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SR I B B S i B 3 B R IR RO
(Hurler SEMEFEO HZEAL & RIHEEEK)

EEM A = SEAHEEE MPSIE) 11 s 2 205
v Bi 535 lysosome AR DOBRTH 5 EHED glyco-
sidase ¥ X OF sulfatase ODRBIC X v ER I AEBEER
RBERFETH D, =HFOFHE (HEER AR,
WEEERED 1T s 2 SREOER Y & LEERNC SR E
BT e bbREOFRS, RENLEES, BHioHREH
B, UREE, ARORSE, FRETEERL s 2SR
S LM THED, BEROZESHEIR TV
%, THiH a-L-iduronidase deficiency TH 5,

@ MPS IH (Hurler syndrome), @ MPS IS (Scheie
syndrome), (3 MPS IH/S (Hurler-Scheie compound),
idurorate sulfatase deficiency TH %5, @ MPS TA
& MPS 1B (Hunter
syndrome, mild), heparan sulfate sulfatase deficiency
TH5H, © MPS IMA (Sanfilippo syndrome A),
N-acetyl-a-D-glucosaminidase deficiency Th 5,
@ MPS mMB (Sanfilippo syndrome B), chondroitin
sulfate N-acetyl hexosamine sulfate sulfatase defi-
ciency Th5H, MPS IV (Morquio syndrome),
N-acetylgalactosamine-4-sulfatase deficiency 3 J 08
Arylsulfatase deficiency DFEH LIS @ MPS 1 VA
(Maroteaux-Lamy syndrome, classic form), (@ MPS
VIB (Maroteaux-Lamy syndrome, mild form) ¥ L o8
p-glucuronidase deficiency T& % @ MPS VII ©5
b

LEEE L MPS IE O£ B OB O\ TR 2 #
OB A ERALDEERTH S 2 LICEM T,

(Hunter syndrome, severe),

msskEpER T B OB K

REEEIBERERRP 2 2 2B 0o ATR 2 5
MPSI 8 & 3% x CFF L TEERT a-L-iduronidase
DRIBEFRD T\ 3EAISER L.

FEFIL &2 (1) ERBTRIZOY, B4 F ok
FEEXT- 5, M3 (K1) BFEEAERVED
BT 4T ORRBEY S CWS, BEEI1, 2, 321
CHEOHES, AEORE, SEORMEEREBE,
BET BN, HRokgdnbaRE, FiEE GEA
1, F 7cm, R 3.5cm; EF2, B 5em, & 1.5
em; JEGIS, B 3.5cm), [~ =7 7 & ORBAVEE
B EERPTREEL, KF s 2 SBOBEL» DR
Hfy7e MPSI (Hurler FEEFE) M LT\ i, FEBG
115 TR/ LI AL REOER~NA I K, 28
L DB TE#EOLDREERE, BT 1EH I DHED
BETLRE LD, HEORS T - Tk, BRBMMEE
DOREBTREC O LT ARG LT i EF 2 38
HEUFTHHPEM L X0 bERSEL, BRRIHEIIH
ZI AT BB CH B, FEFI 3 RBAEI0F T
T HETEEREHE R R o AR T s - T
BLENTED,

SIERADER R CIIE 2 R {HEF D v G Tk
HEAREOR CHIE R OB, BREW, AA—F 8D
BERDD, B (F3) BBEeTEREAEEAL
TABRATH B KBEET L 2o RBEFEED
FEEERD L, T (H4) TIEEEIRNBEEL,
FREOGLRIE, PREIMNOKRSME, HBEHOR
A SR D,
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b.

9 years.

S
S

ke

Lo

SO

R

e
fgearsy

S

SR
S
fin e

‘

RS L

s

d
d. Case 3, 4 years.

icles with deeply concave

b
Case 1, 15 years.

a

B 2 a Casel,

4 years.

