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DISEASE:
Hereditary hemorrhagic telangiectasia

NAME: Hereditary hemorrhagic telangiectasia

DESCRIPTION:
An inherited disorder of angiogenesis characterized by mucocutaneous telangiectases and visceral 
arteriovenous malformations.

ORPHACODE: 774

SYNONYMS:
HHT
Rendu-Osler disease
Rendu-Osler-Weber disease

XREF(S):

Orphanet
OMIM
OMIM
OMIM
OMIM
ICD-10
MedDRA
OMIM

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=774
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=774
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https://www.omim.org/entry/600376
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https://www.omim.org/entry/601101
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https://www.omim.org/entry/601101
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https://www.omim.org/entry/610655
https://www.omim.org/entry/615506
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https://icd.who.int/browse10/2016/en#/I78.0
https://icd.who.int/browse10/2016/en#/I78.0
https://icd.who.int/browse10/2016/en#/I78.0
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10019883
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10019883
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10019883
https://www.omim.org/entry/187300
https://www.omim.org/entry/187300
https://www.omim.org/entry/187300


ANALYTE(S):

ACVRL1
SMAD4
ENG
GDF2
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RELATED CONTENT

Related Genetic Tests 

Arteriovenous malformation (gene panel)
Primary Arterial Hypertension (gene panel)
Rendu-Osler-Weber disease (4 genes)
Telangiectasia,hereditary hemorrhagic of Rendu Osler and Weber (gene panel)
Trombosis - Hemostasis (gene panel)

Related Laboratories 

Centre de Génétique Médicale UCL 
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

activin A receptor like type 1
endoglin
growth differentiation factor 2
SMAD family member 4

Related Gene Panels 

Primary Arterial Hypertension (19 genes) - KUL
Rendu/Osler/weber (4 genes) - UCL
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Telangiectasia,hereditary hemorrhagic of Rendu Osler and Weber (6 genes) - KUL
Trombosis - Hemostasis (107 genes) - KUL
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