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—EEFBHHENRERDSECANRERRMRES)
EERIEICE I OB R

NARL—Tyb ALD BIZFE2H L AT LDEEIRR

SHEFARE it R REAFEZHAZENR
mRBHE ‘& B RAERZEZHHEAR
=i RAEREEFZHHERAR
Wl S REKXFEFZHHRAR
MIREER

DNA TA 97 LAZGHALIENARIL—TYNEBEFEHRIVRATLEREL ALD ORREEREF
ABCD1 R UBEEIEF ABCD2 ZfBHTLT-. WRIEL, TEREED 11 HlR UV ABCDI DEEMZEEMNFE
ESNTZ20 I TH-f=. 11 FETITBVWTEEZREL, > 5 HlIIFHREREGEE)EEL. 205
H—llE, SETABMEICBITLUBREREZEL, BEWGEEBFRREZEO . £z ABCD2 [ZHLY
THRZEZ 2ERBOH-. SH1EILTI/BOEEEF>TWVz. ThioDSEEEFTHEHIEIVHT I
LAMEDBERFBEEELTWV . KURAT LML ALD OBEFEZHICEBHTERATHY, £H-EKRE
[CEELSALHERET HAREENHHEB LN

A TIRER

BIEBE O T7s—(ALD) (L35 E $EAB R B
AHICKYEZHAIRETHAIN, EsHHo )Y

TJREIZEWT, BEFEHNABETHSD. —4A,
AD ITBWTIRBEFREEEENZOHLNT,

BA—RRNTERRUNELGLENMONT
LWBHY, ALD ORBEEEHITHIEFIERES
NTVWEL. COLSEERICTEDE HAR
DNAR AV FPLAZRRALIzNA R IL—TvrE
EFEMRATLEBEL, ALD OFEEREF
RUBEEREBEFOHERZT>TNS. HIREM
ELTIX(MABCDT MERAEMICKY, JEATIF
DEWIEE, BEhoo I TI2H81F5AF0
BEREODW F—REORHGELTL, R
RIZERKT 5. (2)ABCD2 O resequencing [Z&kY)
ABCD2 MEFRZEZREEL, ALD DRFEED
BEZRET 5.

B. BIRA&
1. BREEFOEFIZEZEELT, ABCD1 BHENG

TS54<T—%FTH A, 2. ABCD1 RU ABCD2 @
£I4Y% PCRIZTIENE. 3. DNATAYOTL
MNIEBEEFRMVATLERAVWTERENZE
RE. 4 BONEZEERUVSRICEHLTIERE
IBEBIREECTHERT S, IRIE, BREKMIC
ALD D gEHNT=- 11 fIRTY ABCDT DERHMER%
95 20 41.

(REE~DER)

AMBETREREZEEEZERHICEITLRIES
BEICBVWTERBEIN BTz ¥/ 4
SUTNIZEALTIE, XETREZERLET
MEICERL, YUTILOERIEEITVWITS
AN —|ZEEL-.

C. BIRER

EEXRETED ALD12 FIEHIZHEINT ABCDI &
EXEEL. 11 fich 5 HUZHSWVT, 4 BEOH
BHEEAROON. FUTILRENSIEREH
FTETIZETHHREIX 1 BE~25ATHo1z. B
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EEGEFERERTTHILISLY, BEAYE 2. FRER

oI5 REEZE®C, FH—EHEEIC G. MMEEEOHE-B&IKR

ERGERM,EONT-. ILIT, FET cerebral L

form [CFATL - ALD DEEFEZMZIToT-. NIE

Bli%, MAIATEREEIC THEIES. T2 BI85, &
NEFZINIAMEOBEREZEL-ONF

BB TH-Tz. —H, ABCDZ IZH LV TH R

nonsynonymous SNP % 2 {AEELT=. 1SNP (&

nonsynonymous SNP (A9Q)TH Y, £5— D&

5UTR IZHEHELTW=. Thod SNP £FY 5 4

FlEWLT LR ORRREBEEZ 2L TV,

D. &%

EED RT-PCREZAWAERELERY, RAER
HELGEEFZWICEL-FETHS. BIRIZH
WT ABCD1 BEFEEDREIE=—IMNFL
EDNTREIN, RVRATFLNBERICBWTEELRK
BERELOBIEMNTREBIND.

