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A de novo interstitial deletion of 15 (q21.2q22. 1) in a
moderately retarded adult male

Fiona Martin, J Platt, E Janet Tawn, J Burn

Abstract
An adult male is described with a de novo deletion
15q21.2-q22.1. He shares some minor dysmorphic
features with similar cases but the degree of mental
retardation is markedly less severe.

Interest in deletions of chromosome 15 has focused on
the region l5qi1 and its association with Prader-Willi
syndrome and, more recently, Angelman's syndrome.'
There have been only four reports of deletions in the
more distal 15q2 region,24 all involving severely
handicapped infants. We report a similar deletion in a
moderately retarded adult male with comparable
dysmorphic features.

Case report
The proband was born on 13.6.67, the youngest of
three brothers, to unrelated European parents. His
father was aged 36 years and his mother 34 years. He
was delivered at term weighing 3710 g after an Figure 1 Facial appearance ofthe probanduneventful pregnancy. Moderate jaundice persisted
for one month while being breast fed and he was
referred to hospital at 5 months with a pertussis
infection. Assessment at 12 months showed develop-
mental delay; he was noted to be hypotonic and had
not begun to crawl. By 2 years 3 months he was
walking with support; his intellectual development
was assessed at the 12 to 18 month level. At 3 years 9
months he was fully mobile but using only single
words.
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Figure 2 Partial karyotype, produced using a Cytoscan CS2,
showing normal and deleted chromosomes 15.

By the age of 5 years a developmental age of 3 years
had been attained and he attended a school for the
educationally subnormal. Apart from strabismus,
vision was normal, as was his hearing. He grew on the
10th centile for height and the 25th centile for weight
with persistent mild truncal obesity. Head circum-
ference was normal (90th centile). A disproportionate
delay in emotional development was noted with
frequent crying and occasional aggressive outbursts.
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Comparison ofphysical features in the proband vith the other reported cases.

Formiga et alt

Yip et at2 Fryns et al3 Case 1 Case 2 Present case

Monosomic region of 15 q21.1-q22.1 q21 q22-q25 q21-q24 q21.2-q22.1Origin of monosomy ins(5;15)pat de novo de novo de novo de novo
Age at review 15 mth 14 y 18 mth 7 mth 18 y
Age at death - 2 y 8 mth
Pregnancy

Polyhydramnios + + -
Diminished fetal movement + +

Infancy
Failure to thrive + + + +
Growth retardation + + + - +

Mental retardation Severe Severe Severe Severe Mild/moderate
Head

Microcephaly - + + +
Low hair implantation + + - -
Low set ears + +

Face
Beak-like nose + + - - +
Hypoplastic alae nasi + + - - +
Thin upper lip + + - - +
Mouth Large Small Open Open Normal
Strabismus - - + + +
Hypopigmentation of irides - + + +

Extremities
Small hands and feet - + - - +
Clinodactyly + + - +
Bilateral simian creases + - - +

Genitalia
Sex Male Female Female Female Male
Undescended testes +
Hypoplastic labia majora +

Motor function
Severe spastic paraplegia - + +
Hypotonia + - Hypertonia + +

Spine
Scoliosis + - - -

Trunk
Obesity + + +

Yip Fryns
1Present Ietal2
I report jetal3 __-_or

[ _ ~~~Formig
Formiga etal4
eta/4 J (case 2)

Figure 3 Comparison ofposition and size ofdeletions in
reported cases compared to the proband.

Clinical review at 18 years showed a moderately
retarded, pleasant young man with only minor dys-
morphic features (fig 1). He had short palpebral.
fissures, a prominent nose, and thin upper lip. His
medial upper incisors were broad. Bilateral breast

enlargement, possibly related to late onset of puberty,
and mild truncal obesity, particularly over the hips,
were noted, but he had normal male genitalia of adult
maturity. His hands and feet were relatively small. He
had a persistent occasional strabismus and somewhat
diminished distance vision on the right. By the age of
22 he had attained the 90th centile for height and
weight at 1-87 m and 73 kg respectively.

CHROMOSOME ANALYSIS
Chromosome analysis indicated a karyotype of
46,XY,del(15)(q21.2q22. 1) (fig 2). Parental karyo-
types were normal but examination of polymorphic
variants indicated that the deleted 15 was paternally
derived.

Discussion
The physical features of the present case and those of
previous cases involving deletions of the same region
of chromosome 15 are compared in the table. It is
notable that the degree of handicap is considerably
less in the proband. This may be attributed to the
smaller size of the deletion (fig 3), but phenotypic-
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karyotypic correlations are not easily defined and
many more reports will be needed to establish the
cardinal features of deletions in this region.
The two cases reported by Formiga et al4 involve

far larger deletions and have few features in common,
but those reported by Yip et al3 and Fryns et a12 are

more cytogenetically and phenotypically comparable
with the proband. The common features of beaked
nose, small alae nasi, thin upper lip, truncal obesity,
small hands and feet, growth retardation, and early
hypotonia may constitute a recognisable phenotype
associated with this chromosomal region.
The outcome in this case offers a more favourable

prognosis than has been reported to date for deletions
in this region of chromosome 15.
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