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Main Scientific Publications 

1. Clinical use of whole exome sequencing in children with developmental delay/intellectual disability. 
Pediatrics and neonatology. 2024. Jan. 

2. De novo atypical hemolytic uremic syndrome associated with C3 gene mutation after kidney 
transplantation: a rare case of life-threatening diffuse alveolar hemorrhage in an adolescent. Nephron. 
2023. Nov.  

3. Coffin-Siris Syndrome: Case Series of Three Patients and a Novel ARID2 Variant. Annals of clinical and 
laboratory science. 2023. 53:6. 959-963 Nov.  

4. Clinical application of prospective whole-exome sequencing in the diagnosis of genetic disease: 
Experience of a regional disease center in South Korea. Annals of human genetics. 2023. Oct.  

5. Haploinsufficiency A20 misdiagnosed as PFAPA (periodic fever, aphthous stomatitis, pharyngitis, and 
cervical adenitis) syndrome with Kikuchi disease. Clinical and experimental pediatrics. 2023. 66: 2. 82-84 
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