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Abstract

Background: Esquirol-Séguin-Down syndrome (Trisomy 21) was first described by Jean-Etienne Dominique Esquirol
in 1838 and later by Edouard Séguin in 1846. Thereafter, in 1862, John Langdon Down, a British physician emphasized that
the syndrome is a distinct form of mental retardation. Congenital cardiac defects are observed in more than one third of the
patients with Esquirol-Séguin-Down syndrome, and in approximately 80% these cardiac defects are atrioventricular septal
defect or ventricular septal defect with the former being more common. The association of Esquirol-Séguin-Down syndrome
with atrial septal defect plus tricuspid regurgitation has been rarely reported. The aim of this paper is to report the rare
association of Esquirol-Séguin-Down syndrome with atrial septal defect plus tricuspid regurgitation.

Patients and methods: Two and half years old boy with Esquirol-Séguin-Down syndrome, developmental delay and
abnormal echocardiography was studied, and the recent relevant literatures were reviewed.

Results: Dysmorphic facial features included hypertelorism, oblique palpebral fissures, epicanthic folds, depressed nasal
bridge and low set ears. Echocardiography showed atrial septal defect with tricuspid regurgitation.

Conclusion: This paper reports the first case of Esquirol-Séguin-Down syndrome in Iraq associated with atrial septal
defect plus tricuspid regurgitation.
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Edouard Séguin (Figure-1B) in 1846. Thereafter, in 1862, John
Langdon Down (Figure-1C), a British physician, emphasized that the
Esquirol-Séguin-Down syndrome (Trisomy 21) was first described by ~ syndrome is a distinct form of mental retardation. The syndrome was

Jean-Etienne Dominique Esquirol (Figure-1A) in 1838 and later by ~ recognized as achromosome 21 trisomy by Dr Jérome Lejeune (Figure-
1D) in 1959, and the condition became known as trisomy 21[1].

Introduction

Figure-1A: Jean-Etienne Dominique Esquirol (3 February 1772 -12 December, 1840), a French psychiatrist

Auctores Publishing LLC — Volume 3(4)-033 www.auctoresonline.org
ISSN: 2692-9759 Page 1 of 5



Cardiology Research and Reports Copy rights@ Aamir Jalal Al-Mosawi et.al.

Figure-1B: Edouard Séguin (January 20, 1812-October 28, 1880), a physician and educationist born in Clamecy, Nievre, France. He was best
known for his work with children with cognitive impairments in France and the United States

Figure-1D: Jérébme Jean Louis Marie Lejeune (13 June, 1926-3 April, 1994) was a French pediatrician and geneticist, best known for
discovering the link of diseases to chromosome abnormalities and for his subsequent opposition to prenatal diagnosis and abortion.
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Congenital cardiac defects are observed in more than one third of the
patients with Esquirol-Séguin-Down syndrome, and in approximately
80% these cardiac defects are atrioventricular septal defect or ventricular
septal defect with the former being more common. The association of
Esquirol-Séguin-Down syndrome with atrial septal defect plus tricuspid
regurgitation has been rarely reported [1, 2, 3]. The aim of this paper is
to report the rare association of Esquirol-Séguin-Down syndrome with
atrial septal defect plus tricuspid regurgitation.

Patients and methods

Two and half years old boy with Esquirol-Séguin-Down syndrome,
developmental delay (Figure-2) and abnormal echocardiography was

studied, and the recent relevant literatures were reviewed.
S  —

-

Figure-2: Two and half years old boy with Esquirol-Séguin-Down
syndrome
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Results

Dysmorphic facial features included hypertelorism, oblique palpebral
fissures, epicanthic folds, depressed nasal bridge and low set ears
(Figure-3). The mother was at the age of 39 when he was born. He didn’t
show social smile until the of two years. He can only walk with support.
Before about two years he started saying Baba and Mama. The
echocardiography showed atrial septal defect with tricuspid regurgitation
(Figure-4).

Figure-3: Dysmorphic facial features included hypertelorism, oblique
palpebral fissures, epicanthic folds, depressed nasal bridge and low set
ears

Figure-4A: The echocardiography of a boy with Esquirol-Séguin-Down syndrome showing atrial septal defect with tricuspid regurgitation
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Figure-4B: The echocardiography of a boy with Esquirol-Séguin-Down syndrome showing atrial septal defect with tricuspid regurgitation
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Figure-4C: The echocardiography of a boy with Esquirol-Séguin-Down syndrome showing atrial septal defect with tricuspid regurgitation
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Discussion

Esquirol-Séguin-Down syndrome is the most common chromosomal
disorder in humans. It is caused by the presence of a third copy of
chromosome 21 or part of it. It is the second most common cause of
mental retardation in Iragi children after idiopathic mental retardation,
accounting for 8.75-19%) of cases of mental retardation. The
syndrome is associated with characteristic facial features, mental and
growth retardation. The oblique eye fissures with epicanthic
mongoloid skin folds on the inner corner of the eyes made the disorder
originally called mongolism [1, 4, 5].

Benhaourech et al (2016) from Morocco reported 128 patients with
Esquirol-Séguin-Down syndrome and congenital heart defects
including 186 lesions. The most common cardiac defect was
atrioventricular septal defect which accounted for 29% of all lesions,
followed by ventricular septal defect which accounted for 21.5% of all
lesions, and atrial septal defect which accounted for 19.9% of all
lesions. The most common combination of congenital cardiac defects
were atrioventricular septal defect atrial septal defect (10%) and
ventricular septal defect plus atrial septal defect (7.8%) [3].

Conclusion

This paper reports the first case of Esquirol-Séguin-Down syndrome
in Iraq associated with atrial septal defect plus tricuspid regurgitation.
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