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ACVRL1

NAME: activin A receptor like type 1

SYMBOL: ACVRL1

VERSION OF ORPHANET: 2023-06-22 14:14:43

ALK1

HHT

HHT2

activin receptor-like kinase 1
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Related Genetic Tests

o Arteriovenous malformation (gene panel)

e Capillary malformation - arteriovenous malformation (2 genes)

e Cerebral cavernous malformation (gene panel)

e Congenital structural heart defects (gene panel)

e Primary Arterial Hypertension (gene panel)

e Primary lymphedema / fetal hydrops (gene panel)

e Pulmonary Arterial Hypertension / Rendu Osler Weber disease (gene panel - 24 genes)
e Rendu-Osler-Weber disease (4 genes)

e Respiratory disorders (gene panel): non-CF bronchiectasis; pulmonary hypertension; interstitial lung disease
e Stroke (gene panel)

e Telangiectasia,hereditary hemorrhagic of Rendu Osler and Weber (gene panel)

e Trombosis - Hemostasis (gene panel)

¢ Venous malformation (3 genes)

Related Diseases

e Hereditary hemorrhagic telangiectasia
e Heritable pulmonary arterial hypertension

Related Gene Panels

e Arteriovenous malformation (7 genes)
e Congenital structural heart defects - UGent
e Primary Arterial Hypertension (19 genes) - KUL
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e Pulmonary Arterial Hypertension (24 genes) - ULB

e Rendu/Osler/weber (4 genes) - UCL

e Respiratory Disorders panel (137 genes) - Ugent

e Stroke - UGent

e Telangiectasia,hereditary hemorrhagic of Rendu Osler and Weber (6 genes) - KUL
e Trombosis - Hemostasis (107 genes) - KUL

e Vascular malformations (germline) (38 genes) - UCL

e test-test
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