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THEEZ D) AR OZEME L SELE FREE2 ) 2 85ke 7)) 7HITLOEE A
it STV B (Schilder %) . 1963 4F 1213 X EE S OB MR ETH L 2 &
AHER SN, 1970 4E 1213 Blaw 12 & 0 AR L BIE B2 S S n b K
B FEE & LT “adrenoleukodystrophy” & W9 ZFEAMRIE S 2Y. ZFotk,
ZEERCHEE % B8 L 723 A K (inclusion body) 28 FLI &, FREMAHEFIETH S
ZENTRENT 1976 FITIFH TR SIS L) ALD oA bEmEE e LT, &
FOM, BIEICHBEMBARETBAE/L TV 2 L VRSN, MR H A
FIEHRMEIC & 5 ALD ZBWEDHEIZ Do Tn5 Y 5|2, 1984 4|2
i Singh 512X ) ALD EEHBAEF ML TRV F 5 2 v — A TOME ARG
T B ERALIGEAME T LT Wb 2 R E Y,

—F, AMNIZDWTIE, 77V VIF &M R O A PR A 1900 £ D F)
XD STz 1976 4E1213 Budka 5 23EIE & #ifER O #IMPT R 2 ALD
E—HFHZE L0 ALD OB IR & L CHGE LY, 1977 4E 1213 “adrenomyelo-
neuropathy (AMN)” & @544 &1L, ALD O —[RKRIEE THh 5 Z & B &
7219 K512 1982 AR LRI, AN - BN R A BB L S A /NN - B ERTL A
EENTWEY,

AR AIMETICE L CTUd, 1981 4E12 Migeon 5 13 ALD PR K DKM E %
rya— AL T, XEHARTVa— R 6- ) YEBKEREOE RIS —
v &, BmESEAENTREO LA GFRE) L OBEEEZHO 2 ICT A 812D,
ALD D JE R EZF 25 X fefafk b, BT XQRSOEFIZH L 2 & E2HE L
72" Z LT, 1993 412 Mosser H 7%, Xq28 EDOEY v aF L ra—= 7|2
X ) KAE D JE HE (LT TdH B ALD # 5T (GenBank NM_000033) % [ 5 L 72"
ALD B3 EEN 21 kb T, 10O v a&d, TA5T I VBN SR BN
VA XLV —LBEABC ¥ Y827 B (ALDP) % 2 — F LT/, $4, BEREEE

I3
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NIVAFIY—L

-

ABCDI

acyl-CoA

fatty Acid (C>22)

e > acyl-CoA (Cn) Catalase
H FAD H20>
Acyl-CoA oxidase 1 k X
FADH: 02
enoyl-CoA o HO

D-Bifunctional protein
3-hydroxyacyl-CoA
D-Bifunctional protein

3-ketoacyl-CoA

3-Ketoacyl-CoA
thiolase

- acyl-CoA (Cn-2)
\ | CROT ?

N

/

~

HAD™
NADH+H*

acetyl-CoA /

L} Octanoyl-Carnitine ««eee-veeee> T RV RU 7

ABCDI1 [C81F 1BREFTHISAEMLE < v T
NIVAF2Y — LD T very long chain acyl-CoA synthetase

(VLACS)[Z kD CoA b

NI RHEEBFMASAHE CoA (VLCFA-CoA) &, ABCDI [CKDN)VAF2 Y —LARIC
BNXEND. VLCFA-CoA DENXIC(F ABCD1 D7 V)L CoA FA LRTS—E5EMH(IC

LDIMKDEDUETHDEDREDHDY. NAFY

V—LWTHE CoA (BTN

12 VLCFA-CoA ([ 4 ERBE D RERLBL R Z R T, REFREEDN 2 DI L) acyl-CoA &
acetyl-CoA [C X8 & 1 2D. Bk & #H 8 (D octanoyl-CoA [& carnitine octanoyltransferase
(CROD)ENUTARIAFIY—LDBHT, S IV RUFPTpRIEEND™.

T3 ARG IR 2 i RS

9 % acyl-CoA synthetase Tl W& HEE S

D, ALD #{x¥\X ABCDI &

TV, FEBIIARVTF T —AFEDO NIV AR—Y —ThbH I LA L
72. 2001 4F, ABC ¥ v /37 O 4O E#EALIZ X
{5512

N = Al
DINIK 53 H % - L 724

LT EEZLNTWAY (A1),

% 737 '8 ALDP & ATP-binding cassette subfamily D member 1 (ABCDI1)
ABCD1 IRV AF Y —AEETHREY A Y —%EH L, ATP
ZALIZ X ), VLCFA-CoA % )V & ¥ — AP Bk

1 &HEX2NER
AL E LTI, PIRARSR 72 T <
R, HMERICBWC, A7+ vyTIT) v

T 72, MO BLHLRE R EHIE T,

3 & A E ORI MEE, R0
A TVFY FEOAT7 40T
NEE R A 7 1~ THENGE O BRI R R 85 SR i I R ) 15 N A3 52
P e SHE A 2 R TR R SH AR IR & &

LOLNG.



REHE

IVLATO— VI AT VAR ENS. —J7, Fa¥AFH4 T fk(DHA) (C22:6)
% EOSMARANRNIEE O &=L T,

A% b D SR 70 F R SH B AT IR TR (C26:0, C€25:0, C24:0) DIEHNIL ALD DK
bIVBH~——I12%->TH), MEHD C26:0 % C25:0, C24:0 FEZR S
12C22:0 L DAL ZIICHH I N TS, 2Dk, 2IMH O 1-hexacosanoyl-
2-lyso-sn-3-glycerophosphorylcholine (C26: 0-lyso-PC) 5 ALD X X )V F F 3 — A4
WOB N RBM~—H—12% 5 2 EMRHENY, KEZEZYYIZTARZ 1) —
SV TNDISHDPEATV S (KAA RSA Y I BFDOMEY I X1 [FHERA
U=V JDENEDEDEERNDIKTISER). —7, ALD BEOMIED %
WIS 351 % MR SHAAINR IR O EAR & & BRI 2 R B R EEBE &
MBI O W TIEHAL 2 TlE %2 v,

ALD BFE OMEEIZ BT 2 W ESH AR ERE oL, MG 128172
TR AR RO B A LIEEOEKTICL 2 b0 EZ LN TS, RN
REHENEERIZEL LTI Py P T TREILSNTHE S NS DS, MEdH
FIRR IR (C>22) X BRIV A F 2V — A TR S NG, MESHEAIRTIB
I% ¥ 9 very long chain acyl-CoA synthetase (VLACS) |2 & > TFF T A7 Wk & L
TIHEMAL S 1172 VLCFA-CoA L 72 ), ABCDI1 12 & 1) AV F 2y — APk
ENAb. ED%, Acyl-CoA oxidase 1 12 & 1) BR{l &4, D-bifunctional protein {2 &
% KA & BiIK 3 & #% T, 3-Ketoacyl-CoA thiolase (2 & V) k& 452 D v
acyl-CoA & acetyl-CoA IZ 73 S L%, T O A 7 ) 1E VLCFA-CoA 75 i 3 #4 8
® octanoyl-CoA 734K 3 % £ THEAT L, octanoyl-CoA & X b I > N1 7| ZHik
SN, A acetyl-CoA F TR S5 (B 1). ALD B R HE3F Mg it
F#IREIERO pERALEEZME T 5 &, B HE OMMEIF M < TH 60~80
%ITLTBY, ZORTIZABCDI DRHEIZLZEZ2 LN TW5. EIE,
ALD BH OMHEF MM B A7 ABCDI cDNA %38 A5 % &, WEFIRIIEEO B
B EHALT 52,

MR A ORI RIEIIEEE X, ZOEGRICL > THOEEL 2T 5. ALD
D EF— O EALF R R Fa 3 Z S SRR O B IRILA4TH 525, ALD HED
FEMESHE T RSEIRIIR 2> S M ESH SRR~ D E GRS T SN TV 5 &
DHAE D D B FEES, ML N T L 72 VLCFA-CoA I3, elongase :
elongation of very-long chain fatty acids(ELOVL) 1 12X > T, & SIZRIIEED kFE
HESMESNSY. £/, ZOELOVLI Z BEMBEHNT/ v 7 ¥y 845
C L&y, mESHEMEHROMESZ M S C26:0 2R TFSEL L
NRETH 2.

2 BREEDFAERR

ALD DAL RSB R AR IR IR O BRE CTH A A%, PiMEICE 5 BRI
ANHTH D, KA ALD TIEARIRIZAAIIE KA E O 0 F AT AT
T, UMMEERETHED I =) VITHBIRZ TS, SRETRAL IR G 2

5
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6l

BEHARBE ALD BE
(13 /%) D MRI E|{%

a ! FLAIR R MRAIZEEICTE

S ZERDD. b T1EFE R,

REDHRLEIFEESZET DD,

Z OB (KED) [CIFERIRDEF 18

BN RZERDHD.

53200 IZH 5N, $&bb, @ periodic acid-Schiff (PAS) % i [ £,
sudan el D~ 7 0 7 7 — UDETE LGS R BEEASRED H 555, #hER LR
TN TV 20 1 B (iR, @ BER I ) Y EENEEET 5~ 7
077 —=YPHEL, PLOFREIME LS OR#A R LR SREL,
M E FAEOMERE D b OF 2 8 (KiERE), @ s T LT
TANADT) G =Y AHHIET HHLOE 3 B HEBEE) 5o ns. 72, hiK
MRI T T1 SRR E{E T b mEG 2 L L C, RES TEEAR T RO 2Vl
O & Lo ORI, FIRICEE SN L KERB D 5115 (F 2b
DFKEN) . —F, BTHEMEICL2BILTIIRET A2~ 2707 7 — JHIZEHIK
DEARDRD SN L. B ARILEIE R MR Leydig Mg, ERitiED
Schwann fifls TH A HN 5.

JREEICE ARG & LTk, ABCDI OREREAAIZ L b B L 7216 HH A
HBEIERSp | &L 2 ), I Y OYHENALE, BILA ML ADOFFELE I
a2 K 7 OREEESE, REIEOIRICL D2 HEROEE S/ LT, 370
TO)TDHDRIEET A N A A Y OFEEFLER EPEZSNTWEY | il 5
SHEEMIE DR £ CERBEN 2 G L 2T 52 RINHREEZHL 22T 59 2T,
R C ORI O Z L E G L 23 7 a7y 7R~ s a7 7 — VOLER
WCHEH LR OERSIIRE SN S, FAEMEICIE, IV AT 00— UfCHR
HRMAENEMEEE L OEL IR I N TV L (KOA RS/ &HD b
Ewv IR 4 [BRFOREMHMALABEERRE, Lo00)\A A XY—H—EFRRMED
FmsR).

3 AMN & Abed1 /v OFPDORIDR

CCALD (2}~ AMN BEH TIIHMRIEOMEITIRIIZ S L 5205, FHEIREL L LT
RGN 2 TR OFEM R HEZRD L b D0, FEMBOREIZZ LY, —
H, ALD ET )WV TdH 5 Abcdl 7 v 7 7 M= AT, B, HH#, M, HTo
TSR AAIIRIATR O EAE R, MMM < MR C O AR R SH AR R iR B BRALIG
HOETIIRED 2 b D0, 24, N, FHHl, KEMETOREIIFROON Lo



KEHE

7229 Lapl, 20tk 15 ARLEICHEATEI R LG EERE OBIE, &
B, RRHETO I ) Y RWMBEOREIWE SN T LY, dbedl /v 7 T
N ZADOFERIFEILZAMN TH Y, ALD BETIIME 2 DR T2 5 2 &
W2 &0 R A SSIET AW BN E Z N TWD. Lz > T, KN OZIER
THBHT 2FE L LT, ALDIRIIETOT / 47 A4 FEEMEHT (genome-wide
association study : GWAS) |2/ 2 T, Abcdl 7 v 7 77 k=<7 A28 A KEAISE
FENO AL b JRREMFIA 7217 T2, IBHRERBET IV E LTEELEDNS.
F724bedl 7 v 7T MR ANIBUT HEEREEICERILA ML A E$ 5]
B D RIE ENT VB (EAA RSAY  BFD MW IR 4 [RIDIRER
BEBBEERRE, FoUCN\AFINY—H—FRMROHDISH).

ALD X, ZIEAEREERICL Y DT oORMICSHEENTWS(FR).
1 /NEXEE(CCALD), BEHKAE! (AdoICALD)

CCALD |3 3~10 s\ R WD O 5k, fTB)RE BT, STEE,
WA ETHRIEL, MEROIED Y 55 82 T2 300, BETEZE ) O
WEEDHZENL . —J, AdolCALD & 11~21 %2 CCALD & At DIEIR T
FRET 505, RRBEEIHETT HEICH 5.

BARMIZIE, B2 0KHHR, [RO5Z2912LTwa ], [X<HER
T EP LI H R EZZZ L, WAL THL 2% BE RO
LNTIHEHBIRE SN TV LRERR, TR ETHLE X O SRTERE, W
BT, HFERE LT ORE 2 5 EE KM% B E (attention deficit hyperactivity
disorder ; ADHD) R HEENL & L TRIDEN TV AEADHE S NE. wih
LI W AFER, IEROEIT - KAV ICXVEMELR L2225 LT, B
MRIMAEIZ T ALD 238t b b 2 L%\, Zofh, £ &0 TRt ES
FOWNARRIEIEIRE L CRRODIER S & 5. IF5AERIT 7 MATHNIS, <13
3~15% S BWETICHIET 5.

ZWORA M LTIERPTRIET 2 I0EETH L. B THRIET 2
&, AR b ol B L LT, TS E, BiAHE XIS L THRIT
FELTEWMEBROENE LTEETHY), LR EDEBFTRIET S
ADHD 13 2 12 < v, JER X ) ALD 2356 b i 72 BRI I3 SR I e i A % FE AR
BINCERT 5 2 &h, BB O-0IKYTH B (FHA RS54 BQI-1 [\
IRAMEURIEDFHRZMINA > MME? 1B8).
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8l

(& 1) ALD DfRE

JNBARAMEY
(CCALD)

FAEFHnld 3~10 7. VA8 - TEIZ(L, R0 - BAOET, HEDESE,
SIREELETHREL, HETRLEDICEDILNEL. BHEV
B PRIREL.

BEHAME
(AdolCALD)

FIEFmIE 11~21 5. NBARBECIHELD, POBERICETIDE
allEHd.

adrenomyeloneuropathy
(AMN)

10 (REBE~RA. EIESMECHRAEL, ERICEITIS. BEDRE
BEZHDIENEZL. BEOKREMEES, BRWERES et
EEHITEEHD.

AAKAMEY
(ACALD)

2L, ERAME, FBEERTREL, NEEEBRRIC2RISETL
THEYPREEICE D, fFER, ES, moaBEY A 74—, %
FEMERILES EDIRBEERR S DRI MNE. AMN THRAEL, #iEsh
[CIEZE LT ACALD 15255 DHD.

N - By

AEREE, TERDEM R SR USRI MR ORRIER Z 29
.

B BANMER, RERL. REORRLELCEIBREERDH

7Y E2TD, MZERIERSAL.
UL BT CIB U TS BRI =
s AU 7> MERT BEIETIE AMN CRUL B BERE2T
BEHDD.
20t SERIE. SERLl

2 adrenomyeloneuropathy (AMN)

BEY DS RN PAEIZFIET 5 2 AL, WERT2 THEIRE L, &ERIC
VU DRE S DT, TR BIEE SN D, T/, #hiEha, JRKEE, EEIE#
E’J*ﬁ*“(%ﬁéh%ﬁf@@%ﬂ?&ﬂiﬁé?ﬂiﬁﬁi ’i’ﬁﬁ’) EEREDPHRONLY;

, BHEELIRIETLE ) RLANVOHLIEEEELMEH 2
17 ]i@n‘iuf“i% 573,
BdEIR A 25 % & 2l

[ t 7‘7))%‘/\. ﬁﬁ{ﬂ‘il_
FEal 10 4 THRFEROEB DR BNZRATL, VwoZZAK

W EALE 729 EERIME L & b IH UMM TEIE &

DENPEETH 5 (R4 RS54 BQ2 [AMN, LTHFAEDRHIZZHIRA >/

NES N

3 MAXAE(ACALD)

PEAEZAL, WEIR, 1TEh R,
122, PTHRARTHA.