—7, ABCD2 DFEHTIZEY 2 DD SNP % [H
ELTHY, resequencing HNEIREBERET S
BHOTERAGFETHLIIENTEINT. SHRE
BOREBIIEELS>ZEGTFOMRBENLG
resequencing I1Z&Y, RIBBICEEE 5 X DB
HREFERELOHHBEENE A LN

E. fREm

AURTLIZEYRSIZ ALD OEEFEEHMNT
BEThHY, BRICBWTERTH 2. HRIZHE
ELTz ABCD2 DS R LERRIGEDEEIZDNT
FELICZHBOEFTADLETHLIEEALN
3.

F. IRERE
1. MXREE
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BEEFBHNFNREFENE HAMRERRHESEE)

SEMEREE

INERIHBBEIEEEC AN —DEEREZERIC
HIoMR RERVERESIVHERZREMOFRAL

SEMEE MEEKTF
B ARt s —BARENER MEES MR

MEEE:

NERKE ALD ORERBRODERESIUREFZREN (VEP) R 5Lz, BBE8 MRI L
REEEDIREMNMEBLLD B TIL, Wechsler REBERE D PIQ ' VIQ KYHELT &, K-ABC DE
FUEBRESSNMMILERESSIVLENI LAY TH 1=, BIMFIM VEP TIXBRE
ROIDZIRBE—FEOEMERSIGED >z, —H BERTRVEESN T 5 HlOLDERED
IR BEREEME LR PIQ A5 VIQ OFHFR THoT=. TL T, EEEDIEENEVE
B TlE., Frostig fREANE FHZERE. Raven BEIM)URE MORERMEERBTOEESE
- TV = FLRAXFIBE LT/ \2—2/8S—H )L VEP @ P100 2158 LABHBE T, IR
DEEBENAADNT=. CNOOIDEFER - £ BT R (I XINE ALD REDBRE O KIEE

RATVSAREMELH S,

A BIEBEH
NMNERABRBREBECANAT4—
(adrenoleukodystrophy : ALD) () K3 (314 58
EREICRENDHEL, REESCME
T ABERTHERNIZEIDHANDIENS
LM (Suzuki Y et al., Brain Dev, 2001, 2005) , U
EFRUHETHERRITHBERNETL.
BARABDSSHETCEMKENSEIZESD
CEEHDH REFRHOEMEBMEBAEICK
YETDELENFLNSEEN (Moser et al,
Neuropediatrics, 2000) . 28 T4 2001 M5
ALD BAREIA S  BABMLUAEEN
BOONWTWS(EFHEMREENS &
BURERBRMEEE EHXAICETS
FERVREREFICEATLHEE FRK 14
~16 FEHREMRRESE),
ANEBRIEGFEI/AHBHALTELERFER

PIZBEFRT HIENTELL, LEAST
BIERZOANEESOHL=OICIE RED
FEZRHICRBOAIVDENELH D, 2B
TELIZ /DMRRKE ALD O LEEBEBRIC
FHEEDHEEREEENHRTHLHE
(BIREFL BEFE 2004 F) L TEA.
ZDELIEARMEE OB ARELEIZ MRI
BEEEBOEMNTH >z, TITAMETIL,
BARMES L UES L EHIESEZ SN ES
ERSAENE KINE ALD 2 DL TR
DEFHRECREERBABRELHTL.
HEEIREI L =, TDHER . ALD ORERZL
BEEICTBESMIBIZRIETSFEANYMN
"ONHEBRONOTHRET S,

B. I A%
MR, EEFTBHEHAMEERBRAR
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EENEFEAACETLRERARIIALD 7
AYzO)—F— IRBRZEZHEFH

BREHAR T S— HARZEREELT.

2001 4 1 BH 2006 £ 10 BICEIHEH-
g s—HBRR/NEaEREZBLE
BR 18 £ T, WThb B HaBEREO
EHITHo (T 1),

2R, BRRERBIUEER MRl TR
MHNERINE ALD BEREEEZHEN-B
RIZ 1851 134IT, 5% 10 AR EEEMENL
BT O B BRERFEHR 3K 4 7A~
BI04 RA) . 3BIAFEEMEME (FR 105
1A~ B 178)THY. 5 BlIEHEES
BITOBREERNAONT | BRRIICEE
KEBZONZAR 4m~12K 11 7H),

