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A rarely seen congenital malformation in an elderly 
patient: Uhl’s anomaly  

Yaşlı bir hastada nadir bir konjenital malformasyon: Uhl’s anomalisi 
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INTRODUCTION 

The partial or complete absence of the myocardi-
um of the right ventricle is defined as Uhl’s anomaly 
(UA). It was reported as a very rare congenital mal-
formation in a review which included 84 reported 
cases in the literature from the beginning of 20th cen-
tury to 1993. It may be isolated or related with other 
congenital cardiac malformations1,2. Although the 
exact pathophysiology is not obvious, primary non-
development of the myocytes and the apoptosis of 
the myocytes are the two different theories for the 
explanation of the etiology2. Cardiac magnetic reso-
nance imaging (MRI) findings in UA are right ventri-
cular dilatation with the absence of the right ventri-
cular myocardium, hypokinetic wall movements and 
related tricuspid valve regurgitation. Here, we report 
a rare case of UA, which had been misdiagnosed as 
Ebstein’s anomaly in a 62-year-old female.

CASE REPORT

A 62-year-old female was admitted to our outpati-
ent clinic with exertional dyspnea. On physical exa-
mination there was mild pretibial edema and jugular 
vein distention with no cyanosis. Pansystolic murmur 
was present at the apex. She had been diagnosed 
as Ebstein’s anomaly during childhood. Transthora-
sic echocardiography (TTE) which was performed on 
admission revealed distinct dilatation of right atri-
um and right ventricle with right ventricular systolic 
dysfunction and severe tricuspid valve regurgitation. 
The systolic function and the diameters of the left 
ventricle were normal. We also observed a thin en-
docardial and epicardial layer of right ventricle pa-
rallel to each other which was consistent with the 
absence of myocardium of the right ventricle (Figure 
1a,b). Therefore cardiac MRI was planned in order to 
diagnose the absence of the right ventricular myo-
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ÖZ

Uhl’s Anomalisi (UA) sağ ventrikülde parsiyel ya da total miyo-
kard yokluğu ile tanımlanan nadir bir konjenital malformasyon-
dur. UA sıklıkla aritmojenik sağ ventrikül displazisi veya Ebstein’s 
anomalisi ile karıştırılır. UA’nın ayırıcı tanısında kardiyak magne-
tik rezonans görüntüleme, altın standart tanı tekniğidir. Burada 
nadir olarak 62 yaşında Ebstein’s anomalisi yanlış tanısı almış bir 
UA olgusunu sunacağız.

Anahtar kelimeler: Uhl’s anomalisi, kardiyak magnetik rezonans 
görüntüleme, sağ ventrikül



203

N. Keleş ve ark., A rarely seen congenital malformation in an elderly patient: Uhl’s anomaly

cardium. Steady-state free-precession (SSFP) cardiac 
MRI images demonstrated a marked dilatation of the 
right atrium and the right ventricle with the comple-
te absence of the right ventricular myocardial layer 
(white arrows) (Figure 2a,b) The left ventricle was 
constricted and displaced laterally on long-axis four-
chamber views. The ejection fraction of the right 
ventricle was calculated as 25%. The end-diastolic, 
and the end-systolic volume indices of right ventricle 
were 147.1 and 109.6 ml/m2 respectively. Tricuspid 
valve hinged normally and was not dysplastic. The 
severe tricuspid valve regurgitation was considered 
to be due to annular dilatation.

She had been diagnosed as Ebstein’s anomaly during 
childhood and had been followed as Ebstein’s ano-
maly till date. However, we showed that she did not 
have Ebstein’s anomaly, actually she had UA which 
was demonstrated with cardiac MRI.

DISCUSSION

UA is described as a rare cardiomyopathy with a thin 
walled dilated right ventricle because of the absence 
of myocardium. Firstly, Osler demonstrated a heart 
with a very thin wall like a parchment. Afterwards, 
Uhl reported a similar case after an autopsy of an 
old infant and thereafter, Fontaine et al. defined a 
condition named as “arrhythmogenic right ventri-
cular dysplasia” (ARVD) featured by local deficiency 
or fibro-fatty replacement of the right ventricular 
myocardium. UA and ARVD has distinct and different 
morphological properties. In UA, the affected wall is 
not replaced by a fat tissue, and endocardial and epi-
cardial layer are parallel to each other, while in ARVD, 
myocardial tissue is replaced by fibrous fatty tissue1,2. 
One of the possible causes of UA is the failure of the 
development of the right ventricular myocardium 
during embryonic period. Recently a hypothesis that 
the right ventricular myocardium may be destroyed 
because of a cascade of apoptosis of the myocardi-
ocytes has been introduced based on trials in mole-
cular biology2. 

Ebstein’s disease or Ebstein’s anomaly is defined as 
a rare and interesting congenital malformation of 
the tricuspid valve. The malformed tricuspid valve 
may be stenotic, incompetent, or rarely, imperfora-
te3. Uhl’s anomaly is often misdiagnosed as ARVD or 
Ebstein’s anomaly like in the present case and cardi-
ac MRI complementary to TTE may be a useful diag-
nostic tool for differential diagnosis of UA.

Most of the patients with Uhl’s anomaly require surgi-
cal treatment during childhood to lead a normal life. 
The surgical approaches for the treatment of Uhl’s 
anomaly involve one and a half ventricle repair with 
partial right ventriculectomy, a bidirectional Glenn 
procedure with atrial septectomy and separation of 
the main pulmonary artery followed by plicating of 
the RV cavity and cardiac transplantation4.

Many of the patients with Uhl’s anomaly die in in-
fancy or childhood without surgical treatment. In 
the present case the patient with Uhl’s anomaly had 

Figure 1. Transthorasic echocardiography parasternal long axis 
(A) and apical four chamber (B) views demonstrated dilatation 
of right chambers and  a thin endocardial and epicardial layer of 
right vetricle parallel to each other (arrows) which was consis-
tent with the absence of myocardium of right ventricle.

Figure 2. Cardiac magnetic resonance imaging steady-state 
free-precession (SSFP) images showed marked dilatation of the 
right atrium and the right ventricle with the complete absence 
of the right ventricular myocardial layer (white arrows).
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nearly normal life span without surgical treatment. 
In the literature only a few cases with UA were re-
portedly survived till advanced ages without surgical 
treatment5,6.
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