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DISEASE:
Ataxia-hypogonadism-choroidal dystrophy syndrome
NAME: Ataxia-hypogonadism-choroidal dystrophy syndrome
A very rare autosomal recessive, slowly progressive neurodegenerative disorder characterized by the triad
of cerebellar ataxia (that generally manifests at adolescence or early adulthood), chorioretinal dystrophy,
_ which may have a later onset (up to the fifth-sixth decade) leading to variable degrees of visual impairment,
DESCRIPTION: . : - .
and hypogonadotropic hypogonadism (delayed puberty and lack of secondary sex characteristics). Ataxia-
hypogonadism-choroidal dystrophy syndrome belongs to a clinical continuum of neurodegenerative
disorders along with the clinically overlapping cerebellar ataxia-hypogonadism syndrome (see this term).
ORPHACODE: 1180
SYNONYMS: Boucher-Neuhéauser syndrome
Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): PNPLA6
CREATED: 13 May 2019 - 01:02
CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/631



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=1180
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=1180
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=1180
https://www.omim.org/entry/215470
https://www.omim.org/entry/215470
https://www.omim.org/entry/215470
https://icd.who.int/browse10/2016/en#/G11.8
https://icd.who.int/browse10/2016/en#/G11.8
https://icd.who.int/browse10/2016/en#/G11.8
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
http://gentest.healthdata.be/disease/631
http://gentest.healthdata.be/disease/631
http://gentest.healthdata.be/disease/631

RELATED CONTENT

Related Genetic Tests

e Hypogonadotropic hypogonadism (33 genes)
e Spastic Paraplegia (gene panel)

Related Laboratories

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

Related Analytes

e patatin like phospholipase domain containing 6

Related Gene Panels

e Hypogonadotropic hypogonadism (33 genes) - VUB
e Spastic Paraplegia (89 genes) - IPG
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