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Devlopment of diagnostic marker and new treatment for inherited
glycosylphosphatidylinositol anchored protein deficiency
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1.We assessed that phenotype-genotype correlations in PIGO patients,and
published to the journal of Human mutation.In this journal,we showed how the clinical severity of
IGDs correlates with flow cytometric analysis of blood,functional analysis using a PIGO-deficient
cell line,and the degree of hyperphosphatasia.The flow cytometric analysis and hyperphosphatasia are
useful for IGD diagnosis,but the expression level of GPl-anchored proteins and the degree of
hyperphosphatasia do not correlate,although functional studies do, with clinical severity.
2.In 10 1GD patients,serum alkaline phosphatase was examined.The results were that hyperphosphatasia
was not always in individual cases.Then,flow cytometric analysis of blood was necessary in
suspected IGD cases with normal range of alkaline phosphatase.
3.A study of pyridoxin therapy for 9 IGD patients was performed.
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