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ABSTRACT

A one-year-old boy with the short arm deletion of
chromosome 18 is reported. The case has IgA
deficiency and facial dysmorphism. Chromosome
analysis showed that his father had 32% premature
centromere division (PCD). The deletion of short arm
of chromosome 18 in our case may have occurred
because of PCD in the father. Our case might be an
important example for concurrent appearance of these
chromosomal abnormalities.
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INTRODUCTION

Deletion of the short arm of chromosome 18 (18p-)
was first reported in men (1). However, sex ratio is in
favour of females. Pregnancy is of normal duration (2).
Over one hundred patients with 18p- have been
reported till now. The clinical findings of these patients
are variable, but most of them have common features
of the syndrome. The frequently noted findings are low
birth weight, short stature, mental retardation, wide
mouth, ptosis, dental anomalies, round face, broad
detached ears and autoimmune disorders (2). Long-
term survival is not expected. Mortality can occur inthe
first days of life, but a 61 years old case has been
reported (3). In these patients fertility is possible,
mental retardation is variable. We report here
deficiency of IgA and the short arm deletion of
chromosome 18 in a boy whose father has premature
centromere division (PCD).
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CASE REPORT

A one-year-old boy was referred to our department for
chromosome analysis because of dysmorphic facial
features, malabsorbtion and IgA deficiency. Following
a complicated pregnancy of 40 weeks under the threat
of spontaneous abortion he was born through vaginal
delivery. Mother was 29 years old and father was 27 at
birth. Mother had a spontaneous abortion in the first
trimester of her first pregnancy. Birth was normal with
a high Apgar score. Patient's birth weight was 2300 g,
height 47 cm, and head circumference 33 cm. He
could not sit and crawl until he was one-year-old. The
first tooth erupted at 10 months. At one year of age his
height was 64 cm, weight 55 kg and head
circumference 42.5 cm, all below 3rd percentile. The
dysmorphic facial appearance associated with
physical retardation was apparent. Clinical findings
were featured as prominent forehead, low set ears,
inverted mouth, micrognathia, hypertelorism, big
tongue, and short neck. Also, he had low posterior
hairline and widely set nipples (Fig. 1).

Blood and urine analysis were within normal ranges.
Creatinine, calcium, phosphate and sodium were also
within normal levels.

Liver, kidneys, spleen and gall bladder were reported
to be normal at ultrasonographic examination.
Craniography has confirmed micrognathia, and ECG
results were normal.

Immunoglobulin levels as measured by nephelometric
technique were as follows; 1gA 4.67 g/dl (69-392), IgM
150 g/dl (61-277), 1gG 943 g/dl (723-1625).
Immunological test results indicated deficiency of

Marmara Medical Journal 2000;13(1):30-32



Fig.l The patient aged one year.

Fig.2 Partial karyotype of proband showing deletion of

the short arm of chromosome 18;18p(11.1--pter).

serum IgA. His father had normal immunoglobulin
levels.

Chromosome preparations were made from peripheral
blood lymphocytes using standard culture techniques.
Using the high resolution banding of the karyotype
of case has been determined as 46,XY,del (18p)
(p11.1—pter) (Fig.2). When cytogenetic analysis were
done in his parents, mother was normal, father had the
PCD in 32%. The rate of PCD has not changed in
different medium, time, with/without colcemid
treatment in culturing lymphocytes.

Short arm deletion of chromosome 18

DISCUSSION

IgA deficiency has been reported in the short arm
deletions and ring form of chromosome 18 (4). One of
the most common primary immunodeficiencies is IgA
deficiency where IgA levels are lower than 5 g/dl in
general (adult normal value: 90-450 g/dl). Al 18p-
cases do not have IgA deficiency. In 16 out of 27
patients IgA were absent or markedly decreased (5). In
the saliva and blood of patients with 18p- abnormality
IgA levels were decreased, 11% and 50%,
respectively indicating that chromosome 18 is
responsible for IgA secretion (s ).

However, chromosomes s and 14 may also be
involved in IgA synthesis (5). In addition, IgA
deficiency has also been found in other chromosomal
abnormalities, such as i(Xqg), a variant of Turner
syndrome, and Klinefelter syndrome (7,8).
Immunodeficiencies are also seen in ICF
(immunodeficiency, centromeric heterochromatin
instability, facial anomalies) syndrome (9). In four
cases of growth hormone deficiency and 18p-
syndrome, two had also IgA deficiency. Although, we
could not observe it in our case, 18p- has been
associated with midline (10-13). It is suggested that
PCD has been involved with subfertility, aneuploidy
(non-dysjunction), spontaneous abortions and in some
cases malignancy (14-16).

The level of growth hormone could not be determined,
because the family refused this investigation. The
deletion of short arm of chromosome 18 in our case
may have occurred because of PCD in the father. Our
case might be an important example of both deletion
occurrance of 18p and clinical features.
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