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Effective technique establishment to distinguish polymorphisms or mutations for
variants in an unifactorial diseases.

NAKAYAMA, Tomohiro

3,600,000
Gitelman 70
80 DNA
Clinvar
Mutation Taster PROVEAN SIFT ALIGN GVGD ALIGN GVGD PANTHER web
software
Gitelman 34
MLPA
Clinvar Mutation Taster PROVEAN
SIFT ALIGN GVGD ALIGN GVGD PANTHER web software

We collected the peripheral blood samples from patients for Gitelman
syndrome, and stocked them in the deep freezer of -80 from -70 . DNAs were extracted from these
samples, and were measured the concentration for adjusting them to constant concentration for
analyses. Nucleic acid sequencing was performed by the direct sequencing so-called Sanger method.
Newly software was prepared for constructing the haplotype. For estimating each variant firstly data

of Clinvar were referred, and tried for adding to certainty by software Mutation Taster, PROVEAN,
SIFT, ALIGN GVGD, ALIGN GVGD, web site including PANTHER.
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