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DISEASE:
Autosomal recessive spastic paraplegia type 39

NAME: Autosomal recessive spastic paraplegia type 39

A rare autosomal recessive complex spastic paraplegia characterized by upper motor neuron involvement
and peripheral neuropathy with an onset between childhood and early adulthood. Patients present with
DESCRIPTION: progressive spasticity, hyperreflexia, and distal upper and lower muscle wasting. Reduced cognitive
functioning and cerebellar ataxia have also been reported. MR imaging may reveal cerebellar and/or spinal
cord atrophy.

ORPHACODE: 139480
SPG39

SYNONYMS: Spastic paraplegia due to NTE mutation
Spastic paraplegia due to neuropathy target esterase mutation
Orphanet

XREF(S): ICD-10

OMIM

ANALYTE(S): PNPLAG
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RELATED CONTENT

Related Genetic Tests

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

Related Laboratories

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

Related Analytes

e patatin like phospholipase domain containing 6

Related Gene Panels

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

Source URL: http://gentest.healthdata.be/disease/712



file:///var/www/gentest.healthdata.be/docroot//genetic_test/1030
file:///var/www/gentest.healthdata.be/docroot//genetic_test/1030
file:///var/www/gentest.healthdata.be/docroot//genetic_test/1030
file:///var/www/gentest.healthdata.be/docroot//genetic_test/476
file:///var/www/gentest.healthdata.be/docroot//genetic_test/476
file:///var/www/gentest.healthdata.be/docroot//genetic_test/476
file:///var/www/gentest.healthdata.be/docroot//laboratory/1
file:///var/www/gentest.healthdata.be/docroot//laboratory/1
file:///var/www/gentest.healthdata.be/docroot//laboratory/1
file:///var/www/gentest.healthdata.be/docroot//laboratory/11
file:///var/www/gentest.healthdata.be/docroot//laboratory/11
file:///var/www/gentest.healthdata.be/docroot//laboratory/11
file:///var/www/gentest.healthdata.be/docroot//analyte/787
file:///var/www/gentest.healthdata.be/docroot//analyte/787
file:///var/www/gentest.healthdata.be/docroot//analyte/787
file:///var/www/gentest.healthdata.be/docroot//genepanel/333
file:///var/www/gentest.healthdata.be/docroot//genepanel/333
file:///var/www/gentest.healthdata.be/docroot//genepanel/333
file:///var/www/gentest.healthdata.be/docroot//genepanel/160
file:///var/www/gentest.healthdata.be/docroot//genepanel/160
file:///var/www/gentest.healthdata.be/docroot//genepanel/160
http://gentest.healthdata.be/disease/712
http://gentest.healthdata.be/disease/712
http://gentest.healthdata.be/disease/712

