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Fabry Disease:  
Newborn Screen-Positive Follow-up

False-positive 
newborn screen

Disease-causing 
variant identified

Newborn screen result: Decreased 
alpha-galactosidase enzyme activity

Order one of the following: 
AGAW / Alpha-Galactosidase, Leukocytes
OR
AGAS / Alpha-Galactosidase, Serum

False-positive 
newborn screen

Order GLA / Fabry Disease, GLA 
Gene Sequencing with Deletion/
Duplication, Varies

MALE

NORMAL LOW

FEMALE

No disease-causing 
variant identified

Fabry disease

Fabry disease 
or pseudodeficiency

https://www.mayocliniclabs.com/test-catalog/overview/606261
https://www.mayocliniclabs.com/test-catalog/overview/8784
https://www.mayocliniclabs.com/test-catalog/overview/622568

