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1. Suzuki ¥. Enzymatic diagnosis of lysosomal diseases. An experience
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2. Okamura-Cho Y.,Yamanaka T. and Suzuki Y. A scoring system for
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Table 1 Cases for this study
Group Age LSD noﬁ-LSD Total
I 0-24m 40 131 171
Il 25m-20y 40 214 254
111 21y- 20 70 90

100 415 515

LSD: lysosomal storage diseases
non-LSD: cases for biochemical evaluation with

negative results
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Table 2 Patients with biochemical diagnosis of lysosomal diseases

Total Group I Group II Group III
Lipdosis
Tay~Sachs disease 11 9 2
Sandhoff disease 2 1 1
Gul-gangliosidosis [ 3 3
Metachromatic leukodystrophy 9 3 6
Krabbe's disease 9 2 7
Niemann~Pick disease 2 2
Gaucher disease 12 7 5
Pabry's disease 15 8 7
Farber's disease 1 1
Wolman's disease 1 1
68 34 27 7
Mucopolysaccharidosis
Scheie disease 3 3
Hunter's disease 2 2
Sanfilippo disease 3 3
Type undetermined 1 1
9 6 3
Glycoproteinosis
I-cell disease 6 5 1
Galactosialidosis 15 5 10
21 5 6 10
Glycogen storage disease
Pompe's disease 2 1 1
2 1 1
Table 3 Major clinical findings
No Group I z Group II % Group III x
L. Men::tardation 45.0 Men;::..ardacion 51.8 Psz:::::;g:tion 33.8
z. Ps::::::;::tion 1.0 Psi:::::z:::ion 3L.0 Men;:iardation 45.1
3. Seizures 29.8 Seizures 38.8 Cerebell::gns 36.3
4. Hep:;g;nomegaly 28.7 Pyramid:igns 32.1 Oc:::Ifestaciona 35.2
5. O etarions 24+6 T tory 25.1  Seizures 27.5
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Table 4 Scores of positive sign index

Group Group Group
Clinical findings 1 11 111
Psychomotor
deterioration 2.15 0.98 0.79
Mental
retardation 0.86 0.85 0.60
Pyramidal signs 1.46 0.83 0.15
Extrapyramidal 0.70 0.17 0.00
signs
Cerebellar 0.00 0.79 1.12
signs
Peripheral nerve .
involvement 0.00 0.60 2,33
Myopathy 0.97 0.58 0.00
Seizures 0.52 0.54 1.11
Ocular signs 2.98 2,03 3.10
Cherry-red spots 8.01 12.1 o *
Somatic
dysmorphism 0.99 2.10 7.88
Skin lesions 1.64 8.06 17.5
Skeletal 2.46 4.84 10.5
abnormalities
Cardiac sigms 0.82 8.06 4.67
Hepato- 0.84 2.21 1.75
splenomegaly
Episodic pains 0.00 16.1 10.5
High CSF protein 8.20 2.68 0.00
Low nerve conduction 13.1 2.15 0.00
velocity
Foam cells 1.82 8.06 21.0
Positive biopsy ’ 4,92 4,61 3.50
Low density CT 0.00 0.45 3.50
Positive family history v 2.46 1.79 2,33

The following calculations were performed for each finding in
each group.
A: incidence (%) in lysosomal storage diseases (100 cases)
B: incidence (%) in non-lysosomal diseases (415 cases)
A)B: positive sign index

*Designated as 25 for calculation in Fig 1.
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Fig 1

No of cases

A) non-L5D

N .

40 50
Total scores of positive sign index

Legend to Fig. 1
Comparison of individual cases.
Each column indicates the number of cases with the total score of posi-

group I, group II, [::] group III.

tive sign index,
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