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TABLE 1 Laboratory features of a patient with Wilson's disease

Name: K K. ({male)
Age: 13 years old

AST; 13901
ALT: 56 U/l
Total bilirubin: 10.7 mg/dl
Direct bilirubin: 7.2 mg/dl
Prothrombin time: 2%
Serum ceruloplasmin: 7 meg/dl
Serutn copper: 97 ngldl
Usinary total porphyrins: 453 pmeol/iml
U!'il’lal'y’ COPI‘DPOTP}I}H‘]’.HS: 3‘?4 lellﬂl.l
Parphyrin standards Wilson's  Cpl
disease ‘
Cpill
cpl
51
ol l j ‘| Cpll}
7 l M
T

LW M|

0 5 10 15 200 5 10 15 20
Retention time (min)
Fig. 3. Representative HPLC elution profiles of the porphyrin standards and the

urine of the patient with Wilson's disease. The order of clution was uro- (81), hepta-
(7D). hexa- (61), penta- (5, copro- (CpI and CpIIlI) and meso- (ZMI) porphyrin.
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Scheme 1 Determination of urinary creatinine using a stable isotope-labelled internal standard.
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Fig. 1 GC/MS analysis of TMS derivatives of urinary metabolites from a 28-days-old
assymptomatic propionic acidemia patient. The urine sample was kindly given from
Prof. Shigematsu.
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Fig. 2 TIC & mass chromatograms of four cases with propionic acidemia (PCC)

MC: methylcitrate — TICX0.1-m/z 329X 1—m/z 287X 4—m/z 479X 7
Partly reduced (1/25) scale for control is also shown (fower).
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