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Prognosis of mosaic Down syndrome (cytogenetic analysis, clinical findings,
childcare, education and social adaptation)
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Cytogenetic analysis of five patients with mosaic Down syndrome (one male
and four females) was carried out. G-banding and chromosome 21 fluorescence in situ hybridization
(No.21 FISH) of peripheral blood cultures in four patients aged 7-23 years showed a sharp decrease
in mosaicism. No.21 FISH of uncultured cells also showed a significant decrease in mosaicism. The
mosaic ratio was gradually but not drastically reduced in one young child at 11 months, 2 years 9
months and 3 years 3 months of age. No. 21 FISH of oral mucosa cells (5 children) and fibroblasts
cultures from tooth extraction (2 children) showed no decrease in mosaicism. The same analyses were
performed in seven patients with standard trisomy 21 and one patient with translocation, all of whom

maintained nearly 100% trisomy 21 cells on chromosome examination.
The clinical findings, upbringing history, education and employment status of five patients with
mosaic Down syndrome were also investigated.
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