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A 32-month-old boy, born at term, presented with progressive developmental regression from
14 months of age. On examination, he had horizontal nystagmus, diminished gag reflex,
hypertonicity, and depressed reflexes. Brain MRI revealed symmetric T2/fluid-attenuated in-
version recovery confluent hyperintensities in the periventricular white matter, corpus cal-
losum, and centrum semiovale (sparing subcortical U fibers) with enhancement of multiple
cranial nerves (figure). The characteristic leopard-like appearance of the hyperintensities
prompted further evaluation for metachromatic leukodystrophy (MLD).1,2 Arylsulfatase A
enzyme activity was found to be low, and the patient had a homozygous pathogenic variant in
the ARSA gene (c.465+1G), confirming MLD.
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Figure Imaging

Axial T2 (A, B) and fluid-attenuated inversion recovery (C) images show symmetric confluent hyperintensities in
a leopard-like appearance throughout the periventricular white matter, centrum semiovale (sparing subcortical U
fibers), genu, and splenium of the corpus callosum. Axial contrast-enhanced T1 images show symmetric enhance-
ment of the bilateral third cranial nerve (D, arrows), bilateral fifth cranial nerve (E, arrows), bilateral sixth cranial
nerve (F, arrows), bilateral seventh cranial nerve (G, arrows), and bilateral eighth cranial nerve (H, arrows).
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