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Newborn Screen Follow-up for Decreased Citrulline

Newborn screen result: Decreased citrulline

Perform:
Plasma ammonia, blood gas, glucose, 
electrolytes, lactate, liver function tests
Order:

 ■ AAQP / Amino Acids, Quantitative, Plasma
 ■ ACRN / Acylcarnitines, Quantitative, Plasma
 ■ OAU / Organic Acids Screen, Random, Urine
 ■ OROT / Orotic Acid, Random, Urine

Consistent with ornithine
transcarbamylase deficiency

Suggestive of carbamoyl
phosphate synthetase or 
Nacetylglutamate deficiency

Suggestive of MT-ATP6 
(mitochondrially-encoded ATP-synthase 
membrane subunit 6) deficiency

Suggestive of carbonic
anhydrase VA deficiency

Normal

Order CGPH / Custom Gene
Panel, Hereditary, Next-Generation 
Sequencing, Varies (OTC Gene List 
ID: IEMCP-FUM8D5)

Order MITOP / Mitochondrial Full 
Genome Analysis, Next-Generation 
Sequencing (NGS), Varies

Order CGPH / Custom Gene
Panel, Hereditary, Next-Generation 
Sequencing, Varies (CA5A Gene 
List ID: MITONUC-DW6WCL)

Order UCDP / Urea Cycle
Disorders Gene Panel, Varies

STOP
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