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DISEASE:
Autosomal recessive spastic paraplegia type 5A

NAME: Autosomal recessive spastic paraplegia type 5A

DESCRIPTION:

Autosomal recessive spastic paraplegia type 5A is a form of hereditary spastic paraplegia characterized by 
either a pure phenotype of slowly progressive spastic paraplegia of the lower extremities with bladder 
dysfunction and pes cavus or a complex presentation with additional manifestations including cerebellar 
signs, nystagmus, distal or generalized muscle atrophy and cognitive impairment. Age of onset is highly 
variable, ranging from early childhood to adulthood. White matter hyperintensity and cerebellar and spinal 
cord atrophy may be noted, on brain magnetic resonance imaging, in some patients.

ORPHACODE: 100986

SYNONYMS: SPG5A

XREF(S):

Orphanet
OMIM
MeSH
ICD-10

ANALYTE(S): CYP7B1
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RELATED CONTENT

Related Genetic Tests 

Hereditary Spastic Paraplegia (gene panel)
Spastic Paraplegia (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Medische Genetica - UZ Antwerpen

Related Analytes 

cytochrome P450 family 7 subfamily B member 1

Related Gene Panels 

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