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DISEASE:
Spastic paraplegia-severe developmental delay-epilepsy syndrome

NAME: Spastic paraplegia-severe developmental delay-epilepsy syndrome

DESCRIPTION:

Spastic paraplegia-severe developmental delay-epilepsy syndrome is a rare, genetic, complex spastic 
paraplegia disorder characterized by an infantile-onset of psychomotor developmental delay with severe 
intellectual disability and poor speech acquisition, associated with seizures (mostly myoclonic), muscular 
hypotonia which may be noted at birth, and slowly progressive spasticity in the lower limbs leading to severe 
gait disturbances. Ocular abnormalities and incontinence are commonly associated. Other symptoms may 
include verbal dyspraxia, hypogenitalism, macrocephaly and sensorineural hearing loss, as well as dystonic 
movements and ataxia with upper limb involvement.

ORPHACODE: 464282

SYNONYMS:
SPPRS syndrome
Spastic paraplegia-psychomotor retardation-seizures syndrome

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S): HACE1
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RELATED CONTENT

Related Genetic Tests 

Hereditary Spastic Paraplegia (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Antwerpen

Related Analytes 

HECT domain and ankyrin repeat containing E3 ubiquitin protein ligase 1

Related Gene Panels 

Hereditary Spastic Paraplegia & ataxia (genepanel) - UZA
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