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REMBHEY A MO 7 14— (metachromatic
leukodystrophy; MLD) i%, 54 ¥V V' — AEEED—
D TH 5 arylsulfatase A DRIBIZ L - T, #D#:
E T & % sulfatide * lactosylceramide sulfate 2%
R - KAEMREI ) >, B, O, JREL SICE
M35, BEREASEREOLREREAHES
RETH D (DY, BERIZLY, BRE, 3L
RA, ZHEH, RABICHTEI LT 5.
Hargberg” 1%, BB EDORE IRV, b S
WESREE 2 4 RS EL T s (E D,
RIESETE, BN LREBE LD, FHRARL
EHREBTH 5.

GEE AL, ZEORKET RIGETAMRE S
NSRBI MLD O RBH %R L7, 5F T
HEDVEHBIN T Lo 2BREEEEbNS
eoMET 5.

E Bl

EG 28 M H, KR

E5F BT, EUEEMRE, SR/, BRI
X.

KGR TH, th(&EH4HP)IEETHY,
FRLHEEHIE 2.

BEERE | ALdR, 0 WfiealIc B2 <, 7808 40
WA, BEMEARSHTHA L. HAERKKE 3125
(+01SD), ¥ 48cm (-05SD), BEPH 32cm (-
0.9SD).

FEE (N2 wW3HH, @WEY5HH, &
k6 7 H, WoEW - 2o»E VW EH9H A,
RV Z 1047 H, M 1%2 7B, RUSHEME 2
AH, BEFEINH, X - 228253 1%
67 AH.

WRE (K2) 12y A X s riGL
HZE) TEIIHTIEEEL, BEHTH - 7.
1% 5 7 HI, BRURBICRBE L. HHREED B
& <, BT ERRARZY, BRI LT
NG Y AL, mEEEYRL. BREIZE
CALEH ET, THAMBBICE IR REM L
A, DRBHBTO LEZRBEE Ok ol N5
AZHLRTL, RLBTHTH o7 -0
?ﬁﬁ%%@%ﬁi&hﬁ“ﬁmﬁ$ﬁf%of
BITITH LRSS R L, TUoBWwWERD LS &
Lo, 1K1 7 Ak, EE2%Z2ZL, T
"5731£VF, GRERME I 84 TUE, Babinski SETRE T,

FENEIEE LRI N, YRR & 2o 7o,
wELf MRS, Ge@fRT, Midk, BEER

Yasushi ITO, Masako SAKAUCHI, Miyuki TOYONO, Makoto FUNATSUKA , Kitami HAYASHI and
Makiko OSAWA (Department of Pediatrics (Director: Prof. Makiko OSAWA) , Tokyo Women’ s Medical Uni-
versity, School of Medicine] : A case of metachromatic leukodystrophy deteriorated by infection
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< |sulfatide

1T KRB, WICSTYY -
B - REmEEsic
%< 9)

pd [ lactosylceramide sulfate

(FF - B ERBRITZ < SH)

B 1 Arylsulfatase A fEBERGL (1)

%1 Hargberg O¥FRMHHE?

CEIFOERm® |
BhEER - KT, REEREHRIT—HE, RTEE -
SEEE

(ZEoHEA~6 AR ]
SAIAREE, PUBAFIC TR OB BRI, BT RES ~H
&, HBBET, BEEE, LREIFALETEROBXKERE
% 3 By B ~FERD
WMATARE, MEEEENRT, DUBCEEVERRGE, MERGHEZK,
HAREN, SEMEEE, KE WTRE

LS4 HEEDLE) |
T ARt

MRI (1 3) 25HfT &%, BEEIZEHMINL
o7z,

2% 0 7 AEE, Y8203 L, EB R mEE R
BIESER SN, ZOBRTILePAILRE
BATICHH L & SICEBEN Kb 23 A
EIIHBEVR XA REE 2 ), EIUDOEWE
B b, RENHEITL, 24 7 HEICITSZRFL
TOMMOATEE 2L, TRy V2T, X
T—v, 7+x—7TCEAETLE, FHEIELLX
oz, FHEBICHALTIE, BEEDLEL, &
AHEEVTS R L, HERTHo7. BEIE2
FeHELREL:.