OB 10 IFIX. 51T ADD IR
1w AICRAEL., MIFRERITREHHOITHE
EEED 4 Hl. & TEELA 2§, EE
MRIZZEODHAH 2 ], BEAREEELENETH
1 GICHoTz, D 1 & ALD BIEF LM%
BIZF (PLXNBI) DREMNHY. 2 5% 10 #A
BRI ZTANAREEFE L= (Matsumoto T, Am
J Med Genetics 2005), F Bl [ZL vt/
R 3 EELBICEERENHEL, 55 2
FlIE. $hREAKY Addison /&L TTAO—E
NTLA, BREERFER NS ALD DZEHE
TIZ 2 EE2ELT. A B0 5 FIIERRAIT/N
IRRANE ALD B MDD (n=3). HD
WML Addison BORBEBED—ERELT
(n=2) | I;FEBRHEAEHER (VLCFA) SEA ]
BAL 7= (C24:0/C22:0 A% 1.539-1.636; IE & i3
0.628-0977 . C25:0/C22:0 A% 0.048-0.088 ;
0.012-0.023 , C26:0/C22:0 A% 0.017-0.034 ;
0.003-0.006) SEf5 T o1z, & 5 1 HllE
HRPICBEEORBETREETNH
=200, Ao MERITIIFER TEE M o1

Fr2BCEBERRAEHLIVESHEFEL
Wo BB R 2 ERILFEZR SN, FEER MRI
BEIL 18 Flemiz{Tdi. Loes score(Loes
DJ, et al, Am J Neuroradiiol 1994){Z 0 & F
BLLICEEEELEE THoA AREE
HEHEICH- T

HRELDEREX. IMNBERETLLT
Wechsler % %l BE & & (WPPSI % 4 LM [&
WISC-IID) & E 2Ty, —EBIZIE K-ABC &I
Zl=. BERDEHRELLT Frostig REIE
ERE. Raven BE TN X (RCPM) . Rey
DEHRRBEEDEBEE 1T o=, Wechsler %
B E . K-ABC, Frostig fRAIEHERE
[T, B RZECSNEEEHL ., RCPM &
Rey DKM (L EBRI OBEE FHFEL
EFEEBEY 2005 £ RBEFL BEMNE
ITEERERLE 2000 F)EFHANTSD EEZE
HU, REEELI-, AR SHIZITEmE 78
FEEERE (ARETL MERE 2004 )%
FTUy, MR 5 (laterality index) 3RO T-,

HEROMBEEZNBRE FHRLEH
HEFXBEMBREEE (MEB-5500 F1=IX
MEB-9100) # FALNT., BAARIBREFZHRE
I (F-VEP)Z MLz, UATHRELI=AZE
(Yamanouchi H et al., Pediatr Neurol 1993) .
ThHhLRHARE 06 OASIRNEEE
1Hz TEEEEMEAGL O #ARE DBRHT 30cm M
SiERL. B 10-20 k(285 02, 01,02 %
MEE. BEREREZTEER(LWThIE
Pt 5kQLULTF) ELTRRE R &L=, Ta4LE
—I[& high—cut 200Hz. low—cut 1Hz, 7 HTEEfE
[% 300ms AL & 500ms &L, 100 EFIE S
ORGEEMEEHL, &IE 2 B0 BRE
EREL AH.ABOIFICIEEREMNR
B EE (MEB-2200) # AT, B2 RERHIHK
[C&ZMEEHRELR(PR-VEP) HHEITLT=,
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BUOW-RIERIIHRA 20 ?OBRDBFEEKT
$8E 10 rev/sec HKXUV 3 rev/sec, FHIEE
(% 80 cd/m2, AVFTRME 80%DEHT. &
BERT OEREFIBEIT o1, BRIE Oz
[CREEE. FERICTAEEBEE N TREL
Tzo TRLSA DEMHIE F-VEP LRIBRELTZ,
F-VEP, PR-VEP &% P100 i85 & N75—P100
E—OROREZREL. SR OREE
(Yamanouchi H et al., Pediatr Neurol 1993,
Aso Ket al, Brain Dev 1988) &HEEIL . =
258D L EDBE . BRI LI,
WET2PROAEATIL. Stat View ver5 (Abacus
Co., USA)ZHLVT, ANOVA, Wilcoxon & E &
ALME Mann Whitney U BBEZ 1T p EMN
005 LITERELHEL -, b, REEZS
H-2BICLEODLERE. FREUBRE
[SOVWTCEBL. AEZERF=.

REE~DERE

AARDERICH-->TIE BREERAS
FUREZB~HONLOMRDEELFIEIC
DNTHRITHRBAZE G REZERA
MoRIEZEF.

