B RMEIRIE AMN ICEDL L 2 FBAER T, WIS TR O R 5
5OBATAMIZ L Y BEERD» SR, ThOFEA AT, HERER 227w
52 EHZ0D, —EICIEBITEECELEMNOHFEMET 5. 72, KAMEEE
RIR - EREOFEREET LI L H L. —7, RIBAERKWERE & 727 E
BHIMD THTd 5. FEEMEIIIEG & & b IS 225, BRI REIR %
ET5ZLIFIETEAER W,

¥ ®

1 I\EXAE (CCALD)

HEGIROW A I SER 2 SELINICHE T RESE, 8725 ) & R 2IERA L . HEIC
7 LU TIGE L 723558 O AT R,

2 BEHAXMNE (AJOICALD)

JEIRIZ CCALD & [Aff CEGRICHEITT 525, SN I BRI T T
HIEMNZSH H. CCALD b &OT 10 % FHEIEICHETHPHRIELT L L9053 5.
72750, 10 ~ 15 SERICARIHETT A ELH L0 TEELET Y.

3 adrenomyeloneuropathy (AMN)

— W o N & LB THEATT 528, BINTOR R BRERE T
10 TP OREGI S KB RATL, ol ARBIEIRZ 235 & 2
REALEE T EMESNTVAY. —F, BCKTIE AMN O 10 4 DL o sE#k
D SR 20 % HBKRMENERT B L MBI TWEY, FEFEOERNDL H
55, ENTIIHEER DS AR TREM O AMN EFR OGS B L T AHTH
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 EFRNIZSSIER 75 & ShTw
ésw.

5 Vi - BErEY

HANCS C, ERIC BT 5 HAERA T, £68 2 £ TRTHOER D KR
RIBATT 27,

6 7IYVUR
EWINZh D ET, AMN R KMIIHERT L2 EDHLDT, Lo el
72740 —=7T v THRBMOTCEETH .

o



REHNE

yes 4 [ .l 1 3 [ J ®e r 100
88 %
81% - 80
- 60 E
5 :
e Lao &
F 20
18 %
20-39 40-59 60-79 } THEREE OFERRIBAESR
no r00- 0000008 —@& —- 0 .
0 20 40 60 80 WIS TIIEFRmBCOBEEDERE,
i (%) RIFECDIEFCBITDEMEBLE, K
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

ABCD] ZR % H I L BMEEZE DK 35 ~ 40 % 75, WAEI KA %2 3ET 5
EENTVEAY ZNEFMT 52 L IIBIEACIIATRETH 5.

8 LMFIEE

WIEDT T FICBIT A RKBERIICE S L, 60T TIIZEMZERD &
% 80 % DR EE THEEFHAT AAAON S EREINTWS (E3I)Y. 7-
720, BIBHEREAR R KINIEIRZ B4 AEMNIXIT L A L0 SNk,

10 ]






%ﬁgﬁ (KHA P71 [REEH,4))

11
B

FEEKRS L VBRKAMR
SEHEICRRO SN LI RIZLT M) TH 5.

FIREL (R 1) (p.7) TR

1 FBER
/NR T3 ADHD R0 SHE E B L 72 ERE 25 5. A TS MO XIS

I
PERZETL, RSB L R 5.

2 HaepEE
BB WY RER LORY

LTI oRE, /e - T R
Ko7, KR LAEL D L. BATIIRANE, &

N
WHNDL . EIRINEREERE E (S,
WRIRRERELR A 2T 5.

3 RESFRR

MEIERE LTH W,

HErseze, #R, REEOREEER 2R T 5.

4 HiTEE
FE VBT (EEERT BRI 2 B9 5 = L VBV, BHCE AR E R0 2) 10 8 5%
PR % B 5.
5 AR

PR DT, T Tt
BHND.

6 BEES
FAEDL & O
7 BRWREEE
PRIREEE, [BZ

RIS IET, EORRIZ BT H EHEICE

PRIHFEE . AMN TR BREREE 2783 B5%

RERET 5.
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B E %

8 BIBARSAER
WD, AR, RERD, BERLE GE, WA, RIEZE2ET 5.

BELLAREMR

1 BREEHERE

C26:0, C25:0, C24:0 7z & OfafB NG ROMINZ RO 5. IfiiEA 7 1
YIIT) v MAERRIRE, RIMEREA 7 4 > T3 U &2 HOTONT 5.
i SE R R O ERE DALRE & BRI R IARBEE X 22 . R T O i
FSHIR IR OB % 520 B 0%, 15 ~ 20 % FLEE X IR H#PA % 75§,

SEBO—B % TR A [ HHERY Y 7 —[BIBHEY A a7 1 —(R/E
#E95 20) ] (http://www.nanbyou.or.jplentry/329) ], A HGRE LWl E HEIZ X DX S
DENHIDTIEELZET 5.

