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                    Abstract
The purpose of this study is to describe otological features of two patients with Kabuki syndrome and hearing loss not previously described in medical literature and present the surgical treatment performed and its outcomes. The methods used are report of two patients with Kabuki syndrome with hearing loss, non-consanguineous, detailing the morphological and functional description of their external and middle ears, and review of relevant literature. In both cases, the conductive component of hearing loss was explained by anatomical abnormalities, like ossicular morphological changes, not previously described as part of the syndrome and not by medical history of otitis media. Patients were treated surgically with success: stapedotomy with angular piston stapes prosthesis was performed in one case and ossiculoplasty with incudostapedial joint prosthesis in the other case. The otologic findings described in this paper can be part of the Kabuki syndrome phenotype, and in these cases, the conductive component of the hearing loss was successfully treated by surgery.



                    
    


                    
                        
                            
                                
                                    
                                        
                                    
                                    
                                        This is a preview of subscription content, log in via an institution
                                    
                                    
                                        
                                     to check access.
                                

                            

                        

                        
                            
                                
                                    Access this article

                                    
                                        
                                            
                                                
                                                    Log in via an institution
                                                    
                                                        
                                                    
                                                
                                            

                                        
                                    
                                    
                                        
 
 
  
   
    
     
     
      Buy article PDF USD 39.95
     

    

    Price excludes VAT (USA)

     Tax calculation will be finalised during checkout.

    Instant access to the full article PDF.

   

  

  
 

 
  
   
    Rent this article via DeepDyve
     
      
     

   

  

  
 


                                    

                                    
                                        Institutional subscriptions
                                            
                                                
                                            
                                        

                                    

                                

                            
                        

                        
                            Fig 1[image: ]


Fig. 2[image: ]


Fig. 3[image: ]


Fig. 4[image: ]



                        

                    

                    
                        
                    


                    
                        
                            
                                
        
            
                Similar content being viewed by others

                
                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Cochlear Implant in Klippel-Feil Syndrome: Challenges and Concerns
                                        
                                    

                                    
                                        Article
                                        
                                         05 July 2021
                                    

                                

                                Y. Mounika Reddy, Anjali Lepcha, … Ajay Philip

                            
                        

                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Stapedotomy
                                        
                                    

                                    
                                        Chapter
                                        
                                         © 2022
                                    

                                

                                
                            
                        

                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Cochlear implantation in Bjornstad syndrome: a case series with literature review
                                        
                                    

                                    
                                        Article
                                        
                                         10 October 2023
                                    

                                

                                Secaattin Gülşen & Sercan Çıkrıkcı

                            
                        

                    
                

            
        
            
        
    
                            
                        
                    

                    

                    

                    References
	Hannibal MC, Buckingham KJ, Ng SB, Ming JE, Beck AE, McMillin M, et al. Spectrum of MLL2 (ALR) mutations in 110 cases of Kabuki syndrome. Am J Med Genet A. 2011;155:1511–6.
Article 
    CAS 
    PubMed Central 
    
                    Google Scholar 
                

	Niikawa N, Kuroki Y, Kajii T, Matsuura N, Ishikiriyama S, Tonoki H, et al. Kabuki make-up (Niikawa-Kuroki) syndrome: a study of 62 patients. Am J Med Genet. 1988;31:565–89.
Article 
    CAS 
    PubMed 
    
                    Google Scholar 
                

	Dupont J, Dias P, Medeira A, Santos H, Cordeiro I, et al. Síndrome de Kabuki: Caracterização de 16 doentes portugueses. Acta Pediatr Port. 2010;41(2):86–91.

                    Google Scholar 
                

	Barozzi S, Di Berardino F, Atzeri F, Filipponi E, Cerutti M, Selicorni A, et al. Audiological and vestibular findings in the Kabuki syndrome. Am J Med Genet A. 2009;149A:171–6.
Article 
    CAS 
    PubMed 
    
                    Google Scholar 
                

	Schrander-Stumpel C, Spruyt L, Curfs L, Defloor T, Schrander J. Kabuki syndrome: clinical data in 20 patients, literature review, and further guidelines for preventive management. Am J Med Genet A. 2005;132A:234–43.
Article 
    PubMed 
    
                    Google Scholar 
                

	Igawa H, Nishizawa N, Sugihara T, Inuyama Y. Inner ear abnormalities in Kabuki make-up syndrome: report of three cases. Am J Med Genet. 2000;92:87–9.
Article 
    CAS 
    PubMed 
    
                    Google Scholar 
                

	Tekin M, Fitoz S, Arici S, Cetinkaya E, Incesulu A. Niikawa–Kuroki (Kabuki) syndrome with congenital sensorineural deafness: evidence for a wide spectrum of inner ear abnormalities. Int J Pediatr Otorhinolaryngol. 2006;70(5):885–9.
Article 
    PubMed 
    
                    Google Scholar 
                


Download references




Acknowledgements
I would like to thank to Pedro Henriques, MD, for providing the patients and for his help in reviewing this article.


