
INTRODUCTION
Hereditary haemorrhagic telangiectasia (HHT, Osler-Weber-
Rendu syndrome) has been subjected to under-reporting for 
many years. Recent careful epidemiological studies in France, 
Denmark, and Japan, however, revealed an incidence of one 

1-3in 5–8000. . HHT is an autosomal dominant condition. 
Despite the fact that nearly 20% of the cases do not have a 

4family history; they could represent sporadic mutations. . The 
rare case of systemic bromuscular dysplasia is 
characterized by the presence of small, red, telangiectatic 
lesions of 2-3 mm diameter that are found on the skin and 
mucosal surfaces, particularly the face, lips, mouth, and 

5nasopharynx. . Epistaxis from nasal mucosal telangiectasia 
being the most common presentation of this disease that is 

6seen in 32-85% of patients. . The respiratory symptom most 
commonly present at the time of diagnosis is dyspnea and 

5hemoptysis are a less common symptom. . Hemoptysis ranges 
6in frequency from 4 to 18%. .

Case report:
A 50-year-old male known case of Osler-Weber-Rendu 
Syndrome with history of recurrent admissions to hospital for 
blood transfusion due to recurrent epistaxis presented with 
complaints of shortness of breath (SOB), abdominal 
distension, swelling of feet, and easy fatiguability since last 15 
days. SOB was associated with orthopnea and dyspnea in left 
recumbent position.

On physical examination, the patient had tachycardia, pallor, 
raised jugular venous pressure, and pedal edema. Oral 
telangiectasias were also present.

Respiratory system examination revealed shifting of trachea 
to left side and decreased chest movement on the right side. 
Breath sounds were absent in the right infra-axillary area and 
diminished in right infrascapular area.

Cardiovascular examination revealed tachycardia along with 
pan systolic murmur in tricuspid area.

Abdominal examination showed soft and distended abdomen 
with anks full with shifting dullness.

On laboratory investigations, the patient was reported to be 
9severely anemic (Hb 6.5 g/dl), leucopenia (TLC 3.7 X 10 /L) 

with hypoalbuminemia (Albumin 3.3 g/dl). Peripheral blood 
lm showed microcytic hypochromic anemia and leucopenia. 
Serum iron examination was suggestive of iron deciency (Fe 

20 µg/dl; total iron binding capacity 471 µg/dl; transferrin 
saturation 4.89%; serum ferritin 7.49 ng/ml). 

Electrocardiography was suggestive of left ventricular 
hypertrophy and chest X-ray showed right sided pleural 
effusion which was tapped and found to be transudative 
(pleural uid LDH/serum LDH=0.51; pleural uid protein/ 
serum protein=0.42). Ascitic uid was tapped and was found 
to have high serum ascitic albumin gradient and low protein 
(Table 1). 

On further evaluation, ultrasound abdomen showed 
hepatomegaly with coarse echotexture and nodular outline 
with splenomegaly. ultrasound color Doppler showed multiple 
intrahepatic tortuous dilated vessels in both lobes of liver 
(Figure 2a) with portal vein (PV) diameter of 15 mm and 
velocity of 34.89 cm/sec (Figure 2b).

Triple phased CT scan of abdomen showed dilated celiac 
artery, left gastric, common hepatic and its branches, splenic 
and superior mesenteric artery with tortuous vessels arising 
from left gastric artery. PV hypertension with dilated PV with 
splenomegaly with evidence of tortuous dilated collaterals 
was seen at porta hepatis, splenic hilum and perigastric 
region. Hepatomegaly without evidence of cirrhosis; however, 
features of transient hepatic attenuation difference were seen 
in liver parenchyma. Ascites, right pleural effusion and 
feature suggestive of congestive cardiac failure with early 
lling of inferior vena cava were also present.

Upper gastrointestinal endoscopy revealed multiple 
telangiectasias along with 3 active bleeding sites in stomach 

ndand telangiectasias in 2  part of duodenum (Figure 3).

DISCUSSION
Osler-Weber-Rendu disease is a hereditary disease that can 
present with sporadic mutation and different phenotype 
variations. Many genes have been implicated with the 
disease pathogenesis; however, the most important one so far 
is located on 9q that codes for a surface glycoprotein 
endoglin, a surface receptor for TGF-, which will mediate 
vascular remodeling by affecting the extracellular matrix 

7,8production.  Sixty percent of patients with pulmonary 
arteriovenous malformations have hemorrhagic hereditary 
telangiectasia; however, only 15-33% of people with this 

9disease have pulmonary arteriovenous malformations.  
Patients diagnosed with this disease are mostly in their thirties 

6or forties with the mean age being 38-40 years.  However 
5occasionally the condition is detected in infancy.
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The diagnosis of OWRD or HHT is based on Curacao clinical 
1 0criteria followed as : epistaxis; telangiectasias— 

characteristic sites include lips, oral cavity, ngers and nose; 
visceral lesions including gastrointestinal, hepatic, PAVMs, 
cerebral AVMs (CAVMs) or spinal AVMs; family history with a 
rst-degree relative with HHT. Presence of all three criteria 
makes a denite diagnosis and two are needed for a possible 
diagnosis.

