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[ Abstract | Objective: To explore the diagnosis method and family characteristics of chorea-
acanthocytosis( ChAc) , and provide feasible and reasonable strategies for accurate diagnosis of ChAc.
Methods: A clinically suspected ChAc patient ( proband) was selected as the study object, the
clinical and family datas of the proband were collected and a genetic family map was drawn. Then,
acanthocytes were detected by scanning electron microscopy, and the susceptibility genes and mutation
types of ChAc were screened by total exon target sequence capture next-generation sequencing
technology. Results; The main clinical manifestations of this proband were involuntary tongue
extension, molar grinding, grimace, head and limb dance movements, and lip autophagy. Creatine
kinase and aminotransferases were increased, brain MRI showed slight atrophy of the caudate nucleus.
His brother had the same clinical manifestations as the proband before his death, and his parents and

sister were healthy. Typical acanthocytes were detected by scanning electron microscopy in peripheral
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blood. More importantly, the vacuolar protein sorting homolog 13A( VPSI13A) gene was detected, and

there was ¢. 9403C > T homozygous mutation in VPS13A gene, which caused changes in p. R3135X,

thereby it was a nonsense mutation; his parents displayed a heterozygous mutation of the same genetic

mutation. Conclusion; ChAc can be highly suspected by clinical data and acanthocytes. However,

total exon target sequence capture next-generation sequencing technology can accurately detect VPS134

gene mutation,and can be combined with the characteristics of genetic families. Therefore, it can be

used as the first choice for diagnosis of ChAc.

[ Key words ] diagnosis; acanthocytes; gene expression; chorea-acanthocytosis ( ChAc ) ; high-

throughput next-generation sequencing technology; VPS13A gene
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Fig.3 Scanning electron micrograph of peripheral blood red blood cells in the proband
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