CSEMMFEAT 4TI 2 C26:0/C22:0)

/NRRINTY ALD 0.0260 = 0.0084 (n=47)

E#HIa >y ha—  0.0056%0.0013(n=710)

2 BRE2HA (BB MRI, 5883 CT)

CCALD, AdolCALD, ACALD IZB\WTIE, KBEEOBBEERAIC—F L T,
CT TIHEMLIUE, MRIT2 SR E (% TS E S Z 580 5. WL D6 13 IEE
HE, SHTEZEAEOMMNEE L, MR K% WS, RECHTEEEE R E 2 5
WA T AB1b 8 5. AMN B X OVNME - BRI C Ik, /K, BRI
OFifEE FHE T2, EHEORFHREDD 2 AL TIEH K1) =7 A (Gd) 12 &
D IENRE RO B

3 WREBFNRE

PR R 56 FEAZ (ABR) THE T ~ I M, 1T~ V EREREIER S5 2 & 08
L, R EESEEN (SEP) B X OHIRFAESEN (VEP) TOLREXAD LT &
HEL, BOOFRTHLHELH D, MR EEMREIBRERT 27205 2
VBB, WINLFEEE L ITELERT.

4 WROEZRE

BUAZE 2 OIS SET AT T, LI LI Wechsler SRETHEMRAS (WISC) T VIQ
(verbal intelligence quotient ; = #n T 1Q) & #HLANHE % w2 FFAli 5 % PIQ (perfor-
mance intelligence quotient ; BjfEME: 1Q) D TEHE % FRD 2 E DL T 5% L vy, WISC-
IV LR Cld Z 1124 VCI(verbal comprehension index : = aEFL #1840, PRI (per-
ceptual reasoning index ; HIEHEHIRE) 25 E N ENITIT VIQ & PIQ & [FFkD E

[13



BHEE

% b 5T\ b, SRR FRIEH % 5150 L CRHiid 2 LA 5.

ALD D Wi IR BB RERF M XL HTH D, BB AEOBW D720 DN
FHBAEL LT, FFA ML AT CORP ACTH, 2V TV — Ll & Bk
ACTH B itbi % f61T9 5. F72BRINICIEEIR TS, ACTH &= :H#E ACTH
A B TINS5 2 LDH 5. ALD Bk d, FHICHEEE I ED
FRENZ BT BN 2 BB XL CTh . F7-, MM b
19
6 BLTFRER

ABCDI] BIZT-DOERIILH T, Wl & BETERICHS 2 MHEIEEED S5l
TV, F—0ZEEFL TV THOELDBRFHN AR T I LT L RSN
5.

7 RIEARR

FREZLII IR ARER L RIE TH D DT, EROBMIIIEL 22 KINE
HoWR, 74— A, MERROICEMIZRED MR & & ALD OFF# T
»H5. BT TIEZEMBORAL, ETHICEEWERERD L. KEEE~ 7
07 7=, R ECEME, RS Schwann ME AR O TERR O JE IR HE &) %
RO L. ZOMEMIBEHBEIREZA TSIV ATH-VIATVEGEEL L O

EHEESN TN D,
1 B

ADHD, RN, OOhE, SRS, I 7oy ow, iES, HEERE
b4 42X 7% (subacute sclerosing panencephalitis ; SSPE), fMiOHE I A hu 7 4 —.

2 ® A

FIGEVERC RS PR, 256 EREALAE, Mo, RRAE, FRENRAME, 7V v
YHN, BIES, B VN, fhoBEY AT T 4 —,

HETE 2 A
HEZEBIE, UTOO~@ODOWTFI»IliEL T 25687 5.
OTFR1)~G) DT TR/ b D (FHER).
QFBENIZFIES 72 3REEAB Y, TRL(2) 2723 Bk GERERTE).
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PR

@TFRe() & Q) &7z L, RENICEES F23RREI VDL, HLHVITHE
SHIRILER Bl <> ABCD] BIn T AR 2 AT OiEETHT M (FES).
(©) ABCDI 15T OIREEZ RS E S B k.

(DI FZIERS L ORI R THBRR7ZHE (1 ~8) D) b, 2= Lb 1oL
ERYDH 5.

(2) %e, My, FRMLERIE O V372 TR = SEIR D R 1B A% s .

(3) s MRI, i AEp iR, RIBEEBREDO VI NP TRE 2R 5.

T BIRIEE O 2 A S DA B ek c b fThbhcwn s, &
ROIALD 285k - HRICEA T DIER], TR HALERKAHRE 2D
R — &~ — ¥ (http://jsimd.net/iof.html) Z:HE.

ABCDI FBARFFENT LB S T HB 5, HMBIZEHE TiThb T,
ZBRO[ALD 5285 - ABKICEIT DB, LI HAERRBREFED
R— =T (L) M
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JEL

avyJyxFA4N

ALD 2B\ T, trioleoyl glycerol (4 L 4 Y FZ(C18:1) M) 72 V7)) 1 —
V)1 & trierucyl glycerol [V AR (C22:1) Y T2V 7 ) tu—)V]% 411 OEE
THRELZEL Y 4+ A VoG LIRIRH AL 6 ~ 8 Bk T2 2 £I2 X
D R R SR IIERR E MR T 975, COMREZT, Ly a A H
ALD DR L L CHFRFIZIL F 27278, T OHROMES T, M S &R
MRIEZIRT SEL 00, KMERFEESR TIIAREICZEL RITS 20nE SN
TWb. F72 AMN R KINREIRFEERT 2> © OG- b RET S e hs, TOHERMEI
TS STV WS B S TO SR T A2 /8— M E =% vz
AL % k9 % (BFHA RSAVIV-CQ 1IBHR).

