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Figure 2. T1-weighted sagittal MRI of the patient. The brain MRI
demonstrates cerebellar atrophy, predominantly affecting the
anterior and dorsal vermis (white arrow), along with spinal cord
atrophy (red arrow). MRI; magnetic resonance imaging.
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Figure 1. Neurophysiological studies of the patient. (A) Video-oculography demonstrated impaired smooth pursuit. (B) Caloric test showed
a bilateral absent response during bi-thermal caloric irrigation. (C) Quantitative sudomotor axon reflex test revealed a reduced sweat
response in the leg and foot. (D) Blood pressure response to the Valsalva maneuver showed adrenergic dysfunction, indicated by the ab-

sence of late-phase Il and phase IV responses.
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Figure 3. Genetic tests of the patient. (A) Visualization on the integrative genomics viewer (IGV) of reads aligned to the short repeat and
flanking region in intron 2 of RFCT gene shows the presence of a mutated AAGGG repeat unit. Note that, according to the IGV's default set-
tings, AAGGG repeat units that do not map to the (AAAAG),, reference sequences are soft-clipped and do not contribute to the coverage,
making them virtually absent (black-lined box). However, if soft-clipped reads were displayed, the reads containing the AAGGG repeat unit
could be observed. (B) Repeat-primed (RP) polymerase chain reaction for the pentanucleotide repeat of the RFCT gene. Using the (AAGGG)-RP
primer set, a homozygous (biallelic) AAGGG expansion was detected (black arrow), with no non-repeat alleles observed (red arrow).
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