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Is serum biotinidase enzyme activity a potential marker of perturbed glucose and lipid metabolism?.
JIMD Reports, 2021, 57, 58-66.

Whole Exome Sequencing in Coloboma/Microphthalmia: Identification of Novel and Recurrent

Variants in Seven Genes. Genes, 2021, 12, 65. 2.4 16
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osteogenesis imperfecta/Ehlersd€Danlos syndrome overlap. Clinical Genetics, 2020, 97, 396-406.

The Genetic Landscape and Epidemiology of Phenylketonuria. American Journal of Human Genetics, 6.2 138
2020, 107, 234-250. )

Increased augmentation index in patients with Ehlers-Danlos syndrome. BMC Cardiovascular
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