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Development of novel diagnostic method for refractory pediatric liver diseases
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In the pediatric hereditary liver diseases, a definitive diagnosis of each
disease is made by clinical findings followed by genomic analysis. However, there are some cases in
which it is difficult to distinguish from similar diseases due to inability to identify the mutation

or to distinguish between the pathogenic mutation and the rare normal variant. In order to solve
this situation, this study developed a diagnostic method based on gene function analysis. Peripheral
blood monocytes from the patients were differentiated into macrophages and subjected to various
analysis. Abnormal phenotypes that could contribute to discriminate the pediatric hereditary liver
diseases was identified.
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Alagille syndrome (AGS),
Arthrogryposis—renal dysfunction—cholestasis (ARC) syndrome, Familial cholanemia
(FC), neonatal intrahepatic cholestasis caused by citrin deficiency (NICCD)
JAG1(AGS), NOTCH2(AGS), VPS33B(ARC
syndrome), VIPAS39(ARC syndrome), BAAT(FC), TIP2(FC), SLC25A13(NICCD)
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