(®)
2018 2020

(DNase)

Pathological and physiological involvement of DNase with certain diseases
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Considering the positions in the DNase | protein corresponding to the
various nonsense SNPs, all of the other nonsense SNPs and frameshift variants registered in the
Ensembl database (https://asia.ensembl.org) appear likely to exert a pathogenetic effect through
loss of the activity. Accordingly, a total of 60 genetic variants in the DNase 1 gene (DNASE1l)
inducing abolishment or marked reduction of the DNase | activity could be identified as genetic risk

factors for autoimmunity, irrespective of how sparsely they were distributed in the population. It
was noteworthy that SNP p.GIn244Arg, reportedly associated with autoimmunity and reducing the
activity to about half of that of the wild type, and SNP p.Argl07Gly, abolishing the activity

completely, were distributed worldwide and in African populations at the polymorphic level,
respectively.
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