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DISEASE:
Spastic paraplegia-Paget disease of bone syndrome

NAME: Spastic paraplegia-Paget disease of bone syndrome

DESCRIPTION:

Spastic paraplegia-Paget disease of bone syndrome is an extremely rare, complex form of hereditary 
spastic paraplegia characterized by a slowly progressive spastic paraplegia (with increased muscle tone, 
decreased strength in the anterior tibial muscles and hyperreflexia in the lower extremities with Babinski 
sign) presenting in adulthood, associated with Paget disease of the bone. Cognitive decline, dementia and 
myopathic changes at muscle biopsy have not been reported.

ORPHACODE: 329475

XREF(S): Orphanet

ANALYTE(S): VCP
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RELATED CONTENT

Related Genetic Tests 

Neurodegeneration (gene panel)
Spastic Paraplegia (gene panel)

Related Laboratories 

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

Related Analytes 

valosin containing protein

Related Gene Panels 

Neurodegeneration (99 genes) - IPG
Spastic Paraplegia (89 genes) - IPG
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