
	Type of Evaluation
	Description
	Points

	Ammonia
	Elevated ammonia / Hyperammonemia with no additional information
	0.25

	Plasma Amino Acids / Ammonia
	Elevated glutamine AND normal citrulline

OR

Elevated ammonia AND normal citrulline
	0.5

	Plasma Amino Acids / Ammonia
	Elevated glutamine AND low citrulline 
OR
Elevated ammonia AND low citrulline
	0.75

	Urine Orotic Acid
	Elevated urine orotic acid and/or uracil
	1

	Enzyme activity in patient-derived cells* with normal enzyme activity in parallel control sample 
	Deficient (<20% wildtype)
	2


* patient-derived cells can be from male or female proband.  Normal enzyme activity in female derived cells should NOT be considered evidence against pathogenicity.


