e A4 oiAbEE: A38 A1, pp38~44, 2003

g+=-9) ¢] Metachromatic Leukodystrophy$]
a2 % DNA A<t

9]

i3

El

2ohet

r=
02
o

M =

ol Al Wl Aol (metachromatic leukodystrophy,
MLD)E A3 f35Q Zojygdets dodle ¥F
9] @7}AE arylsulfatase A(ASA)9] ZHOZ cere-
broside sulfate7} 2=} A7lE #iE FHHo|T.

19330l Greenfield"7} ¥7] o718 MLD 33
2 He ¥wusPD 1 o]F o] 19639 Austin 50
arylsulfatase A9l A= ZAaH Je A& TA
sty ®3 arylsulfatase A %=7F 34 MLD &
Ago] BuHY=GP? o]Zo|A sulfatases] 2]
sulfatide®] T4 #35 SAsA7IE doll FHF &
42l sphingolipid activator protein-1(SAP-1)¢] 2
Aol Qe AL B 5 YU

MLD #AtoA sulfatide®] & A7A 2%
S Fug F3 Bo|HETE Ho|HA MHo] Fo
EA "t 340 Yehdes A7l 1-2AAFH 30-
40th7HA] chekstA velded 2o wet $7]
gotd, 2oldy AAY A2 FERIE AFFE
oz 29 o3, 23FET, FAYsHE AR whd],
ANAAAZE, Ko @ Haleld Fo] Utk

AAEE AF 1AZRE welet &8P F
dol A=l HH Haste S Hol
oolg AYPse TaEAD FAA HALE Aldgsty
Aastgony Abd Arlel® o]&3tAr]lel Eidts
wlojr},

3 2l

& oF: 40w, 33704, oo}

A o413 ARE Az wages 5749 A

sk Agobat el aopt

o Sl ©
RS

H 298 £99,

2
o

FA9A BRA AT Y
2 wedwd 2 Ao 4F UAEAYE
Az BgALs el Rzt A A3

N
o N

ofy

so} Fgejyelr BEr] HEE UM AR
of W 5AYRNE TEIE YEy] AlRetd
ZA7} oatelo] BB Zfrete] 2ol ddaich

Y Y IR el AG AAEE FAS

A

-

AL T A4 @ AL ATk BE A
uE RE o4 glo} Rgov 3ue] AE AojE
Asba glgleh @b B4 ohmel dFe 304

4

4 % ge §AA%en) 1FE8S M ARES
RNL 647 Bole] em ABeAAT Bope] At
= A 9 8FFolleh

Qeon g8 AFEe Aury 1328)/2, SFF
32 108/67 mmHgel 2 AL 369TolUch U
Al 3tole] AFL 14 kg(25-50 WEHF) IR A
€ 932 cm(50-75 WEHF), FAE 49 cm(75 WE
AF)elek. d2ol gAY NEL AR FFE U
HHow AWPsPen TFSS ¥ dHoklA A
2 B3 Yot AHEL YR
124 7+ 13 A& FAHAR 67 #d

NAA 22 A

o2

o

—15 £ 4o o
l'-l-«%é P

o rlr
Pl
b
™

i)

>
>
%E,
kr
o

>
>

1}
' 25 Aotk HAFd At
4 mg/dLZ F7t=o] ATk o]FH
2 BB Aabel AR WK very long chain



A AlA

1’0 O
o k. ¥ HARA AR A ]
o Zgho] A= o] arylsulfatase A
Al AF2HAAN ARoAEE FE5 ¥
o p-nitrocatechol sulfateZ ©]-&3} coloric %
A FHEE SAHSYR O A FAA A
o 5% AT FARIL FHFo FAEY Bl

—Agd - 5L 9] Metachromatic Leukodystrophy® &4 % DNA ¢ —

fatty acid) AAFE FAo|th el ddlA A ¥ cleotide 915-916 Atoldl 4702 TACG E717F 44d
A7) FHGAAA 2AL T2-weighted ©HoA 5 EdwWolE 2ASIYT T g dHFAANA exon
Aude] Azrt F7AEe] Uehdm 53] didukTe] 2004 44594 GrF TE upHolA 99¥A codon®]
FukRot Sz B QokFig. 1). 34dde] HAL glycine©] valineo. 2 vl E¢WolE wAse 915-
AMe %

2o AEFoh7} UAT H3 AAE Aol 916insdbp/GIIVE 71 EgolFHA YL vEIHLS
2AE 2 AAAE AAAME 245 b 1w 2 9o N350S¢} exon 74 T391S¢] polymor-
Bz 245 BEEth 9 39 HAE oA phismEe #28 ¢ AU Fig. 2).

4 WAEg  XE W G Boke 367497 A9 Hg%
g 245 o4e @Edgon £4 ANE Raa gad
FtF b PE seAE F4S BET Dok
ez 4 Folold doll g §raE AHs dejd
gole] A SR FA% o oRE 2ASe] Hobe B
H

Z

b ua

:|:

Ab

e GrIEEAS Aldste exon 394 nu- 250 mg % 23] AW wgith

Fig. 1. 33-month-old girl with MLD. T2-weighted axial MR images re-
veals hyperintense changes in the deep white matter.
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Fig. 2. Partial genomic sequence of ARSA gene in 33-month-old girl with MLD.
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