AR T 2 & THIZE L, RS E 2
RHHER MR L OBV EETH 2 (KA B

T4 1 BQI-2 [MAKRBRBFEDRHZHIRA 2 M ? I2H).

4 Y - BxEREY

NN £ 550 X AT, T TR % EHFHRTHARAZS <, B
o, NI E B BBITT R BB S . A 2 4E TR B AT KT 7
195 FHA RS> 1 BQ3 [\ - m%@®§%EMﬁ4JFH°Eﬂ@.



REHE

5 PIYVUE

2 e LABE A & B AN 20 THE R ZAEIR Tl e W B IE T &, ®a B, M
TR, BT, RERMAD, RIMER, BELECTHET L. T2, AFNRS
Bl - MR, PR OEEER, RER (D), AR, 9 0) Sk BE
WHRZ D, THREDFIEN LD, ZDFH, CCALD X AMN 7% EIZHRET 2
CENDY, FEEFETL. ERE LCEELMERTH A EEILE L, E,
R EORET, VR, OBENICALNS.

JEREEOBERIRARETH L7 VY VROENE LT, BREOBIETREIE
LHRRMEOBCOREN, BIWE, M, PAOEBREE LD, BHEOBAIC
(& ALD % 519 % 720 O R SHIRIIMR A I VLHTH B (KHA RS54 1 BQS
[BIBAR2DFRIEEE - Fis, X, BB BEEESTIN? IBR).

6 LHRIES

INFE T, ALD OHELRRE DWW TIEISIEH O BEE Y 7 5 B S 2 RS W
DFIEZDFIEDHEE S NL &, LT LOLSRBEEIHAL PN T b o7t
A3, AR TIE IR E D 20~50% T 5 2 OfEKE & 729 2 A5 HIE &N T
VW2 B ZMERIZ AMN IZEEL L 2B BEER T, R TR ORE D 5
OFBATEIZ L )R SER, ThHoOAZFHRA, HPRER EE2ZTT05
ZEDLVD, —HIIIBITEEICELIEBSFAET S, T2, FEHREES
R ERBEOEREET 22 0H D, —F, BIBEAELKMERT & 723
3D THiCTd 5. FEIEMEE I & & DI 525, R ARNHIHEER % 2
THILRITEAERW(EAA RSA2 1 BQ2 [AMN, LHFAEDREAZHIN
AV NF? IBHR).

F &

1 \EKAE (CCALD)

BB DY I TEER 2 EUNICHET IS, 18723 ) & 2 IEFI S V. KIS
7T LUT THIE L 72356 OEIT AR .

2 BEHKAE(AdOICALD)

SEIRIZ CCALD & [FRECEEICHEITT 570, FSREMEAIL HB #8212 4T3
LAEMZd 5. CCALD b & T 10% FBEICHETVAHKRIEILT A2 0D 5.
72750, 10~15 FERICEHICETTAME b H LD TEERZEST 57,

3 adrenomyeloneuropathy (AMN)

—RIZW o D & LB THETT 575%, ENTORGHRNZ BRERAE TR

9
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0]

FE 10 4F THRPEBOIEBI DS KIMELIRAT L, Vo lZ AKMIERZ 2§ 2 & 2
REALEE T ERESNTWAEY. —J, Bk TIE AMN © 10 4E DL ok
A 549 20% AR HER T B LG S Tw2Y, HELEDOEVDL S
B, BN TIZERERA EARTRZW O AMN EF OFLED B L T\ 5 1 HE
HLRIEENG.

4 mAXEE(ACALD)

BRI ZHEST 9 5B & ILIERRIRE S D SHEAT 9 5 BI05 4. EINIC BT 5 BRI
HTIE, BT L7z ACALD SER (40%) O AEFIAMNIIER 7.5 F & EhTw
%35).

5 Vi - BErEY

HARNCZZC, EWNIZBIT 2 BRERATIE, 82 B TREROREBIA RN
CRATT 27,

6 PIVVE

EWICD 2D BT, AMNRAKNENZHERT L2 ENHLDT, Lo el
7274 0—=T vy THPBOTEETHD.
7 FEEFTBHERE

ABCDI BIRT-OIRIFEMNY 7 > N &2 H T 5B HEEOK 35~40% 5%, B AHT
WCABEIZ SRS S L ENTVEAEY 22 TFHIT 5 2 L IXBE A TIIART
FETH 5.

8 LFAEE

WITDA T FIZBIT 5 KRBEMEHIZ L S &, 60 &M E TITIIEMAREIRD
B 80% DUMEMRNE THRRFEWFTTRAASLNS LWEShTwaY. 72721,
RIEHEREA R RNINERE £ SEFIIITE A RO LN,



&

W

HEEZWILU T IB T 2 B I A S TfThbl T 5.

T LB R R E SRR R A & BIRF R I RRZRICTITbNL T3
(KAA RSAVIRIBREBY R MOT ¢ —52EIE - HBRRICRETDIER - 2. 3],
FIoFHAL KRB EEZSR— L R— (https://jsimd.net/iof/iof 05.html) SHg).

F - HERE B A KRR RIE A I3 L TR A FRUGE D D
LX), BWEDSORRBHRHERMO~Y AR ) — =0 TigEr b 0%
FERTZ W O BN CIADS ) 2 AT D (RAOA RTAU[CQ 4 BHBEDHE
FERIZMIEEND ? ], [RFDNEV IR 1 FHERAIU—Z22 T DFEHNED
FaLERORR], FTOUICEKEEEEER - UVIE 1, 4188).

FEEKREIVBREKMR

KRB (R THEHEEICED SN LRI TO®EY THh 5 .

1 R

/NETIE ADHD R0 S E & FBL L 725K 2 B9 4. A T & o k=
PAEZAL, R BB L 7HEIRE 25 5.
2 HEeBRE

ANRTIEEE N, 00 R - D BEE - R - FE - EER R EORED
BN 5. muikies s (KGR, K17, KD AL ) 5. BRATIERANE, =ik
WREREE R &2 2T 5.
3 BRM&PRR

MIEEIRE LTE . S, HEke, Sl REEOWERELR 22
¥ 5.

4 HIBRE

TV R RV R 2 525 5 2 E 3B, IR Z D H)IZ L B4

[ 11
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THEEZET 5.
5 FEHIR

VU, BT OTCE, MRS TET, SORIIZ BT EHHEEICEE
HHENS.

6 REES

FIEB L CEHMERESE. AMN TIIEHEOKEREE 2R % .

[

7 BEReREES
PRREEE, EAEREZET 5.
8 EBIBASAER
W]y, EHONR, RERD, mRLAE (BW, BR), REREZ22T 5.

BELE3REMR (—8B, EM)

1 BRHMEHERE

C26:0, C25:0, C24:0 7% L OMBEFHBAFNENROMINZ O 5. MFA 7 1
YIITY v, MR, RIMEKEEA 7 ¢ v TI ) LA LR HWTHTL,
C22:0 L DR C26:0 DETHFEAM L T\ 5. 727270 B E Tl 10~20% FE 72,
IEEIE B D720, BIZFHENPROEETE 2BMEICR 2 (KAA RSA
VIBEER - U oS 3I8M8). ¥ 72 ALD B O AR 8 R IR Bk 0 %
fEm & BRI 2 B JE RO H#EAT L OB O W T I F CHRES TV
W,

WO MR TR IS CTREDTEETH 2 205, WA a0l e /7 ik
WKEDIEESDEHHDT, FEEET L (XA RSAV[EIBEREY A MO
T —2EIE - HERKICEAT IR ( 2/88).

i, MEEFR @) ) YR 1-hexacosanoyl-2-lyso-sn-3-glycerophosphorylcholine
(LysoPC(26:0)) 28 & D EHEHEOFVBMI~— 7 —Th 2 Z LG sh, L
BETL 20BN OBMEIERH SN TV D (KA RS54V [BQ4 | iEE
REmEE U VU VIEBDZIMERE ? 1BHR).

2 @52k (E5B MRI, 8858 CT)

v,

CCALD, AdolCALD, ACALD 2B\ TIlE, KA EOBBETBALIZ—3 L T,
CT TIHEIZIK, MRI T2 5% CIXEE S RO 5. WEDO G HIEAYE
HE, SHTEZEAEOMMNEELE, RIS W AS, R RIEEEE A E 2 S
BAIEE 2010 5. AMN B X OV - FHie R Clagifkis, /N, Ba/ g



DOFiEE TR E T 5. WEIEOBRBWED D A TIET FY =7 4 (Gd) 12 &
D BN RE RO D (AHA NSAVIBQ6 - HNUZD AGEFA® MRS 1RE DX
ZHEF? 12HR).

3 WREBFNKRE

BEVE AN BSOS (ABR) T I~ R, M~V JEEEFIEET 5 2 &A% w»
MRS ZEEAL (SEP) B X HEFHEN (VEP) TOERELZBD L A%
RO THLLHELH 5. KR ERELBERT4RDL 2 L0
L. WINbE#EE & B IZEALERT (AAA RS54 2V[BQ7 © EDKDIFMHRE
B - SROEFNREZRIRT DD, TOFHIRA > MNE? 1B88R).

4 WBROEFORE

TRUEZE 2 o IS FSE T 5 B CIE A 4 12 L C Wechsler A HIBEMZE T VIQ (Verbal
intelligence quotient : 5 & 1 1Q) & #LHIH % w0 12 & fii 3 % PIQ (Performance
intelligence quotient : BJfEE 1Q) D EHE = RO HE DL T A% L v». WISC-IV T
I3 & L Z 11 VClI(verbal comprehension index : = #f 2 fi# 8 %), PRI(perceptual
reasoning index : FIEIEFIEE) A ZF N ZFNITITVIQ & PIQ L AFDOEFHR % Fio
TW5, KHEGEAERERAEO TMIHEE 2 T4 150K L CEHii 3 2 L1 H 5 (K
A RSAVIBQ7 | EDXDFMHRER - MRLIEFNREZEIRT DN, TD
SR A > BE? 1SH).

5 BIBHERE

ALD O Wil ICEI B BRI LETH O, BIBAREDOZW D720 DNk
FHRAL LT, JEA ML ARRE T ORE] ACTH, I )VFV — WEOHIE & i
ACTH Bl % 1173 4. F-MRMICEEIRTS, ACTH &fE < H# ACTH
B R TG B0 EhH L. ALD BHiE D, HICHMEZTIIED
R BT H B 2 BB M II L ETH 5. T E Mg b 1T
) (KAA RSAVIBQS | BIBAEDRIERE - Fip, IR, BRE, BAEREFED
g0 ?ISR).

6 BT

ABCDI LT O/N) 7~ MIEFT, WAL BET/N) 7~ MBS 2724
MiziZo b Tnzwv, [—onN) 7y bafF LT TR LHERE % /RT
LR LIS, BN TIIESRE ARG CIRREZR IS THREL T RET
b (EAARSAY  [RIBABIYX bOT ¢ —2F2IE - HRICETDIER ¢
3], EHUICIBQS: BLFMIREDZNERE ? |1S1R)

7 RIEFRR

JRHEZALI AR L RIE 2 0T, ERIOBWICIIRIZ2 2. REEHEO

[13



FEAESZAMO7 1 —OBE

isE, 704 — A, MERFAOEAMEEARNC &b ALD OFHTH 5.
BE ClEEME oA, ST ERLER RO L. KMAE~ 7 0
77—, BEIEREME, R Schwann HlIE 248 O 3ERE O TR & % 72
DL, ZOWEYIMEFENIREAETHILVAT O VATV EGLHOL
HEINTND,

1 IR

ADHD, FIMREEOALT - BAL, O&dE, #EE, B 7oV 9N, E
By, HE 2L 42 % 4% (subacute sclerosing panencephalitis : SSPE), o> F1E ¥
A MO T 4 —.

2 WA

BARTERC RS R, 276 LAE, REMECRE, SRAVE, HH/MNEME, 7
VIR, BERE, B CoNE, hoBHET A MR T 1 —

MEZWEIE, UTOO~DDOWTNPICELT 56T 5.
OTFR()~G)DETEii T 0 G8iES).
QFRBEMIFIER T XRRELBY, Tt (2) 2723 B GHERER).
@TFR(1) & Q) 2z L, FHENICHIES F72I3RREND, B D\ I3H
RSIRIIEE EE <2 ABCDI (=T OWIIN) 7 v bEATUHEETHT %
LV (GERER ) .
@ ABCDI =T ORI N 7 > D WSFEE Sz B
(DT FEEREIRB X BRI TlRNZEH(1~8) D) b, Ll td 120
ERUYD B,
(2) M4, i, ARIMERRL DV 1A TR SHIR TR Mt A v il
(3) 1 MR, AR AEBRAA MY, RIBREEREO VT TRELRED 5.



N AN
=

ALy xFA4I

ALD E#HIZB T, trioleoyl glycerol [+ L 4 Y[ (CI18:1) M) 7 V7)1 —
JV] & trierucyl glycerol [ )V # [ (C22:1) Y 7Y v 7 )k — V] % 4:1 OEE
TERALZOL Y+ T AV EH 6~8 BTG $ 5 2 & 12 & b iR A
PeliR T35, COREEZIF, TL Y s+ A LA ALD DiE#EE LT
HFRBIL E 572205, ZOHOMET, MR EHEMRDREY KT SE5 3
DO, KERFSIER CIXERBICEEZ RIZTESHhWE SNTWES (KA RS
A[CQ3: A Y7Z4)UIE ALD DAE - FRHICEN ? |1SHR).

ELICHRCTRENOTEDIZLEAERLSZY, LYY+ + A4 VOlHAH
f, FEALIET o TWARIRIZH S,

1E I ¥ ¥ 4E

ANIE - BRI RN ALD (2R) 3 2 ME— AT %N 7 iR S FEFE A1 0 % I
B TH L. TOWFIILTLOHSATIE RV, Frh—HRoEEk» 545
fbL7z~r 07 7 — Y RN THEES 2 THREIRIBE SR TWAY . I
B, EHEIEERRTILE I X AR 2 7 ORBEER, B I F V22 BAESE R )
Wz, EEBGED M ELTWD, S HICHRARBENIR LT b & e A2
LS, ZOHEBEDEIRE SN T D (KA RS/ [CQl  INE - BEH
KB T DIiEMEMRRBEF AN ? |, [CQ2 @ AKX T DiEMmEs
fHiRBBEEMN ? JS0R).

%72 ABCDI BT %W L2V v FIANVARY ¥ -2 W TEEHCHE
OEMBEMIBICBEZFZEAL, BEHI T % ex vivo gene therapy D%
FFE 2 HIGERDS TR S, KEITIREMM & TERFARIN TV L (KA RS
AVIERFDRE Y IR 2. BLTFABORMDEDISHR).

ANV - R K AR 0D 3 i RS A 0D B 7 i8I0 6 e 00 RS2 13 LIRS
HDHH, TIFE T 1982~1999 412 BT A BALGI O EIFEH 72 E£EHENTIC L D BAH
REDAEATEE & FIRIITH S 2 B S S, 2 OFEMT 125D {AEITREERHEAS
FAEICH2 ) BISHEEE SNTELY, 2L DL, EHGTRICEL TR
DI MRI T OHEFTE % 753 Loes score*“ 259 tiskifi, #17, WhaEs5-o0
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MEFIRBREPOL 2T, SHICHMMTPHRICE L TXEENEIQ
(performance 1Q : PIQ), WISC- IV "C id H1'H #E # 5 %4 (perceptual reasoning index :
PRD) %% 80 DL I, F5tibpERE & D FEJE % 7R 9 ALD-disability rating scale (ALD-DRS)
BIUTERoTWS(R2). 20 bR FIEREEICHL L ISHED
Hepex 2 a2 74L L T 25 &% IR & § 5 Neurological Function Score (NFS) 3%,
L0 FEM 2 R AR R R OMATEE A a7 £ LT, 2011 4E DU O & I
B BIZFIEROETERGE L THWHNTBY) (FT3), #nkiEL LTIk
L DUF 2R S T 5.

