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DISEASE:
Familial hyperphosphatemic tumoral calcinosis/Hyperphosphatemic hyperostosis 
syndrome

NAME: Familial hyperphosphatemic tumoral calcinosis/Hyperphosphatemic hyperostosis syndrome

DESCRIPTION:
A rare autosomal recessive disorder characterized by the occurrence of cutaneous and subcutaneous 
calcified masses, usually adjacent to large joints, such as hips, shoulders and elbows. It can occur in the 
setting of hyperphosphatemia or normophosphatemia, depending on the type of gene mutation involved.

ORPHACODE: 306661

SYNONYMS: Hypercalcemic tumoral calcinosis

XREF(S):

Orphanet
OMIM
ICD-10
OMIM
OMIM

ANALYTE(S):
FGF23
GALNT3
KL

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=306661
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=306661
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=306661
https://www.omim.org/entry/211900
https://www.omim.org/entry/211900
https://www.omim.org/entry/211900
https://icd.who.int/browse10/2016/en#/M11.2
https://icd.who.int/browse10/2016/en#/M11.2
https://icd.who.int/browse10/2016/en#/M11.2
https://www.omim.org/entry/617993
https://www.omim.org/entry/617993
https://www.omim.org/entry/617993
https://www.omim.org/entry/617994
https://www.omim.org/entry/617994
https://www.omim.org/entry/617994
file:///var/www/gentest.healthdata.be/docroot//analyte/2829
file:///var/www/gentest.healthdata.be/docroot//analyte/2829
file:///var/www/gentest.healthdata.be/docroot//analyte/2829
file:///var/www/gentest.healthdata.be/docroot//analyte/2830
file:///var/www/gentest.healthdata.be/docroot//analyte/2830
file:///var/www/gentest.healthdata.be/docroot//analyte/2830
file:///var/www/gentest.healthdata.be/docroot//analyte/2831
file:///var/www/gentest.healthdata.be/docroot//analyte/2831
file:///var/www/gentest.healthdata.be/docroot//analyte/2831


Source URL: http://gentest.healthdata.be/disease/2120

http://gentest.healthdata.be/disease/2120
http://gentest.healthdata.be/disease/2120
http://gentest.healthdata.be/disease/2120


RELATED CONTENT

Related Analytes 

fibroblast growth factor 23
polypeptide N-acetylgalactosaminyltransferase 3
klotho
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