Author information
Authors and Affiliations
	Department of Otorhinolaryngology, Hospital de Egas Moniz, Rua da Junqueira, 126, 1349-019, Lisbon, Portugal
Nelson Gilberto, Ricardo Santos, Pedro Sousa & Pedro Escada

	Department of Anatomy, Nova Medical School, Campo dos Mártires da Pátria, 130, 1169-056, Lisbon, Portugal
Nelson Gilberto


Authors	Nelson GilbertoView author publications
You can also search for this author in
                        PubMed Google Scholar



	Ricardo SantosView author publications
You can also search for this author in
                        PubMed Google Scholar



	Pedro SousaView author publications
You can also search for this author in
                        PubMed Google Scholar



	Pedro EscadaView author publications
You can also search for this author in
                        PubMed Google Scholar





Contributions
All of the authors have read and approved the manuscript.
Corresponding author
Correspondence to
                Nelson Gilberto.


Ethics declarations

              
              
                Conflict of Interest

                The authors declare that they have no conflict of interest.

              
              
                Ethical Approval

                All procedures performed in studies involving human participants were in accordance with the ethical standards of the institutional and national research committee and with the 1964 Helsinki declaration and its later amendments or comparable ethical standards.

                This article does not contain any studies with animals performed by any of the authors.

              
              
                Informed Consent

                Informed consent was obtained from all individual participants included in the study.

              
            

Additional information
Publisher’s Note
Springer Nature remains neutral with regard to jurisdictional claims in published maps and institutional affiliations.
This article is part of the Topical Collection on Surgery


Rights and permissions
Reprints and permissions


About this article
[image: Check for updates. Verify currency and authenticity via CrossMark]       



Cite this article
Gilberto, N., Santos, R., Sousa, P. et al. New Otologic Features and Surgical Treatment in Two Patients with Kabuki Syndrome.
                    SN Compr. Clin. Med. 1, 392–396 (2019). https://doi.org/10.1007/s42399-019-00062-9
Download citation
	Accepted: 08 March 2019

	Published: 28 March 2019

	Issue Date: 15 May 2019

	DOI: https://doi.org/10.1007/s42399-019-00062-9


Share this article
Anyone you share the following link with will be able to read this content:
Get shareable linkSorry, a shareable link is not currently available for this article.


Copy to clipboard

                            Provided by the Springer Nature SharedIt content-sharing initiative
                        


Keywords
	Kabuki syndrome
	Ear abnormalities
	Hearing loss
	Stapes surgery
	Ossiculoplasty








                    
                

            

            
                
                    

                    
                        
                            
    
        
            
                Associated Content

                
                    
                        
                        Part of a collection:

                        
                        
                            Topical Collection on Surgery
                        

                    

                
            

        
    

                        

                    

                    
                        
                    


                    
                        
                            
                                
                            

                            
                                
                                    
                                        Access this article


                                        
                                            
                                                
                                                    
                                                        Log in via an institution
                                                        
                                                            
                                                        
                                                    
                                                

                                            
                                        

                                        
                                            
 
 
  
   
    
     
     
      Buy article PDF USD 39.95
     

    

    Price excludes VAT (USA)

     Tax calculation will be finalised during checkout.

    Instant access to the full article PDF.

   

  

  
 

 
  
   
    Rent this article via DeepDyve
     
      
     

   

  

  
 


                                        

                                        
                                            Institutional subscriptions
                                                
                                                    
                                                
                                            

                                        

                                    

                                
                            

                            
                                
    
        Advertisement

        
        

    






                            

                            

                            

                        

                    

                
            

        

    
    
    


    
        
            Search

            
                
                    
                        Search by keyword or author
                        
                            
                            
                                
                                    
                                
                                Search
                            
                        

                    

                
            

        

    



    
        Navigation

        	
                    
                        Find a journal
                    
                
	
                    
                        Publish with us
                    
                
	
                    
                        Track your research
                    
                


    


    
	
		
			
			
	
		
			
			
				Discover content

					Journals A-Z
	Books A-Z


			

			
			
				Publish with us

					Publish your research
	Open access publishing


			

			
			
				Products and services

					Our products
	Librarians
	Societies
	Partners and advertisers


			

			
			
				Our imprints

					Springer
	Nature Portfolio
	BMC
	Palgrave Macmillan
	Apress


			

			
		

	



		
		
		
	
		
				
						
						
							Your privacy choices/Manage cookies
						
					
	
						
							Your US state privacy rights
						
						
					
	
						
							Accessibility statement
						
						
					
	
						
							Terms and conditions
						
						
					
	
						
							Privacy policy
						
						
					
	
						
							Help and support
						
						
					


		
	
	
		
			
				
					
					34.239.227.49
				

				Not affiliated

			

		
	
	
		
			[image: Springer Nature]
		
	
	© 2024 Springer Nature




	






    