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DISEASE:
Short stature due to growth hormone qualitative anomaly

NAME: Short stature due to growth hormone qualitative anomaly

DESCRIPTION:

Short stature due to growth hormone qualitative anomaly is characterised by growth retardation and short 
stature (despite the presence of normal or slightly elevated levels of immunoreactive growth hormone, GH), 
low concentrations of insulin-like growth factor-I (IGF-I) and a significant increase in growth rate following 
recombinant GH therapy. Prevalence is unknown but only a few cases have been reported in the literature. 
The syndrome is caused by various mutations in the GH1 gene (17q22-q24) that result in structural GH 
anomalies and a biologically inactive molecule. Transmission is autosomal recessive.

ORPHACODE: 629

SYNONYMS: Kowarski syndrome

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S): GH1
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RELATED CONTENT

Related Genetic Tests 

Short Stature (gene panel)
Short stature/ Growth retardation/ (gene panel)

Related Laboratories 

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

Related Analytes 

growth hormone 1

Related Gene Panels 

Growth retardation/short stature (genepanel) - UZA
Short Stature (46 genes) - IPG

Source URL: http://gentest.healthdata.be/disease/2214

file:///var/www/gentest.healthdata.be/docroot//genetic_test/473
file:///var/www/gentest.healthdata.be/docroot//genetic_test/473
file:///var/www/gentest.healthdata.be/docroot//genetic_test/473
file:///var/www/gentest.healthdata.be/docroot//genetic_test/534
file:///var/www/gentest.healthdata.be/docroot//genetic_test/534
file:///var/www/gentest.healthdata.be/docroot//genetic_test/534
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/2483
file:///var/www/gentest.healthdata.be/docroot//analyte/2483
file:///var/www/gentest.healthdata.be/docroot//analyte/2483
file:///var/www/gentest.healthdata.be/docroot//genepanel/171
file:///var/www/gentest.healthdata.be/docroot//genepanel/171
file:///var/www/gentest.healthdata.be/docroot//genepanel/171
file:///var/www/gentest.healthdata.be/docroot//genepanel/159
file:///var/www/gentest.healthdata.be/docroot//genepanel/159
file:///var/www/gentest.healthdata.be/docroot//genepanel/159
http://gentest.healthdata.be/disease/2214
http://gentest.healthdata.be/disease/2214
http://gentest.healthdata.be/disease/2214