1E 1 ¥ fa #5 4E

KA ALD (2 X9 2 ME— D %) 7% 16 FEE T FERE A ] 0 1 I #Al fL AZ 48 C &
5. T E TIFRENRTALE IZ X 18 A 7 OBAER, I IM2 B\ 7o #8840
FERiFI D2 TBY, HEEELMLL WD, S ORI ABNIIS LT
EMBEBEAER SN TE Y, BEDEIEON L OHENH LY. 20
BT LYWL TIE R, Fr—HEROHIKN 5L Lzv a7 7 —
¥ RMNAAAA THERE S 5 W REMEDRIZ S T Ww 5™

& ML A A O IR 2 BIS OB ITHE L WIRRICH 57208, 2l
BRI 720 SE AT CIIRHERF O #ATEE & PRI S 2 M EIE SN TE D,
T OYRIEL 75 B AT b ET ST v, 2huckz b, PRI
B L CIZR AR O MRI TOEATEE % 779 Loes score™ A% 9 S, #17), I
7% E 5 DOMIEEIIREERED 0 T/213 12, S HIZHFHICE L CIdEE
% 1Q (performance 1Q : PIQ), 1T Wechsler & FIAEM A T I3 A1 HHE LR £ (per-
ceptual reasoning index ; PRI) %% 80 Ll I, A& REMRE & DOFLEE % 7R3 ALD-disabili-
ty rating scale (ALD-DRS) 2SI LA T & 72 > T\ % (B 4).

F2ENIC B TIE, P24 ~ 25 AFEEEEG I B BOR I JE S 36 S RAUH
FERAEICKT S 2 BRHRE O & T A BT A4 ¥ OFERICEE 9 2 WFgest ] (e s
H ORI XD, ENEREIOFM AR SR SN, #InHEES o1
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Il MRI : Loes score

WH#HEFEEERE

1. Vision

2. Hearing

3. Speech

4. Gait

5. Other (fine motor skill, ADL)
SHf o, 1, 2, >2
(FRAMEE, TEIRE DI+ 0)

WAIEEREER  1Q (WISC-IID)
PIQ (8% - E&))
vIQ (&% - S58)

B ALD-DRS (¥5#iEHEREE)
0. No
L. Mild learning or coordination }
II. Moderate learning, sensory {
IIL. Severe learning, sensory }
IV. Loss of cognitive ability

PERIVENTRICULAR 1
PARIETAL CENTRAL 1
OCCIPITAL SUBCORTICAL 1
WHITE MATTER
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

ZEAUICDWNT, [RE), FTRDHDIEUT, 1 mIlRTD.

BISHE,

1) global atrophy [CDWTIE 1 ~ 3 ROWVFNH
)R RAIETH o IIBE 0.5 =
3)questionable TH D, NDMDEBHEWVIESE 0.5 =D

MRETD

ED sisEmosth
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R4 UG SN TWEY. ZO%1TIE, FEEODZWAREISEEGIZ BV

Tl Loes score 10 M A MOEKE TZM S NALZ LIIHTHD, 10~ 12 HIEET
Ho THBMOBISIZ 5 I EDTRIEINT WS, 72721, WEPNUIZERL
TR BE0E, BhifR b MREEIR O EITAFERMB] & FERIZ % 5 2 L 3Z DT,
A L CIEEICHIT SN & s hTw s (R2)Y.

FEARENIE, TN T HAEHELSE S 9, RINB SRS TlamB o
TRADATURET, ORBHY A7 b H 5720, i MR TOEMZ BT % &OK
T S O B & FERRIR ISR ISR 5 Z E BHERE S T B, KB o+
TR, BRERICEI S NS C OBHETIE, ZWIEIZIZT TICH MRI TO
Loes score 7 & EBEH 2 BAHBEIG OHERIEEZ B T L0 EFETH L. Bl
AR R ATLETICHEIT LT L L ) ERD D S —7 T, B HIEREERETALE i
i MASRE O A JZV)]:E@'CE‘JI_??Lf:ﬁE@U“C‘\@&TﬁW?@)ﬁET%. S 512, ER
DHEFTHME %2 DFEBN & o> TEHFETH 5 1S BSHIBTO G H L SIZ2% 055 T
Wh L7 o T, BRSO BT 2 BAEIS I OWTIE, B ELT
FEAAMIZEHE L 729 2 C, RS ERE, BHEMEOM THREIN TV
OHBBIRTH L. ZOBEOZEL LT, BEETOHEYE, =¥ A/8—1M+E
= NIHEDCHERE BB TS (N4 RSAU[1V-CQ2 ~ 4]8M).

