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Deletion 13q 12.1 in a child with Coats disease
Penka Genkova, Draga Toncheva, Maria Tzoneva, I Konstantinov

C h air o f  M edical G enetics, M edico-B iological In s titu te , 
an d  C h ild ren ’s E y e  Clinic, M edical A cad em y  o f  Sofia, B u lg a ria

C y togenetic  s tu d y  o f  a  ch ild  w ith  th e  presum ed clin ical d iag n o sis  o f 
re tin o b la s to m a  o f  th e  r ig h t eye rev ea led  del. Í.'lq l2 .L  H isto log ica l e x a m in a ­
tion  o f  th e  rem oved  eye show ed c h a n g e s  w hich  wero c h a ra c te r is tic  o f  C oats 
disease. T h is  fin d in g  is discussed.

The aetiology of Coats disease is 
unknown. It results from vascular 
anomalies in the retina (teleangiecta- 
sies, microaneurisms, etc.) and is fatal 
for the vision despite the benign char­
acter of the process. Other authors 
suggested the role of vascular de­
generative lesions [2]. So far, genetic 
studies were not undertaken regard­
less of data showing the hereditary 
nature of the disease with predomi­
nant affliction of males in about 80% 
of all cases.

The aim of the present study was 
to explain the cytogenetic finding of 
del. 13ql2.1 found in a child with 
Coats disease.

R eport of a Case

The propositus (L.S.H.), a three 
years old male was referred to the 
Children’s Eye Clinic because of 
squinting of the right eye and glisten­
ing of the pupil. The presumed clinical 
diagnosis was retinoblastoma of the 
right eye and the child was sent to 
us for cytogenetic examination.

Enucleation was performed. Histo­
logical examination of the nerve cells 
revealed total retinal detachment 
with subretinal exudate containing 
cholesterol crystals, pigment clusters 
and single foam cells.

The final diagnosis was Coats dis­
ease.

Chromosomal study of the patient 
and his parents was performed by 
means of peripheral blood leukocyte 
cultures. For high-resolution G-band- 
ing prometaphase analysis, chromo­
somes were obtained by a slight 
modification of the technique of Yunis 
[4, 5].

R esults

At least 50 well-spread early meta­
phase and prometaphase plates were 
analysed.

Cytogenetic study revealed normal 
karyotypes of the parents. High re­
solution analysis of the patient’s 
karyotype showed shortening of the 
white band 13ql2 (Figs 1, 2). At the 
stage of 600 G-band chromosomal
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F i g . 2. C hrom osom e 13 p a ir  f ro m  p a tie n t w ith  d e le ted  chrom osom e 13 (del 1 3 q l2 .1 )
o n  th e  le ft o f  th e  p a ir
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F ig . 1. T h e  patient.’a ch rom osom es 13
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differentiation it was identified as del. 
13ql2.1.

D iscussion

To the best of our knowledge, del. 
13ql2.1 has never been reported in 
Coats disease. The present finding 
was casual and we have not studied 
other patients with Coats disease. For 
this reason it is difficult to comment 
upon the finding. Nevertheless, we 
suppose that the chromosomal ab­
normality 46,XY, del. 13ql2.1 could 
be related to the child’s disease. 
Chromosome 13 was namely found a 
major pathogenetic factor in blasto­
mogenic processes: acute myelogenous 
leukaemia (del 13ql2-14); myelofibro­
sis; Ph( —) chronic myelogenous leu­
kaemia [3], and lymphoma and me- 
ningeoma [1], and deletion 13ql4 has 
been accepted as a specific genetic 
marker for retinoblastoma.

We assume that the segment 13ql2 
might somehow occur in the eye’s 
morphogenesis. New data over a large 
body of material and other kinds of 
eye tumours will help to establish the 
proper importance of chromosome 
polymorphism on which the clinical 
varieties of the ocular tumours are 
based.
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