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ARTICLE

One-year pilot study on the effects of nitisinone on melanin in patients with OCA-1B. JCl Insight, 2019, 4,

A novel homozygous variant in <i>TRAPPC2L</[i> results in a neurodevelopmental disorder and
disrupts TRAPP complex function. Journal of Medical Genetics, 2021, 58, 592-601.

Homozygous noncanonical splice variant in LSM1 in two siblings with multiple congenital anomalies

and global developmental delay. Journal of Physical Education and Sports Management, 2019, 5,
a004101.

A novel iris transillumination grading scale allowing flexible assessment with quantitative image
analysis and visual matching. Ophthalmic Genetics, 2018, 39, 41-45.
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