
Case Report

Abstract
Ectopia cordis is a rare congenital malformation in which the heart is located partially or totally outside the thoracic cavity. The estimated prevalence of 
ectopia cordis is 5.5-7.9 per million births and it comprises 0.1% of congenital heart diseases. Ectopia cordis is associated with other congenital heart 
diseases and various tissue and organ disorders. Common cardiac anomalies associated with ectopia cordis include ventricular septal defect, atrial 
septal defect, pulmonary stenosis, right ventricular diverticulum, double right ventricular outflow tract and tetralogy of Fallot. Extracardiac anomalies 
associated with ectopia cordis reported in the literature include omphalocele, gastrochisis, cleft lip and palate, scollosis and central nervous system 
malformations. Here we report a newborn with ectopia cordis who was diagnosed prenatally. (Turk Pediatri Ars 2015; 50: 129-31)

Keywords:  Pentalogy of Cantrell, Ectopia cordis, midline developmental anomalies  

129

A rare case of cardiac anomaly: prenatally diagnosed 
ectopia cordis

Yalçın Çelik1, Olgu Hallıoğlu2, Nursel Basut3, Hasan Demetgül2, A. Esin Kibar4

1Department of Pediatrics, Division of Neonatology, Mersin University Faculty of Medicine,  Mersin, Turkey
2Department of Pediatrics, Division of Pediatric Cardiology, Mersin University Faculty of Medicine, Mersin, Turkey
3Department of Pediatrics, Mersin University Faculty of Medicine, Mersin, Turkey
4Clinic of Pediatric Cardiology, Mersin women’s and Children’s Hospital, Mersin, Turkey

This case report was presented at the 21th National Neonatology Congress, 14-17 April 2013, Antalya.
Address for Correspondence: Yalçın Çelik, Mersin Üniversitesi Tıp Fakültesi, Çocuk Sağlığı ve Hastalıkları Anabilim Dalı, Yenidoğan Bilim Dalı, 
Mersin, Türkiye. E-mail: drycelik@yahoo.com  
Received: 28.02.2013      Accepted: 13.08.2013
©Copyright 2015 by Turkish Pediatric Association - Available online at www.turkpediatriarsivi.com
DOI: 10.5152/tpa.2015.927

Introduction
Ectopia cordis is a rare congenital malformation in which 
the heart is located partially or totally outside the thoracic 
cavity (1-5). It occurs with a prevalence of 5.5-7.9 in one 
million live births (1.4-6). Its frequency among all congen-
ital heart diseases is 0.1% (1.5). Ectopia cordis may occur 
alone or in accompaniment with other congenital heart 
diseases, central nervous system disorders and disorders 
including ompholocele, gastrochisis and cleft lip-palate 
(5). Here, a case of ectopia cordis diagnosed in the prenatal 
period is presented because it is observed rarely.

Case 
The heart of a female baby born with a birth weight of 
2 100 g at the 32nd gestational week by cesarean section 
from the first pregnancy of a 20-year mother was com-
pletely outside the thoracic cavity (Figure 1). The baby 
whose respiratory effort was absent after delivery and 

who had central cyanosis was intubated and internal-
ized in the neonatal intensive care unit. In the history, 
it was learned that fetal echocardiography performed in 
the 24th gestational week in our hospital revealed that 
the baby’s heart was outside the thoracic cavity, a sin-
gle atrium, hypoplasic right ventricle, ventricular septal 
defect and pulmonary atresia were present (Figure 2, 3). 
The mother had no history of morbidity before preg-
nancy or during pregnancy, did not use medication and 
was not exposed to radiation. In the familial history, it 
was learned that there was no familial history of con-
genital disorder or important morbidity and there was 
no consanguineous marriage between the mother and 
father. On physical examination, the baby’s face, neck 
and trunk were edematous, the heart was completely 
outside of the thoracic cavity, there was no pericardi-
um on the heart, the cardiac beats could be observed 
and the heart rate was 80/min. There was defect in the 
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abdominal wall above the umbilicus, abdominal dis-
tention was present, but there was no hepatomegaly or 
splenomegaly. The external genitalia were female in ap-
pearance. The patient who was intubated after delivery 
and in whom mechanical ventilation was initiated was 
lost in a short time in the follow-up. Written informed 
consent was obtained from the family of the patient. 

