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Dear Editor
DiGeorge syndrome is a congenital disease with a wide

spectrum of clinical manifestations including character-
istic facial anomalies, congenital heart disease, hypoplas-
tic thymus, immune deficiency, palatal and kidney anoma-
lies, hypocalcemia, and speech and learning disabilities (1).
It is associated with submicroscopic deletions of chromo-
some 22 (22q11.2) (1). Characteristic facial features of this
syndrome include periorbital fullness, upslanted and nar-
row palpebral fissures, prominent nose with large tip and
hypoplastic nares, small mouth with everted upper lip and
small dysmorphic ears. Some patients, especially in neona-
tal period, may lack characteristic facial features or show
only a subtle facial phenotype (2).

Here, we present a neonate with del 22 syndrome clin-
ically with no distinctive facial features but characteristic
finding of del22 in karyotype.

This 31-day-old female infant was referred to our NICU
in June 2014 for cardiac care.

She was born at 37 weeks of gestation by vaginal de-
livery from 25 years old, gravida 1, para 1 mother. Birth
weight was 1930 grams, with head circumference of 32 cm
and height of 46 cm. Apgar score was 3 and 5 at 1st and 5th
minute, respectively. The mother had no abortion and no
remarkable past medical history. The parents had normal
appearance with no malformations. Efforts failed to intu-
bate the neonate for resuscitation at the hospital where
she was born. Another intubation trial was made with the
smallest tracheal tube. Bronchoscopy revealed a subglot-
tic stenosis, which could be dilated. In physical examina-
tion, the neonate had normal face, cardiac murmur, and
imperforate anus with rectovestibular fistula. Dilatation
of fistula allowed full defecation. Because of cardiac dis-
ease, surgical repair of the anal anomaly was not possible.
Echocardiography showed ventricular septal defect, atrial
septal defect, and pulmonary atresia. Ultrasonography of
brain and kidneys was normal. Eye examination was also

normal. Serologic tests for TORCH and HIV were negative.
Other paraclinical findings including CBC, immunology
tests, and blood chemistry were normal as well. In OMIM,
we found similar reported cases of del22 syndrome

In short, this was a neonate with subglottic stenosis,
imperforate anus, and congenital heart defects. She had
no facial and palatal anomalies, hypoplastic thymus visi-
ble in chest x-ray, or hypocalcemia. Fluorescence in situ hy-
bridization (FISH) revealed deletion in 22q11 region.

Unfortunately, the parents refused a chromosomal
analysis; thus, we could not say whether submicroscopic
deletions existed or the anomaly was due to a de novo dele-
tion. The patient died due to cardiac disease at the age of 6
months.

Large-scale clinical studies and numerous case reports
have shown that DiGeorge syndrome occurs more fre-
quently than previously accepted (1). Digilio et al. de-
scribed the main clinical features of del22 syndrome with
their occurrence in 165 patients and reported that fa-
cial anomalies were seen in 100% of the patients (2).
They added that some rare manifestations such as skele-
tal anomalies of hands and vertebrae, clubfoot, gas-
trointestinal involvement including intestinal malrota-
tion, tracheoesophageal fistula, esophageal atresia and
Hirschsprung’s disease can be seen (2). Shprintzen after 30
years of study of the anomaly wrote that del22 syndrome
has a wide spectrum of phenotypes with more than 180
clinical manifestations that involve essentially every organ
(3), and also found that different dysmorphic features can
be seen in different racial groups and different ages (4) and
even in one and the same family (2, 4). In this way, the spec-
trum of associated involvements becomes wider (5). Ac-
cording to Marino et al., cardiovascular malformations are
always present in these patients (6). Patients without car-
diac involvement are at risk of diagnostic delay (7).

This case and similar cases denote the wide clinical
manifestations of del22 syndrome. Many patients, espe-
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cially in neonatal period, may have subtle facial features,
so that being aware of clinical findings in del22 syndrome
in the infants with congenital heart defect, palatal anoma-
lies, hypocalcemia due to hypoparathyroidism and/or hy-
poplastic thymus in chest x-ray, can help avoid diagnostic
delay (Figure 1).

Figure 1. Fluorescence in Situ Hybridization
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