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Introduction: Osler-Weber-Rendu or Hereditary Hemorrhagic Telangiectasia (HHT) is an autosomal dominant disease, more common than previously thought. Pulmonary and cerebral arteriovenous malformations (AVMs) are frequent in HHT and can present in childhood. The AVMs can be asymptomatic until presenting with life-threatening complications. The clinical and genetic characteristics of HHT and the prevalence of visceral AVMs in Israeli patients were not previously described. 
Objectives: To characterize the genetic and clinical manifestations of patients with HHT. 
Methods: All patients referred to the Israeli HHT national center were included. Diagnosis of definite and suspected HHT was made using the consensus diagnostic criteria (epistaxis, telangiectases, visceral AVMs, family history) or genetic analysis when informative. Bubble echocardiography followed by chest CT when indicated was performed to detect pulmonary AVMs. Cerebral AVMs were detected by head MRI. 
Results: 189 patients (2-75y, median-37y) were included. 94 patients met the diagnostic criteria of definite HHT. Seventeen were diagnosed with suspected HHT.  
Familial genetic analysis confirmed the diagnosis of HHT1 (Endoglin mutation) in 16 patients and HHT2 (ALK-1 mutation) in 31. No mutation was found in 31% of patients with definite HHT, similar to published series. 
Pulmonary AVMs were detected in 40% of patients with definite HHT, nine of them younger than 18y. The AVMs were asymptomatic in 54% of patients. Fifteen patients demonstrated significant pulmonary complications (cyanosis, hemothorax, brain abscesses, strokes). Pulmonary AVMs were more common in HHT1 than HHT2 (p<0.05). Two patients had severe pulmonary hypertension. 
Cerebral AVMs were detected in 10%, mostly small and asymptomatic. One child required cerebral artery embolization. 
24 patients with pulmonary AVMs were treated with pulmonary artery embolization with improvement. No significant side effects were reported.  
Conclusions: Pulmonary and cerebral AVMs are common in patients with HHT and are frequently asymptomatic. Children and adults with HHT or with a family history of HHT should be screened for visceral AVMs, since morbidity is significant and treatment is usually successful.


