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DISEASE:
Autosomal recessive spastic paraplegia type 20

NAME: Autosomal recessive spastic paraplegia type 20

Autosomal recessive spastic paraplegia type 20 (SPG20) is a type of complex hereditary spastic paraplegia
characterized by an onset in infancy of progressive spastic paraparesis associated with distal amyotrophy,
DESCRIPTION: psuedobulbar palsy, motor and cognitive delays, mild cerebellar signs (dysarthria, dysdiadochokinesia, mild
intention tremor), short stature and subtle skeletal abnormalities (pes cavus, mild talipes equinovarus,
kyphoscoliosis). SPG20 is due to mutations in the SPG20 gene (13g13.1), which encodes the protein spartin.

ORPHACODE: 101000

Childhood-onset spastic paraparesis-distal muscle wasting syndrome
SYNONYMS: SPG20
Troyer syndrome

Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): SPART
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RELATED CONTENT

Related Genetic Tests

e Spastic Paraplegia (gene panel)

Related Laboratories

e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes

e spartin
Related Gene Panels

e Spastic Paraplegia (89 genes) - IPG
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