EINIZ BT PIK 24~25 4R BEEER PR B SF BORDT R 336 e RACEH SV HE 12
Xt B AL O & A BT A4 v OVERICE S 2 WF2e8E ] (WF7eft 3 i
Be—)12 &0, ENER-EIOFEMZRE 2 7% S, #EISEES SO A N4
YOPMEEN TV LY, Z0RHTIE, REEO 2 WKBEEZERIC B Tid
Loes score 10 S ATOBRE TR SN S Z L IIMTH Y, Ak OFREHEF 0K
LEFRATI0~12 HIEETH > THBMOBIGIZZR 5 Z EAVREENT NS,
72720, WEDPWEIER L T A5E613, Bk b MEEIR O HET 03 IR AE 5]
EFBRICR D 2 DL VOT, BHICH L CIHEEIZHTT NS TH 2 LRk s
nTwa (R,

S HIZARIT A BT A4 Tl Loes score 9 FLLLT O/ KA ALD (CCALD) @
BHICBWCTIE VATV T4 v 7 L2 — 128D THiEd 2 & & 12 (RAA
FSAUCQI-1~14]BRU[VATIYFvILVELI—FAITAMSER),
Loes score 9 & Pk b @ # A 3# J& 125 W T b EtD 7 L — A 7 — 7 (Clinical
recommendation: Individual perspective) & FiV272 3 > & > Z DKL & EIN/NEFE
RO T3 A8 — » DHKGEIZFED T Y) 2 B RHIIE V — A % H v TR
DA 7 WEERERTALE 2 B 5UE, I — e DGR 2 S 5 2
DS, FHFETHIEL T L (FHA RSAV[CQISIBRUTV AT F v
JLEaA—FAIITAN I CQIIBHR).

G, EITBNIKT 5 S 52 2BIMTEOYURLHAER AR ) —= v 7
T EZ & B FHERTZ M OIS RAF N (AHA RS54 2[CQ4  BHERED
FIERIZHIEERIN ? ISHR), M7 v RAICED K HERSB L ORIERZ
WEZEOBETA R4 OHEFOLETH L. 61Tk, WML TFHRTFIA
REIC 2 AUXFSHERTEE 00T 2 O ek b IR S b (KAOA RS54 V&
DO MEY IR 4 BFOREIRIALEGEERFRE, TS50\ AFY—H—&KxR
MEOEEISER).

—77, /NRBIT, i MRI 525 O B RE TR A L 725 5 o KB IR A IZ B
W, BREESEOMELDH )Y, BB KRR, FIEREE 210,
BEAEIR DRFA S EETH 5.



BBESO

]

Hl MRI : Loes score

PARIETAL

PERIVENTRICULAR

W PHIEERE

1. Vision
2. Hearing
3. Speech

4. Gait
5

. Other (fine motor skill, ADL)
S 0, 1, 2, >2
GRABE, 1THEBEDH | 0)

WAIEEEEN
PIQ(RE -
VIQ(BEE -

1Q (WISC-III)
EH)

=:za

[=1z=]

BALD-DRS (f5tHHEEERES)

0. No

I. Mild learning or coordination {

II. Moderate learning, sensory

III. Severe

learning, sensory }

IV. Loss of cognitive ability

CENTRAL 1
OCCIPITAL
T AT 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
GENE 1
CORPUS CALLOSUM
ATROPHY SP 1
ATROPHY G 1
OPTIC RADIATIONS 1
MAYER’ 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
POMS 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
GLOBAL ATROPHY
SEVERE GLOBAL 3
BRAIN STEM 1
SEVERITY SCORE 34

BFEIICDOWT, [REl, FRRDHDIELT, 1 SEMNTD.

BISHE,

1) Global atrophy [CDWTI&E 1~3 ;RDOWLTFNH
2) REINETH S5 0.5 R

3) questionable TH DO, MDMDEENFEWVES 0.5 ROMRE

EE
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Neurological Function Score (NFS) ©

HiZHRERBDIAE 237
BHEEE 1
KEE KT 1
*RRBREDRK 3
REEE 1
“HEE 2
W N EE 2
*Fa—JRE 2
EATHREE 1
BATREE / T 1
ST (EER) 2
*ERFFAEE 2
QSESEIRSS 3
HREE 1
*RIREE 2
AL LNA 1
LBR 25

*Major Functional Disability (MFDs) 6 IEE

INRARMEY ALD [CX T ZEMMAIIISIES 1 RS

TBREE N REEBE  THE (6 D AE) M MRI [ CEMEERE Z5RD IR TEPHC

(B MRI E{EEHE  FEREBI © X MRI O Loes score B 9 mA N ZEEHNEINE U, BEEENMENIIFRIFIC

[CEALO) RIENTVD 10 RUEZENIEINE T DD, WNENDERGIFIEE(CHIT D.
[E—EIRRF—]

1. HLA YV T /94 T—EBIEBEB LUIHRAE R (585)
2. HLA(A, B, C. DRBI) 7 UJL—EE=I

B N — 3. HLA(A, B, C, DRB1) 7 U)L—EBEEMGEREEEE R —
[EETER R -]
1. HLA(A, B, DRBI) 1~3 7 U)LA—HEFM
2. HLA I 1 /54 T—HRAEER (5§

1. Busulfan + Cyclophosphamide
2. Fludarabine + Melphalan +{K{RE 2B KETHRIRET

e ZIEEN U= P — e o .

* Busulfan [FETHHER CBVV T FHBRERDORIENHHNDDTEZ D

* JEMIFE R or HLA A —EUMGEE BB CIITMIRER IO T > DR ShiHR

- B¥ MRI (&, 1% 2 FE(F 6 DAEIC, TDEI(F 1 FEITTL), Loes score Z5Hil 9
S 5. BiE% | FEIF Gd EBFICKDEFIRDERDITMI 2.

- BiE% S FFXTIE | FEICRRMHEERE, AERE, THBKIUEERE, BHRE,
AR E, ABR, VEP, MRFHEZERZITD. ALD-DRS(E#HHREES) bEH




AMN 8 S O RERES

MR OFAE T L CIE, PR @) e FAR A RN T A 2 LI &
D, JEROEBERPLHETO TSN L. 72, EEEAEREEICHL T
b, WIREFHE 2 EIZHZRO ) Z RIS T 5 2 EPEETH L (KHA RS
4 2[BQY | AMN PLZMERAEFFREICKH UTEDK DITARBENFEI DN ? ],
HOUICIRFIDRE YT R 3 AMN IESUICE MRS CH T DAEEEE . B
NOENEZHLDIC]SH).

BIBREFRNVE BREE

AIE AN AE L ALD OFRP A FRICORCED L 720, & TO ALD B4
BFIZBVCCEMMZBIE M 2 M L, HEITHFREOR I 2 HE L T
WS RER DB 7YY Y RPZF TR L, ALD BHEEE ORI S RIT Y
PERBIC T E) DA FEAH FRER1E 80% (2 DIT 5 728, BREEAER % & & Tl 2
BB AR DR & BB B AV E DT OME P LHTH S, —T, WHERKEET
(ZFEREDG] T b BB REERE IO TMTH 5. (AHA FSA2  BQ8 [BIBAR
EDFASAE - Fin, ER. RE BRIESTHN? IBR)
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XHEGEVEEIEERERTH B ALD ICBWT, FEE CIIRERR R THRIT
HTELRVWERLRBEHRNZHT5—)T, KMERPEHBAEICH L TIETE S
PRI NAAT 2 2 ERFRHRUFICENLZ L LD, im0 o OFRRJENT R
FAERA ) —= v 72 X ASERT BB ED M O BEEEN/L TR s v
Wb (KA RTAUICQ4 : BUEBEDRIERZHITEDD ? 1B8R).

ZD72DH121E ALD OB RSB T T8 L 72 L CoBE R IRE
HEANOBEEA T V) v 7 ORMD O CEETH L (KA RS54 2[BQI2 !
BEIZWRFDOEANE CRENDBLGHD VU VI FNDEDLSICITOIN? ],
[BQI3 : atrisk DEBENDEGAI Y EUVITIENWDEDKIITTOIN? ], I
SUICIBQI4  FERA VU -V IZ4%H], BEIRE, ZHBEOREE D&
TGHOVEIVIFEDKDITITOIN? ISHR).
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EEICET ANy 559 KT 2F3 > (BQ)

BQ 1-1 | NEAKEREDSEBKAR T ME?

AR, HEEECHEERE, BHEIOR IR EOTEHRERCTFENER &2
NI TR o 7EREH 72 ICEO B R TI/NERMEREIEHE Y X b
74— DU EEE) .
CRBREFICIIERLE, FHIOAE, HERSE D 2 BOePTIEY D B 7,
BATORRT LR ZR MR EOF L SIEET 5.

FRSH

NSRRI BN E R IR IR AR R R IR B, 1TE R BRI, PERE
b, HITEE, FTuhAzExRE0"Y, SFICETLEETELZZ)OKBE
&5, FEERMOE MRS FRITH ), RZHIrEETHL. F
WIZWrRA >~ ML, CHETICROTERTHRIET HIERICKOC I L TH 5.
TR O THIET AR EREE, MRS INES &4 EE s L
T, FEREEOEERIMSBIER S E A% 5 ) [T RE LB OKT, mAdX
OWEE ST L TEBIT2 727 AMEEOHE N L LTEETH L. —HOTH)
BRI E I MR E Th 53~ MEBEREIZ X AEROTTREN: b #H
HanTwa?, BREBICIIEELSE FHOGE BESE) 2, Boriic
UG 5 7, HBAT O R MR EO G 7 &R L, JEHE MRI R
B LM R ESHIRIIREE> ZE T 5.

3R
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2) Sakurai K, Ohashi T, Shimozawa N, et al: Characteristics of Japanese patients with
X-linked adrenoleukodystrophy and concerns of their families from the 1st registry
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CIERBMORIEHE Y A b7 1 —EFTIEEEE MRI, fEESET R % 2 1]
BICRBEBIRT L e E T L.

AR DFERIZSEAT L CHEES MRI L ERZED 238D 5 2 L9\,
BB, RENORIBHE Y A MO 7 4 —OEERFENZ O WO+ %A E
Behh.

RS

AMN JEG OH)FEAEBYFEIRIESE 10 S RICKIWEL 2 F8RE§ 5 L ity ST
WY F 72K (Addison A, RIEAEFBE) b IR A1 KB AR
fTLA5%. BHE MRI EEEURZ O 1 2 BB 5 2 72012, JERINEL O FE
BHEY A Ma 7 4 —EGIOBEHE MR, ke R /2 2 MR IR+ %
CENET L EAKRRKEITIE, BHE MRI _ESSE PR ATR 4 1 B
ZIER MR Z D . FHERI ORI THEWRE OMET IR Z 580 5 8
X, BB OBES 2 METT 5 2 EEE Lw?. AKKETIE, HA
WSO, WS, BRI T FORERZ O 20°, T b OHEIR
AT B XV EIAT L CHEE MR EHEIRZE DO I 2 700 5 2 & A ki
Thb. FFICKEEN 2 <, AR THZEET 235613, ERoxm, %
ZAL, RRABEREIR T, SEFREEIESEZERO TORITHE Y A t 07 1 — 21§
HTENELL, BWPENLANSH L. RITFHEY A a7 4 —0BF, Rk
Y, JA—FARANTOZRRMRREZZOEL 2L, FRRETHo 2L LT
b, FRARIIZZAL LS Z &, HEICHERT R, JEH MRI 2 #8853 2
CEDOREMEHIT LI OEELEER D,

Sk

1) Suzuki Y, Takemoto Y, Shimozawa N, et al: Natural history of X-linked
adrenoleukodystrophy in Japan. Brain Dev. 2005; 27: 353-357.
2) Matsukawa T, Yamamoto T, Honda A, ef al: Clinical efficacy of haematopoietic stem

cell transplantation for adult adrenoleukodystrophy. Brain Commun 2020; 2: fcz048.
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EEICET ANy 559 KT 2F3 > (BQ)

BQ 2 | AMN, LZMREDSEZHARTY ME?

B

CRBEATHE DR AT A b 2 BFITIE, ABR % &0 7- A FA IR,
FIEBEIEIAS AMN O R HIZ WD % h5 5.

ARG DA, 15% (I AP SR O 5 A TE 3 HpH & T2 2 & & A
B RV ORI, ABCDI BAZS A DS S W2 |-
HTH5.

R

AMN TIZEEL 2 5 B A IR, BT 30, iR b, DU
M SCAPTOHE, TR &2 5RO 5. IREE, shlEfastk) 2L b dH b, SEPUE
MR EFFEN), MEPGEBIREZEN) O HALERFIER 122 T, ABR (RN
BS) OIEFIERE 280 5 2 L0 %wY. RRRoER, TR ZED 5461,
AR = 2 — a8 F — 2 @B MR BB AREE O Ml %, ABCDI AR 1
2T . FRANCHICEIBHEY A ba 7 1 — BN BE Ak R
FEREIR T 2, EMBATZ RO TRV VOIS BEEE 2 5. HERE
(&, EE, BERTH LA, AT, s EICREORME, STOREL LA
HIRT 2605 5 GERERNE). AMN & FEBEOIEIRZ B 55, AMN O
BUHEELVBIED Z ED5% . P2, B h->T, BEICEKT 248 E
THHMENRCL 2 E, HAENKE V. ALD O ERORBOEA, FEIRE K
MICFRA W EbH ), TELMZPEEL 2L, REBOREED 2L, 8]
JEDENE, BATRE LR T ZEOWE, SR % R T S B OREDEIZ W
&% B, AMN b EBIFZITIC & THET S 5 2 L S Wi e 12 r >, LR
W& DA, 15% (2S8R OM S IEFEHE B b 2 L5, fEMRE
PR S OMEEZ W IE, ABCDI B{ZF A ST L 70 57,

3k

1) Matsumoto H, Hanajima R, Terao Y, et al: Efferent and afferent evoked potentials in
patients with adrenomyeloneuropathy. Clin Neurol Neurosurg 2010; 112: 131-136.

2) Moser AB, Kreiter N, Bezman L, et al: Plasma very long chain fatty acids in 3,000
peroxisome disease patients and 29,000 controls. Ann Neurol 1999; 45: 100-110.
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- RE, RO DIREHEAT P E O /NI B S, RS R, ME TR E AR
5.

CHHERMRI b, /BN, BNERIC A BERA R, SR A C L b B b,
CEIEEMS —aNF =, 7YY CHMAL RISREFMEOIRE D S /N - B
BNCRBATT 22 L0 570, MEEEAT R, BEHE MRIIZDOWT, [HEITKE
BB TLIENEETH L.

CRIBEEEY A ba T 0 —08E, KRS, D - SO BRRRRE AT 5
ZERED, SZRLERIFEREZROL I EDNHLH L EHEWICTOICHET S
CUENEETHL.

