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Teaching NeuroImages:
Prominent spinal cord atrophy and white
matter changes in adult polyglucosan
body disease

A 48-year-old man of Ashkenazi Jewish descent
developed neurogenic bladder and mild cognitive
dysfunction. Neurologic examination and CSF
analysis were unremarkable. Brain MRI demon-
strated white matter changes in the internal cap-
sule, optic radiations, mesencephalon, superior
cerebellar peduncles, pons, and medulla (figure 1)
and prominent medullary and spinal cord
atrophy (figure 2). These findings are classically
found in adult polyglucosan body disease
(APBD).1 Glycogen branching enzyme GBE1
gene sequencing revealed that the patient was com-
pound heterozygous (c.69112T.C and c.986
A.C). APBD should be considered in patients
with adult-onset leukodystrophy and spinal
atrophy; genetic testing is crucial to prevent

misdiagnosis with multiple sclerosis and other
leukodystrophies.2
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Figure 1 Brain MRI fluid-attenuated inversion recovery (FLAIR) sequences

Symmetric hyperintense white matter lesions in the (A) periventricular area, (B) optic radiations, (C) mesencephalic white
matter, (D) superior cerebellar peduncles, and (E) medulla. No contrast enhancement was noted (not shown).
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Figure 2 Cervical spine MRI

(A) T2 fluid-attenuated inversion recovery and (B) T2-weighted images show marked atrophy of the medulla and cervical
spinal cord. (C) T2-weighted images show hyperintensities in the corticospinal tracts and (D) increased signal in the dorsal
columns (arrowhead).
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