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Original Article
Abstract

Background: Organic acidurias are a heterogenous group ofiteldemetabolic disorders characterized
by the accumulation and urinary excretion of orgatiids. Delay in the detection and treatment afyma
of these disorders may lead to permanent brain ganoa death. Accurate and early diagnosis is
therefore paramount. The diagnosis of these disoideachieved by the analysis of organic acidtén
urine using gas chromatography/mass spectromettyMS). Since genetic and environmental factors
and feeding habits can affect the concentration@otlle of organic acids, for each population,adat
should be collected appropriate to that populatButh data did not exist for the Iranian populatiod
thus, needed to be collected.

Methods: 140 random urine samples were collected from healtiidren in 4 age groups: term neonates
(< 30 days), premature neonates, infants (1 montha2s), and children (> 2 years). In additionpeiri
samples were collected from 10 children with ctadssymptoms of inherited metabolic disorders. Afte
extraction and preparation of trimethylsilyl detivas, organic acids were analyzed using GC/MS.

Findings: 61 organic acids in 140 healthy urine samples werasured and the results were reported
as the 2.8-97.5" percentiles. These compounds were normal compsoénirine and some marker of
diseases. In addition, among 10 samples collectad patients suspected of a metabolic disease, 2
patients with methyl malonic academia, 1 patierthypropionic acidaemia and 1 patient with glutaric
academia type 2 were identified.

Conclusion: Urinary organic acid analysis is not currentlyfpened in Iran and samples are sent
abroad for investigation. In addition, no referenaeges for urinary organic acids in healthy Irania
children is available. This article, for the fitsine, reported the urinary organic acid analysiagis
GC/MS and reference ranges for the Iranian pomudatirinary organic acids can now be analysed
and results become available within the same dgatént admission in order to initialize early and
targeted treatment. This study shows that metaldidiorders do exist in high proportion of patient
with clinical signs and it appears that these dissare prevalent. It also seems that methyl n@loni
acidemia is the most common disorder in patient wi@ssic symptoms of organic acidemia in Iran.

Keywords: Urinary organic acids, Inborn errors of metabolis@as chromatography-mass
spectrometry, Reference range
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