Tl
cd
&

5

BEH, RAMIDREC, ST LFMESAT, B, MEkEE, W EE
REEFRERE TS B MRI BIE, K, B GERER TR 12 PR R
RO, BESREBROL LD L. MR ESIENBRO S, ABCDI #Ein
FRMAS TR N ) 7 2 N RO L YA, WEBITE 5. FRMICEAEGE
K, EUAAT, BIBAEZ ROV OMER D /MK - MR EE H
VANO T 4 = EHEBICR L) 2 CEEL LD, 72, NN - IR
(BIEHEH =2 -8 —, 72V VHEMR JERER M) ORI 5 /N - fxis
BICBATT 22 Lhd b 720, BHN/NNE - IS4 ZH 572012, EEZ,
FIFRFAYPT RL,  BHES MRI BHEOREBBIRE 21T T LV EETH D, BT
MRATlE, SEP, MEP O HFRKEFFIER (212 T, ABR DFHIERE %720 5.
R OAEATHEIL R % 7250 5 SSAER A O /N % - Ee g, s et s
EROETEILICEMNTH2Y. BIBHEY A MO 74 —0OBE, R, /A
i - BRI ORE 2 50, SR EHRRREZREO LI E0H LI L 2HHTL 2
EHEETH S,

3R

1) Takemoto Y, Suzuki Y, Tamakoshi A, et al. Epidemiology of X-linked
adrenoleukodystrophy in Japan. J Hum Genet. 2002; 47: 590-593.
2) Matsukawa T, Yamamoto T, Honda A, et al. Clinical efficacy of haematopoietic stem

cell transplantation for adult adrenoleukodystrophy. Brain Commun 2020; 2: fcz048.
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BQ 4 | BRHEIEHED VY VIEEDZHNRER ?
-3 3]
- KE R+ T 4Tl €26:0-Lysophosphatidylcholine (LPC) % $81% & L 7234 & A
) == TP ThRTWA.
- I3EH C26:0-LPC 1& ALD OfEFEO B VZII~— 71 —TH 5.
SR ORME ) E R I 7 AT LY, B SE 2 Tl 5 PR T
DFEE;FFEINS.
AR

T AT AT X D EEIEKIIL OB EHIEEEY Y v IR E C26:0-
Lysophosphatidylcholine (LPC) D5 A% ALD & % f iR ICBH c& A 2 & X
D, FAERZZ ) -y I ERTWAEY. HERZA ) - 712k B
B ORZER & RINHISSE % MA$ 2 #EBH 72 MRIZEEO 7 + 10— 7 v 7,
W) 7 ] T OB MR 2 TR T 5720, KEDE L DMt T v ¥ 7%
ETIL C26:0-LPC ZFRIEIZ L72H AR A7) — = IR T TIiEE > ThB Y,
ENTO—HOMETHEZORED S LI L LTIThNTWwaY (KA RS
AVIBRAED W IR 1 FHERAIU—Z2 T DENEDENE EEARDIRT]
=),

S 512 V) YIRE C26:0-LPC 8 & V) BHEHEO SV~ — 7 —Th b Z &
AR S AL, A O R SHAFI IR S I H #iPH 25 2 L EEETH, Mk
? C26:0-LPC DN %, T OZBMREN OB STV aY. Kk
Mmoo ) V) Y HEE (C26:0-LPC, 32:0-LPC) D& & IR D EAEE & O IZH
Vedid 5 W BeME AT S 72 F 2 C20:3-LPC 3E N1 C20:4-LPC A%, i
MRI BiZE TEALAFRD SN BN D L TV B T EAHE SN TE DY, BEH
Melifk % &te ) V) VIREATKINEISSE B L COR LRSS E 2 b b, 4
%, I 2 EMIOTHEMZY ERI 2 2247 2 812X ), KIS
FEx TS ARES TORENIMFINTND.

3R

1) Wu C, Iwamoto T, Igarashi J, et al: Application of a diagnostic methodology by
quantification of 26:0 lysophosphatidylcholine in dried blood spots for Japanese
newborn screening of X-linked adrenoleukodystrophy. Mol Genet Metab Rep 2017, 12:
115-118.

2) Huffnagel IC, van de Beek MC, Showers AL, et al: Comparison of C26:0-carnitine
and C26:0-lysophosphatidylcholine as diagnostic markers in dried blood spots from
newborns and patients with adrenoleukodystrophy. Mol Genet Metab 2017; 122:
209-215.



3) Shimozawa N, Takashima S, Kawai H, et al: Advanced diagnostic system and
introduction of newborn screening of adrenoleukodystrophy and peroxisomal disorders
in Japan. Int J Neonatal Screen 2021; 7: 58.

4) Jaspers YRIJ, Ferdinandusse S, Dijkstra IME, et al: Comparison of the diagnostic
performance of C26:0-lysophosphatidylcholine and very long-chain fatty acids analysis
for peroxisomal disorders. Front Cell Dev Biol 2020; 8: 690.

5) Jaspers YRJ, Yska HAF, Bergner CG, ef al: Lipidomic biomarkers in plasma
correlate with disease severity in adrenoleukodystrophy. Commun Med (Lond) . 2024; 4
: 175.

6) Kettwig M, Klemp H, Nessler S, et al: Targeted metabolomics revealed changes in
phospholipids during the development of neuroinflammation in Abedl tmlKds mice
and X-linked adrenoleukodystrophy patients. J Inherit Metab Dis 2021; 44: 1174~
1185.
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CHEEFEICBWTL, BROEICIE, BEFNREZIT) ZEEE L.

PRI D 15% (&, I AR SR I ER O AT IEH R ICE 2 5 72012, &
RFWBRAITLHE 2 5.

- VRIS OB IRFIIREORE, F—Z3NOBEEZ DV L5E, BT
AT 2 [EERICAT D, TR 2D 5 LT L\,

FRSH

PHEEICBOTE, MPBRESHBRO L3 2205 500" fo~u
T ¥V —LIHTH L, Zellweger <>, ACOX1 KIEJE, DBP RIEFEZ & TH
MEHERO LA 2202720, AITAEY A MO 7 4 —ORKHERT
ABCDI DBARFHIMRA ATV, JRIYNY 7 2 b EFEET L2 L3, FAIEHEY
APOT7 4 —OFWMICHEHTH L. 15% OLHERKREFIZ BT, M REH
BERGER DAEASIE W HEPHICE 2 5 2 L A 5%, BWHEE D 72012 ABCDI A5
WAL ZAT ) 2 L DSWIHE 0 B, ABCDI BRFMMEX T O BOEES L LT,
WHRRE O E1E, X Getafhns2 Kb % Z & T, Sanger sequence £ TIT R & 74
RRBRGEZ QEETREDLD 272012, A—RRANOBEEEI VDA
X, BIETATZFEIRCAT ), £7203, SR ¢, HIRT 52 L0
F L\, ABCDI #A1n T 12X AH R4 @ ¥ > pseudogene 73 1), PCR (polymerase
chain reaction) * 179 72D 774 v~ — DT A VICIIBESLETH 5.
ABCDI BIZFIZRE R RREFERLEMBWEL RN H 56, PCREMO
Sanger sequence £ TlE, HIY/N) 7 ¥ MO HELR AR H LT LIEE
5.

3R

1) Tsuji S, Suzuki M, Ariga T, ef al: Abnormality of long-chain fatty acids in
erythrocyte membrane sphingomyelin from patients with adrenoleukodystrophy. J
Neurochem 1981; 36: 1046-1049.

2)  Moser HW, Moser AB, Frayer KK, et al: Adrenoleukodystrophy: increased plasma
content of saturated very long chain fatty acids. Neurology 1981; 31: 1241-1249.

3) Moser AB, Kreiter N, Bezman L, et al: Plasma very long chain fatty acids in 3,000
peroxisome disease patients and 29,000 controls. Ann Neurol 1999; 45: 100-110.
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GBI RIEVER 2 FEZET 2 ) A TH R = AEEMAIIEE 2 5.
- MRS #iAt 13 BE#B MRI _F FLAIR / T2WI T HEIRZ % 2060 7 WHHIBHIZ B W TH)
Motz b3 59 2 CERERDIED.

RS

GHEB MRICBWTHEIRZICH N =20 Al R 2 80 25613, HEE
DIJEMFRE 2" L, S3IREPIART 2 2 L b B v, HEWEDOLHFTIZ
RN R E RO B T LD\, BHES MRI _F FLAIR / T2WI CRES5 O FEIHRZ DS
HEARERZ PRS2 E BT b FVEIRZOMBITEILR 2720, oA N =7 A3EE
R E B0 B Y E kMR O BISHGET 2 E T2 Y. R BRI D8
BRI IR LS R % 580 e Wi A1, [HE I ZHHES MRI, T B & #E a8l
B9 5. FHEFIAO KA / /N - BRI BT S la gt tk, A AE
ERRBOLVEER, HEREIZBIT S0 ) =7 AR 1 ELINIZH
%4 %Y. MRS &, FLAIR / T2WI B {§CHERZ %2 RO 2 WHEBIC B VT,
3 CERWEEITA /Y P VO EREZRO LY S, OB EOZLE R
WeL”, 2% FLAIR / T2WI [ {§ T HERZ % 850 2\ OfGB S A E 12
1) LEDPDS.

XA
1) Matsukawa T, Yamamoto T, Honda A, et al : Clinical efficacy of haematopoietic

stem cell transplantation for adult adrenoleukodystrophy. Brain Commun 2020; 2:

fcz048.

2) Pouwels PJ, Kruse B, Korenke GC, ef al: Quantitative proton magnetic resonance

spectroscopy of childhood adrenoleukodystrophy. Neuropediatrics 1998; 29: 254-264.
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BB HE Y A b0 7 4 — (Adrenoleukodystrophy : ALD) & 2 A P A9 8L &
L C/h IR Tl #5538 5 A7 (Visual Evoked Potential © VEP), i 14 fix # S IS
(Auditory Brainstem Response : ABR), & 1% /& & % % % fiZ (Sensory Evoked
Potential : SEP), 4% & Ff & % & & #% % # { (Short Latency Sensory Evoked
Potential : SSEP) %%, % A adrenomyeloneuropathy (AMN) C #8758 FE {7 (Motor
evoked potential : MEP), ABR, SSEP 2SfIZHEFRTH L. F M AKREE D
VEP (X U ABR 7% EFFEEALDS, HEOMITE & BEIOFFHMICHEFRT
H5.

PR LR A TR R, AN I Wechsler RATRERRASIZ X V) SREHE B
L ORI (B B WIZFRHERD) B 2 5Pl 2 CZ L 5KEITH ), FIZE
EA AR OB IZHE L CI/NE TR BEEN L BIET 2600558 {, R
W2 O BE H A3 4T L, Wechsler 5% 1 AE Bt A o WISC-III T & #) 1 £ 1Q
(Performance IQ) 7S 80 LETH L T EDHEF LW EEZ LN TE 72, TDIE,
A BAR D WISC-V ICHUE IS & D, TAZIHE & L CIE 8 22 9 17 (Visual
Spacial Index) 780 DL CHhH B Z ENEF L WEEZ b5, L LBIFET
FEEW T =GN TEB LT, 4%, HERAZ ) —= v 7 TS
LIEBIDHEINT 5 2 & 2 F 2 5 LBIIEOR RV % b WTNIZLT
bIRIRDELT S B0, b b aRIMBREN MR T T AHIERT 5 2 &8
B TH Do A TIE Min Mental State Examination 15552525 Sl L TH 5 2
EEF L,

“ ALD (F#ATHERBIER B TH Y, WEOHP, FHAERE, HRESZ SI2o0N
TIFREIIMRA T d 2 MREAEBFN, M CHEPNRESRR L AERTH
5.

RSk

ALD O—FMNREIIHE, ThabbEL L CHREHEOBERE DRI X
DEBLT L7200, FARMREEICED 5 iR ABFIREs R A BRE 22 L
RILBWICHFSG L) 5. LETHERBMERETH ), FEREAL & A
HIFRIE ORI ZAL R IR R OGO S E 1ML L 5 5. M OE ML,
FRICFSERT PR O R RERTA, & MM OBIG, #EE O AELTEE I
WHEHT® 5.

1) HREIEPIRE
FHIEEM ORI HEBEAZM D %2 < 2555 %EM (ABR, VEP, SEP, SSEP 7



E)OME A TbN, EEOMETE & ISR - RIEEERIER, B2 RIK
S OWERFIER 2 b ITERICE LY LG STV 5.

ANBAR N CTLEFFIZ VEP OFIFIERE S A S, BT L & O IR
7 B IFREIE R X P S AE U, SSERT/NRIZ BT B VEP OIRIEORIINY & $544
ENTWS. ABRIIEMFIEE (RIS P DRE, T-MEMH, - VIR OFERE
B)MRSN, BRAICBRIIE S 2 SIREAET L Cw &, ERHEERICES

— I T AFEI TIE AMN TRIEET 5 2 &EDIIINE <, BHEORE T
I AKHENCHE R 5. AMN Tl & EB)RE 5 B (MEP) O 55 12 B0
b 724, SEP OFIFIER 122, ABR &% { OJEFI CHEHFOILR % 580 5
I 7R R & 52D B A KN O EBI T UE VEP IO IER 2 0 5V

2) HRMEZMNRE

KM ZE O[5 EFFH & A2 & SOWE 9 % ERAZ O B IRBERBIR T 2SR IC 2 B R ¢
VNSRRI TS RTEESETY (10~20% FERE), TATHZERL (80% FERE, N
HE~BHTH - 2BHZE) THEE LY, BIHIAEERETREORT, FHPEEO
ZALDS, BB TP R EE LR S, SITRESHRICD 2 & B
BI% s, 7272 L MRIJHZE M BURRAL &SRR DVE ISR IS FE BT 2 & I3RS e,
AR REEIIRADOHEN W &A%, BERISGIIMEFE I AEE T
bREG R HGETH O T 2780 575, AkI v, #7) - BEhmdof, #
B IOV TR LB RS = Th 5.

NBRTIRER A KNS , B2 OBERMEESASNS Z L& 2S S
L, Wechsler SR HIFEARAS (WISC-IID) T3 7420 5 FFEME 1Q (VIQ) I L L TH)fE
4 1Q (Performance 1Q, PIQ) (WISC-1V T & 5 & H fi# 48 44 (verbal comprehention
index © VCI) & %15 #f# §8 %% (perceptuual reasoning index : PRI) 725, VIQ & PIQ &
ZIZMAE) O T 2RO L 2 EH% L, L—T g~ M) 7 AL
(2B 2 1AL (Frostig BUAI RIS EM A 2 L) FHROE T b A HND. WISC-V DH
AFERIE 2022 £IZFETERIMG & 2 1), EREO PRIA A 22 ), WRENIEHEBLIRER &
L T #1 22 [ 8§ £ (visual spacial index @ VSI) & ¥it B 14 #f 2 45 1% (fluid reasoning
Index : FRD) (21 2 7z, ZHD ALD BADEFKR TOMERIT L2 5 52
o Ty, Lo L, MNETIHERERY? S OFENPLENE (, B r0H0E
RHIBEEDTRD H D T EHL v ALDFEBNIR L THEIET 2 REOMEEH 5 E
AT, WINAWHEHILL DT AEESI NS,

BN T b PREATE 2 A O T &5 B AEGTII/NEBIFERE, B H Wechsler 5
FIREM A (WAIS-R) T VIQ IZIE L PIQ X F 2 3280 2 IEBI A%\ & S 41, WAIS-IIT
T AR W SE R, FE A RBERE, 475 B CHRE B S AL 2 AR KT A (perceptual
organization : PO) M\ EHEEE NS, LoL, TNETHRAZRR L 5K
B CldAmimo TRIHE oM L 1L, DT OREO & 9 1IC&kimrtne
DIET L) ZETHBiE NG Z L h% .

FEEB R o &M EOE AMEIE/NE, AL S ITHERE SN TV 528,

[ 35
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MR HROB A SEFERIC, NETIEPIQ 721X PRISO LLE, AT
Mini Mental State Examination (MMSE) 25 SV ETH A T BRI N T 5,

3k

1) Ochs R, Markand ON, DeMyer WE. Brainstem auditory evoked responses in
leukodystrophies. Neurology 1979; 29: 1089-1093.

