Newborn screen result:
= Elevated C16 acylcarnitine
= Possible elevated 18:1 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 either: Normal
= Carnitine palmitoyltransferase 2

(CPT2) deficiency
= Carnitine-acylcarnitine

translocase (CACT) deficiency
STOP

Order CGPH / Custom Gene Panel, Hereditary,
Next-Generation Sequencing, Varies
(CPT2 + SLC25A20 Gene List ID: IEMCP-1H7NWV)
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