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Clinical, genetic profile and therapy evaluation of 55 children and 5 adults with sitosterolemia.
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Different mutations in the <i>MMUT</i> gene are associated with the effect of vitamin B12 in a cohort
of 266 Chinese patients with muta€type methylmalonic acidemia: A retrospective study. Molecular 1.2 10
Genetics &amp; Genomic Medicine, 2021, 9, e1822.
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Noninvasive prenatal diagnosis of cobalamin C (cblC) deficiency through target region sequencing of
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Ambroxol improves skeletal and hematological manifestations on a child with Gaucher disease.
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Biochemical and genetic approaches to the prenatal diagnosis of propionic acidemia in 78 pregnancies.
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Haplotype-based Noninvasive Prenatal Diagnosis of Hyperphenylalaninemia through Targeted
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Genotypes and phenotypes in 20 Chinese patients with type 2 Gaucher disease. Brain and Development,
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Skeletal muscle-specific Sidt2 knockout in mice induced muscular dystrophy-like phenotype.
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A new case of malonyl&€€oA decarboxylase deficiency with mild clinical features. American Journal of
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Recurring G12S Mutation of HRAS in a Chinese Child with Costello Syndrome with High Alkaline

Phosphatase Level. Biochemical Genetics, 2009, 47, 868-872.

Purification and Proteomic Analysis of Lysosomal Integral Membrane Proteins. Methods in Molecular 0.9 10
Biology, 2008, 432, 229-241. )
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