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[Abstract] Objective To explore the presence of common genetic alterations in retinoblastoma and
to localize the altered genomic regions. Methods Genetic instability of chromosome 19, 20, 21, 22 and
X of 15 microdissected retinoblastoma tumors were analyzed by the loss of heterozygosity (LOH) and
microsatellite instability (MSI). Results Among the 15 patients with retinoblastoma. genome
instability [LLOH and(or) MSI] at one or more loci on the 5 chromosomes in 10 (67%). in which the loss
of a single allele was more frequent in chromosomes 19 (33%) and 20 (27%) than in the other 3
chromosomes. High-frequency LOH between D19S902 and D19S571 suggested gene loci in the 19g13
region might be associated with tumor development in retina. According to the result of MSI. MSI occured
at least in one subset of retinoblastoma. Conclusions Our results provide first evidence of LOH in
chromosomes 19 and 20 in retinoblastoma and further support the presence of genome instability in
retinoblastoma that may play an important role in the tumorigenesis or progression of retinoblastoma.
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Fig. 1 Electropherogram of genes of LOH and MSI. T: tumor cells; N corresponding normal peripheral blood samples; X-axis:
size of basepairs (green); Y-axis : fluorescence units (red) ; Black arrows: locus of MSI or LOH. examples of LOH and MSL. MS!
at D19S221, LOH at D19S216 (complete loss of smaller allele) and D195221 (partial loss of smaller allele, AIF = 0.211)
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Fig. 2

Sketch map of genome instability of chromosomes 19, 20. 21, 22. and X. Chr: name of chromosomes. in which each

chromosome is delineated by a bold black line; Marker: microsatellite markers, in which all of the 55 markers are listed according to
their order on human physical maps; 1-15: 15 cases of RB; Loc:detailed physical maps of location of each corresponding microsatellite

marker (“-”

indicates inaccurate location of the focus corresponding to the relative physical locations). Based on the results of genc

scanning, genome instability can be divided into LOH. MSI, heterozygosity retention and not informative locus
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