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19 A mutation in POLR3E impairs antiviral immune response and RNA polymerase III. Proceedings of the
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26 Pathogenic Variants in NUP214 Cause â€œPluggedâ€• Nuclear Pore Channels and Acute Febrile
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Homozygous stop-gain variant in LRRC32, encoding a TGFÎ² receptor, associated with cleft palate,
proliferative retinopathy, and developmental delay. European Journal of Human Genetics, 2019, 27,
1315-1319.

1.4 7
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De novo and inherited TCF20 pathogenic variants are associated with intellectual disability,
dysmorphic features, hypotonia, and neurological impairments with similarities to Smithâ€“Magenis
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29 Biallelic variants in AGTPBP1, involved in tubulin deglutamylation, are associated with cerebellar
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30 Combined loss of LAP1B and LAP1C results in an early onset multisystemic nuclear envelopathy. Nature
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32 Biallelic VARS variants cause developmental encephalopathy with microcephaly that is recapitulated
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34 Two separate functions of NME3 critical for cell survival underlie a neurodegenerative disorder.
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Heterozygous RNF13 Gain-of-Function Variants Are Associated with Congenital Microcephaly, Epileptic
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36 Severe infantile epileptic encephalopathy associated with D-glyceric aciduria: report of a novel case
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56 Biallelic Variants in OTUD6B Cause an Intellectual Disability Syndrome Associated with Seizures and
Dysmorphic Features. American Journal of Human Genetics, 2017, 100, 676-688. 2.6 54
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