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A 7-year-old boy born to non-consanguineo aw presented with developmental delay,
dysmorphism, and an ataxic gait. MRI of rain@emonstrated hypomyelinating

brainstem, and cerebellum (Figu . J€ testing confirmed a diagnosis of Salla disease
(SD) by revealing a likely patho@enic, homa@zygous missense variation in the SLC17A5 gene

(chr6:9.73644582C>T).
recessive inheritance. Sialic acid stgrage disease (SASD), is a neurodegenerative lysosomal

onset form, or as i@faatile fr c acid storage disease (ISSD), however, intermediate forms
also exist." The diffe alyfor symmetrical T1 hyperintensities includes Kernicterus, hypoxic
ischemic injury, neur@degeneration with brain iron accumulation, Fabry disease, other lysosomal
storage disorders, and Wilson disease which were considered and excluded for this case. T1
hyperintensities have not previously been described in SD." One plausible explanations is the
deposition of sialic acid, which is a paramagnetic substance.
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Short Figure Title

MRI Brain Shows Diffuse Hypomyelipétion With H intensity of Basal Ganglia, Brainstem
and Cerebellum Q
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Figure Legend

Figure 1: T2W axial images (A, B) demonstrate diffuse hyperintense hypomyelinating pattern.
T2W axial (C), and coronal (D) images demonstrate cerebellar atrophy. T1W sagittal image (E)
demonstrates corpus callosum thinning and vermian atrophy (arrows). T1W axial images (F, G,
H) demonstrate hyperintensity (arrows) of basal ganglia, brainstem and cerebellum.
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