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Deleterious variants in TRAK1 disrupt mitochondrial movement and cause fatal encephalopathy. Brain,
2017, 140, 568-581.

Mutations in PPCS, Encoding Phosphopantothenoylcysteine Synthetase, Cause Autosomal-Recessive

Dilated Cardiomyopathy. American Journal of Human Genetics, 2018, 102, 1018-1030. 6.2 42

Novel MALT1 Mutation Linked to Immunodeficiency, Immune Dysregulation, and an Abnormal T Cell
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SCUBES3 loss-of-function causes a recognizable recessive developmental disorder due to defective
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Whole exome sequencing in childhood-onset lupus frequently detects single gene etiologies.
Pediatric Rheumatology, 2019, 17, 52.
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Reduced Function and Diversity of T Cell Repertoire and Distinct Clinical Course in Patients With

IL7RA Mutation. Frontiers in Immunology, 2019, 10, 1672.
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Congenital neutropenia with variable clinical presentation in novel mutation of the SRP54 gene.
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Genetic and Structural Analysis of a SKIV2L Mutation Causing Tricho-hepato-enteric Syndrome.
Digestive Diseases and Sciences, 2018, 63, 1192-1199.
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Broadening the phenotype of LRRK1 mutations - Features of malignant osteopetrosis and optic nerve
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