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ABSTRACT

Osler-Weber- Rendu syndrome is a rare autosomal dominant vascular disorder, characterised by multiple telangiectases
of the skin and mucous membranes with recurrent nasal and gastrointestinal bleedings and arteriovenous malformations
of various organ systems. It is also called as hereditary hemorrhagic telangiectasia (HHT). The occurrence of
telangiectases in the stomach and small bowel can result in chronic bleeding and anaemia. We report a rare case of 39
year old female with Osler Weber Rendu syndrome associated with portal hypertension. She had recurrent nasal and
gastrointestinal bleeding, and presented with complaints of progressive dyspnea NYHA class I11. On further evaluation

she was found to have portal hypertension, which is a rare association.
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INTRODUCTION

Osler Weber Rendu syndrome (OWRS) or hereditary
hemorrhagic telangiectasia (HHT) is a rare autosomal
dominant disorder with incidence of 1-2 cases per 100,000
populations.! Pathologic dilation of post-capillary venules
leads to diffuse distribution of arteriovenous
malformations in the skin, mucosal surfaces increase as the
age increases. lron deficiency anemia from spontaneous
recurrent epistaxis and gastrointestinal bleeding is very
common and it was noticed in our patient.?®

96% of patients with OWRS will have epistaxis, which is
the most common and foremost clinical manifestation. It
is followed by cutaneous telangiectasias (75%).4% The
vascular malformations may involve lungs, liver, kidney,
and brain may also seen. Portal venous hypertension is
reported in less than 10% of subjects with OWRS and this
account for increased mortality rate.® In this study, we

present a rare case of Osler weber syndrome manifesting
with indirect signs of portal hypertension.

CASE REPORT

A 39 year old female presented to outpatient department
with complaints of progressive dyspnea NYHA Class IlI.
She had the history of dyspnea for the past one month.
Patient also had history of palpitation, abdominal
distension, and lower limb swelling for the past one month.
She gave history of epistaxis since childhood. There was
no history of any malena or any other bleeding
manifestations. History of multiple blood transfusions (3
times) done in past two years. Patient’s younger sister also
had similar complaints of recurrent epistaxis. On general
examination pallor and pitting pedal edema was present.
Multiple telangiectasia spots were present in the palms
(Figure 1) and tongue (Figure 2) on local examination.
Abdominal examination revealed distended abdomen and
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hepatosplenomegaly. Other systemic examinations were
normal.

Laboratory investigations revealed severe anemia with HB
2.4 gm/dl. All the parameters related to RBC were
decreased with RBC count- 1.7 million cells/cumm, PCV-
10.9%, MCV- 64.1 fl, MCH- 14.1 pg and MCHC- 22 g/dl.
Platelet count was 5.28 lakhs/cumm. Peripheral mear
study showed severe microcytic hypochromic anemia and
thrombocytosis.

Figure 1: Multiple telangiectatic spots noted over the
palm aspect of hands.

It was noted that Mentzer index was 37, serum ferritin 23.2
ng/ml (normal serum ferritin: 10-120 ng/dl), serum iron-
27 (normal serum iron: 65-176 pg/dl), and transferrin
saturation was 9.89% (normal transferring saturation: 15-
50%). Coagulation profile (bleeding time- 4 min, clotting
time- 104 sec), PT/ INR/ aPTT/renal function test, liver
function tests and urine analysis were all within normal
limits.

Figure 3: Dilated portal vein- 14 mm, also note the
hepatomegaly.

Figure 5: Dilated splenic vein- 9.7 mm along with
splenomegaly.

CECT done revealed hepatomegaly with 22.8 cm
increased in size, normal in attenuation and outline was
noted. Hepatic veins were normal. Portal vein is 14 mm
(dilated) (Figure 3). Celiac artery and its branches appears
dilated (Figure 3) common hepatic artery was 8 mm in
diameter. Splenomegaly (13.8x7.9 cm size) with splenic
notch noted with normal attenuation and outline. Splenic
vein was 9.7 mm dilated (Figure 4). There was no evidence
of collaterals and focal lesions. No AV malformation was
noticed in CECT brain and CECT thorax. Multiple
hemorrhagic spots in the body of stomach were noted in
upper Gl endoscopy. Echo Heart revealed LV diastolic
dysfunction with ejection fraction of 45%.
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Patient received 3 packed red blood cell (PRBC)
transfusions and iron replacement was done with iron
sucrose injection and oral supplementation. At the time of
discharge patient’s hemoglobin level was improved from
2.410 8.1 g/dl.

DISCUSSION

Iron deficiency anaemia is one of the most frequent
complications of OWRS secondary to blood loss. Pahl et
al reported that around 11% of the individuals had severe
anemia and 40% of them had epistaxis and gastrointestinal
bleeding.” In our patient the episodes of recurrent epistaxis
and chronic Gl bleeding were the cause of life-threatening
anaemia. We also noticed the indirect signs of portal
hypertension, including hepatomegaly, splenomegaly and
increased portal vein diameter.® The prevalence of hepatic
involvement in HHT had been estimated at 8-31% in
retrospective studies and only less than 10% of them are
symptomatic.®%° Splenic involvement is considered a rare
manifestation, with only a few case reports describing
splenic involvement in patients with HHT.'112 Several case
reports of Osler Weber syndrome have mentioned about
the hepatic involvement ranging from 74-79% but the
isolated involvement of liver is very rare. Itis significantly
predominant in females (male and female ratio 1:2 to 1:4.5
respectively). Usually arterioportal stunts are rare and it is
associated with portal hypertension.*®* In our subject we
have noticed both splenomegaly and hepatomegaly which
are rare manifestation.

Permanent, effective cure for HHT is not available. We
have treated our patients with 3 packed red blood cell
transfusions and iron sucrose injection. At the time of
discharge patient’s haemoglobin level improved. Past
studies have shown that thalidomide seems to be the best
promising treatment in HHT. It modulates the activation of
mural cells and enhances both their proliferation and it can
make HHT vessels more firm and less prone to breaking *°
Hormone treatment (oestrogen, progestagen) has been
successfully used in controlling epistaxis and
gastrointestinal bleeding in patients with HHT, with few
side effects.® Since majority of hepatic involvement is
asymptomatic, pre-symptomatic treatment is not available.
Hepatic involvement is usually associated with substantial
impact on quality of life and significant mortality. The
prognosis for HHT varies and it depends on the severity of
symptoms. Life expectancy in patients with HHT is lower
than the general population. Sepsis and cardiac failure are
the main causes of death.!’

CONCLUSION

Osler-Weber-Rendu  syndrome  presenting  with
asymptomatic portal hypertension and splenomegaly is a
very rare phenomenon. Appropriate diagnostic measures
and proper medical history should be taken. Care should
be taken in the early identification of symptoms and
treating it.
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