Discussion
Ectopia cordis has been known for 5 000 years, but its 
etiology and pathogenesis has not been elucidated yet 
(2, 6-8). In the pathogenesis, lack of completion of the 
normal developmental process of the sternum and 
thoracic wall is blamed (5, 6). Although ectopia cordis 
mostly occurs sporadically, familial cases have been 
reported rarely (7). Generally, there is no risk factor in 
the patients. However, it has been reported that ectopia 
cordis may be associated with viral infections, exposure 
to teratogens and chromosomal disorders including 
Trisomy 18 and Turner syndrome (2, 6-8). There was 
no known risk factor in the personal history and famil-
ial history of our patient. On physical examination, no 
findings suggesting trisomy, Turner syndrome or other 
syndromes were present, but chromosomal analaysis 
could not be performed. 

Complete ectopia cordis is defined as the heart being 
located outside the thoracic cavity without an over-
laying pericardial sac and partial ectopia cordis is de-
fined as the heart being located outside the thoracic 
cavity covered with pericardium and skin (7). Our 
patient had complete ectopia cordis. Ectopia cordis 
is divided into five groups depending on the local-
ization of the heart as cervical, cervicothoracic, tho-
racic, thorachoabdominal and abdominal (2.6-7.9). 
Thoracoabdominal ectopia cordis may be a part of 
middle line defects defined as Cantrell’s pentology 
(4, 10). In Cantell’s pentology, other congenital heart 
disorders are present in association with abdominal 
wall, sternum, diaphragm and pericardium disorders 
(1, 9). While cases with all of these five findings are 
defined as definite Cantrell’s pentology, cases with 
four of these five findings are defined as possible 
Cantrell’s pentology (1, 10). In our patient, the heart 
was localized in the thoracoabdominal region and 
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Figure 1. The heart of the patient outside the thoracic cavity and 
developmental disorder in the upper abdominal wall 

Figure 2. Fetal echocardiography reveals that the heart of the 
fetus is outside the thoracic cavity and inside the 
amniotic fluid 

RV: right ventricle; LV: left ventricle; MV: mitral valve; TV: tricuspic valve

Figure 3. Fetal echocardiography reveals that the heart of the 
fetus is outside the thoracic cavity and a large single 
atrium and ventricular septal defect are present

RV: right ventricle; LV: left ventricle; VSD: ventricular septal defect; CA: single atrium



diaphragm disorder which is one of the five findings 
of Cantrell’s pentology was absent.

Ectopia cordis is frequently accompanied by congeni-
tal heart disorders including ventricular septal defect, 
atrial septal defect, pulmonary stenosis, fallot tetralogy, 
right ventricular diverticle, double outlet right ventri-
cle and more rarely with single ventricle, transposition 
of the great arteries and atrioventricular septal defect 
(1, 7, 9, 11). In addition, extracardiac disorders includ-
ing omphalocele, gastrochisis, scoliosis, cleft lip-palate 
and central nervous system disorders may also be ob-
served in association with ectopia cordis (4, 9). In our 
patient, there was no disorder related with the other 
systems and organs except for developmental disorder 
of the upper abdominal wall. The chance of survival in 
patients with ectopia cordis depends on the accompa-
nying congenital disorders and most of the patients 
with severe congenital heart disorders are lost in the 
early period (1, 11).  Ventricular septal defect, pulmo-
nary atresia, single atrium and hypoplastic right ventri-
cle were found in our patient and she was lost in a short 
time after delivery.

Ectopia cordis and accompanying congenital heart dis-
orders can be detected in the prenatal period in the 
10-12th weeks by vaginal fetal echocardiography and in 
the 20-22nd weeks by abdominal fetal echocardiography 
(2, 11, 12). Our patient presented to our hospital in the 
24th gestational week and the diagnosis was made by 
fetal echocardiography performed by abdominal ultra-
sonography.

Conclusively, ectopia cordis is a rare congenital dis-
order which may be accompanied by other tissue and 
organ disorders. Termination of pregnancy may be rec-
ommended in cases with severe congenital heart disor-
ders where the diagnosis is made in the early prenatal 
period.
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