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Abstract

Monosomy 18p syndrome is one of the prototypical examples of autosomal terminal deletions. This deletion can be the
consequence of de novo deletions, malsegregation of a balanced parental translocation, cryptic subtelomeric deletions or ring
chromosome 18. The present case is a rare cytogenetic variant of monosomy 18 as a consequence of whole-arm translocation
between chromosomes 13 and 18 which has been reported only three times previously.
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Introduction

Monosomy 18p is the first described partial monosomy in
live offspring with an incidence of 1 in 50000. Its usual
clinical presentation includes intellectual disability, short
stature, round face, ptosis and short philtrum.' Here,
we present a rare cytogenetic variant of the 18p deletion
syndrome which merits attention.

Case Report
The patient was a 1.5-year-old boy with seizure and
congenital heart disease. He was the first child of non-
consanguineous parents. He had dysmorphic facial
features including brachycephaly, hypertelorism, ptosis,
protruding eyes, and hypodontia. He also had global
developmental delay, especially prominent delayed speech.
His congenital heart anomalies included patent ductus
arteriosus, pulmonary atresia, and ventricular septal
defect. His seizure occurred in the neonatal period and
repeated once. His brain magnetic resonance imaging
(MRI) revealed no structural abnormalities.
Cytogenetic study on peripheral blood revealed an
unbalanced translocation between the long arms of
chromosome 13 and chromosome 18 leading to deletion
of the short arm of chromosome 18 (Figure 1).

Discussion
The patient was a 1.5-year-old boy with deletion of 18p

as a consequence of unbalanced translocation between
chromosomes 13 and 18 and typical manifestations of
monosomy 18p syndrome.

Monosomy 18p syndrome is one of the prevalent
terminal deletions and it has been reported more than
150 times.! Deletion of chromosome 18 short arm can be
either complete or partial.? It can have different cytogenetic
mechanisms including de novo deletions (two thirds),
malsegregation of a balanced parental translocation, ring
chromosomes, cryptic subtelomeric deletions, inheritance
of 18p deletion from one of the parents, or unbalanced
whole-arm translocation as the present case.>®

Monosomy 18p in association with whole-arm
translocation has been described in more than 20 patients
previously. Only three cases of whole-arm translocation
(13;18) associated with monosomy 18 p have been
registered in literature. The first case was a patient with
large ears, asymmetric face and polysplenia.” The second
case was a 7-year-old girl with the typical presentation of
monosomy 18p syndrome including mental retardation,
short stature, prominent ears, ptosis and dental caries.® The
last one was a female with midline defects.” The present
case showed the usual manifestations of the monosomy
18p syndrome in addition to congenital heart disease
which is not common in this syndrome.

Whole-arm translocation between chromosomes 13
and 18 can be the underlying cytogenetic aberration in
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Figure 1. Cytogenetic Study on Peripheral Blood Revealed
45,XY,der(13;18)(q10;q10).

monosomy 18p syndrome. Congenital heart disease and
seizure should be considered as occasional manifestations
of monosomy 18p syndrome.
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