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12 Biallelic loss-of-function variants in PLD1 cause congenital right-sided cardiac valve defects and
neonatal cardiomyopathy. Journal of Clinical Investigation, 2021, 131, . 3.9 16

13 Rare deleterious mutations of HNRNP genes result in shared neurodevelopmental disorders. Genome
Medicine, 2021, 13, 63. 3.6 50

14 Characterization of a L136P mutation in Formin-like 2 (FMNL2) from a patient with chronic
inflammatory bowel disease. PLoS ONE, 2021, 16, e0252428. 1.1 5

15 Biallelic deletion in a minimal <scp><i>CAPN15</i></scp> intron in siblings with a recognizable
syndrome of congenital malformations and developmental delay. Clinical Genetics, 2021, 99, 577-582. 1.0 9

16 A human case of GIMAP6 deficiency: a novel primary immune deficiency. European Journal of Human
Genetics, 2021, 29, 657-662. 1.4 10
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19 A mutation in POLR3E impairs antiviral immune response and RNA polymerase III. Proceedings of the
National Academy of Sciences of the United States of America, 2020, 117, 22113-22121. 3.3 17
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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,
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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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Communications, 2019, 10, 605. 5.8 40

31
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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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55 Hypomyelinating leukodystrophy associated with a deleterious mutation in the ATRN gene.
Neurogenetics, 2017, 18, 135-139. 0.7 8
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