F 72, M MRI FH OERE TRAE L 72 B O BFLESRAIC B W T, FHEE

ALD [C31 ZiSmesiaisian« kS 1 >
KEEBE | THE (6 DB B MRI ([ CEMERMEERDIEBETED

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

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

BE N — 3. HLA (A, B, C, DR) 7 UL—EIEMizEREE N —
[EETER R —]

1. HLA (A, B, C, DR) 1~2 7 UJLA—EERIM

2. HLA VI /594 T—HREERR (58

1. busulfan + cyclophosphamide

2. Fludarabine + Melphalan +{KiRE L2 S KGRI

BHRERILE * busulfan [FETHHER CHB WV TIFEFERDBILNH HNEODTEZ D

* IFMFER or HLA A—HIMFEEERBECERY >/ EKIJOTU 2D
SHERE

- B MRI (&, BHE# 2 FBIE 6 hAEBIC, TDEIF 1FBICITL), Loes score
ZEHi S &
BhER | F£E(F Gd EFICKDEFHRDOBEE DM T S

- BiER S FE TR | FBICERERIHE ARE, ROBXUETRE,
BEIRE, BMRARE, ABR, VEP, #iEZRME2E7%Z{T5. ALD-DRS (45
HAEREE) BER.

[BEEFFAHaMRBERRINTERE FRAHEREICH I DBABFEDEL LA RS 2V OEMRICEET DI (LE
sRE Mk —) @ Fak 24 ~ 25 FEBEMRMES, 2014]

PP
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e =

REAE L7 L OWEDH Y, BAE S KINEEIR, BIERRE, WS L &
i, HROEROFEM S EETH 5 (KRHA RS A V[ VILGEMmEMEEERD=
TONRF—DREISR).

Lok, ALD IZXI$ BRHEED & 5 74 IR, BT UL S M ia B hE (A
HA RSAVIVI-ALD DELGFREISR) R ER~Y A A7) —= v 7 (KA
A RS A V[VI-ALD DFERTY AR I U—Z2 7 |888) O EHNEANOILY #
AIZAEDET, BHREF OF A0 BRI < BRBIG O HH b HE 4
Th5s.

AMN & S URHERESE

TR ORHEZ T LTI, PURHESE R @ Y] 2 HAE Rk 2 RSG5 2 L2 &
0, SEROBERRLETO TSRS NG, T2, EGBENEREE IS LT,
WIREFFHE 72 EICAHRRD ) A RIS 5 EDNEETH 5.

BBRERINVEHRERE

BB ANEE L ALD OJFIRREM P RICOESEDL L7720, §-XTD ALD 5
PEFICBWCENN 2 RIE MR 2 M L, HEICHTSRE O 2 3K E L
TV REDRH 5 ([BIBIU—BZ208 B KB MEDZK EAEICET
DI |YBER). 7YV Y RZIF TR, CCALD ¥ AMN T 70 ~ 80 % |2 Fl
R DIRT 230 5 720", BHBIE &0, EHN 2% BBl & 8
HRE RNV E VIO DUETH L. —F, WHRKEE TIEZIER T D RIE
FRREZLH 13D THiCTH 5.
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BEICETAIUZANIIRAFI Y
(CQ)




BEICET37)=ANVIIRX
Fa(CQ)

aL > x#4 O
CQ1 | BIBEEYRNOT A —ICOLYY A AT ILORSEHESNBD ?
HELR
OL>YY7 4 AILORSEVTFNOREOBIBEEY A hOT « —BE(ICH UL THIE
BH(CIFHERSNUEV ERDRE 2, TETVAUANIL C)

(PO RALASESNEZIAY N
o iy TPih t LT ADOBIEMIM X ) FHMT & 2.

e i MRI % & & 72 #2217 0 /NJE K EL (CCALD), &R 2 (Adol-
CALD), A KA (ACALD), adrenomyeloneuropathy (AMN), ZEfR K @
WTIIZBWTHWHFIETALN TR,

o [ AR SHIRIAIE L NV DT @ Wi oRilcd B ALD BFEDIT L
AETHRTEZRBOTVD. T, WHERRZIZBWTHRTEZEDO TN,

e HIERREE : B LYy A A NEHEG LTOIIER, 7Y VE, AMN OB
BE 19 B 6 BICEIEREK T 2580 Cn5,. —7, MHanvFy— Vi)
1IEH O AMN BB E2F (7 61) T, Il ACTH EfE2 ST L7z & oEH
5.

o I/« S STV B2 BT BEEFI OB L4 bR T 4 EN IV
BOWLDRD H5NTWE (EFHFANTORA S &), 72720, Uo7kl
AR % 728 2 FEBI O FLHUL 72
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BEICETA 7Y ANIIZAFa L (CQ)

1 I 5% 4 R ¥5 4 O FE 4

ca2

INR - BEPRANEOBEZEDLSICHRTLEZS KW ?

