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Fragile X-associated tremor and ataxia syndrome (FXTAS) is a heritable
neurological disorder caused by premutation (55-200 CGG repeats) of the Fragile-X-mental retardation
1 (FMR1) gene. The mechanism of fragile X repeat expansion is not well understood, including the
somatic repeat number heterogeneity evident in distinct tissues from the same individual. Using
multiple tissues from the autopsied FXTAS patient, we have analyzed the association between the
degree of somatic mosacism and the expression level of mismatach repair (MMR) genes. The CGG repeat
sizes ranged from 86 93 with one AGG interruption in multiple tissues. The difference of the repeat
size was determined by the number of 3' CGG repeat. The repeat size correlated with the expression
level of MMR genes in each tissue. However, cancerous tissues exhibited a bimodal repeat
distribution despite extremely low expression of MMR genes.
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