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Mucopolysaccharidoses & Mucolipidoses
I 5 b b5 g iR o0 RE

Storage disease THFRFZDRME SR 7T & B T 1k
mucopolysaccharidoses (MPS i), mucolipidoses(ML
fE) 3 X U sphingolipidoses (SPL f£) o—pidh %,
IRBOEED 5B MPS fEE ML SERRBREOXILS
S CHELU LB v REET 5,

FPFRTIIREROBERAIC L Y FRBEOEREEOE
IEE, WEOHM, A UREEMLCETHERAOERR
DEBFEBOZBEIOWTHS Lz, X B Hunter JEE
FEORBEEFETH S iduronate sulfatase & —IROFEH|
DWW TCRIGE Lo

I & i

BRARLEFADOLE G DER S L OHRE, T, Fou
LB (K1~30) Ol Th 3,

TeRF1 L 2R Lz < Hunter iEREE 7 fEHId X
U —EBOREC DT iduronate sulfatase JEikAHIE
L, Bl & 20EPEx B, F£3 ik MPS i &
ML SEDF e B L EEE LR L,

merpEs OB OB &

I # ]

1. MPS fE ¢t Hurler, Morquio D FEERIEE T
H5, HERFILI\ A Maroteaux-Lamy FEERE b SR
RCBEEIEETH 5,

2. ML it ML 11 1% 1-Cell B2 b4 b
EET, oW GM,-gangliosidosis type 1 ¥ X%
ML III DEEOCREN . BkbH D LXERAD
MEND type 1 L type 2 OEBOREKIERY b
PEEFRFHIC type 2 WL\ EEGIE type 2A L LTH
EFEE S L VR h i 28, GM, type 1 EF5A
ERLEEOREEORD bW LIXEAETS &
Ex b,

3, ML II LI/t ML $EGik MPS fEL B, F
DEBEEIRE THRHNTRLE L 5,

4. Hunter SE[RFF CIXBIER & BER - % ) AEEESE
PEELFEEDRERILT LI A7 A Thviie
Ezbhl, L LaAbAEOEEDH S Hunter §E
BETIWThIFREORENSE TH Y, 5K 0

#F& 1 L-Iduronate Sulfatase Activities

Enzyme source Case Sex and age . n moles/mg protein/hr.
Case 1 (Hurler) M 1 0.85
4 (Hunter) M 8 Trace
Mother 0.41
Lymphoid cells Case 5 (Hunter) M 7 Trace
‘ 8 (Hunter) M 13 Trace
9 (Hunter) M 12 0
Control (n=5) 0.94 (0.51-1.54)
Case 5 (Hunter) M 7 Trace
Father 0.63
Mother 0.50
Leucocytes Case 8 M 13 Trace
Father 0.86
Mother 0.38
Control  (n=7) 0.93 (0.69-1.38)
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3 2 L-lduronate Sulfatase Activities of Leucocytes EEERLIWEELD,

Case n moles/mg protein/hr. 5. M CBRXETHYLNE, MEEAEEZEIND
Case 5 0.07 type & Ehigl typye DH B LIXHKRE,
Drother of Case 5 oY 6. 4iIIEFKEOIEN X Wi oUW TR L <
FLEE KFES] 0.04 R R =y 2 L, BREY LEREREOBREY
) 0.13 B LTPETLS |
i HEB 0.08
- MPS IS (Hurler j
Mother of Case 5 1.58 M1, a (Hurler JEEE .
6 4.61 EGIL, 1467 ARE, HRREEFEE LS,
FLEERAEH) 2.44 CFLERER RN RBHESD
Sister of ALEAIED] 1.78 B1, b MPS IS (Scheie FEREL)
Father of AABKIEA 2.98 EOl2, 97 WHEOBES, FE, B~r=7, iR
: N i T
Control (n=4) 3.04 (2.22-4.06) BgE, BEEASEOEMMESZ bR b, —RICHEEE
‘ ETE%Q
7% 3 The Skeletal Findings in Most Types of Muzopolysaccharidoses
and Mucolipidoses.
Spine Pelvis Hand
MPS IH . H fm m
MPS IS + o~ P —
MPS II A H + TS
MPS II B o~ L —
MPS III 1~ L —
MPS IV - W m
MPS Vi HE 4 HE
GMI1 type 1 - + +
Sulfatidosis L L ——t
GM1 type 2A HE T +
GM1 type 2B 1 0L +
Fucosidosis €L 1 4
Mannosidosis + 1 —~1
ML I + 1 —~1
ML II He e T
ML III e~ 4 +
Dysostosis muiltiplex
Specitic_pattern i Comman pattern
present in
Increased excretion of urinary Normal excretion of urinary
mucopolysaccharides mucopolysaccharides
Mucopolysaccharidosis IV Infancy Childhood Infancy Childhood
Mucolipidosis 111
Severe MPSosis I-H Gwmi Gangliosidosis type 1 *
manifestation MPSosis VI Mucolipidosis 11
Moderate ~ MPSosis|  MPSosis Il
manifestation  1-H MPSosis VI
Mucolibidosis 1
" MPSosis [l Gwmi Gangliosidosis I
Mild testation MPSosis 1-S Fucosidosis
manifestatio Mucosulfatidosis Mannosidosis
Others

Flow sheet for diagnostic work up of patients suspected of having mucopolysaccharidoses (MPS) or
mucolipidoses.
*#Small amounts of keratan sulfate may be present.
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OV HED v HE G Do L
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i FE LSO, R OULE, W =, BT
R, RN oK RGHEED R B, DEIRUE, ¥ T
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