2) Kaga M. Neurophysiology and neuropsychology in Adrenoleukodystrophy (ALD) .
In: Imanaka T, Shimozawa N. ed. Peroxisomes: Biogenesis, function and role in human
diseases. pp 261-279, 2020. Springer. 2019.

3) Matsumoto H, Hanajima R, Terao Y, et al: Efferent and afferent evoked potentials in
patients with adrenomyeloneuropathy. Clin Neurol Neurosurg 2010; 112: 131-136.

4)  Furushima W, Inagaki M, Gunji A, et al: Early signs of visual perception and evoked
potentials in radiologically asymptomatic boys with X-linked adrenoleukodystrophy. J
Child Neurol 2009; 24: 927-935.

5) Matsukawa T, Yamamoto T, Honda A, et a/: Clinical efficacy of haematopoietic stem

cell transplantation for adult adrenoleukodystrophy. Brain Commun 2020; 2: fcz048.
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“ALD O FBFE, TV yRIZIF TR L, NI B W TRk &) B R B
RED EWFHl A LEETH 5.

- ALD D RIE A4 (B B2 BRI T E) OF =R, AEZE U T 80% LT
HY (PTHREI VT34 FRZ), BEFHOE—71E3~10EME SN
TWah.

- ALD DRIBAZORERIE, MoORKICE 2 b0 LFEET, REEELE &
BRI, AREWHD, MLEHER, i, e, BER, ey okl
Thhb.

- ALD OEIBEREOHREL, BEHOACTH EaVFV—)b, L=V, TIVFZ
7 U, DHEA-S, EffHE, IhE, 1%, K ACTH Bz & CTh 5.

- ALD ORIBAREDEEIL, FHE L THE I VT a4 NORTHEEZIT).

fESR

(FEAESRRE - )

ALD B 159 B (4Efs P ULfl 24 7%, 1~717%) @ 28— MFZETI, BIBA4
(B Kz RS REAR T IE) O EEA R ERIL 80% I2DIEBY. F 72, BF D 38% THI
BARLEDS ALD OFIHERTH ), 67% T ALD OB Wik 12 BB AR REIR % 380
72V, ALD OEIBEALTIE, WEIVFIA4 FRZPHEINF 34 FRZITE
TL, WiFchG E cofiEoh iz znEh 16 4, S6 4L s,

ALD ORIEAREORFEEMOY — 713 3~10 3 & SN, #iko 2+ — Mg
TIRREFERII/NEHICHRKTH Y, 0~107% 47%, 11~40 % 29%, T D%
1 6% Td o 7", Dubey b D5 TIE, FHERT ALD I 49 Bl P45 + 3.5
%) D 80% UL ECTRIB A4 %25 7-Y. Matteson H 125 5L, FrAERE~ARY
==Y 7 THEEEINIZALD B 5BIDH 5, ACTH EfEZ/R L7720 1%
FTIZ13%, 3T EZTIZ20% THo 7Y, A5 BEIZTVF ) — ViR
THFEZ B LB s s TnbY. —7F, WHEEREZICBT 2EIEAR
£ZiFENTHBY.

(AER]

ALD DREIEA ORI, Mo FIEMEEE i BRI T ELRKETH Y, &
DERIE, EHAR, FEBY, HLEHEIRZ SIRFRI T, LIZLITZIDE
NbZENDHL. Tz, EIMRIMLE, RFEREE T - BEOXRIMb AL
N%. BHFERLFM 2 EDOA ML AL 2 BEREIBA4ICL Y, Wk, 5, B
K, ERL, RIE, RIME, Y avrhlEiERIT.

[37
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(%&H&]

MEMHRATIE, ACTH L&, aVFV—VKTICm, ik, HimksswEo
AL GFhEm A, HFEREREAIN, 1) ¥ RERRAY) 2 BRSNS, E VT aAq
FRZxEHT 5L, K5 MY AMEE, &7 Y a0uE, KBTS F—v &
% X737, BRI EAER TH - T ACTH i %3 ACTH BB T o
INF = RS Z 7RO 5.

KEVNEAGWFEE, ALD OFZ R S /NER I E I X % &IE 52 i RE
oG L, EHWRE=Y ) Y 7ERRELTBYY, B2 o
Miar oS, BEZ ) —E2TPH$57.

Regelmann 5%, 2 KM TIEIZWRE L ZDHI~4PHTE, 2 ETIE4
~6 0 H T DA HERE L TV AY #0) ACTH 100 pg/mL AKifi 422 2 VF v —
WA 5 pg/dL DL EOAEIXERE =4 1) » 7%k L, ACTH 300 pg/mL Ll 1T
VT — Vi 18 png/dL K TIIHEZ IV F 3 4 T BT 5. ACTH 100
pg/mL KD T )V F = WEA 5 pg/dL K>, ACTH 100~299 pg/mL D5
13 ACTH BT sk CEEMli§ 5. ACTH &Rk < )L F — L TEAHE 18 pg/
dL KiEOHEE, A ML ABOWE I VF a4 NHlifTeET 57

HEaANF a4 RREZDFIEIEE I NVF I FRZICHEN0, HE o
VF a4 FHFERGEHRL, L=, TIVRATOrY, BFEYEOEIREZ S
5.

A

RIBAREICHN LT, A784 FHAREZT)Y. BEIVF 31 FOMEIC
BWT, WRERIRY, AB I )VF ) — )LD srihe & H I E) 20T 2 s e
EAYENDY. MEFREICBVT, ANETREENHOLZVE FaayF
Y(a—=hrY ") xR, FUBH 10~20, SR 10~15, % 10~15 mg/m’/
HxHZE LT 1H3EEORS TS, MATIE10~20mg/ H, 2~3 25
EPEG 5. BEAEEEBT L2, BWEHOEEZF 2y 2 L, 3~472H
TEoE=S) VI THRGRETHET D,

EaNF A FRZIZHLT, ZVvFagavsFyy(7a) 2 7% 2#MiKT
AW EIEOMTEET AL b H D, BEAT, BIEAEICHT AWRAR R
RS L,

3R

1) Huffnagel IC, Laheji FK, Aziz-Bose R, et al: The natural history of adrenal
insufficiency in X-linked adrenoleukodystrophy: an international collaboration. J Clin
Endocrinol Metab 2019; 104: 118-126.

2) Zhu J, Eichler F, Biffi A, et al: The Changing Face of Adrenoleukodystrophy.
Endocr Rev 2020; 41: 577-593.

3) Dubey P, Raymond GV, Moser AB, et al: Adrenal insufficiency in asymptomatic



adrenoleukodystrophy patients identified by very long-chain fatty acid screening. J
Pediatr 2005; 146: 528-532.

4) Matteson J, Sciortino S, Feuchtbaum L, et al: Adrenoleukodystrophy newborn
screening in California since 2016: programmatic outcomes and follow-up. Int J
Neonatal Screen 2021; 7: 22.

5) Eng L, Regelmann MO. Early onset primary adrenal insufficiency in males with
adrenoleukodystrophy: case series and literature review. J Pediatr 2019; 211: 211-214.

6) el-Deiry SS, Naidu S, Blevins LS, ef al: Assessment of adrenal function in women
heterozygous for adrenoleukodystrophy. J Clin Endocrinol Metab 1997, 82: 856-860.

7) Eng L, Regelmann MO. Adrenoleukodystrophy in the era of newborn screening.
Curr Opin Endocrinol Diabetes Obes 2020; 27: 47-55.

8) Regelmann MO, Kamboj MK, Miller BS, ef al: Pediatric Endocrine Society Drug
and Therapeutics/Rare Diseases Committee. Adrenoleukodystrophy: Guidance for
Adrenal Surveillance in Males Identified by Newborn Screen. J Clin Endocrinol Metab
2018; 103: 4324-4331.

9) HAWGW S, HANENWYS, HARZATOA FRVEYZAR, EA
BRI E A B) S BORWTZE S BIE &)V £ & e R FE 2B 5 % A AT 7E
PEEFER - B2 ) — ¥ 2 & CRIE AR TREDB I & iR IZB T 595
Bt HARNWERMERS, 201591 (39) 1 1-78.
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CTIXORENEITH LT, PUEHEZRTG 52 WD L. KGO IR
IEET 5.

C PREAFRE O AN L A BEIME T ERE L 2 5.

BB EOAIN D DAL, BIEREARVE VA DRET 5

fEER

AMN FEEVEC R R 1L, EEATE FIERE § 5. TROEMEIIH LT,
NI BT 2 yRFHFZT U EOPIEMEEPRIR R T IEDH L. G DOEIX
BN RIRACERE T A, T2, HYFREOBAIZLD, BEHFICED 5 Lt
(2, kBT 2 EBET OEBNC L D, EREOWME T 21T L b EEE LS.
BEERSRERE =R L C, WIREGRFIE EF L THBEL TV I LD EETH 5.
AMN JE B TUIEEESME 2 & o DT ICRHIIARAT 3 2Bl OMmE b H ), JHEE
WBIZIREELET LY. AMNEGNICEIBEREREZE) 2 b h b, 208
A, BIBERERVE Y HAEOBG DLHEE 2 5. BIERERESRE I L TWw
Ll RIZAURIBASEICL DIGIIC R 8D, EEEXZET L. WL
D BB EDEIRZ RO R WA TY, BRESCIMEIZ L 2 HE~D A L
A% ETC, BIBEARSERDPEAENT A2 L3 H ) (FEMRIERERTE), To
ACTH #=ifli, #5# ACTH Bl CREM LD L W2+ 52 & b EE
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THEIRE R AT 5 LRSI THRERRTH > 2 WG L 72",
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CQ 1-3 | NBAREICH T ZiEMERMBRAISIEITBED QOL ZHETBH ?

HR

SMEFREFBEIE/ IR RINEY(CT LT, Loes score(LS) 9 mEANDIZE(CEED QOL
ZTHET D.
TEFVAUNID  BGIRDEEEHHRZZIFT DBV S ICHEEDEEN D D)

RS

ANERBREN R L Co MR Al (HSCT) # Efi L, QOL # i FEL7-L 7 5
WED 4 MRA SN2 Peters 513 94 AZhKF LT HSCT # %ML, ALD-
disability rating scale (ALD-DRS; #5 i EREE) |2DOW T PIQ=80 THhiLiX, ALD-
DRS b & B2 D & # L 72, Pierpont © 1% HSCT & LEFE I D A 65 Bl % k5
£ L, QOL 22w TaFfi L 72¥. Loes score(LS) <10 @ #£ T, Vineland Adaptive
Behavior Scale-Adaptive Behavior Composite (VABS-ABC ; H & A2 iG~ D@L E S H
BVEOFHIRE) DX 37 OFHPBIFCTh - 72, BifE 5 FF TORMBRETO
AL A B L, LS<45 OFITIE L Y @RIZFHHE S 2721 72" . Beckmann
SUZAEEE] 16 B112xF LT, HSCT £ QOL (220w T Ak CHEIN 72 3¢ &
fT\vy, HSCT IO LS<10 ¥4 1E QOL AEIFTH - 72 & ik L 7=,

CQ 1-4 | INRAREICH T B S MBS EDE B (E ?

R

EFRBEDERD'S Loes score (LS) 9 MU T FEBI /LSRR IBREINC 5D,
FRFHNFTREAEZEZHDE LS9 RELT, DD NFS 1 mRITFE, KDEBISEMmE
HHREREEINE LS.

IEFVAUN  AGIROEEIEN HRZEZIFT DB S IE<EEND D)

54

5T

CQI-1 THlARZzl Y, AAFHRYEEOBRA S Loes score (LS) 9 HEL T IZFHMAY
Ze S IME B (HSCT) @in & 2 6N b. T2, CQI-2 Tl . M
FTHRULEOBIE2 S5 LS9 HLLF, 22D Neurological Function Score (NFS) 1
MU, X )M HSCT @it L 2 b,

Treatment Working Group of the Leukodystrophy Care Network (LCN) 23ER% L 72
BIAMTT A —IZRT 5 HSCT DA A KT A4 »Tld, LS9~13 ML) A
7 & LTHSCT MRIZEDTVDAS, 13 HOMIE %2 X9 %= CHKIZEH S T
Eaho™. 72, Kato HSIEHAN 16 BIOMFIZB W THNEREYHT S &
MREFHTHRPRETH o2 LG L72Y. HSCT OIS HE#E L LT, WARZE



D& LG EIIIHEIHIITT RS TH L LRBIN T D,

Loes score 9 LA ED/INBARNE K U TiEMmEsBaigiEc =

ca1i-5 LEGLEEZIN?

R

Loes score 9 /R ED/NBARANEL ALD (CCALD) [CBWVC, @EUEFEHEMRY — A 7Z 8
WCHIR R EEDANE WV IERTILE Z:EIR I NS, iEMmEF s d4FER=0m L(C
—TEDBEMMZFIET .
IEFVAUAND : BGIROHEEED HREXIFT D@V [CHIEEDEEH D D)

5

/NJER BT ALD (CCALD) (2 xF 3 % 3 i 2 Al (HSCT) 1238\ T, Peters
5 "1d Loes score” (LS) <9 72417 - [/ % & ® Neurological Function Score (NFS)
0D DT OFIABITIL S FEAEFRDP 2% L RIF 22 &R L, Zok
W2 X BIRAIB A 2 BREIL TH L 2 &, T 22 NS OMESTENIL 5 4F
HEAEERDY45% 128 8 F B 72O ICHBIREOBEME CThH L LB L7z, Dk
CCALD IZ%F 4 % HSCT D527 EFE S, LS<9 & % L LS<10 DB T
HSCT DB GEREPBIFTH S Z EAURE N2 5T LS=9 DEFT
BT 577 e RBRGHEDSHFE S NS Z L 1d R <, % { OM#ITHIAHSCT
DIEFIG & R E N THSCT HRES N B E % > 72, Mahmood & D'
TlE, HSCT 25T b s 70 - 72 283 BT 131 Bl (46%) D35 Witk 13 5.9 4E12, F
WAERE 123 B CIETE L7z, FEBAEBIO 5 EAEFHRIE LS=9 OHEITIIHE T 51% T
Ho72h, LS<9 DFMMBIZBVTDH 61% LK<, DIk b REAYICIE L BIZ R
A AT 72,

FERRICBW I MBI LS9 DIRE TSNS Z LIFIZLA LN
LS, LS9 DADBAEIN ERES NS Z L3 <, LS=9 OHETHIO—E
IZBWTH, ME—DHHETHSH HSCT 2NEIR SN T E 72 L9 LS<9 » FEiim
7 RS R IE % 208 172 Peters © V%8 L 72 Minnesota KFT & 2 b, Miller 51
2000 £E~2009 SEDOBAE 60 FID 9 5 50% (X LS=10 THo7/-bmELTHY, |
” Minnesota K% Pierpont © 12 & % #e#k (2017 4F) TlE, HSCT % ffifT L 72 139
Bl S B LS<10 1 65 FIIBR S, LS=10 13 71 #1(51%) & T w72, DLk
75, 4] Peters B AYLS<9 & G AY 2 FEAE WIS DL LML L CIRB L A8
58, X D#IT LB 2 H R 2 GEED I SN WIRILT, LS=9 D
X9 2 REDGEEE & LT HSCT 25 #IR ST & 72

LS=9 OMEFTHIZ BT % HSCT B ORI Y — A, BIHE, W
FERIZE > TERRY, 34ET46.1%", 44T 53%Y, 54T48%'7 &, Peters b
DG L IZIFFABED RN S, 5 EEFED 0% H 5\ 1d 900%™ L, LD
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ZRICETZ7UZHANIIZAF 3 (CQ)

BB D S Sz, 2010 4E~2016 4E T TORAEBIIZ R - 72 Kato H D #H
EYTIE, 16 BIP 14 6125 LS>9 TED A B I3 BIAELE L TH Y, 11 FHLIES
MBHECTH -7z, DAEEEKOMENTIC L B & 5 FEELFIT 2007 F LI 953%
THLELTEBY, B IEHEIE 96.6%, LS<10 & LS=10 CAFRICHAEET R
Do 72 (p=0.617)". LABEOBNBEIIEHILE X ) E AV E, b
MEORSHEIRS E 7Ly Sy, AT 7T v EHAHbEHMLEIC L Y
73, Peters 5" L FIZFEBEDEAFERDP A SN2/ LTI, BILEEL LT AL
Ty ra T AT IR HLVETAL T E TN T Y DM
ARHbLEEHV, BEFATVREEAEN LN LR, EHIBHEY & F %
W EDbREE RS TWA, ZOM, 4IRS 2 V22 RTLE T
HEHEEMUTT 52 &%, il LA TH 5 N-acetyl-L-cysteine (NAC) DB H T LS
=10 T 80% UL EDEFERAELNL 2 &0, HETH TIEBHMIL Y — 2w
WLTE 72 E R O ) 7 AR TR L 5 2 L ASR &Nz,

ca1-6 Loes score 9 R EDINNBAIEC K U TEmesiiiniBa(teiz
V| BHPRERETEIH?
b2

Loes score 9 slA_ED/IVEKRANEY ALD(CCALD) [CBWVT, EMEFHHEEEDHEEH
FTERANDOEWEIFELDEGNTREDN, FHRERESDIMEVEBIBRILEZERU,
w7z BB — A [CAWND C ETHET DAEEMNGDD.

