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Familial Mediterranean fever (FMF) is an autoinflammatory disease that is prevalent in
Mediterranean countries, including Armenia [1]. The disease is caused by mutations in the
MEFV gene, which is responsible for encoding the pyrin protein and is located on the short
arm of the 16th chromosome. This study aimed to perform whole-exome sequencing (WES)
analysis for FMF patients in order to obtain comprehensive information about their genetic
variability in coding regions of the MEFV gene. For this purpose, 4 patients diagnosed with
FMF have been enrolled. Genomic DNA was extracted using a modified salting out approach.
WES has been performed using commercially available services. For bioinformatic analysis of
the data GATK tools were applied. Among other functional genetic variants, confirmed by
the independent PCR-based molecular genetic testing approach, WES allowed identification
of R202H functional genetic variant in one of the studied patients. Further analysis with the
enrollment of additional samples is needed to clarify the role of other functional variants in
disease pathogenesis. To assess the functional role of each genetic variant with unknown clinical
significance we have developed pluripotent cell lines of healthy subjects and plan to further use
genetic engineering approaches [2].
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