MAYO CLINIC Newborn Screen Follow-up

LABORATORIES for Elevated C14:1
+/- Other Long-Chain Acylcarnitine

Newborn screen result: Elevated
C14:1 with possible elevations of
other long-chain acylcarnitine

Perform:

Plasma ammonia, blood gas, glucose, electrolytes,
lactate, creatine kinase, liver function tests

Order one of the following:

= ACRN / Acylcarnitines, Quantitative, Plasma

= ACRNS / Acylcarnitines, Quantitative, Serum

Consistent with very-long chain acyl-CoA
dehydrogenase (VLCAD) deficiency Normal

Consider CGPH / Custom Gene Panel, If clinical suspicion
Hereditary, Next-Generation Sequencing, Varies of VLCAD remains
(ACADVL Gene List ID: IEMCP-RRK8DU)

Consistent with Indeterminate for
VLCAD deficiency VLCAD deficiency

Order FAO / Fatty Acid Oxidation
Probe Assay, Fibroblast Culture

Normal
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