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Digeorge Syndrome in a Neonate
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Introduction
Di George Syndrome is an autosomal dominant disorder with 

a prevalence rate of 1 in 4000 live birth [1,2]. The most common 
chromosomal abnormality associated is the microdeletion of 
chromosome 22q11.2, followed by 10p13 [3]. The primary 
immunodeficiency is associated with abnormal facial appearance, 
congenital heart defects, hypoparathyroidism with hypocalcemia. 
Facial features include hypertelorism, micrognathia, antimongoloid 
slant and short philtrum [4]. However; not all patients have typical 
facial appearance and diagnosis may get delayed for many years 
till the patient present with clinical symptoms [5].

Case Report
A 2.5 kg single preterm female (34 weeks 3 days) child was 

admitted in NICU delivered via LSCS. Mother had a bad obstetric 
history with gestational diabetes mellitus and polyhydramnios. 
There was previous history of medical termination of pregnancy 
due to cardiac anomaly. Immediately after the delivery the baby 
had mild respiratory distress for which she received delivery room 
CPAP. Baby was shifted to NICU in the incubator with ventilatory 
support. Initial sepsis screen was negative but repeated 
desaturation was observed. Repeat sepsis screen showed CRP-
0.66. Procalcitonin was negative. The baby had two episodes of  

 
apnea with desaturation, bradycardia and bluish discoloration. 
Baby was put on tube feeds. Since large volume feeds were not 
tolerated, baby was given two hourly feeds instead of three hourly 
feeds. The baby had repeated vomiting, so prokinetics were also 
given. Antibiotics were also added as repeat CRP was high. On 
examination heart rate was 130 beats/minute, respiratory rate-
46/minute. Initial spO2>95% on room air. Heart sounds were 
normally heard. Arterial blood gas was in acceptable range except 
ionic calcium which was low. Serum calcium was also low so 
correction for calcium was done. Vitamin D levels were also low. 
Lumbar Puncture was done to rule out meningitis which was 
normal. To rule out metabolic cause, serum ammonia levels were 
also done which was within normal range. Lactates were also 
within normal range in blood gas analysis. Chest X-ray was normal. 
USG Cranium was within normal limits. Echocardiography showed 
no congenital heart defects. In view of repeated desaturation, 
bluish discoloration with hypocalcemia despite correction with 
calcium and vitamin D, sample was sent for microarray which 
showed microdeletion of chromosome 22q11.2 (Figure 1 and 2). 
Although no gross facial dysmorphism was observed at the time 
of birth. Regular follow up will be required for behavioral pattern 
and mental health.
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Abstract

Di George Syndrome is an autosomal dominant disorder with a prevalence rate of 1 in 4000 live birth. The most common chromosomal 
abnormality associated is the microdeletion of chromosome 22q11.2, followed by 10p13. Most of the patient present with abnormal facial 
features along with velocardial abnormalities. Here we report a case of Digeorge Syndrome in a neonate with no associated facial features or 
behavioral pattern. However, laboratory findings, as well as genetic study helped us to reach the diagnosis.
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Figure 1: Karyoview.

Figure 2: Chromosomal analysis.

Discussion

Digeorge syndrome occurs sporadically and seen in 1 in 4000 
live births.2 It is mainly associated with failure of development 
of third and fourth branchial pouch [6]. Molsted et al. suggested 
the failure of migration of neural crest during the 4th week 
of embryogenesis [7]. Most specific method for diagnosis of 
Digeorge Syndrome is FISH, which shows microdeletion of 

chromosome 22q11. However, not all patients with 22q11.2 
deletion always show all features of Digeorge Syndrome [8]. In 
some cases, hypothyroidism can be the only anomaly with no 
associated cardiac or immunological defects [9]. Prompt diagnosis 
and relevant investigations are important in patients with a 
very early presentation for a definitive diagnosis. In our case 
recurrent apnea and hypocalcemia pointed towards a possibility 
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of Digeorge syndrome which was later confirmed by karyotyping 
features. There was no cardiac anomaly or facial dysmorphism 
in our case. The mortality rate is higher in the first year of life if 
cardiac anomaly is present. Cardiac anomaly is seen in 75% of 
patients with 22q11.2 deletion [10]. Neonates presenting with 
hypocalcemia are given a low phosphorus diet. Also, live vaccines 
are not advised in these patients [11]. Genetic workup can be done 
in parents of such children to see if there is chromosomal deletion 
in either parent. This helps in assessing the risk of inheritance in 
subsequent children. Karyotyping and FISH play an important role 
in early and definitive diagnosis [12].

Conclusion
With prompt diagnosis and early treatment, baby had shown 

improvement and was discharged subsequently. However, regular 
follow up was advised to assess possible behavioral and mental 
disorders.
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