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Clinical manifestation and genetics analysis of hereditary spastic paraplegia families. ZHANG Chuan, HUI
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[Abstract] Objective To analyze the clinical manifestations and genetic etiology of three families with hereditary
spastic paraplegia (HSP). Methods Gene analysis was performed on patients of the three HSP families from the Gansu
Provincial Maternity and Child—care Hospital. Results The proband of family 1 was autosomal recessive spastic
paraplegia type 35 caused by homozygous variant c.159_176delGGCGGGCCAGGACATCAG (p.Arg53_Ser59delinsSer) in
FA2H. The proband in family 2 was autosomal recessive spastic paraplegia type 47 caused by homozygous variant ¢.1399G
>T(p.Glud67Ter) in AP4BI, and the proband in family 3 was autosomal recessive spastic paraplegia type 11 caused by
homozygous variation ¢.7023C>G(p.Tyr2341Ter) in SPGI1. Among them, the variant c¢.1399G>T(p.Glu467Ter) of AP4B1
is a novel variant, that has not been reported before, according to the ACMG guidelines, the pathogenicity of this variant is
pathogenic. Conclusion This study has expanded the variant spectrum of AP4B1 which provides basic data to improve
clinical understanding and diagnostic capabilities of HSP patients.
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Tab.1 Clinical and disease diagnosis information of the patients
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Fig.2 Distribution of pathogenic variants of AP4BI recorded in the ClinVar database.
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