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Year [Disease Mutated Gene Journal NGS
2002 ‘Sotos syndrome NSD1 Nat Genet no
2004 |Marfan syndrome Il TGRBR2 Nat Genet no
2008 |Ohtahara syndrome STXBP1 Nat Genet no
2010 |West syndrome SPTAN1 Am J Hum Genet no
2010 |[New Ehlers-Danlos syndrome CHST14 Hum Mut no
2011 |Mi ia sy smoc1 Am J Hum Genet no
2012 |Porencephaly COL4A2 Am J Hum Genet no
2013 i phaly COL4A1 Ann Neurol no
2011 |AR spinocerebellar ataxia SYT14 Am J Hum Genet yes
2011 |HCAHC POLR3A & POLR3B Am J Hum Genet yes
2012 |Neonatal metabol decomp UQCRC2 Hum Mut yes
2012 |Coffin-Siris syndrome 5 SWI/SNF genes Nat Genet yes
2012 |Ohtahara syndrome KCNQ2 (allelic) Ann Neurol yes
2012 |Ohtahara syndrome CASK (allelic) i il yes
2013 |SENDA WDR45 Nat Genet yes
2013 |Nemaline myopathy KLHL40 Am J Hum Genet yes
2013 |SEMD-JL1 B3GALT6 Am J Hum Genet yes
2013 |Ohtahara syndrome GNAO1 Am J Hum Genet yes
2014 |Leigh syndrome GYG2 Hum Genet yes
2014 |Coffin-Siris syndrome SOX11 Nat Commun yes
2015 |Glycosylation disorder C0G2 Clin Genet yes
2015 |FCD Type llb MTOR (somatic) Ann Neurol yes
2015 |Steroid i y NUP107 Am J Hum Genet yes
2015 |Spinal extradural arachnoid cyst HOXD4 Plos One yes
2016 |Axial sp y ysp C21orf2 Plos One yes
2016 |Hypothalamic Hamartoma OFD1 & GLI3 (somatic) Annals of Clinical and Translational Neurology | yes
2016 |Ci gly ylati i PIGG Am J Hum Genet yes
2016 |MIRAGE syndrome SAMD9 Nat Genet yes
2016 |P i d TBCD Am J Hum Genet yes
2016 |EOEE with optic atrophy AP3P2 Am J Hum Genet yes
2017 |Pontocerebellar Hypoplasia 7 TOE1 Nat Genet yes
2017 |Weaver syndrome suz12 Hum Mut yes
2017 |EOEE CAMK2A/B Ann Clin Transl Neurol yes
2018 |EOEE SETD1B Hum Genet yes
2018 |EOEE CNPY3 Am J Hum Genet yes
2018 il t y alveolar p is with hy OAS1 Am J Hum Genet yes
2018 |EOEE or MCA/ID PPP3CA Hum Mol Genet yes
2018 with hy I PMPCB Am J Hum Genet yes
2018 |EOEE CYFIP2 Ann Neurol yes
2018 |EOEE ATP6V1A Brain yes
2018 |Polymicrogyria SCN3A Ann Neurol yes
2018 |Neurodevelopmental disorder FBXO11 Am J Hum Genet yes
2018 |West syndrome PHACTR1 Brain yes
2018 |Brain small vessel disorder COLGALT1 Ann Neurol yes
2018 |Galloway-Mowat syndrome NUP133 /Ann Neurol yes
2019 |Neuronal nuclear i disease NTOCH2NLC Nat Genet yes
2019 |Neurodevelopmental deficits and epilepsy ACTL6B Am J Hum Genet yes
2019 |46,XX and 46,XY disorders of sex development MYRF Hum Mol Genet yes
2019 CUCPEE: : Wic:rf1 b,rain Pyle disease spectrum and degenerative CSFIR Am J Hum Genet yes
2019 |Spastic di ia, ID, atrophy and corpus callosum hypoplasia MAPK8IP3 Ann Neurol yes
2019 |Sy i i SMARCD1 Am J Hum Genet yes
2019 |Neurodevelopmental disorder POU3F3 Am J Hum Genet yes
2019 |Liberfarb syndrome PISD Genet Med yes
2019 |Ci ital gly y PIGB Am J Hum Genet yes
2019 |Hypothalamic Hamartoma KIAA0556, PTPN11 & DYNC2H1 |Neurology yes
2019 |Noonan RRAS2 Am J Hum Genet yes
2019 |D y with habitus NKAP Am J Hum Genet yes
2019 |Neuro-ectodermal phenotype NEP ( i yes
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