Case 2,

C

b
There can be seen ovoid deformities and elongated ped

9 years.

in Case 1).

dorsal edges of the lumbar vertebral bodies (particularly
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a. Case 1, 9 years. b. Case 1, 15 years. c. Case 2, 4 years. d. Case 3, 4 years.
The lower parts of the iliac bone are hypoplastic, the acetabular fossae are
shallow, and iliac wings are flared. The capital femoral epiphyses are small and
the femoral necks are broad and in valgus position in Cases 2 and 3. The pelvic
changes are more severe in Case 2.

a b c d

Bl 4 a Casel, 9 years. b. Case 1, 15 years. ¢. Case 2, 4 years. d. Case 3, 4 years.
There are seen the v-shaped deformities of distal ulna and radius. The carpal
bones are hypoplastic. The tubular bones of the hand are abnormally short, wide,
and deformed. The metacarpal bones taper proximally, and the basal portions of
the phalanges are expanded. The fingers are fixed in a claw-like position.



iz 0 SEMIAEOREBE A bh MPSI Bl
i LT\ e h g 1 1n 4 b0 a-L-iduronidase o/KIB
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R U (R5), BEOERYFL, FREZZED
b, BEHED Vg (6D TuE R LHtE, K
EBTEROEE L2 58E (K7) CHBETHORT
PECHEANE . KBEERO LEY B05. Fi

5 1FX3+7A8
# 1 Leucocyte acidy-hyrolase activities
Sex Enzyme activity per mg protein
Patient ant a-L-iduro- pB-D-galactio- | f-D-glucuro- | N-acetyl-j3-D- Arylsul-
nidase nidase nidase glucos- fatase B
(yrs) aminidase
¥ (nmole/18 h) (nmolefh) (nmole/h) (nmole/h) (nmolefh)
Hurler
Case 1 M, 15 166 208 147 485 109
2 | M, 11 244 105 — 806 —
3 M, 10 286 217 99 1,639 159
Hurler-
Scheie
compound
Case 4 M, 28 136 99 790 68
5 M, 25 155 110 891 101
6 F, 13 349 200 759 137 -
Scheie
Case 7 M, 16 12 136 76 1,288 81
Control 185 284 178 1, 265 108
(mean)
Control 105~-371 167~417 84~-337 460~-2, 829 32~231
(range) (n=10) (n=10) (n=10) (n=10) (n=26)
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(R 8)CidlEd, REIPOHRER CRE ORISR
AL LGRS, FREBREIRL, BERoRgbrRD
%o BIRD a-L-iduronidase }EPEIL 7.2, 51.9, 4
28.6 XJIEIL 146.0 = 278.0 nmoles/mg/protein/18 hrs
TH -,

2 <JEM 4 13 a-L-iduronidase ®/&IG L7 A7
MPSI (Hurler SEREE) &% % b5,

= S
LOBESL, 2, 3B MK BET A7
MPS I 2 olECRAEORBNRSZ - LAELAE
tﬁﬁﬁfﬁﬁm,ﬁﬁﬁﬁ%sﬁ%uh@sn;b
BB EE 2 bR B BRSBOTEFO DAL X RANBE

iR R E

B 8

Thd, HEFTLhThEROBREOKE LIEAD
FELVCEBEREROBEIFRA L\,

SHTRBER LERER E OEY BRI B
2

E B cross incubation &k . CELUERAORFR %
WETLHZENPBETH D,

- B

WA s s SBRABETECERERE LKL
BB 2 BEETH D SEBER IR L EERIER & 0N
L 5L cross incubation & X Z¥FELIFIORR 2
BRLGEBRIhRE S,
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FOMKE I THREEOEEERT 2,
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i, MEBoWTOHTEEEY ERT 5,
(3) HHRIC BT EHER OO E S
CREGHET LX), BERRYH2ECT

s OB B K F
wOA B Z

Bo
I. 3 % A &%
(D) FERE S THAEAROBEL TV, TOEH
BT L, HERER, DRERSBERTY S .
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RO DEE THEBE Lich o T, IRZUREERE ORI
&, HECH T NBAREROLERD, wh¥ B
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