
    
    

    
    

    

    
    
    
      
    
    klinische monatsblätter für augenheilkunde


    
    
    
      
    
    130115



    

      

  
    	
          
            DE
          
        
	
          EN
        
	
        
          Home
        
      
	
        Products
        	
            
              Journals
            
          
	
            
              Books
            
          
	
            
              Book Series
            
          


        

      
	
        Service
        	
            
              Library Service
            
          


        

      
	
        Help
      
	
        
          Contact
        
      
	
        
          Portal
        
      


  

  
    
    
      
        Klinische Monatsblätter für Augenheilkunde
      
    

    

  
    
    
      
        
          Full-text search
        

      

      	Full-text search
	Author Search
	Title Search
	DOI Search
	Metadata Search


    

    
    
    
    
  




  

  
    


  



  	
	
	
	
	
	
        
          Journal
        
        	
                More About This Journal
              
	
                Editorship
              
	
                Table of Contents
              
	
                German National License
              
	
                Imprint
              
	
                Media
              


      
	
        
          Authors
        
        	
                Instructions for Authors
              
	
                Submit a Manuscript
              


      
	
          
            Subscription
          
          	
                  Subscription Information & Contacts
                
	
                  Institutional Licensing
                


        
	
        
        
        
          
        
          
            Job Board
            
          
        
          
        
          
        
        	
                Job Opportunities
              


      
	
        
        
        
          
        
          
            PharmaMarket
            
          
        
          
        
          
        
        	
                PharmaMarket
              


      





    	
        
        
        
        
        
        
          
          
            
              Not Logged In
            
             
              Login
            
            
              	
                  
                    
                      
                      
                      
                      
                        Username or e-mail address: 
                        
                      

                      
                        Password:
                        
                      

                      
                        
                      

                      Forgot Access Data?
                      
                        Register Now
                      
                      
                        OpenAthens/Shibboleth Login
                      
                    

                  
                


            

          
        
        

        

      
	
        
        
          Shopping Cart
        
        









        
        
      


  

  
    
      
    

    
    
      
    
    
    
    
    
    
    
    
    
      
        
          
        

      
    
  




      

      

      
        




  



  

  
    
    
      [image: ]
      
    

    
    
      
        
          
          
          
          
            Year (Archive)
            
              
                
                  2000
                

              

              	
                      
                      
                      
                      
                        2024
                      
                    
	
                      
                      
                      
                      
                        2023
                      
                    
	
                      
                      
                      
                      
                        2022
                      
                    
	
                      
                      
                      
                      
                        2021
                      
                    
	
                      
                      
                      
                      
                        2020
                      
                    
	
                      
                      
                      
                      
                        2019
                      
                    
	
                      
                      
                      
                      
                        2018
                      
                    
	
                      
                      
                      
                      
                        2017
                      
                    
	
                      
                      
                      
                      
                        2016
                      
                    
	
                      
                      
                      
                      
                        2015
                      
                    
	
                      
                      
                      
                      
                        2014
                      
                    
	
                      
                      
                      
                      
                        2013
                      
                    
	
                      
                      
                      
                      
                        2012
                      
                    
	
                      
                      
                      
                      
                        2011
                      
                    
	
                      
                      
                      
                      
                        2010
                      
                    
	
                      
                      
                      
                      
                        2009
                      
                    
	
                      
                      
                      
                      
                        2008
                      
                    
	
                      
                      
                      
                      
                        2007
                      
                    
	
                      
                      
                      
                      
                        2006
                      
                    
	
                      
                      
                      
                      
                        2005
                      
                    
	
                      
                      
                      
                      
                        2004
                      
                    
	
                      
                      
                      
                      
                        2003
                      
                    
	
                      
                      
                      
                      
                        2002
                      
                    
	
                      
                      
                      
                      
                        2001
                      
                    
	
                      
                      
                      
                      
                        2000
                      
                    
	
                      
                      
                      
                      
                        1999
                      
                    
	
                      
                      
                      
                      
                        1998
                      
                    
	
                      
                      
                      
                      
                        1997
                      
                    
	
                      
                      
                      
                      
                        1996
                      
                    
	
                      
                      
                      
                      
                        1995
                      
                    
	
                      
                      
