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A study of Interferonopathy by TREX1 gene mutations
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PSMB9 PSMB4 PSMA3 POMP 13

We performed genetic analyses for the definitive diagnosis and the
collection of new patients of AGS and FCL. As the new diseases related with Interferonopathy were
increasing year after year, the analyzed genes were also increasing. As a result, we identified 17
AGS patients and 1 SPENCDI patient. Of the 17 AGS patients harboring mutations, 6 harbored mutations

in TREX1, 1 in RNASEH2B, 1 in RNASEH2A, 4 in SAMHD1 and 5 in IFIHL.
A functional analysis with a recombinant TREX1 heterodimer or a culture at a low temperature could
not progress remarkably.
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