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DISEASE:
Autosomal recessive cerebellar ataxia due to STUB1 deficiency

NAME: Autosomal recessive cerebellar ataxia due to STUB1 deficiency

DESCRIPTION:
A rare hereditary ataxia characterized by progressive truncal and limb ataxia resulting in gait instability. 
Dysarthria, dysphagia, nystagmus, spasticity of the lower limbs, mild peripheral sensory neuropathy, 
cognitive impairment and accelerated ageing have also been associated.

ORPHACODE: 412057

SYNONYMS:
SCAR16
Spinocerebellar ataxia autosomal recessive type 16

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S): STUB1

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/2500

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=412057
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=412057
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=412057
https://www.omim.org/entry/615768
https://www.omim.org/entry/615768
https://www.omim.org/entry/615768
https://icd.who.int/browse10/2016/en#/G11.1
https://icd.who.int/browse10/2016/en#/G11.1
https://icd.who.int/browse10/2016/en#/G11.1
file:///var/www/gentest.healthdata.be/docroot//analyte/3152
file:///var/www/gentest.healthdata.be/docroot//analyte/3152
file:///var/www/gentest.healthdata.be/docroot//analyte/3152
http://gentest.healthdata.be/disease/2500
http://gentest.healthdata.be/disease/2500
http://gentest.healthdata.be/disease/2500


RELATED CONTENT

Related Genetic Tests 

Hereditary Spastic Paraplegia (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Antwerpen

Related Analytes 

STIP1 homology and U-box containing protein 1

Related Gene Panels 

Hereditary Spastic Paraplegia & ataxia (genepanel) - UZA
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