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DISEASE:
Hypotrichosis-lymphedema-telangiectasia-renal defect syndrome

NAME: Hypotrichosis-lymphedema-telangiectasia-renal defect syndrome

DESCRIPTION:
An extremely rare syndromic lymphedema disorder characterized by early-onset hypotrichosis, childhood-
onset lymphedema, and variable telangiectasia, particularly of the palms.

ORPHACODE: 69735

SYNONYMS: Hypotrichosis-lymphedema-telangiectasia-membranoproliferative glomerulonephritis syndrome

XREF(S):

Orphanet
OMIM
OMIM
ICD-10

ANALYTE(S): SOX18
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RELATED CONTENT

Related Genetic Tests 

Primary lymphedema / fetal hydrops (gene panel)

Related Laboratories 

Centre de Génétique Médicale UCL 

Related Analytes 

SRY-box transcription factor 18
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