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DISEASE:
Autosomal recessive spastic paraplegia type 78

NAME: Autosomal recessive spastic paraplegia type 78

DESCRIPTION:

A rare autosomal recessive complex spastic paraplegia characterized by mostly adult-onset progressive 
spasticity and weakness predominantly affecting the lower limbs, axonal motor and sensory neuropathy, and 
cerebellar symptoms like ataxia, dysarthria, and oculomotor abnormalities. Variable degrees of cognitive 
impairment may also be present. Subtle extrapyramidal involvement and supranuclear gaze palsy were 
reported in some cases. Features on brain imaging include cerebral and cerebellar atrophy and sometimes 
abnormalities of the corpus callosum or basal ganglia.

ORPHACODE: 513436

SYNONYMS: SPG78

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): ATP13A2
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RELATED CONTENT

Related Genetic Tests 

Hereditary Spastic Paraplegia (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Antwerpen

Related Analytes 

ATPase cation transporting 13A2

Related Gene Panels 

Hereditary Spastic Paraplegia & ataxia (genepanel) - UZA
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