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ABSTRACT 

The research of my group focuses on the molecular genetics and functional dissection of hereditary disorders of iron metabolism. We aim to identify novel pathogenic variants and disease-causing genes through advanced genetic/genomic analyses and genotype–phenotype correlations. Functional characterization of these gene/variants is performed using in vitro, ex vivo, and in vivo (mice models) analysis to elucidate the underlying pathogenic mechanisms.
A key area of interest is the role of PIEZO1, a mechanosensitive ion channel, as a novel regulator of erythropoiesis and iron homeostasis. We are investigating how PIEZO1 influences iron metabolism under physiological and pathological conditions (gain-of-function variants causing dehydrated hereditary stomatocytosis), including its impact on erythrocyte function and iron recycling. Particularly, we aim to elucidate its role in hepatocytes and liver sinusoidal endothelial cells. 
Ultimately, our goal is to translate these insights into the identification and development of new therapeutic strategies, including drug screening and repurposing, for patients with hereditary iron-related disorders.
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