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Mucolipidosis
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cosamine:lysosomal enzyme N-acetylglucosamine-
1-phosphotransferase®] ZA¥E HolA Hed %
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2 4¥E & (B-hexosaminidase, S -hexosaminidase
A, B-glucuronidase, @ —fucosidase, @ -mannosidase,
Arylsulphatase A, «-Nac-galactosaminidase)7} &7
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Mucolipidosist @43 GA4FA Aoz i
& A4 (lysosomal enzymes)?] HEo2 Q3] HAZ
2 2 macromolecules ©] 2o F4o] YelA &
o} o] A% I-cell disease(mucolipidosis I, ML-II)
9}  Pseudo-Hurler polydystrophy(mucolipidosis III,
ML-IDE FEFH9 A9, BF UDP-N-acetylgluco-
samine:lysosomal enzyme N-acetyl glucosamine-1-
phosphotransferase(GlcNAc-PTase)9] ZA®L HolA
He faF 549 HHAHA ke A3 AR
F4E H2F 547t 24 gaFo] obd extracelluar
medium®. 2 £8]"c}

I-cell disease(ML-ID+ 4733 2 HALASZHA &
oA Hurler syndrome® At 44& HolA =
EAAOZ coarse facial features, craniofacial abnor-
malities, restricted joint movement, hypotonia, gingi-
val hypertrophy, growth retardation, inguinal hernia,
kyphoscoliosis,
lumbar gibbus and psychomotor development delay
ol UehiA 9o 49 2dx vad 14 dAF=2
z719 Yetue AR EA4 FAIRE ol &7

congenital dislocation of the hip,
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Pseudo-Hurler polydystrophy(ML-TIE ML-11¢]
mild3 Fej2 4-5417 FE LdEH] A} AFHE B
oldA HE 30-40ul7kx] AEsHA €rh Short sta
ture, restricted joint mobility, mild Hurler-like dys-
morphism, mild mental retardation $°] Yely® %
AMAEEH 0 2 Jow iliac wing, flattening of the proxi-
mal femoral epiphyses with valgus deformity of the
femoral head and hypoplasia of the anterior third the
lumbar vertebrae®] A7-& HIth 4HAHLZE cor
neal cluoding, retinopathy and astigmatism ©] Webd
. 3] Alanto-axial dislocation acute traumatic
quadri paresis‘} respiratory arrest® YoFH Aol
AZS E F7F 928 connective tissue?] #Hatolut
bone dysplasia® <U&# F52Z carpal tunnel syn-
dorme o] HAE/ = T}

Mucilipidosis®] Aee U4H 54, WA
4273 37 multiple lysosomal enzyme level(low
level in the cell, but high level in the extracelluar
fluid)® fibroblastolAl GIcNAc-PTased] Z¥E 5
Aoz yd 5 AUk
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