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DISEASE:
Chronic respiratory distress with surfactant metabolism deficiency

NAME: Chronic respiratory distress with surfactant metabolism deficiency

Chronic respiratory distress with surfactant metabolism deficiency is a rare, genetic, primary interstitial lung
disease with a highly variable clinical presentation, ranging from neonatal respiratory distress syndrome to
mild to severe interstitial lung disease (typical symptoms include cough, tachypnea, hypoxia, clubbing,
DESCRIPTION: crackles, failure to thrive). Lung biopsy reveals diffuse alveolar damage, interstitial thickening with
inflammatory infiltrates, fibroblast proliferation, collagen deposition, and multiple foci of fibrosis, alveolar type
Il cell hyperplasia, abundant foamy alveolar macrophages and granular lipoproteic material in the alveolar
lumen. Imaging shows cystic spaces and ground-glass opacities that are typically homogenously diffuse.

ORPHACODE: 217566
Orphanet
XREF(S): ICD-10
OMIM
ANALYTE(S): SFTPC
CREATED: 13 May 2019 - 01:02
CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/1428



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=217566
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=217566
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=217566
https://icd.who.int/browse10/2016/en#/J84.8
https://icd.who.int/browse10/2016/en#/J84.8
https://icd.who.int/browse10/2016/en#/J84.8
https://www.omim.org/entry/610913
https://www.omim.org/entry/610913
https://www.omim.org/entry/610913
file:///var/www/gentest.healthdata.be/docroot//analyte/2320
file:///var/www/gentest.healthdata.be/docroot//analyte/2320
file:///var/www/gentest.healthdata.be/docroot//analyte/2320
http://gentest.healthdata.be/disease/1428
http://gentest.healthdata.be/disease/1428
http://gentest.healthdata.be/disease/1428

RELATED CONTENT

Related Genetic Tests

o Child Interstitial Lung Disease (child - gene panel)
e Pulmonary Fibrosis (gene panel) + rs35705950 of MUC5B gene

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e surfactant protein C

Related Gene Panels

e Pulmonary Fibrosis (21 genes) + rs35705950 (MUC5B gene) - KUL
e chiILD (34 genes) - KUL
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