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CASE REPORTS

T
he 3p deletion syndrome has been proposed as
a contiguous gene syndrome with the spectrum
of defects depending upon the overall size of
the deleted segment [1]. The phenotype of

individuals with 3p deletions varies from normal to
severe. The 3p25 chromosome deletion syndrome was
first reported in 1978 [2]. Since the first case, less than 50
cases with distal 3p deletions have been reported.
Characteristic features of the syndrome include low birth
weight, microcephaly, trigonocephaly, hypotonia, mental
and growth retardation, ptosis and micrognathia. Other
features that may be seen include polydactyly, renal
anomalies, congenital heart defects, ear anomalies, and
gastrointestinal tract anomalies. It has been suggested
that a 1.5 Mb minimal terminal deletion including the two
genes CRBN and CNTN4 in chromosome 3 are sufficient
to cause the syndrome. In addition the CHL1 gene,
mapping at 3p26.3 distally to CRBN and CNTN4, was
proposed as candidate gene for a non specific mental
retardation because of its high level of expression in the
brain [3].

CASE REPORT

A 3-months-old male child with congenital
malformations was referred to us for cytogenetic
investigations. Detailed pedigree analysis and in-depth
evaluation of the clinical reports was undertaken.
Chromosome preparations were made from peripheral
lymphocytes using RPMI 1640 medium and
phytohemagglutinin using standard method with
modifications [4] and G-banding was done. Fifty
metaphases were examined for numerical as well as
structural abnormalities and five metaphases were
karyotyped with Applied Imaging Software (Cytovision).
A written consent was obtained from the parents before
all the investigations.

A full term male child, weighing 2.10 kg born by
caesarian section was presented with multiple congenital
anomalies. The proband was the first child of healthy,

non-consanguineous parents. The mother had an
uneventful pregnancy. He had a delayed and weak cry. At
the time of examination, the infant was 3 months old with
triangular face, hypertrichosis, bilateral exophthalmous
eyeballs, depressed nasal bridge with wide nostrils,
retrognathia and high arched palate. He presented
bilateral flexion deformity of wrist and elbow, and
calceneovalgus deformity of right foot. He was lethargic,
his neurological and motor milestones were delayed. He
had history of neonatal asphyxia, cyanotic spells,
recurrent vomiting and sleep apnea. X-ray skull showed
partial closure of sutures. The CT scan revealed
anteriorly pointed frontal closure of the metopic suture
suggesting craniosynostosis with trignocephaly. The
venous sinuses were prominent and hyperdense. Routine
peripheral blood film showed normochromic picture.
Karyotyping of the case showed terminal deletion of the
chromosome 3. The child expired a week after
presentation.

DISCUSSION

3p deletion syndrome is a rare disorder involving the
short arm of chromosome 3. The clinical findings of our
case were very severe and similar to the description in
literature. The flexion deformity has previously not been
reported in the literature. Karyotyping of the present case
showed 46, XY, del(3)(p25-p26.34). Parents were not
available for further investigations. This syndrome
presents a strong connection between the severity of the
disease and the portion of the deletion. Despite
investigations of several genes in the 3p region involved
in CNS development, a causative relationship between
any particular transcript and the range of observed
clinical manifestations has remained elusive. The
minimal candidate region for 3p deletion, implicates
haploinsufficiency of various genes and demonstrates the
utility of high-resolution investigations of rare
chromosomal rearrangements [6]. Some of the known
genes in the 3p” phenotype have been previously
described [1,5-10].
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Karyotyping remains the gold standard for detecting
chromosomal aberrations in cases with congenital
anomalies. A meaningful correlation between the deletion
and the clinical phenotype is not possible until further use
of high-resolution investigations like CGH array to fully
characterize the case, which was not possible due to
financial constraints.
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C
hylothorax has various causes, including
malignancy, trauma (including surgery), and
miscellaneous disorders (such as deep vein
thrombosis, sarcoidosis, and congestive heart

failure), and can also be idiopathic [1,2].  Undetected
malformations of the lymphatic trunks are implicated as a
cause of spontaneous chyle accumulation. Management
of spontaneous chyle accumulation in a child is a
challenging task. We present a child with left sided
spontaneous chylothorax  who was managed with
thoracoscopic ligation of thoracic duct on right side.

CASE REPORT

 A 20-month-old boy presented with fever and breathing
difficulty for one week. There was no history of trauma or
operative intervention in the child. The mother gave no
history of excessive cough or vomiting. The child was
otherwise healthy, with no significant past medical
history. There was no history of recent trauma or history
suggestive of cardiopulmonary disease. The child’s
immunization was up to date.

On examination, the child weighed 12 kg, was febrile,
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