                      
                      
                        1994
                      
                    
	
                      
                      
                      
                      
                        1993
                      
                    
	
                      
                      
                      
                      
                        1992
                      
                    
	
                      
                      
                      
                      
                        1991
                      
                    
	
                      
                      
                      
                      
                        1990
                      
                    
	
                      
                      
                      
                      
                        1989
                      
                    
	
                      
                      
                      
                      
                        1988
                      
                    
	
                      
                      
                      
                      
                        1987
                      
                    
	
                      
                      
                      
                      
                        1986
                      
                    
	
                      
                      
                      
                      
                        1985
                      
                    
	
                      
                      
                      
                      
                        1984
                      
                    
	
                      
                      
                      
                      
                        1983
                      
                    
	
                      
                      
                      
                      
                        1982
                      
                    
	
                      
                      
                      
                      
                        1981
                      
                    
	
                      
                      
                      
                      
                        1980
                      
                    


            

          

          
          
          
            Issues
            

          

        


        	
                Table of Contents
              
	
            
              
                Current Issue
              
            
          
	
              
                Free Sample Issue (01/2024)
              
            


      
    

    
    
      

  
  
    
      
      
    
    
      
        
        
      

    
  



    
    
    

    

    

    
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
          
            
          
          
          
        
      
    
      
    
      
        
          
  
          
            
          
  
          
            
              
              
                Theodor -Axenfeld - Award 2015
              
            

            
              	
                      
                        

                        
                          Body Mass Index as an Influencing Factor for Outcome of Trabectome Surgery?
                        

                       
                      
                    


            

          

        
      
    
      
    
      
        
          
            
              Related Books
            

            
              	
                      
                        

                        
                          Augenheilkunde
                        

                      
                    
	
                      
                        

                        
                          Health guide: eyes
                        

                      
                    


            

          

        
      
    
      
    
      
    
      
    
      
    
      
    
      
    
  

    
  

  
  
  






  
  

  
    

  
  
    
      
      
    
    
      
      
    
  



    


  

    

    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    

    
    
    

    
      
        
          Subscribe to RSS

          Please copy the URL and add it into your RSS Feed Reader.

          
          https://www.thieme-connect.de/rss/thieme/en/10.1055-s-00000031.xml
        

      

    

    

    

    
      
        [bookmark: saveLink]
      
    

    
      
        
      

      
        
      

      
        
          Share / Bookmark

          Facebook
          X
          Linkedin
          Weibo
        

      

    

    

    

    
      
          
              
          
      
    

    

    

    
      
        
        
          
          
          
        
      
    
  


  
    
      
        
          
            
              Download PDF
            
          
        
      

      
        
          
            
          
        
      

    

  

  

  
  
    
  
  




    
    
Klin Monbl Augenheilkd 2000; 217(1): 43-51
DOI: 10.1055/s-2000-10382

KLINISCHE STUDIE

 


Georg Thieme Verlag Stuttgart · New York
Keratin-Gen-Mutationen als Ursache der Epitheldystrophie Meesmann-Wilke und autosomal dominanter Verhornungsstörungen der Haut[1]
        

Keratin gene mutations cause Meesmann's corneal dystrophy and autosomal dominant skin disorders of cornificationOle Swensson1
            , Beate Swensson2
            , Bernhard Nölle2
            , Rainer Rochels2
            , Bernhard Wannke3
            , Hans-Jürgen Thiel3
            

	
            
1 Klinik für Dermatologie und Venerologie, Christian-Albrechts-Universität Kiel, Schittenhelmstr. 7, 24105 Kiel (Direktor: Prof. Dr. med. Dr. h. c. E. Christophers)
	
            
2 Klinik für Ophthalmologie, Christian-Albrechts-Universität Kiel, Hegewischstr. 2, 24105 Kiel (Direktor: Prof. Dr. med. R. Rochels)
	
            
3 Augenklinik der Eberhard-Karls-Universität, Abteilung Augenheilkunde I, Schleichstr. 12 - 16, 72076 Tübingen (Direktor: Prof. Dr. med. H.-J. Thiel)





Further Information


Publication History

Publication Date:
31 December 2000 (online)










Also available at[image: ]





	
Abstract

	
Full Text

	
References




 