IEFVAUAN : BGIROHEEED HEZEXIFT @S (ICHIEEDEENH D)
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RS

/NJEKBNEL ALD (CCALD) 2 xF 3 % 3 I Ml B #& 4l (HSCT) 12 B\ T, Peters
5 "% Loes score” (LS) 9 M2 D)) - )17 & O Neurological Function Score
(NFS) 230 & %\ i3 1 OIFMIIBI CTIEBAMA O EFEINLYFHE S ND 7217 T% L
FRUNERE % FEMMi$ 5 ALD-disability rating scale (ALD-DRS) 2% (13245 0 51 T 4T
Bl onsZ xR L7, LAL, LS>9 22D NFS 25 1 %8 2 5 #4THIT
&, B0 ALD-DRS 2SF LA I T2 EFE572D1E25% 128 &F 0, Bl
%O BIMBBEDEALS AT L2, $42bb, ALD ORI 222 65§ HSCT
O AR RS — R D72 o THEAL T 2R S D, EBALOH LR TR
R ORIIC & o TR o7z, —HT, BEMTON G o7284BIIZBWT,
NFS 1 FSIEM% 5 4F T 94% O BIAT2 HLLEIZEAL, 0~1 HIZE & F 572003 6%
DHRTH D EIHND L, HEFTHID 25% A3 HSCT 2 HEFTFEE IR 2 B2 01
—EDFENEN DD EEZHNL. ETHIZBIT S HSCT (DR HT o
ZAIZOWTIE, BRRTLEO T, B — 27 JBbA <
N-acetyl-L-cysteine (NAC) D VI X o TR B Z EATRENT WS, TR



Trre U7 AT 7TIRDLVETANT 7 2 ETIVETTEYDMADD
FII A EEIE T 2N R BRRLE TH 505, TANT 7 2 ITHHRT
DRI 72 728512 CCALD D HEFTBI TIE PR E 2 # 2 L9 5. Kihl 570
LS>9 O 8 {5l % & & fEBEYE CCALDIS BIIC K 5 T AN T 7>, /a7 xR
7 7 3 FORILEIZ X % HSCT (1 Bl ABEAT MR Z 25T 7/ 7 A4 v A EGLE
THELZ) Tld, Major Functional Disability (MFD) %% 10 5, TA A D 13 HIZFED
LNE7%E, WRITROE[LSIHEE CTMHA XY MEAIZ 0% TH o 72, Yalcin
57H T ANT 7 ¥ & R E TN % & % 7\ HSCT % EATH1Z ATV,
3 4E D MFD-free L1754 23.1% 12 & £ % 5 72. —77C Chiesa 5712 & 5 LS>9,
NFS>1 OHEFTIARHE 16 BIOWETIZ, 7ANV T 7 Y ZHIMLEIZHTWAIZ
bbb d, FwiMsrdos b4 CMA S T4 4 D MFD-free £ 17 513
41.3% & LAY R C, MFD-free TH 5 THIO LS IE 11 225 16 Th o 72, il
My — 2 & LTI E A, Z7AVT7 7 2 &5 VEILEZ 1T 7254
3, L0 EHE ISR MR RS RN e RE SR Tw Y,
Kato 5% LS>9 OEFTHI TR MAHE % AT L 72 14 Bl 5 &, BHiEO LS
(E 4 BT, 1 BHEEITELR, 3BT +1~1.5 EBEOE[ICE T oTHY,
14 i 8 B TEZWT LS BRI TH - 72 Kato 512 & 2 bAELEOHETY T
b, A A% O ALD-DRS (34 7% 380 % 5> 72, Broek 5 ° 13 I 1l
FEA 4 O Karnofsky / Lansky Scale | & % Performance Status (PS) DFHlli % 17>, #
HEHT PS>80 DBID 9 & 38% IEBAiAE 1 £ F TILEKT T2 0DZDRITEE
L, sHBIEE (el 76 20 H) £ T2 PS>80 DILFRIZ 62% 5 5 70% (223 d
5T L & L7 Pierpont 5* 13 Vineland #IBATEIR 12 X 5 ZFfiC, 12Gy LA
F L E RS % S ORTLE X 941 BA Y FOKT 2B E, SICHER
HETIX 625 A ¥ M ERSHE, E5I2LS 10 AL ED 23 BlIZ BT 2 BHliEDR
FHERE R H W AR EIE (ADL) OGS T, 70% Al B 72 MEECHEEBLE L, 65%
DA LEHT, 83%BRENOREEHN TR THHZ E2RLEY,
DEDEHIZLS 9 MU EOHITHIZB T, BiRILE L L TEHEEOE
HBEHRIEE e 7 A 7 7 v O & BT, BRI Y — 22 e Fv b S
&, NACOBFHZ EI2 XY, BHEZOBIMEIRES HE GBS & OMEENT
BBUEST LOHHZ EHTRENT .

¥ 1) Neurological Function Score (NFS) : ALD i35 O ffi #2571 B RE % HLIE R,
Sih, EUBGE, WY, JEB) PEE %50 15 HE % 25 TR,
2011 4 LLREORR ST IE ALD OEFTEE % NFS £ fii MRI @ Loes Score Dl
HREDETHML T 5. 20721 CQl DfFH Tk MR 1 HE e
% NFS 15— A L TRl L T 5.

£ 2) Major Functional Disability : NFS @ 9 & EEBuHOEL, REE, 72—
THRAE, RMEREE, BAGAN, HIEEHREAOEN» AT HIRE

H3) ARHEICBIT L[ FHRNTKMEIFERERD ALD O HIKE & Bl L 72 O#%
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CQ 2 | MAKRRICHT BEnBMIEEREND 2

R

BAKINEL (O T DS MEAREIES, FERMICHEITI S ET, MIRERDET
EL7ZER%, EFXRZO ESEDIcs, REFHICHITID EZHRETD.
GRADE 1B. ##EDiES [38LHEER |/ TE SV ADERMEH]

CQ 2-1 | MAKXREICH T ZiEMmEBRRBHEIEFREO LESE DD ?

R

FAFFHADERPE CRUARIE S U OEMEMRBEZRET & EICLD, EFX
ZB EEED.
IEFYVAUARN | AGIROHEED #HER =TT 2B [CRLTEEHH D)

60 |

s

B AR BRI VD A b a7 0 — 2§ A & 54 E #2 4l (Hematopoietic
stem cell transplantation: HSCT) D EAFHR % MiE] L 72813 4 i 72 2 oW,
1 DOMEIE, MIBEEAD 2 I S BEMETH L5, BB ENBEETY Y
F 7, BRALIZL TV, Bl 2 D0, SERBED A DR A ) & BRET
RT(ZD 2 ODOHEDN 8 FEBNIF—EFI TH -72)>, BY D 1 DOHEIE 1
FEBIOREFIRECTH 72", FHEEZITTNOBETL, HSCT Bt 18 MLl
DIER], xHIREED D 2 HiA S BIEMZEOME T, 12 B, 4 BIAVNRMANERE
R LCOEMEMBBHETH Y, RIEEEESBIR 1 FIAVNMBEGHITH > 727,
HSCT % jitifT L 728 G 3 @ Expanded disability status scale (EDSS) 1, 1 {5 % v
T, 7T08UTTHY, RIBAES A MO 7 4 —EFTHEE MR O HERZED
WY % FEMMi 9 4 Loes score 1 14 LT TH o7z, 4 DOME =5 &,
HSCT D ELFFIZOWTIE, 34 EBIH 26 FEH (76.5%) BEHF L TBY, €0
26 FEBI OB OB o s gefifiix, 37.5 2 H (HiPH : 3.6-124.8) TdH - 72,
B o8 iEBIL, BAif, I 7.5 22 H(0.5-36) TR LTW5. —F, 3t
HRBHEEZME L2 00MS OB M TREITOHR) TIX, 8 4EHH 2 5E 6l
(25%) DEFFICE EF o7z, BELTWD 2ERIZOWTIE, BHiREER, Zh
TN, 20, WAOHOBIEHHMTHY, 5RY O 6ERIE, BRME % TR
55.5 2 H (13-68) TIETE LT\ 4. HHlHT EDSS &\ ) BT CTlE, AL E ¥ 72
EIRIRDHEFT TIEE L 72 8 Bl TIE, 6 HLLEDRERIAT 5 51(62.5%) Td 5 —
h. BHLRAER LTz 26 Bl T, 6 L EORERNIZ 8 B1(30.8%) & 47 <,
% < 1x 6 BRI T®H o 72, Loes score(LS) & W9 Bl A TIX, LS 14 B OIERIZHF
ROETTHELTBY, ZNUSNOREFNL LS 135 AU T TH o7z BHiH]



LS A 13.5 SLUF TdH - 72 33 FEFI T 26 511 (78.8%) ASELE L T 72 Btk
LTz 26 SEBIOFAERT O LS O3 7 (2-13.5), BAHAI LS13.5 MLLF T
B L7z 7Bl ORHR O LS 1E 6.4 (2-10.5) &, LSI3.5 HLLF CldERFFL LS
DOBEIZIE-> &) Loz, FINA S OIS CRIEATLS 252 M EBETH -
ThH, BHKREMEZ G, TEIE, ZHEA2% &2 LT LER, BT
LS %4 M EBETH o 7243, EIMFEME L L CRM &ML 2 Hyv, B8 7%
BYYE, EEOAIHEIC L 2 BAMERZ R LEALSENTBY, o
ROHEELTWDEEEZ 5N BHIRINC A § 2 8P I R SRR ORE %
D DIEF &S BLETIE, 34 EBI 8 B (23.5%) TR0, BHEBIE F 72 135K
DHAEFTTHE L7z 8 FEBI D 6 B (75%) & %, BREMREL L TVa72 26 FEBI D
HCIX 2 61(7.7%) £ PHCTdH o 7z, IR HE 70 # PR 12 SHEARREE O MRIFFZE % 720
LIEBNE ADL BSARIZZ D 3 <, AFROMKTICHEET 21 5EESH 5.
DIl XY, EDSS 6.0 FAl, LS 13.5 MUUT CTHAARE I ILH R A 2 580 7\
SIE R O BB TR AENC X L CHSCT 2 Eid 5 2 212X ), AfFRZ
fEE5, RIMBRIHEDBRBEIZ BT, AR RFT 722 BE %5 MRI {557
RIS T 5 2 L id, BEFHORBTHRARNMEZZHT 59 2
TEETHLH. FRETR#BLBERNORG B2 HEMICB LTI, BED
ADL, fHfEF AT i, SHE MRI TR, ERRAE#E, 8 —O®EfEIKYL, HSCT @
Fhi L TOWM 2 E2EEICFHM L, EMROBREZEZEE L) 2T, HSCT D
WSO EEBRFT20PRVEEZ L.

CQ 2-2 | MAXRE(CH T ZiEMEMBIRBERIGRIERELEZITZD ?

R

FME FHADERPE CRAARINEY X U COSMEFHRRBEZRET & C E(CRKD—ED
RER CHHEAER Z BB BICIE T B.

IEFVAUN | CGHROMEEMEN IR Z3ZHT 2B X DIEEIFPRENT
%3)

fESH

AR BRIEEAE Y A b7 4 — 1283 2 &l (HSCT) # O #ikk
FERDZEAL 2 MG L 7288 1d CQ2-1 TRLMD 4 M 2 B 72", 4 OIS % ff
5L, 34 EFT HSCT 289t £ 41, 12 20 H LLE follow up T & 72 30 SEB % xf
Gk LUCEMI L 72, 4 B1(13.3%) T HSCT 1%, #51Tldd 5 S HRHER O
EROTVLY, kL LTIE, #F, BEMELIS . K25 ORI
» A HilA & BIEEHFZE O S TIERIET % O ALD-disability rating scale (ALD-DRS)
ZFHLTH Y, ALD-DRS DT ¥ 7 5 —ERZA LT 513 EoLEmiz 7z (<, &
AMIZ ALD-DRS XA LT v 712 &5 FAUh o 0HETIX, Bk

[ 61



ZRICETZ7UZHANIIZAF 3 (CQ)

QEDMIIIE ZOHREET HBINLE VY. 4BlOWEFOTTIE, K2
DIEFIFHRE 12 BT S 1 1T, Expanded disability status scale (EDSS) 4.5 — 2.0 &L
AR, BALRTIZERD T AN LT RO B DS, A2 FERIITBRED
TR IR O A TR ) RAT I RE R KR £ TS L72AS, o 3 4
IZBWTIE, EDSS IE, 0.5-1.0 DLrEIZE & F 572(2.5 —+ 2.0, 3.0 —>2.0, 35—
3.0 —FT, XFEXEAMATHSCT 2 FEHi L % h o - BETIE, 89
BlodT, KEBHZEHEE, WRIEIROWEZ O 72 EMIIEE L Lo 7-.
FRAER DER ) 72 L3 % FBD 72 4 B TlE, FEMIET EDSS 23461 6 FKi 72 -
-7, WREIROUFE % RO o 72 26 BIOW, BAlHT EDSS 25 6 sLLED
FEBIIE 12 B (46.2%) & %7 > 7. Loes score (LS) 7% 14 5 OIEBNLIFRIR O #AT T
HELTEY, ZRUHOFERNL LS 13.5 BT Tho 727", MfEROITHY
HUFEEBOAPOBIMAETO LS I ZE N ZEN, 3, 6, 65, 135 TFIY713T
Hotz. —7F, FHEHTLS 13.5 FELT THEER DU % 7880 7 0 o 72 25 i Bl
OFHERT O LS DL, 6.6 (2-12) TH Y, MRFAEROLE L LS OBFHEIL,
Fo &) Lol MNP SOME TR LS 22 HEBETH-TH, B
ML % B DT IRYE, Sl At &7 LIBT LZERS, AT LS 25 4
HEBETH o 7278, dEmEE e U<, RAYMmEE A v, BB 72 g
fE, BEEOAPHEIC L ABMBEEIEE K72 LEMLEINTEY, MOERD
WELTWAZENEZLNDYY. FRHIL 7 §P R SHEARR O RZE % 72
D BHIEBNE, MRAEIR DY % RO 72 4 BIOHF TIRFERD 519 (0%), FFEAEIR
DU HEH % RO o 72 26 FEBF DN 7 11(26.9%) 255% 24 L 72, JRHE 2 #FHIZ K5
HEAR R D MRIFRZ % 520 HIEBIE ADL 254 RIZ 72 ) 3 <, AER OB E 2
BE9 2 W REMEDSH 5

DIl XD, EDSS 6.0 FAdM, LS 13.5 M ELVF CHEKER 2L 2 A % R0 7 \»
FEE RSB RS TR AR BN C 0 L CHSCT 2 3Etis 5 2 212k 1), —HDEH
THRAEIR % R AICEE T 5. ERCICRLdk L2 SER M 28 2 2 IERIC B W T
&, BHE O ADL, MEFERFTR, R MRIFTR, RS, N — 0k
HSCT Ot F TOMM 7 &2 BEIZFHE L, ALD ORI O &5 7 K i,
BAEROBHREE REMOBRLEZEE L) 2T, #MLOTHREBET 5008
BwnweZ2%.