HER

INE -

BEHAMNTEIFIER, CTHRITRHADBEDHEREIND. ZDRHIClE

FAE® DIRIF M & RRFEATIC R DFRERZHDEER CH D HRDES 1, TET
YAUNILB)

(7O RHLLBEESNEZIXY N]

o AV B D e 5] & TS CHEFF S NZER X D, FEHERT Loes score DAL
D % 147 ) GEFVES] 107 B, INEEIECTOIER] 40 B1) ZHiH L, 7% % BT
L7

o Hfr Fi&IZBI L Cld, JETHIDNEFTHI Loes score HIFIAHFEIZ 777 L T 7z,

e ZDH L, BHNSHETIT L7zEE 25 N5 RER (FBHFL) X Loes score 0 £
TMR A7 FOZ3E—(MRS) TOZEALD A~ Loes score 23 J1Z, FEAE
ITICEBEEE 2 5N L RER (BEAEITIE) 1L Loes score 7 ~ 16 FUAI 1257
LT,

o — 7, SERAHEFIE IR % 2000 45 LA o E A FEAT 51 C 1 IE a4 I
IMALHE & B BEIERE AR AL E O AIZ X 1), FEERITEA LT b (R 3)5.

o M P TR E B OO PRI L TIE, BRI, Loes score 0 A,
HEFE LA O F 52 1 5E S A B O iE B % B < 126 5112 D W T, Loes score, 1Q,
ALD-DRS (B 4) O B AR % D #% 8 2 4 A W2 5FE LT, ok, M, AT
PEEEITIRI T L 72,

e Loes score 2 ML A OFEREREITHIE 11 BIrF 10 BIC, FHRIICEE - MR 58

X OAGAVAS

e —7f, Loes score 15 LA ED 13 12133 - #EFRIE R <, 13 8 ED 19 4]
T 2 G125 - MEFR, 10 RUKIG O 89 B Tld 41 B3 - MEFFIC S
Twie.

o KHETlE, EATIZAHE SN TV IEFNCREDOHETHNLIE-Z ) OREFIE T
{RTEL TV 5725, Loes score 2MEW T ECL3E - MERHII AN 2 A MHANIC & - 72

o Sofh, FERHIEILILME 2 MG 3 A BRI, BAIAEEER), BILERICOEL72) 2
T, 77 b 2OFFiEHR— L7z PRAEICL L2 ET Y AOERHIELETH
5.
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MEICET 32U AT IZAFa L (CQ)

FERRBEBEICHT 2 EREMEFMRBEDTETROER (Z54EH)

1985 ~ 1999 £ (FiIHA) 10
[MiGE B BB 5361 (76.9 %)
FEMiGE R B BB 2361 (73.9 %)
FFMiGE B mEE 85l (37.5 %)

2000720105 (=5 (Kaplan-l\/[le(iii(?ff%ﬁﬁﬁﬁ)
MmizERE e 34 61 (87.2 %)
JEMmiGE~E S BEEIE 476 (71.7 %)
FEIMiGE EEF mEAE 46 il (81.9 %)

2000~ 2010 5 (50 <Kap1an.h;§i§?f&ﬁ@
BRI RILE + aTHRIRSY 261 (73.7 %)
BEERRIZRAVRIILE — BRI 541 (73.8 %)
B REIFALRRIRTILE 3261 (96.9 %)

1985 ~ 2010 £ & TICYIEFBEDTHONZENA 216 FIDILRHESAE W I DisMmEiREmE.
1985 ~ 1999 £F (FiHA) 88 A, 2000 FFLIRE (& HA) 128 BIDERRIR!, BiBIELER, ALBRIERE.
HEICIFIEMiGE RS M HE & B BREFRIENATLE DB A C KD BIEOHEN B ELTWVS.
(IR — MR I O>T « 77 2016 : 26 - 673-681. Kato S, et al  Pediatr Transplant 2016 ; 20 : 203-214)
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BEICETA 7Y ANIIZAFa L (CQ)

& [ ¥4 Fa 2 4iE O FE il
CQ 3 | REAMDBIEEEDKRS ICHELESKWLD ?

2

KINBIFAERTAER Cld, TEIMEERZMTR, B MRIBIREF(C K D KIXELFREZ
MEERRES, EPDICBEZERERET D ENHERIND HREDES 1, TETVAUN
JUB)

(7O RHLLBEESNEZIXY N]

o MHERER % X 72 L TV R VIEBIOBAIZEAN 13 fI ThifT S, @EBIHERFL
T\ 5. BAERTEFHMC ik ALD-DRS 1461 0 Td % %%, Loes score (& 0 123 3 4,
15 58260, 2 mAs 2, MEEEHEA 6 Bl TH 7. F72, Loes score 0 DR
BoOdH5H 3B 1 FHUITFHRORLE D% L, TR DO 2BNIRBETH > 72.

o IR CTIR AL Z T 5 Z L IR TH L7290, R 2 BIORFERER T
K, IR D 5 W IZBEWHNIZFIE L T2 WRINELO WD S % .

o U/ SCHRBITIX, Loes score 0 5, MRS OEFFT RO A TEM % 1T L, B
Fr % 7 295 (graft versus host disease ; GVHD) THETE L 72 1 B35 S LT w
5.
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MEICET 32U AT IZAFa L (CQ)

& [ &34 AR 2 4iE D SF A
CQ 4 | AKKEDBEZEDKRS ICHEURES KD ?
M

MAXBE(CBVWTHRESHOBEISHREIND HEDHE 2, TET VAN
L)

