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(D Identification of diagnostic markers for PFIC1

We established method to identify PFIC1 patients using phenotypic and morphological
analysis of macrophages. To develop diagnostic technique better than this method, we started
new research to find diagnostic markers for PFIC1. Based on findings in PFIC1 model mice,
various endogenous compounds in peripheral blood were analyzed in PFIC1 patients and other
cholestatic patients who present with clinical symptom similar to those of PFIC1. A couple of

compounds that could be diagnostic markers for PFIC1 have been identified. To validate this
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finding, we are going to enroll more PFIC1 patients in this analysis.

@ Epidemiological study of PFIC1

The number of PFIC1 patients in Japan was investigated by the analysis of macrophages

from patents with suspected PFIC1 who were collected from a questionnaire survey. To explore

natural history of PFIC1, medical information of patients with PFIC1 was collected

retrospectively in collaboration with pediatric clinicians. Prospective data collection and

establishment of registry system have been also started to store detailed information about

PFIC1.
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