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Osler Weber Rendu Syndrome – An Interesting Case Report 
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Abstract 

Osler weber rendu syndrome] is a rare autosomal dominant inherited disorder with late onset penetrance 

associated with extreme phenotypic variations. Here we present a case with typical clinical features 

diagnosed prior life-threatening visceral involvement. 
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Introduction  

Osler weber rendu syndrome also known as 

Hereditary Hemorrhagic Telangiectasia [HHT] is a 

rare genetic disorder transmitted in autosomal 

dominant manner characterised by recurrent bouts 

of epistaxis, multiple mucocutaneous telangiectasias 

& visceral arteriovenous malformations.
[1]

  It can 

present at any age
[2]

 with wide spectrum of 

manifestations being completely symptomatic at 

one end to multi-organ dysfunction at other end. 

 

Case Report  

52 years old male patient presented with multiple 

reddish spots over both hands and mouth for past 3 

months. 

 He also had history of spontaneous bleeding 

from lesions over tongue  

 History of recurrent epistaxis was present for 

past 10 years for which he has been on 

symptomatic treatment. 

 No history of gum bleeding, abdominal pain, 

hematemesis or melena or hemoptysis 

 No history  of headache, black outs, seizures 

or visual disturbances 

 No history of bluish discoloration of nose, 

ear / fingertips. 

 No History of  any joint pain / swelling 

 Known hypertensive on medications for past 

10 years. 

 Recently diagnosed Type 2 Diabetes 

Mellitus started on oral hypoglycaemics. 

 Family history revealed that his own brother 

and nephew are having similar complaints 

Detailed cutaneous examination revealed multiple 

macular erythematous lesions over both palms [Fig 

1] and multiple compressible erythematous non 
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pulsatile papular lesions over dorsal and ventral 

surface of tongue and soft palate [Fig 2]. Lesions 

over the palms were completely blanchable on 

diascopy. General examination revealed pallor. 

There was no organomegaly/ lymphadenopathy.  

Based on clinical examination, Angina bullosa 

hemorrhagica, HHT, Lymph-hemangioma of tongue 

were considered. 

 

 
Fig.1 showing Telangiectasias over both palms 

 

 
Fig.2 showing mucosa telangiectasias over dorsal 

and ventral tongue 

 

Blood investigations revealed Hemoglobin9.5 g%, 

Peripheral smear showed microcytic hypochromic 

anaemia. Bleeding time, Clotting time, Prothrombin 

Time and APTT were normal. 

Coagulation profile was within normal limits. 

Absolute platelet count was 3.2 lakhs. Stool for 

occult blood was negative. Chest X ray, USG 

abdomen and CT Brain revealed no abnormalities. 

Histopathology revealed dilated capillaries. [Fig.3] 

 
Fig.3. Histopathological examination showing thin 

walled dilated capillaries 

 

Hence as the patient fulfilled 3 out of 4criterias in 

Curacao’s diagnostic criteria, patient was diagnosed 

as a case of HHT. 

 

Discussion 

Osler-Weber-Rendu syndrome is a rare inherited 

vessel wall abnormality with an incidence of 1-

2/10000 causing systemic fibrovascular dysplasia. 

Genetic studies revealed 6 different gene 

involvement
[2]

. 

• Four identified (ENG, ACVRL1, SMAD4, 

GDF2) 

• Two localized (HHT3 on chromosome 

5q31.3‐ q32,
[4]

 and HHT4 on chromosome 

7p14)
[3]

 

These genes were found to encode components of 

TGF-beta signalling pathway which play a role in 

angiogenesis & vessel wall integrity. Primary 

manifestation is epistaxis in most cases which starts 

in childhood / around puberty. Mucocutaneous 

telangiectasias are nothing but AVM which appear 

after puberty and increase in size & no as the patient 

ages. Three varieties of telangiectasias have been 

described. [Table 1]
 

Table 1 Types of Telangiectasias
 

Discrete red punctum[Most common] 

Spider nevi/ nevus araneus 

Linear/ branched types 

 

Gastrointestinal & genitourinary tract hemorrhages 

manifest later in life leading to iron deficiency 

anaemia / life threatening complications like 

pulmonary, hepatic / cerebral hemorrhages. 
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Diagnosis is based on Curacao’s Criteria put forth 

by International Foundation on HHT.
[6]

 Three of the 

criteria should be fulfilled for definite diagnosis and 

diagnosis is possible if two are present. If less than 

two criteria are met then the diagnosis is unlikely. 

Table 2 Curacao Diagnostic criteria
[5] 

Epistaxis- spontaneous recurrent nose bleeds 

Telangiectasias –multiple , at characteristic sites( lips, oral 

cavity, fingers ,nose) 

Visceral lesions 

 GI Telangiectasias 

 AVmalformations(pulmonary,hepatic, 

cerebral/spinal) 

Family history -1
st
 degree relative with HHT 

 

Our case met three of the above mentioned criteria 

and is unique because the diagnosis was made 

before development of visceral involvement which 

may result in life threatening complications. 

Anemia seen in our patient might be the result of 

recurrent bleeding from his mucosal lesions. The 

patient was managed with iron supplementation and 

the mucocutaneous manifestations were managed 

with diathermy and the patient is on regular follow 

up for early detection of visceral manifestations.  

Treatment in HHT is multidisciplinary.Primarily 

supportive management should be done with iron 

supplementation for milder cases as in this case, to 

Blood tranfusion in severe cases. Surgical ligation, 

embolectomy or radiosurgery may be needed in 

visceral AV malformations. Diathermy, 

sclerotherapy, infrared coagulation or laser ablation 

have been tried in localised mucocutaneous lesions. 
[6][8] 

Systemic therapy has been tried using 

Thalidomide
[7]

 and anti-VEGF antibodies like 

Bevacizumab.
[9]
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