(7O MALAS/EENEZIXY K]

o MEAMEATHICTIE 1 BIOMED D 5. BHFEHEHOFLEIL 22\ VA%, BHEIZHEIR
PETL, 32HBZRICGVHD IZTHTEL TW A,

o EINTIE, BAFERE D KMEEGZ 0 L C o Ml 2s5 0 S, 6D
EABHNIZE ) 1 FIHRE SR TwEY,

o IHZHUE, EMIZBWTHARMESESIZR LC, FSEFHOREFIZBRE L
T MR 2 FEhi 5 % BRI ZE D S TW 5,

28



T [ —




ALD OFHUFHEICIE, MIERDO AL ST, RIBEAEL TX 27207
Wid s EAMOTEETHL. ZD720I21E, BWISER S 5 IR & R
A 2 SR CIL KA TE2RMICL, SR RERTHRET 5 ALD OF
MM OEZEELYILCRMT 2 EDPATRTHL. S5, ALDDORNPTYH
AR BB T & 2 /8RR A (CCALD) 3 & UYL & #] K Y (Adol-
CALD) IZDWTIL, ZIEY) A7 DB SN2 BHZ FIERNCZH LR 5 2
EDHERRSIND, TDDITIE, FIEERLRKIEITH LT ALD (ZFEL 7 52 B E
WeBEAY o) T ORMEROLZEDIFETH L. BE) AT DHHE
PEDFZWIZIL, FEhnE D ABCDI EInTARZMELH) 2T, MRNELZEHOT
BTN & SRR R SHIRIER R A 2 FHIW TR 2 2 &R SN L. B0
SHENTZ W 21T ) e d, BIEA 4L L CCALD OFJEEME ST 2, TEIUE2
i, TNLEZROTELTRMNCEMT5 2 e fitsns.

RIEXPHAZEROHR

RIEBIN R 2 eI TlE, ZEE P O BRI 2GRN R & 155
IRATHWODTEETH), TOLOIEIERHBIEREET S ALD DFER%E A <
FRIL, BREIZEC %5 2 EAHEstans. ZoZ ik, ERFKMEEDOFE
TV VRB L OEEER FRE % 7R 9 adrenomyeloneuropathy (AMN) X2, i /)i
ZEVESEN AN 72 B IR G 2 7R 3/ - IR B LT B [AARTH 5.

RinEDRFRERDL S at risk BEZEFDOHER

30/

KIEBEIFERERT 2> S DI Al & 0 & el e Al & 58 RN E 3 2 2 L1,
KIMFIFEFE R DO FHUEIZ D% DD, LA 5T, at risk DFHEEEFEOFMZE R
D7D, FUERZDFRARDTT 21k LT ALD OEFIIEHRE 551252,
BIEA T ) VT ERBET S EDHERESIND. ZOFE, ALD T de novo
BRLAON, BmEOHHPLT LHREETH L L ENEL RN L,
HIZFZW L CHBR R TIE2 L A —FRANTORER FHROTIIETE 2 WnT
EICERTHRETHD. FARNT, ABCDI BIRFER % Z TR TV 5 1R
HD & 5 WEOBAIZOWTIE, ZHREE OB AL DO FIEDS D T e 2 &



SPHIBH - RENSHOER

Mo, BIEFIREIIRARIAT) SEPEE L., £, MolELZEmT %
WL TIE, & 57 U ALD OEZEMEHRE T34, Sy rv) v 7
ZRET L ENET L. 2L, BN AL L TR 258
I2IE, RMETH > TOMEZEIOL Z EAESN, TOHEIZL THRES
R ORM, MEOLEMLEOHY], #EEh Y ) ¥ T OREPLETH 5.

REMBEORR 7 xO—-7 v 7igEt

FEIERNCRZI L Ch, BEEETIIEDREI R D0, WORET HDO0IET
WTER, Lz -> T, BEOREREREORB 7 SIS N Wik
%7 0 —7T v TREIORESE LIRS ORRPVETH 5 (B5). RIEI 5w &
F1d, BRIERZ3ET AENICH MRI TRENR2FBOLNL 2 L2 5, il
B RERM L) 2 COEMMRZ R LM MR OFFHESEZETH ),
RIERDZEBUERZ L A5, 2 ~ 127% Tl 6 2 O MRT OFFffli, 12 %2
FElE 1 EIEO I MRI OFFliA2SESE X5 . i MRI FT R CRINEIFSE % FERRR A,
T MR % T3 5.

FimE DR —~aEREt

BRI - oo EU Y I%E
R I Ty gy T2oEDAT, REFMEEDRH

FEAERUEZRSBME"
ERRSEI B EERE l +IE LT FRDICHDRAIR TS

PBHNSBIRDERE (SetsE Hde novoDETBEMEHE )
THS SR IRE » _ BEEE
BRI, 58, + CRESHBRNOMER o giRe oARMSEFRED 2,
BT - EsgE SO0 N —IREOIRE B S TE BT R,
. it | BARICIERAGE I FROHERE
2~12i% - 6 D ABDRE2, INMRI BT B LA,
>128% 2D BEDFE, MMRI (fefe U RF—IREis(C 2= T Digad D)
BEEFE(+)
INR or BEHAAMIEY (40%) BA* (>50 %) 120 BEDF:2, BMMRI
= MRS EDIET (HCT)
BEMBLIE ClIGHER BRESFE, AMN (25%) or | FEAKRNEY = HCT
32 WV FERFRERDHEST & MRIFTE, JJVBE - BRiReEY (8%)

DETEHRANIHNT B
' | RAABE=HCT

REMZEENSEED T+ 0—7 v Jiset
* D FERT, PYVVEL AMN, /Y - ERE ST,
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34

\U8 Tik - &S

KR TIIFIE R TE L7215 R, BB LT, SR ICB 2 Fht L,
BHNRBE 2T 5205, Z0OHO QOL D EIZ2o4%h 5. AT, Bt
ALD BE T RTIZBWCEIBRKEE 2 2y ICFHE L, BIERERVE HFTEO
HHEETHZED D Z L TFRICHLTHEETH 5.