2% 5 N AEICIEREFAHERIC R > TE 22
EWZEMAPN TV, FBLLR) bR, B
DR, HEICH L TORD 2 ARDY ERETE
ATV 2% 6 W ARBOREREZ TG
Bk, BHAMETL, BEDBWIKRD, &I,
B e 2, 2DEETHEICHEEL TV
I CHEE CT 2Hfr S h, KEEEICBIT 5K
WHUEAHERE S iz, 2 BRICITE OB X HEL
%0, ARIIRTHPEEENRI L, TKk5E

BUCEELIEES X 92k o7z, BEIF LY R

L, BEOZE S EMEEL 2o 7.

27 A, BRHCKEARE 2 5. AR, %
BRIl oniznwy, FEHEBREID 2. »
%9 LTCEER ) BEITRETH - 7.

ABRESIRAE | 5% 860cm (—0.8SD), fAE 130
kg (+05SD), BEPH 51.2cm (+2.0SD), MgBH 52.0
cm (+14SD). AT - MNMIIRWRETH 5P, &
FERLIZTTRETH O, HHEB - PFHRORE VDS,
ERFEORE IR\, FESUIKE, BIFHLBREH,
WHLETEE, WHERAER, HEAK. &8, HNK
B X RER, REQCLE, BETH5. R
EHHRIZ R, BHEDY, BIRER L, B
WFIEHFERT, SHERSIERETH Y, BHRES -
HREERE - IREICEE 2V, TSIk
SHIBFOART, Filkx 380, WERKSHEDH 5.
DR RE %L, B PHKRT, FRE -~
TR, MPEERELTRD L. LI LM
BERAMET LT A2, B2 FVvidiin
5. THEmBEEITE EY) L, EL, W
KRBT, B 1HEECTHS. THIRSEKS
130THE L, Babinski REHIBEMET, RAE - BRI
HIETL, MEkEE, CRIREIHY, FHE
EENI 2w,

BRERR | g%, £bFmg, sver H
R - BIR R ERRRE) , Bef oW, AT R 547
WCREII R, AR EVEVRR - 7 RBRER
E¥T, RAPT7 I /8- GBS, RPrad
PEOHT, REMICEE I 2V, BRKRETIE, M
Ko % 6/3, Z&HIZ 63mg/dl & BfET, ¥ 67mg/dl,
FLER - UV VBB EF THAH. I ) ViIER
PHEE 81ng/ml (FL#EME 4 DIT) L HET,
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OyOm Oy6m 1yOm Ty6m 2yOm 2y6m
(3.1kg) (8.3kg) (9.9kg) (11.5kg) (13kg)
TRB(3m) | BO&G - op& Uu5 (9m)
% & | #i&Y (4~5m) | i (10m) | i
L #gp6m) | #(Iy2m) 5
| REMHRm) | AEEO~10m) | —EX(1y6m) [?*“E
-
A - HITREE - rmesn T2l
REEE mm
TR ‘
AR p—
NBEEIRER i
B4R ' sRupEA s M CT | MRI
l YNEY
2 MR

IgGindex ZIFETH 5.

Bl - EFHSEMITEE &, EHHRmE
WE (EW ; 130, RE ; 145, BIKEE | 106, PEF
% 5 140m/s) iE E TR L SFPNCEEL, RiE
WCHLTOEHICEIEL T, NREEFRE
T H TREROZERLZER (£ 21,4 ;20
ms) &, I~III BEEEOEENR SN,

PAEE MRI 2 [ 3 123, 23 7 7 H B, T2 5
EE TR, O AROKRBMEEEESEIE
HOHNTz, BREBEMHIIALNLZVWE, HTORE
PERAEMZ ROz, 1% 11 7 AEHC S AEE 2 A%
SEICBREOHEELIZBEN T, Wik, &%
B XM, REHTa—ICEEIE RV,

H ML ER H arylsulfatase A &1 12.6nM/mgP/
h (GE¥EME © 100~200) EIRMETH - 72,

B PR T, BIBIZERT LV 45A & RHA
DER T LIV & ® compound heterozygote T &
B LA L7,

Z =

AIETFLIEH F CORBIRIEF L b, EE)
FEIZ2RONAE, AW EI2E3I~4 ) AE
BV CETHEORBTERITNA SN (X
2. L2L1Es W ABLO 26 7 A, ED

B I BITSME LI N, CoZ ki
2 F — ATV IRIROEBALZRY, I b
Y FYTHRZ EORBREEOTELELRE L
7z,

FARIEICALN VT4 VEEERIZ L 2%
WRHEEEL, ZRNFVIREERETIEL,
BHBAPLKIE Tay-Sachs, Canavan, Alexander J% %
FhENEEbE, 25 DEBEKRIEIRIE pit fall 7%
FTRTHo 7.

