MAYO CLINIC Newborn Screen Follow-up
LABORATORIES for Krabbe Disease:

Galactocerebrosidase

Newborn screening result:
decreased galactocerebrosidase (GALC)

Perform the following:

= GALCW / Galactocerebrosidase, Leukocytes

= PSYR / Psychosine, Whole Blood

= KRABZ / Krabbe Disease, Full Gene Analysis and Large (30 kb) Deletion, Varies
= Consider GALC deletion/ duplication analysis if sequencing not informative

= GALC deficient = GALC deficient = GALC abnormal/normal = GALC abnormal/normal
= Psychosine (PSY) elevated = PSY abnormal/normal = PSY abnormal/normal = PSY normal
= Genotype consistent = Genotype suggestive of = Genotype not consistent
with Krabbe disease Krabbe disease with Krabbe disease
Infantile Krabbe Referral to
disease Genetics Specialist
Immediate referral to Regular monitoring = Consider Saposin A deficiency** = False-positive
Genetics Specialist and for Krabbe disease* (order CGPH / Custom Gene newborn screen
hematopoietic stem cell Panel, Hereditary, Next-Generation
transplant center Sequencing, Varies - (PSAP1

Gene List ID IEMCP-S9JR8Q)
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