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DISEASE:
Hereditary fibrosing poikiloderma-tendon contractures-myopathy-pulmonary fibrosis 
syndrome

NAME: Hereditary fibrosing poikiloderma-tendon contractures-myopathy-pulmonary fibrosis syndrome

DESCRIPTION:

Hereditary fibrosing poikiloderma-tendon contractures-myopathy-pulmonary fibrosis syndrome is a rare, 
genetic, hereditary poikiloderma syndrome characterized by early-onset poikiloderma (mainly on the face), 
hypotrichosis, hypohidrosis, muscle and tendon contractures with varus foot deformity, progressive proximal 
and distal muscle weakness in all extremities, and progressive pulmonary fibrosis. Mild lymphedema of the 
extremities, growth retardation, liver impairment, exocrine pancreatic insufficiency and hematologic 
abnormalities are additional variable features.

ORPHACODE: 221043

SYNONYMS: POIKTMP syndrome

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S): FAM111B

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=221043
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=221043
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=221043
https://www.omim.org/entry/615704
https://www.omim.org/entry/615704
https://www.omim.org/entry/615704
https://icd.who.int/browse10/2016/en#/Q82.8
https://icd.who.int/browse10/2016/en#/Q82.8
https://icd.who.int/browse10/2016/en#/Q82.8
file:///var/www/gentest.healthdata.be/docroot//analyte/2368
file:///var/www/gentest.healthdata.be/docroot//analyte/2368
file:///var/www/gentest.healthdata.be/docroot//analyte/2368


Source URL: http://gentest.healthdata.be/disease/1476

http://gentest.healthdata.be/disease/1476
http://gentest.healthdata.be/disease/1476
http://gentest.healthdata.be/disease/1476


RELATED CONTENT

Related Genetic Tests 

Pulmonary Fibrosis (gene panel) + rs35705950 of MUC5B gene

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

FAM111 trypsin like peptidase B

Related Gene Panels 

Pulmonary Fibrosis (21 genes) + rs35705950 (MUC5B gene) - KUL
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