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DISEASE:
Congenital generalized hypercontractile muscle stiffness syndrome

NAME: Congenital generalized hypercontractile muscle stiffness syndrome

DESCRIPTION:

A rare defect of tropomyosin characterized by decreased fetal movements and generalized muscle stiffness 
at birth. Additional features include joint contractures, short stature, kyphosis, dysmorphic features, 
temperature dysregulation, and variably severe respiratory involvement with hypoxemia. Muscle biopsy 
shows mild myopathic features.

ORPHACODE: 476406

XREF(S): Orphanet

ANALYTE(S): TPM3
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RELATED CONTENT

Related Genetic Tests 

Neuromuscular disorders : congenital & distal myopathy, congenital muscle dystrophy / Limb-girdle muscular dystrophy / Rhabdomyolysis / Myopathy 
(with prominent contractures) / distal artrogryposis (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

tropomyosin 3

Related Gene Panels 

Neuromuscular disorders (166 genes) - VUB

Source URL: http://gentest.healthdata.be/disease/2735

file:///var/www/gentest.healthdata.be/docroot//genetic_test/761
file:///var/www/gentest.healthdata.be/docroot//genetic_test/761
file:///var/www/gentest.healthdata.be/docroot//genetic_test/761
file:///var/www/gentest.healthdata.be/docroot//genetic_test/761
file:///var/www/gentest.healthdata.be/docroot//laboratory/12
file:///var/www/gentest.healthdata.be/docroot//laboratory/12
file:///var/www/gentest.healthdata.be/docroot//laboratory/12
file:///var/www/gentest.healthdata.be/docroot//analyte/522
file:///var/www/gentest.healthdata.be/docroot//analyte/522
file:///var/www/gentest.healthdata.be/docroot//analyte/522
file:///var/www/gentest.healthdata.be/docroot//genepanel/238
file:///var/www/gentest.healthdata.be/docroot//genepanel/238
file:///var/www/gentest.healthdata.be/docroot//genepanel/238
http://gentest.healthdata.be/disease/2735
http://gentest.healthdata.be/disease/2735
http://gentest.healthdata.be/disease/2735

