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BACKGROUND: Aminoacidopathies are a group of more than 40 diseases characterized by the
accumulation in biological fluids of the amino acid that is not being metabolized due to genetic defects
that alter its metabolism or transport. High-performance liquid chromatography is considered the gold
standard for the biochemical diagnosis of these entities. However, interpretation of amino acid profile
may be hindered by the clinical condition of the patient, dietary habits, medication among others,
especially when the diagnosis is considered by clinical suspicion rather than newborn screening. Here we
present a four-year experience with amino acid quantification in a reference center for diagnosis of
inborn errors of metabolism from Colombia. METHODS: Retrospective analysis of results from samples
sent for amino acid analysis to the institute for the study of Inborn Errors of Metabolism from January
2017 to December 2020. RESULTS: 3875 samples were submitted for analysis among urine, plasma,
leucocytes and CSF corresponding to 21%, 67%, 4% and 7%, respectively. The processed profile includes
43 metabolites including amino acids and amino derivatives. We observed abnormalities in 42% of urine
samples characterized by unspecific alterations related to increased levels of OH-proline,
1-methylhistidine, B-aminoisobutyric acid, anserine and B-alanine; or alterations of several amino acids
that are not metabolically related that corresponded in half of the cases to decreased amino acid levels.
Less positive rate was observed in plasma (approximately 30%) although still, most samples present
unspecific alterations with less than 5% of abnormal profiles allowing confirmation of an
aminoacidopathy. Among unspecific profiles we observed differences in the kind of alterations observed
depending of the age of the patient, thus below 3 months most alterations corresponded to an increase
of several amino acids while over one year of age decreased levels of amino acids were most common.
CSF and leukocytes samples showed few unspecific results mainly for CSF due to lack of plasma
submission for confirmation of NKHG. DISCUSSION: Our results agree with the literature regarding the
sensibility and specificity of amino acid analysis of different biological samples. Data presented highlights
the importance of a deep understanding of analyzed populations, diet, pre-analytical sample condition,
and the need for age-based approximations.
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