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DISEASE:
Autosomal dominant spastic paraplegia type 4

NAME: Autosomal dominant spastic paraplegia type 4

A rare form of hereditary spastic paraplegia with high intrafamilial clinical variability, characterized in most
cases as a pure phenotype with an adult onset (mainly the 3rd to 5th decade of life, but that can present at
any age) of progressive gait impairment due to bilateral lower-limb spasticity and weakness as well as very
mild proximal weakness and urinary urgency. In some cases, a complex phenotype is also reported with
additional manifestations including cognitive impairment, cerebellar ataxia, epilepsy and neuropathy. A
faster disease progression is noted in patients with a later age of onset.
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ORPHACODE: 100985
SYNONYMS: SPG4
Orphanet
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RELATED CONTENT

Related Genetic Tests

e Hereditary Spastic Paraplegia (gene panel)
e Spastic Paraplegia (gene panel)
e Spastic paraplegia-4

Related Laboratories

e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
e Centrum Medische Genetica - UZ Antwerpen
e Centrum Menselijke Erfelijkheid - KUL

Related Analytes
e spastin
Related Gene Panels

e Hereditary Spastic Paraplegia & ataxia (genepanel) - UZA
e Spastic Paraplegia (89 genes) - IPG
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