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163 Inhibition of RAS Activation Due to a Homozygous Ezrin Variant in Patients with Profound
Intellectual Disability. Human Mutation, 2015, 36, 270-278. 1.1 18

164 De novo missense mutations in the NAA10 gene cause severe non-syndromic developmental delay in
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Joubert syndrome (JBTS23). ELife, 2015, 4, . 2.8 51
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183
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Genetics, 2011, 88, 788-795.

2.6 206

220 Expanding the clinical spectrum associated with defects in CNTNAP2 and NRXN1. BMC Medical Genetics,
2011, 12, 106. 2.1 109

221 Evaluation of risk loci for schizophrenia derived from genome-wide association studies in a German
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225 Meta-Analysis Confirms the LCE3C_LCE3B Deletion as a Risk Factor for Psoriasis in Several Ethnic
Groups and Finds Interaction with HLA-Cw6. Journal of Investigative Dermatology, 2011, 131, 1105-1109. 0.3 89
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263 Profiling of<i>WDR36</i>Missense Variants in German Patients with Glaucoma. , 2008, 49, 270. 55

264 Mutations in the Pericentrin ( <i>PCNT</i> ) Gene Cause Primordial Dwarfism. Science, 2008, 319,
816-819. 6.0 370

265 Identification of ZNF313 / RNF114 as a novel psoriasis susceptibility gene. Human Molecular Genetics,
2008, 17, 1938-1945. 1.4 176
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arrays. Journal of Medical Genetics, 2007, 44, 629-636. 1.5 72

268 SOS1 is the second most common Noonan gene but plays no major role in cardio-facio-cutaneous
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