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            Abstract
CASK is a multi-domain scaffolding protein that interacts with the transcription factor TBR1 and regulates expression of genes involved in cortical development such as RELN. Here we describe a previously unreported X-linked brain malformation syndrome caused by mutations of CASK. All five affected individuals with CASK mutations had congenital or postnatal microcephaly, disproportionate brainstem and cerebellar hypoplasia, and severe mental retardation.
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                    Figure 1: Mutations of CASK are associated with a previously unreported X-linked brain malformation phenotype.[image: ]


Figure 2: Brain imaging and pathologic features in a boy with the CASK 915G>A mutation (individual 5).[image: ]



                


                
                    
                        
        
            
                Similar content being viewed by others

                
                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Biallelic in-frame deletion of SOX4 is associated with developmental delay, hypotonia and intellectual disability
                                        
                                    

                                    
                                        Article
                                        
                                         08 November 2021
                                    

                                

                                Amama Ghaffar, Faiza Rasheed, … Saima Riazuddin

                            
                        

                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Intellectual disability and microcephaly associated with a novel CHAMP1 mutation
                                        
                                    

                                    
                                        Article
                                         Open access
                                         17 August 2021
                                    

                                

                                Yuta Asakura, Hitoshi Osaka, … Takanori Yamagata

                            
                        

                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Mutations in SMARCB1 and in other Coffin–Siris syndrome genes lead to various brain midline defects
                                        
                                    

                                    
                                        Article
                                         Open access
                                         04 July 2019
                                    

                                

                                Alina Filatova, Linda K. Rey, … Ulrike A. Nuber

                            
                        

                    
                

            
        
            
        
    
                    
                
            

            
                Change history
	29 October 2008
NOTE: In the version of this article initially published, there was an error in the text on page 1066. The protein interacting with CASK is the CASK interacting nucleosome assembly protein (CINAP/TSPYL2) and not the TATA-binding protein associated factor TAF9. This error has been corrected in the HTML and PDF versions of the article.
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