[image: SFX Search]

 Buy Article Permissions and Reprints



[image: ]


        
Zusammenfassung

        

          
Hintergrund Die Epitheldystrophie Meesmann-Wilke (OMIM 122 100) ist eine seltene autosomal dominant erbliche Erkrankung des Hornhautepithels, die im frühen Kindesalter nachweisbar ist und beide Augen betrifft. Kennzeichen der Erkrankung ist eine in ihrem Verteilungsmuster variable Trübung des Hornhautepithels. Bei der Spaltlampenuntersuchung und im regredienten Licht geben sich monomorphe Opaleszenzen und intraepitheliale Bläschen zu erkennen. Weitere Erkrankungszeichen sind punktförmige Erosionen, Epiphora, gesteigerte Blendempfindlichkeit und Blepharospasmus. Der Visus ist zumeist nicht oder nur geringfügig beeinträchtigt. Histologisch zeigt sich eine gestörte Epithelschichtung, eine Vakuolisierung der Epithelzellen und eine intraepitheliale Vesikelbildung. Elektronenmikroskopisch lassen sich fibrogranuläre Ablagerungen im Zytoplasma der Epithelzellen nachweisen.


        

          
Ergebnisse Bei Nachkommen der von Meesmann und Wilke beschriebenen Merkmalsträger und weiteren betroffenen Familien konnte mittels genetischer Kopplungsanalyse gezeigt werden, dass der zugrunde liegende genetische Defekt im Bereich des Keratin Typ I Genclusters auf Chromosom 17 (17q12-21) lokalisiert ist. Molekulargenetische Untersuchungen an mehr als zehn Familien mit epithelialer Hornhautdystrophie wiesen nach, dass der Erkrankung in allen bisher untersuchten Fällen Mutationen der korneaspezifischen Keratine K3 und K12 zugrunde liegen.


        

          
Schlussfolgerungen Vergleichende Untersuchungen an autosomal dominant erblichen Verhornungsstörungen der Haut lassen vermuten, dass die bei der Meesmannschen Epitheldystrophie nachgewiesenen Keratingen-Mutationen einen dominant negativen Effekt auf die Keratinfilamentbildung ausüben. Die gestörte Filamentbildung führt zu intrazellulären Keratinverklumpungen, die sich als fibrogranuläre Ablagerung zu erkennen geben. Hieraus resultiert eine Minderung der mechanischen Widerstandsfähigkeit der betroffenen Epithelzellen und des epithelialen Zellverbandes. Ob Anomalien funktionell verwandter Strukturelemente des Zytoskeletts, wie beispielsweise desmosomale Proteine, in der Lage sind, einen der epithelialen Hornhautdystrophie Meesmann-Wilke ähnlichen Phänotyp zu induzieren, ist bislang ungeklärt.


        

          
Abkürzungen K, Keratin; OMIM, Online Mendelian Inheritance in Man


        
Literatursuche in Medline.


      
        

          
Background Meesmann's corneal dystrophy (OMIM 122 100) is a rare autosomal dominant disorder of the corneal epithelium. It manifests in early childhood and affects both eyes. The disease is characterized by variable patterned dot-like corneal opacities and intraepithelial vesicles, which can be seen by slit-lamp examination and retroillumination. Further signs include punctate erosions, lacrimation, photophobia, and blepharospasm. Vision is usually only slightly diminished. By histology, the corneal epithelium is irregularly thickened. It shows vacuolated epithelial cells and intraepithelial formation of vesicles. By electron microscopy fibrogranular aggregates are seen in the cytoplasm of epithelial cells.


        

          
Results Linkage analyses in descendants of the family described by Meesmann and Wilke and other affected kinships showed that the putative genetic defect locates within the keratin type I gene cluster on chromosome 17 (17q12-21). Molecular genetic analyses in more than ten affected families showed that mutations in the cornea-specific keratin genes K3 and K12 represent the causative genetic defects of the disease phenotype.


