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A 6-month-old boy presented with a 2-month his-
tory of developmental regression, irritability, and
opisthotonic posturing. MRI demonstrated T2 hy-
perintensity in bilateral cerebral and peri-dentate
cerebellar white matter, internal capsules, and pyra-
midal tracts, with hypertrophy of the intracranial op-
tic nerves. Magnetic resonance spectroscopy (MRS)
showed elevated choline peak and choline to
N-acetylaspartate ratio (figure).

Krabbe disease is an autosomal recessive leuko-
dystrophy caused by deficiency of galactocerebro-
side �-galactosidase. Accumulation of globoid
cells results in optic nerve enlargement,1 while
MRS findings reflect widespread demyelination and
neuronal degeneration.2 Differential diagnosis of op-
tic nerve enlargement includes glioma, nerve sheath
meningioma, dural ectasia, and neurofibromatosis

type I (NF-1).1 Absence of hyperirritability and skin
lesions can help to differentiate NF-1 and Krabbe
disease.
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Figure Imaging

(A) Axial T2W image shows bilateral symmetric hyperintensity of deep cerebral and peri-dentate nuclei white matter. High-
lighted voxel shows region of interest for magnetic resonance spectroscopy with prominent choline and decreased
N-acetylaspartate peaks. Enlargement of intracranial optic nerves is seen on (B) coronal T2W and (C) sagittal T1W MRI.
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