CQ 2-3 | AKREICKH T ZiEMEBIABESSRERDETEELETEZD ?

HR

FAFFHADERPE CRARREL S U OSMEMRBEZRET & CElchD, HHEAE
ROETZELESED.
IEFVAURN : BGIROHEEN R ZIFT DB ICHhFEDHEEDH D)
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5

BAKFRRIEHE Y A a7 4 =283 2 & sl A (HSCT) O S iE
ROZAL % BE L 288 1d CQ2-1 TRUHk 4 M % 72> 72", 34 BT HSCT 739
i AL, 12 2> H DLk follow up TE 7230 SEBI 2 % ¢ & L CRFAl L 72, 11 SEH]
(36.7%) T, MFEREROMETEIE (7 B, F720%, A TIED 5P BEEOUE
(4] 22D TN 5,

RIS OxFHEHEA D 2 il X BRI OWEY T1d, 14D E follow up T &
TWAHIERNIL 8B TH Y, ZDH T, ALD-disability rating scale (ALD-DRS) (2%
IED o lz0id, 7HITHY, 168031 — 11 LHEL D20, B, HET
X BB KESTd - 72%. Expanded disability status scale (EDSS), Barthel Index
T, FEMNCERMMiZ 32 &, 2 Bl CERECE, 1 B CHEITELL, 5 BITHEL RO
72V =T, MEETIR, 8EFAOHRT, KMREHBIL, MEEROETE
IO TAEGNIFEAE L o7z, SO LN, REH SO 1 FIOREFIH
Bk, BAERT, AomRERE, A ETROKEREE, BERMEERET %52
, EDSS 245 Tho7zhs, Bl 2 £5%121, MEFEREE L CiE, A TR
DR OFINET & GRS TOHE %2 380 5 DA T, WH RBITH T RERIRAE & 2
), EDSS2.0 LifEx D",
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B11(50.0%), RIEIMEFHIEZ R 4 BiIch 2 61 (50.0%) D EABEHERZR L TWS. EFiZEALTEAEE
EIEERRC UITERIS, Bigtg, SEOTEBZED4 Ul BRIZRVEDD 14, BBk, £&50
BERINDH, ZOBFXUXLBIIT R —MEE 1% U TERD, EE0ORMEAERT, SR T
R, 3FRICHROET TR L TCWD. KMz AW CRIERERZRT Uiz 2 EAIF, BiE
BELED KD, BEEDORAMEEEE T ZRDTND. KEMEMIEZRAWVZKO D 2 EFF, BiEk, 2
EIHEEITRE, SRAMEEE, TE. FFUEBZERHOTVD. BRZAVEMNDS S, MmgHE RF—(F6
B, %m%%hf—ﬁmﬁu,gmmnut®%&0wmﬁian%H migE R —"TIFFRHT, JEMm
BE RF—TIE 2 IR, MDERIE, grade I DF, FclFEME GVHD Z5RIEN ofe. MFEE R —




ZRWV 2 BlIE, RIROEITTETQAIDSS 1 HllE EDSS 7.0 DI R CHEZMT), FICIEMGEE N —
ZRWZ 1 flld, BHERhESEZR8T.

LEEDORINE, EAUCEMFMREODEVDEGHE AEER, BHEEEFLDEEICHEL TS HREEE
DHEERD. BMMNEMICHNT ERMBEDEERENENEDD, MAMEHICHUTIE, BHEEEED
BEFINDD. FRORIEWVLBIBED, BEICEEIDANRVEERD.

IEFYREB DX

1) Hitomi T, Mezaki T, Tomimoto H, et al. Long-term effect of bone marrow transplantation in adult-onset
adrenoleukodystrophy. Eur J Neurol 2005; 12: 807-810.

2) Kiihl JS, Suarez F, Gillett GT, et al. Long-term outcomes of allogeneic haematopoietic stem cell transplantation for
adult cerebral X-linked adrenoleukodystrophy. Brain 2017; 140: 953-966.

3)  Waldhiiter N, K&hler W, Hemmati PG, et al. Allogeneic hematopoietic stem cell transplantation with myeloablative
conditioning for adult cerebral X-linked adrenoleukodystrophy. J Inherit Metab Dis 2019; 42: 313-324.

4) Matsukawa T, Yamamoto T, Honda A, et al. Clinical efficacy of haematopoietic stem cell transplantation for adult
adrenoleukodystrophy. Brain Commun 2020; 2: fcz048.

IETVADMERY | L84 DOWRED/ A FRAURIEFEVNEER SN, TNENDIAERT. NMATTE
[FVVFNHHSCT T, LWFNH7D MHLDEHIEHD, WREBEE LELDKRD (C—H/I\MY - HFRZZO
ERCTHofc. UEKD, JIFERMEEH / FNEEZ SN, £FE MREFHTER ADL, BHEEHEI(C
DWVTCEF 2TOREICBVTNTAICKDFHATERVERFERDEFEVNEER, FF—BHIFELE L.
BHHE. BEERICOVTIE. BRXCTESDEDDD, FAFIE—BUNDHDEUfe. £ MIBERD
EITELE, BfE BEERO7 D MADIET YV ADERHITHD, MEZHNFHRDOUE ADL DY
& BEREEEDT D MALDOIET VADERFIE U, HichkRE, MREROETRLEICHT DR
[FREL, INSZEHRELCIET Y ARHEOERMEF H] & U

flmEE, BB, JXPOHE  HSCT (KD, £FXRO LR, MRAEROETELZRD, FaRE TR
LildREL). BEEHEEIEAEL, FICERD SDME CIFERDEFHEFIELEIF/NSOEHRT L.

Y II)L—TICEY BiRsIRIR

BICIEL

KHEICHD D DIREIEIR

EMEFHENTHERSIN TSN ZIERT . FFITEREETO infection control BNCECWVDN'ERT D.
ESR CEHMm

AIILE, HSCT#D, &fHE BEER £EOREZNMIDMENDSD. £BZROEVEEF BE
HSCT 29 D DR Z(TOMBENHD. T/, BEEROMEHEMR, ADL, BERREDFMOLEEERD.
SRIERBROSE S IERICALEF EDTEZ TR ITHRDOIATIT O CENEXULVNEER S,
FAERHICHEIT UEBEIE HSCT DEEBHRWVC EN'D, FHICKINIEZIRE T e ([CEE(CHRET R,
FREB MRI DI EERZ T D CEHEETHD.

R _LED@BIEEIR

FHNOSDHREICHSD., FEEIFMRVINLE, B2 SMERE UCERUEER, BEREENTEL,
BHE BEBRNMDEVCH, FLE, AT IHMROEEICEOT, BEREE GHE AR
DERENEEDD'D, SBIRFNTNEREEERD.

H{88 © Schiinemann H, BroZek J, Guyatt G, Oxman A, editors. GRADE handbook for grading quality of evidence and strength of
recommendations. Updated October 2013. The GRADE Working Group, 2013. Available from guidelinedevelopment.org/
handbook. & D 1ERL
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The Cochrane Library #38 (#%3RH 2022 % 5 5 28 H)

No. IRERT IRERIH
adrenoleukodystrophy:ti,ab,kw OR ALD:ti,ab,kw OR “Bronze Schilder Disease” :ti,ab,kw OR

#01 “Melanodermic Leukodystrophy” :ti,ab,kw OR “Siemerling Creutzfeldt Disease” :ti,ab,kw OR 254
“Schilder Addison Complex” :ti,ab,kw OR Adrenomyeloneuropathy:ti,ab,kw

400 “Lorenzo’s oil” :ti,ab,kw OR “Lorenzo oil” :ti,ab,kw OR “oleic acid*” :ti,ab,kw OR “erucic 5204
acid*” :ti,ab,kw OR “low-fat diet” :ti,ab,kw ’

#03 | #1 AND #2 6

#04 | #3 CDSR 0

#05 | #3 CCRCT 6

PubMed 1R5R  (1R5RH 12022 5 5 28 H)

No. IRERT IR

#01 | “Adrenoleukodystrophy” [Mesh] 1,847

400 “Lorenzo’s oil” [Supplementary Concept] OR “Erucic Acids” [Mesh] OR “Oleic Acids” [Mesh] 20.843
OR “Triolein” [Mesh] OR “Diet, Fat-Restricted” [Mesh] ’

#03 | #1 AND #2 112
(adrenoleukodystrophy [TIAB] OR ALD[TIAB] OR “Bronze Schilder Disease” [TIAB] OR
“Melanodermic Leukodystrophy” [TIAB] OR “Siemerling Creutzfeldt Disease” [TIAB] OR

#04 | “Schilder Addison Complex” [TIAB] OR Adrenomyeloneuropathy [TIAB]) AND( “Lorenzo’s 123
oil" [TIAB] OR “Lorenzo oil” [TIAB] OR “oleic acid*" [TIAB] OR “erucic acid*" [TIAB] OR
“low-fat diet” [TIAB])

#05 | #3 OR #4 163

406 #5 AND ( "Meta-Analysis” [PT] OR “Meta-Analysis as Topic” [Mesh] OR “meta-analysis” 0
[TIAB])

w07 #5 AND ( "Cochrane Database Syst Rev” [TA] OR “Systematic Review” [PT] OR “Systematic 0
Reviews as Topic” [Mesh] OR “systematic review” [TTIAB])
#5 AND ( “Practice Guideline” [PT] OR “Practice Guidelines as Topic” [Mesh] OR “Consensus”

#08 | [Mesh] OR “Consensus Development Conferences as Topic” [Mesh] OR “Consensus 0
Development Conference” [PT] OR guideline* [TT] OR consensus [TT])

#09 | #6 OR #7 OR #8 0

10 #5 AND ( “Randomized Controlled Trial” [PT] OR “Randomized Controlled Trials as Topic” .
[Mesh] OR (random* [TIAB] NOT medline[SB]))
#5 AND( “Clinical Study” [PT] OR “Clinical Studies as Topic” [Mesh] OR(( “clinical trial*”

#11 | [TIAB] OR “case control*” [TIAB] OR “case comparison*" [TIAB] OR “observational stud*" 20

[TIAB]) NOT medline [SB]))

106 ||




#5 AND ( “Epidemiologic Methods” [Mesh] OR “Comparative Study” [PT] OR “Multicenter
Study” [PT] OR(( “survival analysis” [TIAB] OR cohort* [TIAB] OR “comparative stud*”

#12 . , . . . . . 30
[TIAB] OR “follow-up stud*” [TIAB] OR ‘“prospective stud*” [TIAB] OR “retrospective
stud*” [TIAB]) NOT medline[SB]))
#13 | (#10 OR #11 OR #12) NOT #9 39
#14 | #5NOT(#9 OR #13) 124
HREE Web 1838 (1R%RH 1 2022 F 5 5 28 H)
No. IRERT R
#1 | BIBEEY A ~MOTJ 44— /TH 1,283
#02 “Lorenzo’s Oil” /TH or “Erucic Acids” /TH or “Oleic Acids” /TH or Triolein/TH or {KAEFHE /TH 2,411
#03 | #1 and #2 40
(BIERE Y X O 7 « — /TA or Adrenoleukodystroph/TA or Adrenomyeloneuropath/TA or
ALD/TA or BB ESEHZIEE /TA or BIBAIMAEZERE /TA or BIBMEEY A MO T 4 —
/TA or BIBHEZHE /TA) and ( “Lorenzo’s Oil” /TA or LY 7+ 7 A )L /TA or DLV /
#04 . L o 38
TA or Lorenzo 74 -f JU /TA or Lorenzo jH /TA or “Erucic Acid” /TA or L)L /188 /TA or “Oleic
Acid” /TA or 2 L/ >/B2 /TA or Triolein/TA or U LA 2/ /TA or {EREHIE /TA or AEEAHIR
B /TA)
#05 | #3 or#4 61
#06 | #5and(AF TP F UV X THor VATIYT 4w U E 21— /THor 2EHA RS54 >/ /TH) 2
#07 | #5and(RD= XS FPF UV R, B2BEAARIA) 0
#08 | #5and( XY 7T UV X [TAor VAT T 4w U E 21— [TAor 2B A RS A2/ /TA) 1
#09 #6 or #7 or #8 2
#10 | #5and 5% LMEHEEAER /TH 0
#11 | #5 and RD= T ¥ LMELEREER) 0
#12 | #5and(S5 4 LML /TA or RIERIE /TA) 0
#13 | #5 and GBZIRZNFIE /TH or BZHIIAZR T >/ /TH) 1
#14 | #5and RD=#ES VY NMELEEER, HEAZT) 0
#5 and (B2 IZR /TA or BFBIAZT /TA or IR /TA or HERTIRZT /TA or BEITIAZ /TA
or AEBINTFRIAZE /TA or BIBEFAZT /TA or J7k— MR /TA or ;BEFAAZE /TA or WIEIFFZE /
#15 | TA or ST AIHES /TA or SRIRETBEILTRZT /TA or WAEIRHFEE /TA or ZhEsRILEIFAZE /TA or ) A 0
Ow hTJOJ I N /TA or BAFEE /TA or BRERELER /TA or 25 1 4855& /TA or 25 11 4BA(ER /
TA or 5 111 F85BR /TA or 5 1V A85ER /TA or 7O R A —/\—FI%% /TA)
#16 | (#10 or #11 or #12 or #13 or #14 or #15) not #9 1
#17 | #5and(PT=[REFRN, MR CK=E ) 12
#18 | #17 not(#9 or #16) 11

[SRO BV AFIT 4 v I L E1—(SR)]

cQ 3 O Yz 7 A )Uld ALD DA - ETIHIICHERID 2

P ALD 88
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I Oy A ILDkRS
C O >Ya 7 A )7ZES U TULEL ALD BE
HR PRAY ST AR SEJOTCADBEOL Y FAILDERE) ICKDFHRFRICHEIND
01 Mol SEEFIBEAABE DK T
ZNZNOMRED, WREBEBERBHEE, XREEOBUERE, KRELHEATD),
JEEFMEDE ED | BEDRIL(ALD, AMN), TATZE NMAHBDIESDEKREL.
FEEHME 5L (—2)
P~ SN B e ED o BRIF 7o 7= (T < P aravdl
AP 2UZED i T IN)VBE—Esg DR, HDVIFERERFR CDOFHmTHD, /\A PRI TFE
oo sl

IATAURD 1 ECORABEURD (= 2)

IF—BMHZDD

2TOHEHTBWNT, MEER C26:0, HBDULIE C26:0 / C22:0 LETHREITSNTH O, M
MRHEEAMEBIHFBAMETEVSRICBNT, REBTOERFFRL.

e SE— i © 720 (0)
%k FREM PN AHBICEFREL, LY FAIUIRSICK DI C26:0 S 2EDE D
SRHHI, FEEMEFEE.
02 AR AR FEZE (DS T DI
FNZNOWED, WREE(BERBUERE, XFEOBEMEE, KXFELHEATD),
B R Tt &, T ERRE, 7 B S OEAE
SEEEDES D C\%(Dﬁ (ALD, AMN), TAJTE NA#E, 70 bALDFHmEDIESDEKR
JFEEM  5L(—2)
. F—=TIN)VBE—ER DR, HDVIIERIAZX COFHEmTH D, H DTS MR
Nyl
/ W’;;;a@ EEETEHL. /A FAUZEB

IATRAURD + ECTHORABEIRT (- 2)

IF—BHZDD

FAERIPIC BV CRIEZH (CHEROIREDHE S NIc EDMEP, PIREHEEEDFH
TEZESTE D EDHRENDD. FREMICDONTIE, D THEDRENHDDHDD,

FEH HEDIED D e EDMEDAFZ DD,
F—B  RATIE—FUHD (- 1)
T RFEAEBMEBED® AMN BE(THT DAL WY # 7 A ) ARS(C K D PIR R EEIHI%)
ROBELC(F, REFHADNHNETHD.
03 SBEB MRI P R ODHES TN
ZFNZNOARD, WREBEBERBMERE, XAREEOBUEE, KRELEATD),
B JREY T 5 MTAHRE, 7 i NPy N
SEEEMDE C\%O)ﬁ (ALD, AMN), 7TATTE, NMAHE, 70 bALDFHIEDESDEKR
FEEM 5L (—2)
- S =S H =/ To go7s =T = o -7
SAFPUZED 2: T IN)VBE—ER DR, HDVIFERERRFR TDFHMmTH D, /I\A FPRIZATFE
EeH AL

IATRAURD + ECHRABEIRT (—2)




IF—BEMZ DD

OL Y77 A I)LRSHARICMRIFTR CTEBNRO SNDBETIE, FIRSRLEU
TEPINEEAETHD, tEDERD STPIFEIEL.

