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Figure 2 Gene test findings The child had a heterozygous mutation of ¢.650G > A (p.Trp217Ter) in C50rf42 gene (arrow
indicates, Panel 2a). The child had a heterozygous mutation of ¢.956A >T (p.Asp319Val) in C50rf42 gene (arrow indicates, Panel
2b). The child’s mother had a heterozygous mutation of ¢.650G > A (p.Trp217Ter) in C50rf42 gene (arrow indicates, Panel 2c).
The child’s father had a heterozygous mutation of ¢.956A > T (p.Asp319Val) in C50rf42 gene (arrow indicates, Panel 2d).
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Figure 1 Head MRI findings Axial T,WI showed
the superior cerebellar peduncle was lengthened and
thickened, showing atypical "molar tooth sign" with
the midbrain (arrow indicates, Panel 1a). Axial T,WI
showed the fourth ventricle enlarged, showing "bat
wing sign" (arrow indicates, Panel 1b).
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