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DISEASE:
Fryns syndrome

NAME: Fryns syndrome

DESCRIPTION:
A rare multiple congenital anomaly syndrome characterized by congenital diaphragmatic hernia (CDH) and 
pulmonary hypoplasia, distal limb hypoplasia and facial anomalies in addition to variable expression of 
additional birth defects.

ORPHACODE: 2059

SYNONYMS: Diaphragmatic hernia-abnormal face-distal limb anomalies syndrome

XREF(S):

Orphanet
MeSH
ICD-10
OMIM

ANALYTE(S): PIGN
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RELATED CONTENT

Related Genetic Tests 

Congenital disorders of glycosylation (79 genes)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

phosphatidylinositol glycan anchor biosynthesis class N

Related Gene Panels 

Congenital disorders of glycosylation (79 genes) - KUL
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