C. &R
1. #FLEZNEE
a. ZNHIHEEE

O EF 10 {5l ch 8 5 T Wechsler RENEERE
MAEBETH-1= (B’ 1), VT NEBNEERIEE
EHPIQ) N EFESEMEERVIQZTEY,
FEENHON-(FH=EEREETTNT
N 597214, 814%182, p=0012) , HEAD
VIQ—PIQ £(d 7~66(20.4+20.7) T. 5 (&
25 L EDFEHETR LTz, PIQ O TFHIIE B MBI
o MEW I HDNIEMN 2T, T2 26 TIE
K-ABC £fTA T, MRULEBRENFEELER

(82, 100) 3t DD EFNEREIL 1 5] TH
SHMMZET (47, 86) LTz, $ 744 H HEE
BEL AEFERLEICBADLLIBANEE
HEDHEDICEATELEV LW HEA AL
ni=,

F #1342 ) WISC-II O FIQ [F{E< (45~68) .
BEFHERHICH-Z(R 1),PIQ & VIQ
[CIEIFEAEENHONT (54.0£11.8;64.3
+10.1)  K-ABC D REIFFMNIERE(61~73) &
BB RE (58~78) 3 FIXRCETH -1,
—A.ABEIREESENAONT 1 4
(FIQ=62) BRI VT, IZIFIEE B A EE (FIQ=78
~124) L¥|ErEN A, 6 fFildh 4 5T PIQ A
VIQ KYBEWNVE—UhHLNT=(R 1),
3B TIEIBLLLDOTRELERD -, THRIEHE
Tl TEETHRIEELBEAERIRZED
Ml A R BEE ST (FhEh 88%
49,73+46), K-ABC THREIL 4 Hl (L E L
HREOEERS S (98.0£334) NNk R NIE
RE/S(1120x£148) KYHL{EM ST,

b. RERDERE

O B Frostig RN EREREBEDOHMEIEH
(PQ) [ZBASMIZIE T (54~68) LTHY. F
LRMEREFHMETL T, &R
DEEXIOEE CORENEN>=(E
) AEID 4 ZTIEPQNEEETLTEY.
T DEEE IS ERICED/S2—2F R,
RCPM T 0 B (n=5) F B (n=3) ICREHNE
IERIEDHF N KYEMN T (SD fE; —3.2%
19, —19%25 B 3), —7A.Rey DEH#K
BEEIL O BT, FMETES 5 flth 4 HIH
-258D LITDERETH 20D F B
(n=3) A B(n=4) L3 FIFEETH>1-(H
) GHE ABOEESHEERED LLIE3
I TEREEERENHALNT,
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2. AEFREN

F-VEP (& 18 BI&BlE{TTE. 0 BT
[ N75—P100 FE4RIEIZLL X T P100 T8 55 i858
DEEMNEISL, +255D I HEEHA
5 £ (50%) LM = (B 5.6), —A.F &L P100
BEICEBEMER (+18~+3.0SD) AN
A REBIE—EDERZ RESEA DT, A
BTEERERLIFEAELZVLEDOD, P100
IRIBO R B/ KRE 5 Bk 4 I (75%) (TR
f=o SIRIEDIRE (L +2.9SD M5+13.6SD &
BRARTHY. FEICR-EEZRIHLH
21=. PR-VEP $EB8TE- A & 3 5 TH.,
P100 E{RIB (+2.5SD LLLE)AEEREIN = (K
6).

D. B

SEOLEZMETTICE>THLMNEGS
HERED/2—2  FibhE PIQKVIQ
INE—2E ALD JE. ECICRTEEERIE T
[F <N 5 R THSH (Shapiro et al,
Lancet 2000) , €L T, RIEESMER T 3HITE
BRI RBEANE D oz B L, HRERFR
B.PHICHAETIC.ABEEMNEKYLE
RO D> TND T FREAEITLIZC
EMNEZAOND, BEKGIODEZMAATRD
BRI, £ EMTMMEEICERITEVED
M. Wechsler RENHEIRE T PIQ A VIQ LYK
W& K-ABC TRIRALER EMNERNER
ELYBLEBEVEVSHETHY . ChbEHRIES
BREBERC/AE—2ThHof=, FLT, Tl
DEEORIVEF CIHEOEHROBERD
BRECOEREE/#L. VEP BIRIEOREE
NegMhotz,

Coxs b [&, B FREJHIERE IR $ KU EEER MRI
REEZREDITLALD BIR 52 oz Es

BIEE@Z1TLN. 48 BlTEBRMBHTOT—
IWAEETHEHEZRL. RETMBROH
BEZITETHHEER/RDOIT TS (Cox
CS et al, Arch Neurol 2006) , & [E D EFEIR
FDS5 4 FIOWERELTLIAEETH> 12
EBDN . R SEEIROER MR £
ENHIRTAUROEREIZBL T HER
MBREREICI>TEENGRBIEZLLAL
NI-TEEMENH D, EH. PIQ BLURKFL
BREOFHTE mAMEETE M o7 1 HlIX. B8
B VEP BIRECHERDMBERER
BT MESHERECSTLEEH
ERENERIN TSI END, REET
FE<RBEENSRENEBRLIZLOH TS
AEEELH A,

