
Table S1. List of the 101 genes anayzed by the STP v3 panel.



Table S2. Genotype-phenotype summary

* Normal reference values: 35.16-177.12 (units: nmol/mL/4 hours)

Patient
Homozygous variants

Clinical features MRI findings
Arylsulfatase A

activity*DNA Protein

PET170 c.854+1dup p.(Pro286Thrfs*2)

Psychomotor regression at
18 months old

Hypotonia
Peripheral neuropathy

Ataxia

T2 and FLAIR hypersignals
in white matter

Hypoplasia of corpus
callosum

Ventricles and cerebellar
abnormalities

15.21

PET173 c.640G>A p.(Ala214Thr) Psychomotor regression
at 30 months old

T2 and FLAIR hypersignals
in periventricular white

matter and semioval center
T2 hypersignals affecting

corpus callosum
Normal ventricles and

cerebellum

26.25

PET174 c.640G>A p.(Ala214Thr) Psychomotor regression
at 36 months old

FLAIR hypersignals in
periventricular white matter 15.42
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Figure S1. Timeline of onset of psychomotor regression in the three patients described in this work, PET170 (homozygous for c.854+1dup, with 

earliest onset) from family 1 and PET173 and PET174 (both homozygotes for c.640G>A) from family 2. 

 