HHT is a common cause of hepatic involvement in the form of 
focal nodular hyperplasia and hepatic AVMS, more 
commonly reported with activin receptor-like kinase-1 
mutation with a prevalence of up to 84%. However, portal 
hypertension is uncommon with presence in less than 10% 

11,12patients.  Portal hypertension and hepatic encephalopathy 
more commonly appear to result from increased sinusoidal 
blood ow, leading to enhanced deposition of brous tissue 

13,14and pseudo cirrhosis of the liver.

Prognosis
Most HHT patients who have adequate access to healthcare 
will have normal life expectancies. There is a bimodal 
distribution of mortality, with peaks at age 50 and then from 60 
to 79. Most of the mortality of HHT is the result of complications 

15of AVMs, particularly in the brain, lungs, and GI system.

Table 1: Ascitic uid analysis

Figure 1: Oral telangiectasia

Figure 2: Ultrasound Color Doppler A) Tortuous dilated 
vessels B) portal vein velocity

CONCLUSION
Osler-Weber-Rendu syndrome is a rare cause of vascular 
dysplasia involving many organs and systems. A case of 
portal hypertension in a patient with HHT was presented. 

REFERENCES
1. Bideau A, Plauchu H, Brunet G, et al. Etude épidémiologique de la maladie de 

Rendu-Osler disease en France. Population 1989;1:9–28.
2. Dakeishi M, Shioya T, Wada Y, et al. Genetic epidemiology of hereditary 

haemorrhagic telangiectasia in a local community in the northern part of 
Japan. Hum Mutat 2002;19:140–8.

3. Kjeldsen AD, Vase P, Green A. Hereditary hemorrhagic telangiectasia (HHT): 
a population-based study of prevalence and mortality in Danish HHT 
patients. J Intern Med 1999;245:31–9.

4. Carpes OL, Moussalle MM, Ravanello R, Moraes VA, Swarowsky AM. 
Osler-Weber Syndrome: Case report and literature review. Rev Bras 
Otorrinolaringol 1999;654:354-6.

5. Seaton A, Seaton D. Developmental disorders of lung. In: Seaton A, Seaton D, 
thLeitch AG, editors. Crofton and Douglas's Respiratory Diseases. 5  ed. vol. 2. 

Oxford: Blackwell Science; 2012. p. 1323.
6. Goodenberger DM. Pulmonary arteriovenous malformations. In: Fishman A, 

Elias J, Fishman J, Grippi M, Senior R, Pack A, editors. Fishman's Pulmonary 
Diseases and Disorders. 4th McGraw Hill; 2008. p. 1470.

7. Dakeishi M, Shioya T, Wada Y, Shindo T, Otaka K, Manabe M, et al. Genetic 
epidemiology of Hereditary hemorrhagic telangiectasia in a local community 
in the northern part of Japan. Hum Mutat 2002;19:140-8.

8. Trembath RC, Thomson JR, Machado RD, Morgan NV, Atkinson C, Winship I, 
et al. Clinical and molecular genetic features of pulmonary hypertension in 
patients with Hereditary hemorrhagic telangiectasia. N Engl J Med. 
2001;345;325-34.

9. Juares AJ, Dell'Aringa AR, Nardi JC, Kobari K, Gradim Moron Rodrigues VL, 
Perches Filho RM. Rendu-Osler-Weber Syndrome: Case report and literature 
review. Braz J Otorhinolaryngol 2008;74:452-7.

10. Shovlin CL, Guttmacher AE, Buscarini E et al. Diagnostic criteria for 
hereditary hemorrhagic telangiectasia (Rendu-Osler-Weber syndrome). Am J 
Med Genet. 2000;91:66–7.

11. Buonamico P, Suppressa P, Lenato GM et al. Liver involvement in a large 
cohort of patients with hereditary hemorrhagic telangiectasia: Echo-color-
Doppler vs multislice computed tomography study. J Hepatol. 2008;48:811–12.

12. Ianora AA, Memeo M, Sabba C et al. Hereditary hemorrhagic telangiectasia: 
multi-detector row helical CT assessment of hepatic involvement. Radiology. 
2004;230:250–9. 

13. Garcia-Tsao G, Korzenik JR, Young L et al. Liver disease in patients with 
hereditary hemorrhagic telangiectasia. N Engl J Med. 2000;343:931 

14. Saluja S, White RI. Hereditary hemorrhagic telangiectasia of the liver: 
hyperperfusion with relative ischemia—poverty amidst plenty. Radiology 
2004;230:25 

15. Macri A, Sharma S. Osler- Weber-Rendu Disease (Hereditary Hemorrhagic 
Telangiectasia, HHT). https://www.ncbi.nlm.nih.gov/books/NBK482361/. Last 
accessed on 07-Mar-2021

VOLUME - 10, ISSUE - 03, MARCH - 2021 • PRINT ISSN No. 2277 - 8160 • DOI : 10.36106/gjra

Value
Appearance Straw and clear
Total protein 2.1 g/dl
Albumin 1.0 g/dl
Glucose 90 mg/dl
WBCs 95.9 X10 /L (N10%, L90%)
SAAG 2.3 
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