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[Abstract] Objective To investigate the clinical phenotype and genotype manifestations of
autosomal recessive hereditary spastic ataxia 2 (SPAX2), to help physicians recognize this disease.
Methods and Results A 35-year-old male patient presented with postural tremors, ataxia, hyperreflexia
and then got worse progressively. Sanger sequencing found a homozygous missense mutation in the exon 13
c.1089T > G (p.lle363Met) of KIFIC gene. It came from his parents respectively and was consistent with
the autosomal recessive genetic law. The patient was clearly diagnosed as SPAX2, and his family was
diagnosed as SPAX2 pedigree. Conclusions K/FIC-related SPAX2 may be considered as a candidate
diagnosis for adolescent patients with postural tremor, ataxia and hyperreflexia.
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Figure 1 Head MRI findings
Axial T.WI showed widening of
bilateral lateral ventricles (Panel
la).  Sagittal T,WI showed mild

atrophy ~ of  brain  stem  and
cerebellum (Panel 1b).
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Figure 2 Sanger sequencing The proband had a homozygous missense mutation in the exon 13 ¢.1089T > G (p.lle363Met) of
KIFIC gene (arrow indicates, Panel 2a). The proband’s father carried a heterozygous missense mutation in the exon 13
¢.1089T > G (p.Ile363Met) of KIFIC gene (arrow indicates, Panel 2b). The proband’s mother carried a heterozygous missense
mutation in the exon 13 ¢.1089T > G (p.Ille363Met) of KIF1C gene (arrow indicates, Panel 2c).
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Figure 3 The family tree of SPAX2.
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