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DISEASE:
Short rib-polydactyly syndrome, Beemer-Langer type

NAME: Short rib-polydactyly syndrome, Beemer-Langer type

A rare ciliopathy with major skeletal involvement characterized by short ribs and hypoplastic thorax, small
iliac bones, short tubular bones with smooth metaphyseal margins, and bowed radii and ulnae. The tibiae
DESCRIPTION: are relatively well tubulated and longer than the fibulae. There is a high frequency of brain defects, while
post-axial polydactyly is rare. Additional features may include cleft lip, absence of internal genitalia, and
renal, biliary, and pancreatic cysts, among others.

ORPHACODE: 93268
SYNONYMS: Short rib-polydactyly syndrome type 4
Orphanet
XREF(S): ICD-10
OMIM
. IFT80
ANALYTE(S): \[FT122
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RELATED CONTENT

Related Genetic Tests

e Ciliopathy (gene panel)
o cleft lip with/whitout cleft palate (virtual gene panel)

Related Laboratories

e Centre de Génétique Médicale UCL
e Centrum Medische Genetica - UZ Gent

Related Analytes

e intraflagellar transport 122
e intraflagellar transport 80

Related Gene Panels

o Ciliopathy (120 genes) - UGent
o Cleft lip and palate / dysmorphic facial features / craniofacial anomalies (255 genes)) - UCL

Source URL: http://gentest.healthdata.be/disease/3125



file:///var/www/gentest.healthdata.be/docroot//genetic_test/262
file:///var/www/gentest.healthdata.be/docroot//genetic_test/262
file:///var/www/gentest.healthdata.be/docroot//genetic_test/262
file:///var/www/gentest.healthdata.be/docroot//genetic_test/1027
file:///var/www/gentest.healthdata.be/docroot//genetic_test/1027
file:///var/www/gentest.healthdata.be/docroot//genetic_test/1027
file:///var/www/gentest.healthdata.be/docroot//laboratory/2
file:///var/www/gentest.healthdata.be/docroot//laboratory/2
file:///var/www/gentest.healthdata.be/docroot//laboratory/2
file:///var/www/gentest.healthdata.be/docroot//laboratory/10
file:///var/www/gentest.healthdata.be/docroot//laboratory/10
file:///var/www/gentest.healthdata.be/docroot//laboratory/10
file:///var/www/gentest.healthdata.be/docroot//analyte/1599
file:///var/www/gentest.healthdata.be/docroot//analyte/1599
file:///var/www/gentest.healthdata.be/docroot//analyte/1599
file:///var/www/gentest.healthdata.be/docroot//analyte/459
file:///var/www/gentest.healthdata.be/docroot//analyte/459
file:///var/www/gentest.healthdata.be/docroot//analyte/459
file:///var/www/gentest.healthdata.be/docroot//genepanel/40
file:///var/www/gentest.healthdata.be/docroot//genepanel/40
file:///var/www/gentest.healthdata.be/docroot//genepanel/40
file:///var/www/gentest.healthdata.be/docroot//genepanel/325
file:///var/www/gentest.healthdata.be/docroot//genepanel/325
file:///var/www/gentest.healthdata.be/docroot//genepanel/325
http://gentest.healthdata.be/disease/3125
http://gentest.healthdata.be/disease/3125
http://gentest.healthdata.be/disease/3125

