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Arg460Cys Mutation in SPAST Gene in Patients with Hereditary

Spastic Paraplegia

Hong Jun Kim, MD, Chul-Hoo Kang, MD, Jung Hwan Oh, MD, Sa-Yoon Kang, MD
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Hereditary spastic paraplegia is a group of genetically and clinically heterogeneous neurodegenerative disorder charac-

terized by progressive lower extremity weakness and spasticity. A 49-year-old man presented with progressive gait

disturbance. Neurological examination showed spasticity, hyperreflexia in lower extremity and bilateral ankle clonus.

He had a family history consistent with autosomal dominant inheritance. Gene testing revealed a heterozygous missense
mutation (c.1378C>T [p.Arg460Cys]) in SPAST gene. We report a first Korean family with Arg460Cys mutation in SPAST

gene.
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Figure 1. The pedigree of a patient. The pedigree of a family
demonstrated an autosomal dominant inheritance. Arrow indicates
index patient.
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Figure 2. The results of SPAST gene mutation analysis in index
patient (II-3). All coding exons and flanking introns of the SPAST
gene were amplified by polymerase chain reaction using primers.

Direct sequencing analysis demonstrated a heterozygous C to T
substitution in exon 11 of the SPAST gene (c.1378C>T), which
caused an Argd460Cys missense mutation (arrow). The affected
amino acid is located in the AAA cassette region of the protein. The
arrow shows the position of a C-to-T transition at nucleotide 1378.
AAA; ATPase associated with diverse celluar activity.
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