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We analyzed unclassified FA cases and found that many of them are caused by
slicing defects in known FA genes that were not evident in whole exome sequencing. We also
identified two siblings that carry biallelic mutations in an important DNA repair factor. In 20
Indian FA cases, we identified frequent specific FANCL mutations, which are very rare in other
ethnic groups. We generated novel zebrafish FANCT or FANCD2 model that resulted in 100% male fish.
In collaborative efforts with German group, we established mutations in RFWD3 gene encoding a E3

ubiquitin ligase causes FA phenotype and that its targets are critical homologous recombination
regulators, RPA and RAD51.
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