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Assay mixture

(1.9 ml)

Preincubate for 15 min at 37°C

< serum 0.1 ml

Incubate for 30 min at 37°C
< 30% TCA 0.2 ml

Centrifuge at 2000xg for 10 min

0.3 # mol B-PABA

200 ¢ mol potassium phosphate buffer (pH 6.0)
20 £ mol EDTA

0.5 mg serum albumin

1.5 ml of the supernatant+0.5 ml water

< 0.1% sodium nitrite 0.2 ml
< 0.5% ammonium sulfamate 0.2 ml

< 0.1% N-l-naphthyl ethylenediamine hydrochloride 0.2 ml

Stand for 10 min

Measure Absorbance at 546 nm

1. Biotinidase activity (the method of Wolf et al.)

# 1. Clinical diagnosis of patients (n=35, age 6 M-15 Y)

No. of cases

Epilepsy only
with MR
with MR and CP
with CP

with CP and Hypotonia

Mental retardation (MR)
Cerebral Palsy (CP)
Hypotonia

Autism

Psychomotor disease (PSD)

Developmental delay

[

15*

14*

*: overlapped diagnosis

ate (PABA) oB% HHEBFEEL, &% nmol
PABA/min/ml II7E TERHL L (K D,
R, 3B, 65 A~15EE TOMHEE
FEEAHT HERT, BRZHIL Epilepsy,
Mental retardation, Cerebral palsy, Hypo-~

tonia, Autism, Psychomotor disease, De-

velopmental delay Th 5 (F 1),
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% 2. Serum biotinidase activity

Biotinidase activity™

Controls (n=20)

Patients in neurological disease (n=35)

5.37£1.90
5.50£1.56

*. nmol PABA/min/ml

% 3. BxoEfllIc >V TOMELAF =5 —€HE

Py Age vt

Metabolic disorders

Lactic acidosis 1 1Y2M 6.17

Glutaric aciduria type I 1 1YI1M 3.25

Propionic acidemia 1 3Y5M 3.96
Congenital hydrocephalus 1 8§ M 7.10
Lennox syndrome 2 4Y6M,7Y11M 6.90, 9.93
West syndrome 1 1Y 3.40
Cerebellar hypoplasia 1 3Y8sM 9.23
Rett syndrome 3 8Y1M~8Y6M 5.0~86.5
Giant axonal neuropathy 1 4Y3M 4.7

*. nmol PABA/min/ml

% 4. FERBEO A F =5 — BTEEME

birth weight

serum biotinidase

activity
(nmol PABA/min/ml)
mean+SD mean*=SD
BW<<2500 g (n=37) 2078+ 401 3.7+1.4
BW>>2500 g (n=25) 3027+ 236 3.6+1.2
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