LABORATORIES

Newborn screen result: Isolated
elevation of propionylcarnitine (C3)

Perform:

Plasma ammonia, blood gas, glucose, electrolytes,

complete blood cell count, urinalysis for ketones

Order:

= OAU / Organic Acids Screen, Random, Urine

= AAQP / Amino Acids, Quantitative, Plasma

= CMMPP / Cobalamin, Methionine, and Methylmalonic
Acid Pathways, Plasma

= ACRN / Acylcarnitines, Quantitative, Plasma

Consistent with Methylmalonyl- Consistent with CbIC, CbID, CblF, Consistent with propionyl-CoA
CoA mutase (Mut-, Mut®), CblJ, CblX, transcobalamin-II, carboxylase deficiency
cobalamin (Cbl) A, or CbIB transcobalamin receptor, or vitamin (propionic acidemia; PA)
deficiency B12 deficiency

Order MPAGP / Methylmalonic Aciduria-Propionic
Aciduria Combined Gene Panel, Varies
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Consistent with succinyl-CoA Normal
synthetase (SUCLA2)
deficiency

False positive
newborn screen

Rule out maternal
vitamin B12 deficiency
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