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A case of adult onset Krabbe disease presenting as spastic gait
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Summary :

Krabbe disease, or globoid cell leukodystrophy, is a demyelinating disorder caused by a genetic deficiency of lyso-
somal enzyme galactocerebrosidase (GALC). GALC deficiency results in the accumulation of galactosylsphingosine
which is considered to be neurotoxic to both the central and peripheral nervous system. The most frequent form of
Krabbe disease has an infantile onset, whereas the late-onset form is less common. We herein describe a 71-year-old
woman who had insidious onset of disease in her 30s, presenting as weakness in both legs. Progressive weakness
and spasticity in the both legs gradually developed, with signs of pyramidal tract involvement. Gene examination
provided a definitive diagnosis of adult onset Krabbe disease.
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Fig. 1) Brain MRI findings on admission
(A) T2-weighted images (T2WI)
(B) Fluid attenuated inversion recovery (FLAIR)
images Brain MR imaging revealed symmetrical
hyperintensity on T2WI and FLAIR images along
the corticospinal tracts, extending from the pre-
central gyri to the corona radiata. T2WI and
FLAIR images also showed hyperintense lesions
in the posterior periventricular white matters.

Fig. 2) Brain MRI findings at the first visit
T2WT slightly showed hyperintense lesions in the
bilateral corticospinal tracts and bilateral posteri-
or periventricular white matters at the first visit.
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Fig. 3) Nerve conduction studies (NCS)
(A) NCS shows low amplitude compound muscle
action potential (CMAP) in the right tibial nerve.
(B) NCS shows low amplitude sensory nerve
action potential (SNAP) in the left sural nerve.
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