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Newborn Screen Follow-up  
For Metachromatic Leukodystrophy

STOP
False-positive 
newborn screen

Newborn screen result: Elevated sulfatides  
and/or decreased arylsulfatase A (ARSA) activity

Order 3 of the following testing options: 
■ Either ARSAW / Arylsulfatase A, Leukocytes

OR ARSAB / Arylsulfatase A, Blood Spot
■ CTSU / Ceramide Trihexosides and Sulfatides, Random, Urine
■ Either MPSBS / Mucopolysaccharidosis, Blood Spot

OR MPSQU / Mucopolysaccharides Quantitative, Random, Urine

	■ Decreased ARSA
	■ Elevated urine sulfatides
	■ Normal glycosaminoglycans (GAGs)

■ Decreased ARSA
■ Elevated urine sulfatides
■ Elevated GAGs

■ Normal ARSA
■ Abnormal CTSU
■ Normal GAGs

All results normal or not 
consistent with MLD, MSD, 
or saposin B deficiency

Consistent with metachromatic 
leukodystrophy (MLD)

Consistent with multiple 
sulfatase deficiency (MSD)

Consistent with 
saposin B deficiency

Order CGPH / Custom Gene Panel, Hereditary, 
Next-Generation Sequencing, Varies  
(ARSA Gene List ID: IEMCP-WHFH2K)

Consider CGPH  
(SUMF1 Gene List ID: 
IEMCP-PCUBX1)

Consider CGPH 
(PSAP Gene List ID: 
IEMCP-S9JR8Q)

https://www.mayocliniclabs.com/test-catalog/overview/8779
https://www.mayocliniclabs.com/test-catalog/overview/623012
https://www.mayocliniclabs.com/test-catalog/overview/606147
https://www.mayocliniclabs.com/test-catalog/overview/65095
https://www.mayocliniclabs.com/test-catalog/overview/606299
https://www.mayocliniclabs.com/test-catalog/overview/605198
https://www.mayocliniclabs.com/test-catalog/overview/605198
https://www.mayocliniclabs.com/test-catalog/overview/605198



