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Table1. Abnormalities n in urine of patients with hyperammonemia

Case No. Case 1 Case 2 case 3 case 4
Patient code 8848000 1015100 8664000 1050700
Metabolite Abnormalities n in.[ mean above n¥SD ]
; 04
2.8 3.2 4.8 3.0
9.3 1.4 8.3 5.8
| 4.0 | 4.3 5.3 5.6
0.4 2.2 2.8 2.3
4.2 5.9 6.4 4.2
1.2 1.7 2.2 0.8
4.4 8.4 55 3.7
3.0 8.8 44 1.1
3.3 1.3 45 7.0%
2.2 1.3 3.8 3.8
4.4 7.4 2.9 2.0
2.6 2.1 4.4 2.1
1.6 2.2 15 2.0

Abnormality n is expressed based on creatinine. All cases were chemically diagnosed as having CPSD
(carbomoylphosphate synthetase deficiency).  Cases 1, 2 and 4 "had CPS'mutations, four novel, at
least. Case 3 was not examined yet.  * Arg-administered.
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1: J Inherit Metab Dis. 2005;28:789. Acute encephalopathy associated
with influenza virus infection in a patient with hyperprolinaemia type il.

Kato Y, thara K, Mivako K, Kuhara T, Inoue Y, Hara T.

2: J Chromatogr B Analyt Technol Biomed Life Sci. 2007;855:42.
Noninvasive human metabolome analysis for differential diagnosis of
inborn errors of metabolism.

Kuhara T.
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Proline metabolism

Cytosol

TCA cycle | ke Mitochondria

Glutamate

P5C synthetase deficiecy * + Hyperprolinemia type I

Ornithine RULCERATH[-

l Ornithine aminotransferase deficiency

Hyperprolinemia type |
Proline

D
B>

Prolidase deficiency

Collagen

Characteristics and molecular biology of human enzymes in proline metabolism
PS¢ syntase P5C reductase OAT Proline oxidase PSC dehydrogenase Prolidase

EC HMaone EC1512 EC26113 one EC151.12 EC34.13%

Subeellular Mitochondrial Cytoplasm? Mitechondrial  Mitochondrial inner  Mitochondrial matrix Cytoplasm

location mner membrane membrane assoc  matriz membrane

Subunitsize 21 32135 49 63 62 54.3

(kDa)

Structure Hexamer Homogolymer Homohexamer  Unknown Homodimer Homodimer

Cofactors ATP, HAD(PYH MADMPH Pyridoxal Unknown HAD+ Mn2+,Co2+,
phosphate WMo2+, Fel+

Activity in ~ Small inteshine Tbiguitous Ubiguitous Liber, Kidney, Brain  Ubiquitous Ubiquitous

tissues ucosa, colon

FPancreas, Brain Thymus

Disease Hypogprolinemia Gyrate atrophy  HPI HPO Frolidase deficiency

association

Genbank U76542/U68758 U79754 AF 1202781 U24266

accession

Map location  10g24 310 24 6 171 10426 22q11.2 1p36 194121013 11

mRNA(b) 36 1.8/1.85 2.0 24 32 2 ho22

ORF(bp) 23852379 571960 1317 1800 1689 1479

Cemments Two tsaforms results Two 1soforms encoded

from alternative splicing by separate genes
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Proline metabolism

Cytosol

TCA cycle | kg Mitochondria

Glutamate

P5C synthetase deficiecy * + Hyperprolinemia type I

P5C < p5C oLy Urea cycle
l Ornithine aminotransferase deficiency

Hyperprolinemia type |
Proline

4

Collagen

Proline

[

Prolidase deficiency

Characteristics and molecular biology of human enzymes in proline metabolism

P5C syntase PSC reductase QAT Proline oxidase P5C dehydrogenase Prolidase

EC Mone EC1312 EC261.13 Hone EC15112 EC34.13%

Subcellular Mitochondrial Cytoplasm? Mitochondrial  Mitochondrial inner  Mitochondrial matriz Cytoplasm

location inner membrane membrane assoc  matrix membrane

Subunit size 31 32/35 49 63 62 543

(kDa)

Structure Hezamer Homepolymer Homohexamer  Unknown Homodimer Homodimer

Cofactors ATP, MADEHH HAD@PH Pyridoxal Unknown NAD+ M2+, Co2+,
phosphate Mg2+, Fe2+

Activity in  Small intestine Toiquitous Ubiquitous Liber, Kidney, Brain  Ubiquitous Ubiquitous

tissues mucosa, colon

Pancreas, Brain Thymus

Disease Hypoprolinemia Gryrate atroph}. Prolidase deficiency
association

Genbank U76542/1768758 P32322 UT97T54AF120273.1 Uz4266

accession

Map location  10g24.3 to 24.6 1m 10q26 229112 1p36 199121013 11
mRNA(b) 36 1.8/1.85 24 24 32 2122
ORF(bp) 23852379 9571960 1317 1300 1633 1479
Comments Two isoforms results Two 1soforms encoded

from alternative splicing by separate genes
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J Inherit Metab Dis. 2007 Aug;30(4):515-21.
Quebec neonatal mass urinary screening programme: from
micromolecules to macromolecules.
Auray-Blaos C, Cyr D, Drouin R.

There are two cases of prolidase deficiency, no case of hyperprolinemias in
the screening of more than 2 500 000 newborns.
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