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Hereditary Hemorrhagic Telangiectasia (HHT), or Rendu–Osler–Weber syndrome, is a
dominantly inheritable rare disease with a prevalence of 1:5,000 – 10,000 people. The
diagnosis of HHT, as a rare disease, follows the Curaçao Diagnostic Criteria: Nosebleeds
(epistaxis), whether spontaneous or recurrent; (multiple) telangiectases at characteristic
sites, including the lips, oral cavity, fingers and nose; Internal lesions: arteriovenous
malformations (AVMs) or telangiectases in the stomach, lungs, liver, brain and spinal cord;
Family history: a first-degree relative with HHT, according to these criteria. When a patient
meets at least three of these criteria, it is considered definite that they have HHT. Nowadays,
three subtypes of HHT have been identified. HHT type 1 refers to mutations on the endoglin
gene ENG; HHT type 2 refers to mutations on the activin A receptor-like type 1 (ACVRL1) gene;
and the third one, named juvenile polyposis–hereditary hemorrhagic telangiectasia (JPHT
or JPHHT) overlap syndrome, refers to mutations on the gene MADH 4. There are two other
subtypes (HHT-3 and 4) in which the mutations have not yet been completely identified, but
they are known to be located on the 5q31.3-q32 and 7p14 chromosomal regions,
respectively.
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MDPI Books offers quality open access book publishing to promote the exchange of ideas and
knowledge in a globalized world. MDPI Books encompasses all the benefits of open access – high
availability and visibility, as well as wide and rapid dissemination. With MDPI Books, you can
complement the digital version of your work with a high quality printed counterpart.

Open Access
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Creative Commons Attribution License.

Author Focus
Authors and editors profit from MDPI’s over two decades of experience in open
access publishing, our customized personal support throughout the entire
publication process, and competitive processing charges as well as unique
contributor discounts on book purchases.

High Quality & Rapid Publication
MDPI ensures a thorough review for all published items and provides a fast
publication procedure. State-of-the-art research and time-sensitive topics are
released with a minimum amount of delay.

High Visibility
Due to our global network and well-known channel partners, we ensure
maximum visibility and broad dissemination. Title information of books is sent
to international indexing databases and archives, such as the Directory of Open
Access Books (DOAB), and the Verzeichnis Lieferbarer Bücher (VLB).

Print on Demand and Multiple Formats
MDPI Books are available for purchase and to read online at any time. Our
print-on-demand service offers a sustainable, cost-effective and fast way to
publish MDPI Books printed versions.

MDPI AG
St. Alban-Anlage 66
4052 Basel
Switzerland
Tel: +41 61 683 77 34
www.mdpi.com/books
books@mdpi.com


	Hereditary Hemorrhagic Telangiectasia: Diagnosis and Management

