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ABSTRACT

Asplenia Syndrome in a
Neonate: A Case Report

KAPIL BHALLA', JASBIR SINGH?, JAIVINDER YADAV3, SUCHI MEHRA*

Asplenia syndrome is a syndrome of right isomerism or attempted bilateral right sidedness. It includes congenital asplenia in association
with complex congenital cyanotic heart disease and situs anomalies of the other thoracoabdominal organs. Herein we report a case of
asplenia syndrome so as to highlight and refocus attention on the possibility of this rare syndrome that must be considered in a neonate

presenting with congenital cyanotic heart disease.

CASE REPORT

A 3195 gram male infant was a product of non-consanguineous
marriage born to a 22-year-old primigravida mother at 40 weeks
of gestation by caesarean section following failed induction at a
private hospital. There was no history of drug intake or radiation
exposure in any of the trimester. At birth, the baby was apparently
well and handed over to mother for feeding. On day 2 of life, baby
developed fast breathing and bluish discoloration of lips, refused
feeding and was referred to pediatric emergency services of our
hospital. At presentation there was central cyanosis, tachycardia
(HR=168 per minute) and tachypnea (RR=72 per minute). The
capillary refill time was more than 3 seconds and peripheral pulses
were low volume. Pulse oximetry showed saturation of 32%. ABG
showed pH 7.128, PaO, 42.2mmHg and PaCO, 40.8mmHg.
Chest X-ray showed cardiomegaly (CT ratio 62%) and pulmonary
oligemia. Prostaglandin E1 infusion was started. Shock improved

[Table/Fig-1]: X-ray shows liver on the left side (arrow) and no discernible spleen.
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after prostaglandin infusion with improvement in colour and
saturation [Table/Fig-1]. Ultrasound abdomen revealed absent
spleen and liver was in the midline predominantly on the left side
[Table/Fig-2]. ECHO revealed mesocardia, complete atrioventricular
septal defect, single ventricle, pulmonary arterial hypertension,
large patent ductus arteriosus with left to right shunt.

A diagnosis of asplenia syndrome was made. The poor prognosis
of the child and risks of the surgical management if attempted
were explained to the parents who refused further intervention.
The baby died on day 6 of life. We cannot perform autopsy as
parents did not gave consent for the same.

DISCUSSION

Asplenia syndrome is associated with complex cardiopathy and
situs anomalies of other thoraco abdominal organs [1]. The reported
incidence is 1% of newborns with symptomatic congenital heart

- |-. L4
[Table/Fig-2]: Ultrasound abdomen revealed absent spleen and liver was in the
midline predominantly on the left side.
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defects [2]. Although not pathognomonic, but many congenital
heart diseases (CHDs) have been described in this condition.
Most common associated CHDs are pulmonary stenosis,
transposition of the great arteries and TAPVC [3]. In the index case
there was mesocardia, complete atrioventricular septal defect,
single ventricle and pulmonary artery hypertension. Heterotaxia,
the discordant alignment of different organs is a characteristic
feature. Apart from complete forms of laterality defects, such as
the asplenia syndrome, partial situs inversus defects have been
described which probably represent the other end of a spectrum
of laterality defects [4]. Other associated conditions include
intestinal malrotation, biliary atresia, splenic abnormalities and
conseqguent immunologic derangements, faulty gastric suspension
mechanisms, displacement of abdominal viscera, and aberrant
vascular structures and vascular connections. In the index case
there was absent spleen and transverse liver. Underlying basis
for these abnormalities may be failure of laterality determining
mechanisms during embryogenesis. The heart is most often
affected, and it is the organ that most frequently leads to clinically
detectable abnormalities as was seen in the index case. The
major cause of mortality and morbidity in the asplenia syndrome is
undoubtedly the cardiac malformations as in the index case.

Although most cases of heterotaxia/asplenia, are sporadic, many
cases are familial, and some are X linked [5]. Thus, the abnormality
is more common in males (60%) than in females. In the Index case
there was no history of consanguinity and other sibling was normal,
therefore the likely possibility that this was a sporadic case. In
one family, an X-linked gene for heterotaxia has been mapped
to Xg24-927.1 [6]. These genes are now the target of positional
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cloning strategies, and their isolation is likely to accelerate our
understanding of body axis determination. Once the diagnosis
of asplenia is made, aggressive management should be done to
have good outcome. Antibiotics prophylaxis and vaccination with
pneumococcal polysaccharide, Haemophilus influenzae type b and
meningococcal conjugate vaccine are the most important steps
to prevent serious infections. Associated congenital anomalies
mandates multidisciplinary approach and these anomalies are
responsible for increased morbidity and mortality.

CONCLUSION

Asplenia syndrome has high incidence of associated congenital
anomalies. We have to be very vigilant in newborn who presents
with any congenital malformation and every newborn should be
screened for involvement of other organs to have good outcome.
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