FEO 3B : 720 (0)
X SN TOVBDERMAIEL, HERBOHEVS, FREHHERETHD, T
X b~ e .
F AN VIFEL.
BIBR2DETOINHE]

%1
ZTNENOIRED, WREE (FERBEERE, REEOSMERE, RBEXENTD),
FBEDRKIU(ALD, AMN), NARE, NAHBE, 7D bAILDFHIEDIESDEKRE

SHEEOFED | |
FEEEM . 50\(—2)
S PR Rse | FECORSFRTORECED, FESNZEARDIEL, | (PRI
Fi Aun
JATRAURY - ETHEAMEI RS (— 2)

IF—BEMZOMmD

Oz A AIESEIC, BIBA2OREENE, HDIVIETLUIZEDHEIFDHSD
B, oiE UfemE(dEiEL.

S I8 FUL(0)
OX WEFNIER(CHEL, TEF VA UNVIFEL.
SR Uik— bk

CQ3-1 OLVYzx#AIVIZMPRRFEINASIHEEE TSEDD ? 1 &
0Ly F A WG & 5 P & SR IR O ZE AL % #ead L7 e 13 13 4R
HY Y B—ETOT— T TOVRER, & BV X BEHEOAT,
WS THE L2 DR GANATA) AZIEEWEEZ 52727 w53,
PRIHHIBR 2 BEH L T 2 i &, WESEIRIIMREIR 2 0FH L C w2 8iEsH 1,
FERMEIENEZZ N2 ZETORFICBVT, MmEEh C26:0, &5\t
C26:0 / C22:0 Lk CHGEF L CTHB Y, &ToXHTaL v+ + A VFK512 X ) i
WESIEHRIIET L2 MELTHY, F—HEEIBDOSNEho 7.

CQ3-2 O VY #F A VIEPREMIEEEDETZHIH S B 2 HiEFN Tz
WETIH? &

TL >y 4o 4 VIE & B IACHHERE S O & At L3 1 11 b o7 ™
10, 11, 14)

10 BILL EORIHERBZ IS LT L Y 5 F 4 VORREBES L7233
Mo 720" 203 TIIRSRIL 50 BILL LD - 7275, A RI/NBREAE O
KR, TIOVVHMORRIPRIEL TWD I L, St AONE REGHIBE S 2 W 1348
RHIEERHI RO GF ) I2i— A 7% <, FFEEEIESEZER SNz T2
Bt TOF =T INNVHEBRTH L &, KIEEBOHRMZ FHEIT L2 &1k
RUFECTTFHROB—ELE L RN s, NATRA) A, E—EikE bIE
WIEHWEER SR
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B HRARCR R [ 55 2 56 L T\ /R JERNEL ALD B 10 Bl DL ik LT L
YA FANDORRERE LW s YT h oz A ADNE (BRI
R 2\ 3t SRR EIROBEH), A AR, 77 b & OfFliE s —1k
L, FFEBEEEEVEEZ SN 2MIEa L v A VRS L IR
BIO EIRIE & B L 725 TH o 725710, MIIBRRBRTH ), & CTHE—Hik
TOMRETHLI END, NATAYAZIFEVWEEZ SNz LaL, BCH
HEHRRERE S % B8 L T\ B RIS 10 L C AR R E O AT 2 30 T & 72
WwEW) HTIE, FE-EREREO SN0 7.

0B ED AMN BE IR LTaL vy 5 F 4 VOB G L7213
WTHo72 Y S AOWE BEHHIED 5 W I ESIRIEEFIRO /), /A
WE, 72 N AOFHBEICK AR, FFEEREREVwEEZ SNz &
H—fiit COBBMATH LI EMONATA) AZIEEWEEZ L2 L
L, AMN OMREEEDMITZIHI TE v E v Tk, E—EEERZRO O
Lholz.

CQ3-3 ObLVYAFAIVIFEE MRIFTRZWNESESH ? [ &
TOL Y+ F AV K DG MRIFT RO BE 2 e LzHmE iz 10/ - 72

1-3,5-8, 10,11, 13)

10 I EDORSIERE IS LTOL Y 5 F 4 VOREE B L7285 L 4
Mooz &0 2 3 EETIERRIE 50 BIL L2 - 7275, PRI/ KE D
R, TIVVVHMORRMRIEL TDH T L, A AONEFRIHIBES % v idwv
TR SHNR IR R R O BF ) (2t — 103 7% <, FFEEEIREwEE 2z b T2,
H—fift COF =TI NWRBETH L Z &, REEEZEDOR, B XU MRI 2
HHTROBIEZ T 5 2 L IIATRTHREOH—MENEL LV s,
INATAN A, F—EHEEDFFIIENEZEZ LN,

B HRACR AR [ 55 % SEE L T\ A/ JERINEY ALD B3 10 Bl DL RISk LT
L >y i F A4 VOB MRIFT AR 2 M LG 4 ch o257,
I ADWE EIEHIR S % i3t E IR ERHI RO BEH), /- A — k23 2%
<, FEHEMEEIBNEEZ LN 4L LBIEMRTHY), 2 TH ik TO
WETHLI DD, NMTAYAZIZEWEEZ N Lo L, BECHE
FRBEE 2 S5 L T\ A KEINFLERE ISR L THEFMRIFT R A EHE SR vl v )
HTI, F-ENEED SNk T

10BILLED AMN BE IR LTOL v+ A4 VOREZ G L7285 132
WTHo72>Y. AAONE TRIIFIRS 5 I3RS HIROBEH), /it A
RN — M 7% <, FREHMEIEE W EE 2 Sz, & TH iRk TOBIZE
THDLIEDPONATAYAZIIHENEEZEZ S 272, LAL, AMNIZH LTI
HMRIFTRAZCGE SERwE W) TTIE, FF—EHEERO LN Lo,



CQ3-4 OLVYAAIVIEIBFR2DETZINHT S ?: &

0L 2 4 A VG IR EERE 2 576 L 2l 13 3 b 0, A CRIENIZE
Thotz. INLOWEL, WEEE, AR E AABM, 77 87405
I (BB HRBE 2 5HI C & TV WBIAH %) IS —Mid 2 <, FEHEERE Y. £
72, ETH—HRTOBBMIETHLIELONA T AN AZIEEVEEZS 2
7. by A ANEGIZED, BIBEANEOETEIRITE ZWVvE W) KT,
F—EBHIZD N Lo Tz,
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PubMed #2538 (#3RH : 2022 F 5 5 28 H)

12

No. IR IR
#01 | “Adrenoleukodystrophy” [Mesh] 1,847
400 “Neonatal Screening” [Mesh] OR “Prenatal Diagnosis” [Mesh] OR “Early Diagnosis” [Mesh] 205.440
OR “Genetic Counseling” [Mesh] OR “Genetic Testing” [Mesh] ’
#03 | “Male” [Mesh] 9,227,898
#04 | #1 AND #2 AND #3 98
(adrenoleukodystrophy [TTAB] OR ALD[TIAB] OR “Bronze Schilder Disease” [TIAB] OR
“Melanodermic Leukodystrophy” [TIAB] OR “Siemerling Creutzfeldt Disease” [TIAB] OR
“Schilder Addison Complex” [TIAB] OR Adrenomyeloneuropathy [TIAB]) AND
#05 | (“pre-symptomatic*” [TIAB] OR presymptomatic* [TIAB] OR “pre-clinical*” [TIAB] OR 214
preclinical* [TIAB] OR newborn[TIAB] OR neonatal [TIAB] OR genetic [TIAB]) AND
(diagnosis [TIAB] OR counseling [TIAB] OR screening [TIAB]) AND (male [TW] OR males
[TIAB] OR boy[TIAB] OR boys[TIAB] OR man[TIAB] OR men[TIAB])
#06 | #4 OR #5 262
407 #6 AND ( "Meta-Analysis” [PT] OR “Meta-Analysis as Topic” [Mesh] OR “meta-analysis” )
[TIAB])
408 #6 AND ( “Cochrane Database Syst Rev” [TA] OR “Systematic Review” [PT] OR “Systematic 5
Reviews as Topic” [Mesh] OR “systematic review” [TTIAB])
#6 AND ( “Practice Guideline” [PT] OR “Practice Guidelines as Topic” [Mesh] OR “Consensus”
#09 | [Mesh] OR “Consensus Development Conferences as Topic” [Mesh] OR “Consensus 3
Development Conference” [PT] OR guideline* [TI] OR consensus [TT])
#10 | #7 OR #8 OR #9 4
o1 #6 AND ( “Randomized Controlled Trial” [PT] OR “Randomized Controlled Trials as Topic” 0
[Mesh] OR (random* [TIAB] NOT medline[SB]))
#6 AND ( “Clinical Study” [PT] OR “Clinical Studies as Topic” [Mesh] OR (( “clinical trial*"
#12 | [TIAB] OR “case control*" [TIAB] OR “case comparison*" [TIAB] OR “observational stud*" 8
[TIAB]) NOT medline[SB]))
#6 AND ( “Epidemiologic Methods” [Mesh] OR “Comparative Study” [PT] OR “Multicenter
o3 Study” [PT] OR((“survival analysis” [TIAB] OR cohort* [TIAB] OR “comparative stud*” ©
[TIAB] OR “follow-up stud*" [TIAB] OR “prospective stud*" [TIAB] OR “retrospective
stud*” [TIAB]) NOT medline [SB]))
#14 | (#11 OR #12 OR #13) NOT #10 80
#15 | #6 NOT (#10 OR #14) 178




EREERER  (ERH 12022 F 5828 H)

No. [FESnY R
#1 | BIBABEY A MO 14— /TH 1,283
FERR U —_27 /TH or (B4RIZZH /TH or 2EAZZIAN /TH or IBGAEEY /TH or IBLEM
#02 82,670
RE /TH
#03 | #1 and #2 119
#04 | #3 and % /TH 0
#05 | #3 and(CK=58) 45
(BIBHE Y X hO7T « — /TA or Adrenoleukodystroph/TA or Adrenomyeloneuropath/TA or
ALD/TA or B|EEBERIZESE /TA or BIBANAEZEMRIE /TA or BIBNAEY A ~OT « —
/TA or BIBREZHE /TA) and (FEAERTZZRI /TA or FTERA T U—222 /TA or FIEIRTY R
#06 | AT U—"2/7 ITA or HAERTZZHT /TA or RHIZUA /TH or RHIFER /TA or BTHERX /TA or 30
BLEADYTEYU VT /TA or BIGFHIIRE /TA or BIET2HT /TA or BEFHNAIU—_2
' ITA or BIGZMIEEHT /TA or BIGF AT U—2"27 /TA or IBIGFARE /TA or BIGEZHT /
TA) and 58 /TA
#07 #4 or #5 or #6 66
#08 | #7and(XFFPF UV A THor VAT T AW E 21— /THor 2B /H4 RS54 >/ /TH) 0
#09 | #7and(RD=XFT7FUIR, ZEHARSA) 0
#10 | #7and(XF TP FUT A TAor VATIT AW I UE 31— /TAor 2B HA RS A2/ /TA) 0
#11 | #8or#9 or#10 0
#12 | #7and S IMELLEGER /TH 0
#13 | #7 and(RD=3 % LMELLEEER) 0
#14 | #7 and(5 % b /TA or FEAERIL /TA) 0
#15 | #7 and B IAZEFIE /TH or BRHIIAZE T+ >/ /TH) 6
#16 | #7 and(RD=#Z 45 L bIE&EGER, ) 6
#7 and (BT /TA or BFEIIAZT /TA or EREXIAZE /TA or MiEHIIRZE /TA or EEITIZT /TA
or FEBISTIBHZE /TA or BIGERAZT /TA or J7k— NHFZE /TA or ;BEFARZT /TA or BIEIRFZE /
#17 | TA or ST AIZT /TA or SEIROTREIERZT /TA or WAERHZT /TA or ZiEER AT /TA or /A 1
Owv b7OJ T b /TA or ZZATEE /TA or BRPRELER /TA or 25 148558 /TA or 5 11 ABEER /
TA or &5 111 AH5LE8 /TA or 25 1V 4B5E& /TA or 7 O A —/\—Hff3% /TA)
#18 | (#12 or #13 or #14 or #15 or #16 or #17) not #11 9
#19 | #7 and(PT=IRZ5L, #85 CK=kE ) 33
#20 | #19 not(#11 or #18) 25

[SRO EHHIV RAFIF 4 v L E 1—(SR)]

CQ 4 | BHEREORERIZIITEDD ?
P ALD FBEDH USIIFHER (BR)
I HRERFE R (MRRE PERIRE PR LEREZZ D)

113



Y2735 4vILE21— (SR) §14Y 1R b

C RIERICEMEI NI ALD 25
HE PRAYSC AR E2EJOTCADZHEFETACHEIND
01 EmTHRONE
TR E I LR TIE/NEAME ALD ZHHREULTHD, ALD BEDEESTHE
LTWVEL. WFNDOIARBRIRBEDRENTFL. FERIAI -2 (NBS)ET
SEEEEDE & 5 DHRETIFTHRD—RFEIRTHD, THERERENSEND. ZDMOMEDTRIC(F
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MIMIZE B AZ ) —= v 7 kDRSS, 2034FE 12 L) =a—3— 271
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JERTEZICHE U727 + 0 — %479 2%, EFEWN 7% ABCDI #EiRFO/N) T ¥ T —
& N— ZADFEFEIZ M O EPNRIIERELS & 2 % D3 7 > Mk 2 6 E
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MS) 2T C26:0-LPC Z3BFEIC L7z AZ ) —= > 7
B2 BHY o RETI TR > TCWhRWX A vy —EIEAL T X QR 1
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e kD 2O LTwb, £ LTAZ ) —= v 7 &/ ALD BIRIZ/NE
FEE, NBRSW, BRREROBFME E/NBNEHEIZ L ) RN R 7 0 —T v
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BHE D FEE O, BESH, FERES S P B ESEIRIEE & ABCDI #{x T
W, ERORREF—AEBE LTHIBLTWAY . 7 E ORI
Bt OFEHZ MR O IR R BV OREHERI MR  BIRAE Y A b
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Adrenomyeloneuropathy (AMN) (& &1 72> & B A DIRE I FEAE L, 4k JRR I
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Y F A A)UIE ALD DB - FRRICEMN ? I1SH).
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MRS, TR OB E L AT A A Ny AEEE L THAINT
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Smart-ALD &\ 9 FRREERDSEM S 172", OB IR AER - WERI 215

123



124

BHFOREY IR

A LA 4 O B & OFERICH bR 7B %2 17w, X & e LAERS QOL DigE
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