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INTRODUCTION: Aromatic L-amino acid decarboxylase deficiency (AADCD) is an ultra-rare inborn error
of metabolism with about 140 patients reported worldwide. AADCD remains underdiagnosed in Colombia
in part due to the lack of availability of diagnostic methods. Recently, the use of the urinary
vanillactic/vanillylmandelic (VLA/VMA) ratio was reported as a diagnostic tool. These metabolites are
detected by urinary organic acid (OA) analysis, which is commonly used in the diagnosis of organic
acidurias. Therefore, we performed an exploratory analysis of the utility of VLA/VMA ratio in OA
chromatograms to improve the local availability of a diagnostic tool that will facilitate and promote the
diagnosis of AADCD patients in Colombia. OBJECTIVES: To evaluate the VLA/VMA ratio determination by
urinary OA analysis as a diagnostic tool for AADCD in a Colombian diagnosis center.
METHODS: Descriptive data analysis was performed on 1200 organic acid chromatograms. In addition,
an exploratory data analysis was implemented to contrast the behavior of VLA/VMA ratio with variables
such as age, gender, and the profile of healthy versus high-risk population. RESULTS: Our data show
that VLA is an unusual metabolite within the urinary organic acid profile compared to VMA. VLA/VMA ratio
< 1 in individuals younger than eight years old can be considered normal. Additionally, VLA/VMA ratio
tends to decrease with age and a tendency of higher VLA/VMA ratio was observed in females from a high-
risk population. However, due to control population characteristics, we could not establish age-matched
cut-off values. CONCLUSION: Besides VLA/VMA ratio values, our analyses suggest that isolated VLA
presence (without VMA) could be of diagnostic value for AADCD. However, this must be confirmed in a
wider sample and correlated to clinical information. Our preliminary results suggest that VLA/VMA ratio
might be a useful test for initial approximation for AADCD. However, it should be confirmed with the
determination of the specific biomarker.
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