        

          
Conclusion Comparative studies in autosomal dominant skin disorders of cornification suggest that the mutations identified in patients with Meesmann's corneal dystrophy exert dominant negative effects on keratin filament assembly. Disturbed filament formation results in intracellular keratin clumping, identifiable as fibrogranular aggregates. As a result the mechanical resilience of the affected cells and the epithelial tissue appears markedly reduced. Whether abnormalities of functionally related structural proteins, e.g. desmosomal components, could result in a phenotype similar to Meesmann and Wilke's corneal dystrophy remains to be seen.


        

          
Abbreviations K, Keratin; OMIM, Online Mendelian Inheritance in ManLiterature search in Medline.


      

Schlüsselwörter

Hornhautdystrophie - Keratine - Mutationsanalyse - Epitheldystrophie Meesmann-Wilke




Key words

Corneal dystrophy - keratins - mutational analysis - epithelial dystrophy Meesmann-Wilke



[bookmark: N656-1]
          

[bookmark: N656-1]1 Manuskript eingereicht am 28. 12. 99 und in der vorliegenden Form angenommen.


        



Literatur

[bookmark: N656-1]
          

[bookmark: N656-1]1 Manuskript eingereicht am 28. 12. 99 und in der vorliegenden Form angenommen.


        
	
[bookmark: R656-01]01 Abigt  J. Die erbliche Epitheldystrophie der Hornhaut (Typ Meesmann-Wilke) in Schleswig-Holstein und Hamburg. Inaug Diss,  Kiel; 1966: 1-75 



Google Scholar





	
[bookmark: R656-02]02 
              Anton-Lamprecht  I. 
              Ultrastructural identification of basic abnormalities as clues to genetic disorders of the epidermis. 
              J Invest Dermatol. 
              1994; 
              103 
              6S-12S 
            



Google Scholar





	
[bookmark: R656-03]03 
              Badr  I A, Basaffar  S, Jabak  M, Wagoner  M D. 
              Meesmann corneal epithelial dystrophy in a Saudi Arabian family. 
              Am J Ophthalmol. 
              1998; 
              125 
              182-186 
            



Google Scholar





	
[bookmark: R656-04]04 
              Behnke  H, Thiel  H J. 
              Über die hereditäre Epitheldystrophie der Hornhaut (Typ Meesmann-Wilke) in Schleswig-Holstein. 
              Klin Monatsbl Augenheilkd. 
              1965; 
              147 
              662-672 
            



Google Scholar





	
[bookmark: R656-05]05 
              Bonifas  J M, Rothman  A L, Epstein  E H. 
              Epidermolysis bullosa simplex: evidence in two families for keratin gene abnormalities. 
              Science. 
              1991; 
              254 
              1202-1205 
            



Google Scholar





	
[bookmark: R656-06]06 
              Böck  I. 
              Zwei Mitglieder einer Familie, die eine bisher nur von Meesmann und Wilke gefundene Epitheldystrophie der Hornhäute beider Augen aufweisen. 
              Klin Monatsbl Augenheilkd. 
              1941; 
              107 
              97 
            



Google Scholar





	
[bookmark: R656-07]07 
              Bürki  E. 
              Zur Kenntnis der erblichen Epitheldystrophie der Hornhaut. 
              Ophthalmologica (Basel). 
              1946; 
              111 
              134-139 
            



Google Scholar





	
[bookmark: R656-08]08 
              Burns  R P. 
              Meesmann's corneal dystrophy. 
              Trans Am Ophthalmol Soc. 
              1968; 
              66 
              530 
            



Google Scholar





	
[bookmark: R656-09]09 
              Chaloin-Dufau  C, Sun  T T, Dhouailly  D. 
              Appearance of the keratin pair K3/K12 during embryonic and adult corneal epithelial differentiation in the chick and in the rabbit. 
              Cell Different Devel. 
              1990; 
              32 
              97-108 
            



Google Scholar





	
[bookmark: R656-10]10 
              Coleman  C M, Hannush  S, Covello  S P, Smith  F J, Uitto  J, McLean  W HI. 
              A novel mutation in the helix termination motif of keratin K12 in a US family with Meesmann corneal dystrophy. 
              Am J Ophthalmol. 
              1999; 
              128 
              687-691 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-11]11 
              Corden  L, McLean  W HI. 
              Human keratin diseases: hereditary fragility of specific epithelial tissues. 
              Exp Dermatol. 
              1996; 
              5 
              297-307 
            





