


associated disease, particularly in MT-ATP6-associated

Leigh syndrome, basal ganglia and brain stem lesions, cor-

tical, subcortical and cerebellar atrophy have been

reported.2

Distinct T2-hyperintensities at the bottom of

cerebellar fissures, so-called cerebellar “Bottom-of-Fissure

Dysplasias” (BOFD),4 have been described in pediatric

patients without clinical evidence of cerebellar dysfunction.

The striking T2-hyperintense signal changes in our

patient are reminiscent of cerebellar BOFD. Importantly,

however, here they developed in the course of the disease

as evidenced by sequential MRI, unlike dysplasias which

reflect abnormal developmental tissue. By analogy, we ter-

med this novel MRI finding cerebellar “Bottom of Fissure

Hyperintensities” (BOFH).

Our case demonstrates that, while the severe clinical

phenotype and lesions in locations characteristic for Leigh

syndrome can be missing in MT-ATP6-associated disease,

other intriguing signal changes might be present: a striking

MRI pattern of BOFH which expands the spectrum of MRI

features in MT-ATP6-associated disease. This novel neuro-

imaging finding illustrates a distinct cerebellar MRI pattern
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in mitochondrial ataxia due to MT-ATP6-associated disease,

which might be easily overlooked on clinical routine MRI.
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