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Figure 1 Brain imaging findings Axial T,WI showed a pons hypointensity of horizontal line began to appear following a vertical line
appearance "hot cross bun sign" with stage [l (arrow indicates, Panel la). Axial fat suppression FLAIR showed a pons hyperintensity of

horizontal line began to appear following a vertical line appearance "hot cross bun sign" with stage Il (arrow indicates, Panel 1b). Axial

T,WI showed mild atrophy of middle cerebellar peduncle (MCP) and cerebellum (arrows indicate, Panel 1c). Sagittal T,WI showed
cerebellar atrophy (thick arrow indicates) and pons planus (thin arrow indicates, Panel 1d). 3D-pCASL showed the decline of cerebral
blood flow (CBF) in the MCP and cerebellum (arrows indicate). The CBF value of the left MCP (Panel le) was 26.30 ml/(100 g-min),
while the CBF value of the brain stem (Panel 1f) was 31.80 ml/(100 g-min).
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Figure 2
the AluSx3 element in intron 2 of the RFCI gene on chromosome 4

exhibits an AAAAG repeat expansions (Panel 2a), an AAAGG repeat

expansions (Panel 2b), and an AAGGG repeal expansions (Panel 2c),
indicating the presence of a heterozygous variation structure (AAGGG)
exp in the RFCI gene.
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