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The identification of the novel gene mutation and development of the novel
therapy for dyskeratosis congenita
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Telomerase activity in TERT carrying mutations detected in DKC patients (p.
E280K or p.S334del) did not significantly differ from that in wild-type TERT. This makes it doubtful
that the TERT mutations identified in DKC patients are causative for DKC. Next, we conducted a
comprehensive analysis for DKC without the known gene mutation, and detected novel TEP1 mutations
and ACD mutations. However, this ACD mutation did not cause binding inhibition of ACD and TINF2, and
shelterin complexes destabilizes. The detected ACD mutation was not a responsibility in DKC.
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