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Transforming the clinical outcome in CRIM-negative infantile Pompe disease identified via newborn
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Prenatal diagnosis of diencephalicd€mesencephalic junction dysplasia: Fetal magnetic resonance imaging

phenotypes, genetic diagnoses, and outcomes. Prenatal Diagnosis, 2021, 41, 778-790. 2.3 4

Infantile onset Sandhoff disease: clinical manifestation and a novel common mutation in Thai patients.
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Missense variant contribution to USP9X-female syndrome. Npj Genomic Medicine, 2020, 5, 53.
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GARSa€related disease in infantile spinal muscular atrophy: Implications for diagnosis and treatment.
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An immune tolerance approach using transient low-dose methotrexate in the ERT-naA ve setting of
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Sustained immune tolerance induction in enzyme replacement therapya€“treated CRIM-negative patients
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Immune response to enzyme replacement therapies in lysosomal storage diseases and the role of
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Survival and Developmental Milestones Among Pompe Registry Patients with Classic Infantile-Onset
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