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Case Report
Hereditary hemorrhagic telangiectasia (HHT) is an autosomal dominant genetic disease manifested by formation of tel-
angiectasias and visceral vascular malformations of organ systems, including the skin, lungs, gastrointestinal tract, brain, 
and liver. Hepatic involvement may lead to portal hypertension, high-output cardiac failure, and biliary strictures.1 Diag-
nosis requires patients to have 3 of 4 clinical characteristics: epistaxis, telangiectasia on the skin, visceral lesions, and 
a first-degree relative with HHT.2 Management involves controlling the source of bleeding by packing the nasopharynx, 
endoscopic therapies, or pulmonary or hepatic embolization.3 

A 48-year-old female with HHT diagnosed at age 21 years presented with worsening shortness of breath and lower ex-
tremity edema over a 6-month period. She had heart failure with high cardiac output of 8.2 L/min. Prior chest and brain 
CT showed no AV malformations and she had no previous history of upper or lower gastrointestinal bleeds. Abdominal 
computed tomography showed markedly dilated portal vein, hepatic vein, and inferior vena cava with heterogeneous 
enlarged liver and innumerable hyperdense nodules (Figure 1). Vascular ultrasound of the liver showed high velocity 
and low resistive indices of the hepatic arteries with multiple hepatic intraparenchymal shunts. The patient developed 
oropharyngeal bleeding that rapidly progressed, leading to aspiration of blood, cardiac arrest, and death. 
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Figure 1. Abdominal CT showing markedly dilated portal vein, hepatic vein, 
and inferior vena cava with heterogeneous enlarged liver and innumerable 
hyperdense nodules.

Liver angioectasias in HHT can cause increased preload 
leading to high-output heart failure. Recognition of imaging 
findings is important for determining diagnosis and sever-
ity of disease in patients with suspected HHT. Per AASLD 
guidelines, hepatic artery embolization should be avoided, 
and the only definitive treatment in symptomatic patients 
with HHT is liver transplantation.4 

Disclosures 
Author contributions: G. Singh drafted the manuscript. T. 
Adhami edited the manuscript. N. Alkhouri drafted and ed-
ited the manuscript, and is the article guarantor. 

Financial disclosure: None to report. 

The patient is now deceased, so the authors made every ef-
fort to contact her next of kin for informed consent, but were 
unsuccessful. However, the authors feel that the patient 
information is sufficiently anonymous and that the patient 
would not object to this publication.



Publish your work in ACG Case Reports Journal
ACG Case Reports Journal is a peer-reviewed, open-access publication that provides GI fellows, private practice clinicians, and other members of the 
health care team an opportunity to share interesting case reports with their peers and with leaders in the field. Visit http://acgcasereports.gi.org for 
submission guidelines. Submit your manuscript online at http://mc.manuscriptcentral.com/acgcr.

Singh et al

acgcasereports.gi.org

HTT with Liver Vascular Malformation

17 ACG Case Reports Journal | Volume 2 | Issue 1 | October 2014

Previous Presentation: Presented at ACG 2012 Annual Sci-
entific Meeting; Las Vegas, Nevada; October 19-24, 2012. 

Received: June 3, 2014; Accepted: September 2, 2014 

References
1.	 Garcia-Tsao G, Korzenik JR, Young L, et al. Liver disease in pa-

tients with hereditary hemorrhagic telangiectasia. N Engl J Med. 
2000;343(13):931–936.

2.	 Shovlin CL, Guttmacher AE, Buscarini E, et al. Diagnostic criteria 
for hereditary hemorrhagic telangiectasia (Rendu-Osler-Weber syn-
drome). Am J Med Genet. 2000;91(1):66–67.

3.	 Guttmacher AE, Marchuk DA, White JR. Hereditary hemorrhagic tel-
angiectasia. N Engl J Med. 1995;333(14):918–924.

4.	 DeLeve LD, Valla DC, Garcia-Tsao G, et al. Vascular disorders of the 
liver. Hepatology. 2009;49(5):1729–1764.