HREEIRE LT, EITHOEBRERE - #A
Rl ORAT, ME, WETEZE) IRBAERE
z, BNTHREIT(EHKT, SHEMEKT) I
Rk EREZ, SRIREE, #HREEIT/NNE
ek %, RIE - RBARETIERMEMEREY
Z2EE, BMERR» LI, BEPORARI
L) VIEEMEAOMINSG L CHEHIME AR X
D, RIEEEZFEREL LR ERE (HEY X
M7 4 —4E) 23 Z O, BB
BIEIT AR MREOMIRE 2, NREEFREM
DERIERIIARE MRS X O (BRI S
~HETER) WA R IR L7z,

UEXOREIRMAEZ FHRE L LR
B (HEYAME T4 —E) THY, ZOMcE
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1114 H 21%7H B

3 BHE MRI: T2 5&3{% (TR6000/TE105)
i Monro fLL XV, T IR AL LNV,
287 A B, RIS O A S IR EE AT TR, OVE AN o KINAEEE S
BT, BEBEHIIALNE V. RIZIRLTOWARVLHIHREFRRL XLV THET
OREIERF RO, 1% 11 7 AR S AREEH 2 A5 BICBEEOHEZ LB T
7275, 8 77 ATl MTET L.

£2 HRMRREEICREL AT AMIERELRE

1. BSERAEMREEHEYA M7 4 —iE)
BRAEE Y A 07 4 —IE (metachromatic leukodystrophy; MLD)
2 NVF T NANT 7 ¥ —ERABIE (multiple sulfatase deficiency; MSD)
ruXf FHBERMEEY X b7 4 —iE (Krabbe #%; GLD)
BB Y A h 17 4 —4E (adrenoleukodystrophy; ALD)
TR IR PESE (Canavan %), Alexander %%, Cockayne JEEEE,
Pelizaeus-Merzbacher % (PMD), &
. BEENBSEVERLRER &
ATV B VB AR, S RMERE{LIE, Schilder 9%, SMEBUIEMERFL, &
M. #HEMERREEIRELET 5 MREREEREBORFEERE
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AR E, MEERERE, MRERER, BE
K BB % o Tz, s E LTI
ARG VEBIEAE 2 S N7z, PR REEIC
WEEZAEL, MEHICRET AREN 2 HRRE
WERBEER2ITRT. RFITIEHMERF arylsul-
fatase A IEMEDMEMEC MLD L REEZHF S h7z.
T8, Bk HMERT arylsulfatase A Ji5HE1Z 60~80
nM/mgP/h (F#ME © 100~200) TIEH & 1 13K
BETxrY U7 —,EZONL. FRBET@RFT
BETVIVASA L RAMDOERT LIV E D com-
pound heterozygote & f|BH L 7z, =V F S IV AV
7 7 ¥ —E¥RIBIEF, MLD & 2 2L BAH RS
iEZ PR -BRIERZ 2 L, MLD X 0 #g1&EsT
HTH 5. arylsulfatase A, B, C 7% & IZ K L
I HE sulfatase BSRIBL TV 5. REFNZ, Hv
TAVKESIZE L T2, oA 3SR
Z% <, RE~NDOLILHEOPEHIEML ED 5
mirols.

FEECBEE L 72 MLD O #t#5 & LT, Duckett
LI IO ZHMEL T 5D, HERIET, &
EEFETEEICD TnzDs, 2 IR, ABA
R, BEHKAS 3 ARk, SRIRERASHE L,
BI)DOHWEE L BITERL, 3EBICHRERT
MLDE: ZBWMiEh7 £-FHLHAEY R b

7 4 —ED Krabbe %5 T, 3EEICHRE, TH %
o 72T W AFIELRE, &7 OMESR BT
%R LB IEF % Fluharty 52133E L TV 5.
BREICOWTIEARHTH L, ThOEHEY X R
07 4 —EDEG R R TR I ERYBAL T 5
CLEBFEHIREFEMLEEZONS.

BEFBN2ZHEIT L CEW - ERRESER K%
/NEFE DNA BFFERT O BB R o4, Hml=id, &
PRSI EUZ IS, IR A 2B RS % HifT L CTEW 7205
BREZRZIR/NBE O FHRAEIEHB L 5.
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