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Table 2 Japanese patients (n = 216) with urea cycle disorders (1978-1995)

Neonatal Late

onset* onset* Others® Total
CPSD 22 4 26
Male-OTCD 44 48 95
Female-OTCD 51 52

S
5

6
92 116

ASD
ALD
AGD

- 00 O
BONWWO WD
o
B

*Neonatal onset < 28 days from birth; late onset > 28 days from birth
* Including 4 prospective and 4 unknown cases
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Table I Onset time and confirmed diagnosis of 177 patiens with urea cycle disorders (UCDs) in Japan. DNA analysis was performed in 73
patients with OTCD (36 male, 37 female) and in 15 patients with CPSD, 10 patients with ASD, and 1 patient with ALD

Enzyme deficiency Identifisble mutation Onset time Total ()  Total (%)

Neonamlonset  Lakonset  Unknown

Male OTCD 16/57 8% 857 40% 20 (37%) 30(s3%)  6410%) 57 3%
Female OTCD  15/59 25% 16559 2% 7(12%) 50(85%)  2(3%) 59 3%
CPSD 523 2% 1023 43% 19 (83%) 3(13%) 1(4%) 23 13%
ASD 428 14% 8 20% 21 (75%) 7(25%) 0 23 16%
ALD 20 2% ] 8% 8 (89%) 1(11%) 0 L) 5%
AGD 4 100% [} 1% 1 (100%) 0 0 1 0.6%
Total £/ 1% smn 3% 77 (#4%) 9 (BI1% P E% m 100%
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Neurological outcomes of UCD patients
(1996-2009)
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1996-2009 compared to 1978-1995
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