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Supplementary Figure e-1. Cranial and spinal cord magnetic resonance imaging

T2-weighted axial images of the cranial (a), cervical (b), and spinal cord (c) of Pt-2 at the age of 57 years. 

Cerebellar atrophy is evident both in the hemispheres and the vermis. The medulla is mildly atrophic, whereas 

the pons and midbrain are spared. The anterior-posterior diameter of the spinal cord is shortened from the 

cervical level to thoracic level, suggesting mild spinal cord atrophy. No intramedullary signal change is found in 

these atrophic regions. 
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Supplementary Figure e-2. Representative microphotographs of biopsied nerve specimens

diameter of myelinated fibers (µm) 1 µm

Transverse semi-thin sections of the distal 

sural nerve obtained from Pt-1 reveal the 

apparent loss of myelinated nerve fibers with 

unremarkable regeneration under light 

microscopy (a, b). There is no inflammation 

or signs of demyelination. The distributive 

histogram of the remaining myelinated fibers 

of Pt-1 indicates preferential large-fiber (>7 

µm) reduction (c). The electron micrograph 

of the sural nerve obtained from Pt-2 at 57 

years reveals a normal myelin structure and 

preserved unmyelinated fibers (d). 
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