
Clinical feature  # of EHR
Months before

diagnostic code
(median)

Epistaxis 190 -38

Microcytic anemia 90 -37

Migraine 81 -72

Telangiectasia of the skin 54 -5

Arteriovenous malformation 28 -8

Seizure 23 -74

Spontaneous hematomas 20 -37

Cavernous hemangioma 20 -23

Intestinal polyposis 17 -24

Hematuria 17 -56

Transient ischemic attack /
Stroke

12 -41

Gastrointestinal hemorrhage 12 -5

Hemoptysis 11 -11

Visceral angiomatosis 8 -33

Pulmonary arterial
hypertension

3 -24

Cerebral hemorrhage 1 0
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Introduction

Hereditary hemorrhagic telangiectasia (HHT) is
a rare genetic disorder. Early diagnosis is
challenging due to the disease’s complexity
and low physician awareness. 

Signs and symptoms of HHT

Epistaxis

Telangiectasia

Methods

Arteriovenous
malformation

(AVMs)

A cohort of HHT patients was identified in the
Optimum Patient Care Research Database
(OPCRD), a database of 13.4 million patients’
primary care electronic health records (EHR).

Cases were identified by the presence of the
SNOMED-CT diagnostic code for HHT.

The clinical features that make up the
diagnostic criteria for HHT were mapped to the
appropriate SNOMED-CT codes.

All patients with a diagnostic code for HHT in
their EHR were examined for the presence of
clinical features in advance of their
diagnostic date for HHT. 

Descriptive statistics were performed including
patient count and time before diagnosis
summarised by median of months. 

Results

Number of electronic patient records
containing the HHT diagnostic code: 1,119

Conclusions

Clinical features of HHT can be identified in
patients’ primary care EHR in advance of
diagnosis. These may be used to develop
phenotypical prediction tools to help
identify patients at risk of HHT.  

Further work is needed to validate these
results in other data-sets and control
comparisons.
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