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Leber’s tapeto-retinal dystrophy, first described in 1869, is classified 
among the diffuse dystrophies of the retina, and is one of the main causes 

of congenital blindness.1-5 Its hereditary and familial character, which 
is closely related with consanguinity, was also suggested in 187t.2 3 5-7

It is quite certain that the importance of genetics in medicine has 
increased simultaneously with our knowledge of hereditary diseases, and 
the structure and nature of chromosomes. The discovery of the exact 
number of human chromosomes in 1956, and the first chromosomal ano­
maly described in 1959, once again drew world-wide attention to heredi­
tary diseases, for the diagnosis of some of which, chromosome analysis has 
gained great interest8-15.

.We also carried out chromosome analysis during an investigation 
on clinical and biostatistical evaluation of Leber’s tapeto-retinal dys­
trophy known as a disease of recessive hereditary character.16-17.

Materials and Methods

Our series consisted of 39 children from 36 families, in 17 of which 
there was no consanguinity and in 18 of the consanguineous marriages the 
husbands and wives were first cousins.

Chromosome analysis were carried out by the micromethod on peri­
pheral blood cells, which is the routine method used for chromosome
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analysis in the Department of Hematology of Hacettepe University School 
of Medicine.18 Thirty areas were counted in all cases, karyotypes were 
made and a thorough search was made for anomalies.

Photographs wpre obtained by Zeiss Ikon camera, attached to a stan­
dard GFL binocular microscope, using 15 D. Isopan IFF black and white 
films, under immersion objective (8 x too ). As chromosomes appear 
pale violet with Giemsa dye, various colored filters were used in order 
to obtain contrast positives. The aperture was left open for approximately 
15 seconds (Figures 1 and 2).

Fig. i. Normal human chromosomes of one of the patients with Leber’s tapeto­
retinal dystrophy. (8 x 100).

Results

Chromosome analysis was carried out in 32 out of 39 cases. In 19 
(59-37 Per cent) a favorable result was obtained, and in four breaking of 
the chromatides and constriction were observed (Figure 3). This finding 
was not considered to be an abnormality, but was evaluated as a common 
occurrence during follow-up of the technique.

Discussion

Only two reports on chromosome analysis in Leber’s tapeto-retinal 
dystrophy have appeared in the literature to date.1 9-20 In these investi­
gations, both made in 1967, the first19 comprised three, and the second20
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Fig. 2. Normal chromosomes of another patient (8 x ico).

Fig. 3. Constriction and fragmentation in one of the areas of duplication phase 
(arrows) ( 800 x).
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13 cases, and no chromosomal abnormalities were suggested. Our results 
with a larger series, which are the first to appear from Turkey, were also 
in agreement with the previous studies.

Summary

A search was made for chromosome abnormalities in Leber’s tapeto­
retinal dystrophy using the micromethod on the peripheral blood cells 
of 32 out of 39 children belonging to 36 families. No abnormalities were 
observed.
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