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

Galactocerebrosidase and Psychosine

Newborn screening for infantile/late infantile Krabbe disease
= Galactocerebrosidase (GALC) reduced
= Psychosine (PSY) elevated

GALC decreased GALC decreased
PSY elevated (>10 nmol/L) PSY mildly elevated (<10nmol/L)
Infantile Krabbe disease Suspect late onset Krabbe disease

Order the following:

= GALCW / Galactocerebrosidase, Leukocytes

= PSYR / Psychosine, Whole Blood

= GALC / Krabbe Disease, GALC Gene
Sequencing with Deletion/Duplication, Varies

Immediate referral to
Genetics Specialist and
hematopoietic stem cell
transplant center

For STAT testing requests for PSYR, contact
MCL at 800-533-1710.

= GALC deficient = GALC normal
= PSYR abnormal = PSYR abnormal/normal
= Genotype consistent with or = Genotype not consistent
suggestive of Krabbe disease with Krabbe disease
Referral to = Consider Saposin A deficiency**
Genetics Specialist (order CGPH / Custom Gene

Panel, Hereditary, Next-Generation
Sequencing, Varies - (PSAP1
Gene List ID IEMCP-S9JR8Q)
Monitoring for
Krabbe disease*

*Thompson-Stone R, Ream MA, Gelb M, et al. Consensus recommendations for the classification and long-term
follow up of infants who screen positive for Krabbe Disease. Mol Genet Metab. 2021;134(1-2):53-59. doi:10.1016/j.
ymgme.2021.03.016

**Calderwood L, Wenger DA, Matern D, Dahmoush H, Watiker V, Lee C. Rare Saposin A deficiency: Novel variant
and psychosine analysis. Mol Genet Metab. 2020;129(2):161-164. doi:10.1016/j.ymgme.2019.08.001

© Mayo Foundation for Medical Education and Research (MFMER). Al rights reserved. 10/2025


https://www.mayocliniclabs.com/test-catalog/overview/606270
https://www.mayocliniclabs.com/test-catalog/overview/606145
https://www.mayocliniclabs.com/test-catalog/overview/622624
https://www.mayocliniclabs.com/test-catalog/overview/605198

