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At least 40 neuromuscular diseases are caused by expansion of triplet repeats. One of these is

the Fragile X syndrome, which is the most commonly inherited form of mental retardation. We are
studying the mechanism of expansion of the FRAX triplet repeats in embryonic stem cell lines derived
from women who carry the FRA gene. We are also studying, in iPS cells, the mechanism of expansion of
other triplet repeats such as the one resulting in Friedreich’s ataxia. Telomere length plays an essential
role in aging. We are studying how telomeres replicate in human and mouse cells. We are asking whether,
under stress, initiation of replication is forced to occur more frequently in the telomere-repeated
sequence.
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