=7, EEORRE LT, REZEHRLBMGEHEOM LIZ XY, ANRKNE
(CCALD) % &M K% (AdolCALD) T b fifEIR D MAT AL S 1, A
IR T AR DI Z T D, 2720, 203 EBRERTERES, M
ks, EHEE ZLTCENOPEHELEEZ S BELEINTED, 4
BRIEZDL ) RERICHEL72HE, FHERBELZEZ T ILPEETH L. &
512, ALD BTN DEHRASIAD I W L b)), BE LT W ER
bHb., ZOL) RGAICHIEREL LToONV TOBERS2ETH - 12ER D
WEENTEY Y, FRPREICBIT D QOL DWHIZZ ORI SN 5.






A\ 1
...

mIEDIEY I X

EMEHRBHEEO I TO/NF—-DORE

RIT, FEMZMEZEIIBWT, EREEL TV MRI 2% OBKRETH
HE L 72 B 710V 7 REHKIC & B 1T IS [ 16 42 (12 ~ 19 42) 12T, 5 6
W3 BINCIRACES, IR & £F ) BATIRE, FHMEEEEOVWIhr 230,
BRI ERISE L2 OWEDDH 72, T 02 L3 & MBI T IR
2B D SHE D EATHIERN R IZFED 5 DD, adrenomyeloneuropathy (AMN) @
FEEICE LTI, #IT2ELERRIETETE 20D, P e b EaEIER)
RIEBDOON L WITRRMEAVRIZEE NS, 512, ALD IZB1F 2 KB o 4 5E 1%
M & AMN OB VERIZREE X B 7% 5 FERT TH AR LRI s ™.

ALD DERFia%E

36

BIETHEILNY, BEEEET IS, WhW ERICH T 5 IemOiG#E &
LTREBHAZED. L2LAEYS, ZOHFORESICL20bLT, #
WAt THotzrz0, WHEINZIFZEOMBIEN L7z 512, 2000
FRR TR FEERIEASIE O BIZ T IE TIHA SN T A VANRY & — 0558
BETOEME LTI SR L, AR 27420 OEE TR S /-2 L%, B,
A AN B 20 B AR IR O BRIRITZE 3 T b I, BIZFIGHRIC X 2EE DT
LES7C LR EbELR), BETHEOEREIIF LI EmLZ. L Lad s,
ZOHROWMIEE S OMBELREIN LY, EF, BEFHERIIRE REREETT
Wa o FEE, BRI T 7 BADKEREE L L CERR TR TH 5. #in
MERETH Y RTu T A4 ) X—BQLPL)KIBIE, 77/ TT73IF—%¥
(ADA) RIEJE O BB FIHIEDHH R W CTHREE S L7z,

ALD Tl 3E MEMBHEATT b TV 525, LUETE 10 % PLE G #IE DS
HHZL, 10~30% CHEEPLEED GVHD 25H 5 2 &, BB A~y
FRF—=—THLTE, FF—2FELTVLIMIIRRPEITLCLEY) RN
ML SNTE L2Leds, dETITHERMERCELMNT L, B
AN & - CTHEAE GVHD OB T L, 2 0MEBEIMBAEIZ S InT&
LIk o7 BIEFHRIILU EOMESE S OICHET 2RSS,
proof of concept study & L C 2 Bl ALD (24 L CiEllisfife =B e LzL v F



BEDREY TR

Starbeam study DHRIERE (B1H)

- BEEHKEEREZREC UERIFEh ofc

- 16 I neurological function score DBENZE L CLC

- 14 BT Loes score D" ZE L TL)C

- 16 fI'C Gadolinium JERZIRHERHE LT

- BREIRIRLEICKDBRELTEEERN 1 fIFRH SN
BT OEABBIEENT CE— O— > DIEJEIFFRH STUEh ol

TANANRY § — % fHH L7728 R FIRESITDIL, 2009 4E O Science 76 HIFED
LTAHARMENERENLY., ZONEIZ, 2610 ALD HF 0E MEMEIZ L >~
FIANANRY ¥ — % L CTABCDI EBnf%EAL, BHEICBHIN, 14~
16 A& D EER, MRIDHETHBIEE 5728 n) bDTH 5.

