Table 2: Further Labs
	Lab Test
	Value (Normal Range)

	Urinary Succinylacetone
	0.1 (0.0-0.7 mmol/mol creatinine)

	Apo lipoprotein-B
	63 (49-103 mg/dl)

	Urinary Organic acid Profile
	Normal

	Plasma Amino Acid full panel
	Normal

	Plasma Acylcarnitine profile
	Normal

	WBC Acid Lipase
	28.1 (25-70 pmol/min/mg)

	Carbohydrate deficient transferrin testing (CDT): Mono-oligo/Di-oligo Ratio
	0.125 (normal 0.0-0.1)

	Peripheral leukocytes Phosphomannomutase (PMM)
	769 (>350 nmol/h/mg protein)

	Peripheral leukocytes Phosphomannose Isomerase (PMI)
	2088 (>1300 nmol/h/mg protein)



