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The past decade, hyphenated tandem mass spectrometry have become the standard mode of
analysis in many laboratories providing screening and diagnostic follow-up for inborn errors of
metabolism. Thanks to whole exome sequencing and the efforts of dedicated scientist many new
defects in purine and pyrimidine metabolism have been identified over the past decade as well.
Perhaps with the exception of dihydro-orotic acid and N-carbamyl aspartatic acid no new biomarkers
have been reported, yet. It is to be expected that sooner or later intermediates of purine de novo
synthesis will be identified as biomarkers for defects in purine de novo synthesis that still have to be
found. The new metabolomics and multi-omics approaches will certainly accelerate this.
Good and reliable sources for the analysis of purines and pyrimidines, and clinical and diagnostic
information are given below. The previous version of the advisory document contains a lot of
biochemical background generic methods for sample collection and HPLC-UV analysis and be
downloaded.
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Do not hesitate to contact me if you have any question regarding purines and pyrimidines.
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