COBENLEREZITTC, BUE, REOM#EFHE#RSHTdH % Bluebird Bio
FESAR 4 — L7 0 I AHERER & L CiEER % F2hiiH Td % (Starbeam study.
2013 4F 10 A BH%G, 2018 4 8 Hi% T 7). [WRGERIL, GHHED A DS sk Ik [H
KEETH D, x5I1E 17 LT D ALD T, MRI TEE T A, (Loes score 0.5 ~ 9 11,
Gadolinium #EZRN RBE) 258 0, MRHERIZEE S L < IE7RHT, © PEAIMmEL
PUE(HLA) % v F O K F =W WEERITH - 72, EEFEMIE I, 24 2
ARBICEERERE (DI 227 —3 9 YREDOWNE, BB, §&58 5BT
HISEBOM K, TEREE) DR VEFOFHETHSH. 2016 4 4 HIZZDOHH
WG RSN, ZORETITBIPHERESN T8 BITHT). HEBRORE
W EBEEEZe AL ETHY, 8B 12 ~24 HOBTH o7z 2D
IR 4 | R T D BIFCTH - 720, SHBOMENITEH SN,

ALD DFERYRAR I -2 F

ALD DR L L C, FRRRR I AN 7 & o mipfia g ia T T
Who LAL, BREFZGENREZIGFCE201E, FBEFHObHL I 2T R
TR0 BLIICIRE SN S, ALD I X #HEMEEEMEEETH L. RIEED? L3
FERT IS EIRF 28 2l L2 a 1, 2% MRIBAE 2 & C#EYIC 7 + 10—
THZLETH 285 LR EEZMGETES. LrL, RIEBEOZWER
T, BHEIE LRI R EE R G0 . BRIRAEIRA & ALD DT IC
oA, WEBIEITTIEPRVETLTWEZENEL, BRICLAMELE
EN LD,

COMMEE TR A72012, FERTAAZ ) —= v 7 OISR ALD %
Mz %HAD, KEO—HMOMTHD LN TWDL, =2 —I—7TIE, 2013
FERPSTERTAZZ ) —= v 7034 1y MFEDPSHB SN, RS K
Iz A TR SR BE R OB Td % 1-hexacosanoyl-2-hydroxy-sn-glycero-3-
phosphocholine (Lyso-PC 26:0) & 5E &3 4. I 7E 3% 2 R AR HEIZE D W T
W5, EOFE, —a—I—=2MIMZT, A TFN=TI, TAFhy MH%E
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BEDREY IR

ETHLADDOHAERTAAZ ) ==V I PRBEENT A, F72, ALD I
2015 %12 Universal Recommendation Panel (2@ 1722 & 4 H Y, 41% ALD % 5T
AR AZAZ ) == ZOMBREEETHMITTEIHEML T b0 L B
SNAH. 2016 4 11 HOHETIE, KENZBWT2013 4 12 HH 5 2016 49 H
T TO 34 HMICH 63 TTHED T 21T\, ABCDI #{nTZR)HEE S L7
WS a3 FIFER SN TW5. 72, ABCDI BIZTEREEZEDT, VA FT v —
LR EEZ SO MOV F X — AR EDLNLE S AD0 o> T
5.

—7, ERIZBWTOEEARKIY » TV EHwighkoru~ s 75 7-4 »
7 LEESHTE(LC-MS/MS) 12 & 5 HIERAHE LTV 57 ALD OREHEEEIE
EIMFARBECH 525, FOR TR FHERL GBS, TOFMEIREN
TWa (KA RSAVIVILALD DBTFAREISR). LirL, EARIZEET
BN RBENIEREPRE SN TD, RESET LB HEIZ0REELZIT5 2
EWTELV, HROMRERABRICH I E T 720121, FrER~YAZAZ ) —=
VT DEANEETHD.

R REAZEART L D & S iim

38

ALD X, HAEHEERICB T 2R L BIBA S Z ) iR EMEETH ),
FEIAE & BERATEIE A BT B MBI P O RE 2 Ff e L Twb. vt 3
Y — L ABCD1 & ¥ /8 7 B OBERERIEIC L 0, MRS C R ER L 72 mE8E
Wit G IRE D EIROMmME 2 b L EZBND.

FOEOMRZ XU, @R 2 BESEERROSTHEERZEOEE L RESE, I+
IV R THEREREE (ATP FEARIEBEMOKT) 2 b 725 L, #iZRZEMW HRSE
S % A LA e 2 5 g ST a™ . $72, WiREIcL s 7a7 T
V= ARF = T 7V —FN LIRS N ORI 7- s ha L AT
O — VAR S HRETE M b B EHEE STV B,

—7, WEOERIIT LT, HoeBlumroofirbi#EATYS, Chu 5T,
TLVATU—)D) VY — A0S HMEENOMIENE % Z ABCDL ¥ > 787 B H
B LTWLIEERNAIICLAAZ ) == FEBEPSRML, )Yy —AfE
® synaptotagmin 7 EXNVF F TV — AEDKAT 7 FVNA T b=V 4,5- ¥
A YW (PL(4, 5)P,) %4 L2 BR 2 S LB T 5 2 L 2R L7z FEIE,
Abcdl R¥E~ 7 AR ALD BEHROMMEF ML TIZ, Vv Y —ATOIL AT
O— VOERPBEINTWS, ALDICBWVWTY, =—< Y Ev 7R Chlok
T L AT I — )V OMALANEG O FE DIRRETZBAZ B 59 2 TR H % D 7>
b Lz,

Jang 51X, HH, AMN EE 7% 5 N2 CCALD AHH Ko ipS Mg % v ¢
BIZFREBT 217, BWRICEDL L EMERFE LTI AT - 25- e F
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