
© Mayo Foundation for Medical Education and Research (MFMER). All rights reserved. 03/2023

Newborn screen result: decreased sphingomyelinase 
with or without abnormal 2nd-tier testing

Order: 
■ ASMW / Acid Sphingomyelinase, Leukocytes
AND 1 of the following:
■ OXYBS / Oxysterols, Blood Spot
■ OXNP / Oxysterols, Plasma

Decreased acid sphingomyelinase (ASM)
Elevated lyso-sphingomyelin (LSM)*

Result consistent with Acid 
sphingomyelinase deficiency (ASMD)

Not ASMD
(Consult with Genetics
Specialist if clinical
suspicion for ASMD is high)

Decreased ASM
Normal oxysterols

Normal ASM
Normal oxysterols

* Cholestane-3 beta, 5 alpha, 6 beta-triol (COT), and/or 7-ketocholesterol (7-KC) may also be elevated
** Limited genotype-phenotype correlation is known.

Consider

Consider

ASMD confirmed** None or 1 variant 
identified

CGPH / Custom Gene Panel, Hereditary, 
Next-Generation Sequencing, Varies   
(SMPD1 Gene List ID: IEMCP-W6S9XD)

Newborn Screen Follow-up  
for Acid Sphingomyelinase Deficiency

https://www.mayocliniclabs.com/test-catalog/Overview/606264
https://www.mayocliniclabs.com/test-catalog/overview/63147
https://www.mayocliniclabs.com/test-catalog/overview/62988
https://www.mayocliniclabs.com/test-catalog/Overview/605198

