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Overview
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• What is HTAD?
• Local experience

• Personal ERN experience
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HTAD
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• Heritable Thoracic Aortic Disease

• Characterised by aortic aneurysm and aortic dissection

• Incidence = approximately 1 in 5000

• Syndromic vs. non-syndromic
• Syndromic e.g. Marfan, Loeys-Dietz, Aneurysm-Osteoarthritis, Arterial 

Tortuosity

• Sporadic vs. familial

• Most autosomal dominant
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Aortic aneurysm
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5.5cm

Aortic root aneurysm with subsequent diagnosis of Marfan syndrome

Seminar on Rare Diseases and European Reference Networks



Aortic dissection classification
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Erbel R et al. Eur Heart J 2014;35:2873-926.
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Aortic dissection mortality
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Howard DP et al. Circulation 2013;127(20):2013-7.

Oxford Vascular Study
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Genes involved
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Encoding components of extracellular matrix

• COL3A1

• FBN1

• LOX

Encoding components of the TGFβ pathway

• SMAD3

• TGFB2

• TGFBR1

• TGFBR2

Encoding components of smooth muscle cell contractile mechanism

• MYH11

• ACTA2

• MYLK

• PRKG1

A causative variant remains unidentified in  ̴ 80% of non-syndromic HTAD!

Seminar on Rare Diseases and European Reference Networks



Serial imaging: echocardiography
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Serial imaging: CT / MRI
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Prophylactic aortic surgery
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Local experience
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Some numbers according to my records:

• Marfan syndrome = 64 patients with 20 different confirmed likely 
pathogenic / pathogenic variants in FBN1

• Loeys-Dietz syndrome = 2 patients flagged up to me (never seen)

• 1 family with variants in FBN1 and SMAD3

• 66 patients with possible HTAD
• Some with negative gene panel
• Some awaiting genetics
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Meetings
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1. Monthly HTAD RDWG online meetings
• Every 4th Monday of the month 
• Updates on different projects
• Case presentation

2. Twice yearly face-to-face meetings
• HTAD RDWG spring meeting
• VASCERN days every October
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Statements
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Research collaboration
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Research collaboration
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Exchange programme – Ghent 2022
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Thank you!
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