INBRINE ALD [, REFEOELBEED
BEEED AD/HD L DOITEN EDEETH
FETAHE SN (Suzuki Y et al, Brain Dev,
2001 and 2005) , ZRPCREIZBITHHESL
FOBEETIENOBENECTLAAIE
M ot=hY, Frostig BHIERERETDITBOD
EEEIFRENIEDOEBETHHEZET
MTELHEEEEZLON Tz, £, CORER
EENOETHA OBRERLEREOH
BIcEB87RELTVLSAHELEZILN
T=o

EAERD 5 Hlch 3 FUBIFRIE VEP &8
A—21);8—4JL VEP O P100 SiRMEZ S
MMIBD . INRKIE ALD BEFREH D
VEP OBEKRELLT,.PI00 BEOEE. 70
BZOERREBLEER BRI RESNL TS
(Inagaki et al.,, Clin Neurophysiol. 2006) , L/,
LA LEEE MRIZFE HIRFTD ALD [ZDVT
VEP ##R L& LA H =540, Li=h>
TRIERFIOHERN S, HSHEREEIR®
P100 BEFOERNAHIRT I UMD T,
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P100 EiREZ R CLAHIDMELNLELY,
VEP ORIEI. SBEE TAMNAPETIES
FIA—=XRATANATERIBIETHEM
MonThY, TOEFELLTREDBEM
FECLHFDORD . RETOEREDREN
HE & h T B ( Faught E,
Electroenceph clin Neurophysiol 1984), ALD
DFEET. REZHBFICSIDREMERE
° VLCFA ZRICL S IEMREDFREN
MNEZOHNTHY (Schaumburg HH, et al,
Arch Neurol.1975, Ito M, et al., J Neuropathol
Exp Neurol 2001) . EMHAICK EHERE
BNECHFAREMEREDLE. BEDOREITHS
AL DEEBIEED VEP RIEZHI-LLED
SO (RAYAN

INRRIE ALD (F, EmEFHEEEMEIC &
Y EROBREFRRDETELEH L THE
MESN S (Aubourg P, et al., New Eng. J Med.
1990, Perters C, et al., Blood 2004, Perters C,
et al., Bone Marrow Transplant. 2003) , #81g1%
DEGTR. HREHNFTRIT. BEMNOR
BERERBL, PIQ 80 LLE. MRI Loes
score 10 ERBDIRETHEITLUAITILRLF
BFERVFTELN ETHTEHENZ
LOWZENLRERMOBIEAHESLTL
Do LML URIEHEIBEETHDHIE. K
RELAORETOEDENERESA TN
BNIEGEMND, RIHBZRELTNDIL
MERED MRI LHERTHSH & BICDEH
EENTVD, BRI TIX. BETREFLTHMS
ARRABETICHEZE T 2-OFKMNE
TL. FRICEE T HIEMHELL> TS,
SE. BEE MRI REOHRIYEHIC LE
REEREVCESLEEZNEEOANEHE
RILHREENATENT. LEDIEMS,
ALD IZHLTRY BRI RIEDKIREESR .

et al,

FURHICE AR IEDEHEED . BITFH
FRICOBIFRE=HICIETHBELERE LB
BEBEREEHEASHOE CEHEETL. Th
LOMBEZHEMICTAO—FTEHIENEET
HdLEZLND,

E. #&

ADD DEYBRHDKIEZLLZ., JYREID
HHRBE. TLTRIFLEFRICOAIFS:
OICE, #RLERELABEBRES A
EHETEHEEZTV. TNOOMBREMIC
THO—FHIENEETHIEEZLND,

HhitEe

ALD JEBIZE BN L ZEUN MBS — %
ORMEESE(RBREEBEEREERE
SERMDE) . BRBFEE(MBREESE
B/ANERD . FIRIEELEE (BHFRDPRRER
INEFD MR FFRICDWTI#HRV 2%
LIz EELE FiR XRERATAGEE
MmEBEUY—RAE o 2—) ITEB N LE
E

SE R
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2) MIEBEE, LR MEEHKE A7
RAE, MEHRTF AEEAFR—ILERERE
28175 N200-P300 # & D#Et: AD/HD &

BEHROLE 5 109 @EXRNEHES
FifiEs &R FR18F4A22H

3) FLthic, MEEE EFRHF MR
EiEE, MBEKF ADHD RO NoGo B
DM £ 48 BEKN/NEHEES BR
FRE18E 6 A1 H
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