PubMedGoogle Scholar





	
[bookmark: R656-12]12 
              Corden  L D, Swensson  O, Swensson  B, Smith  F J, Rochels  R, Uitto  J, et al. 
              Molecular genetics of Meesmann's corneal dystrophy: ancestral and novel mutations in keratin 12 (K12) and complete sequence of the human KRT12 gene. 
              Exp Eye Res. 
              2000; 
              70 
              41-49 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-13]13 
              Corden  L D, Swensson  O, Swensson  B, Rochels  R, Wannke  B, Thiel  H J, et al. 
              A novel keratin 12 gene mutation in a German kindred with Meesmann's corneal dystrophy and a brief review of the literature. 
              Br J Ophthalmol. 
              2000; 
               
              in press 
            





PubMedGoogle Scholar





	
[bookmark: R656-14]14 
              Cotsarelis  G, Cheng  S Z, Dong  G, Sun  T T, Lavker  R M. 
              Existence of slow-cycling limbal epithelial cells that can be preferentially stimulated to proliferate: Implications on epithelial stem cells. 
              Cell. 
              1989; 
              57 
              201-209 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-15]15 
              Crespi-Jaume  G. 
              Distrofia simmetrica de ambos corneas. 
              Arch Soc Oftal Hisp Americ. 
              1948; 
              8 
              603-606 
            





PubMedGoogle Scholar





	
[bookmark: R656-16]16 
              Eady  R AJ, McGrath  J A, McMillan  J R. 
              Ultrastructural clues to genetic disorders of skin: the dermal-epidermal junction. 
              J Invest Dermatol. 
              1994; 
              103 
              13S-18S 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-17]17 
              Fine  B S, Yanoff  M, Pitts  E, Slaughter  F D. 
              Meesmann's epithelial dystrophy of the cornea. 
              Am J Ophthalmol. 
              1977; 
              83 
              633-642 
            





PubMedGoogle Scholar





	
[bookmark: R656-18]18 Franceschetti  A, Streiff  E B. Hereditary and constitutional dystrophies of the cornea. In: Ridley F, Sorsby Al (eds).  Modern Trends in Ophthalmology. Butterworth,  London; 1940: 414-427 



Google Scholar





	
[bookmark: R656-19]19 
              Fuchs  E, Weber  K. 
              Intermediate filaments: structure, dynamics, function, and disease. 
              Annu Rev Biochem. 
              1994; 
              63 
              345-382 
            





PubMedGoogle Scholar





	
[bookmark: R656-20]20 
              Fuchs  E, Cleveland  D W. 
              A structural scaffolding of intermediate filaments in health and disease. 
              Science. 
              1998; 
              279 
              514-519 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-21]21 
              Goldberg  A, Schlötzer-Schrehardt  U, Seiler  T. 
              Unilateral Meesmann's dystrophy. 
              Int Ophthalmol. 
              1997; 
              21 
              117-120 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-22]22 
              Irvine  A D, Corden  L D, Swensson  O, Swensson  B, Moore  J E, Frazer  D G, et al. 
              Mutations in cornea specific keratins K3 or K12 cause Meesmann's corneal dystrophy. 
              Nat Genet. 
              1997; 
              16 
              184-187 
            





PubMedGoogle Scholar





	
[bookmark: R656-23]23 
              Ishida-Yamamoto  A, McGrath  J A, Chapman  S J, Leigh  I M, Lane  E B, Eady  R AJ. 
              Epidermolysis bullosa simplex (Dowling-Meara type) is a genetic disease characterized by an abnormal keratin filament network involving keratins K5 and K14. 
              J Invest Dermatol. 
              1991; 
              97 
              959-968 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-24]24 
              Ishida-Yamamoto  A, McGrath  J A, Judge  M R, Leigh  I M, Lane  E B, Eady  R AJ. 
              Selective involvement of keratins K1 and K10 in the cytoskeletal abnormality of epidermolytic hyperkeratosis (bullous congenital ichthyosiform erythroderma). 
              J Invest Dermatol. 
              1992; 
              99 
              19-26 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-25]25 
              Kao  W WY, Liu  C Y, Converse  R L, Shiraishi  A, Kao  C WC, Ishizaki  M, et al. 
              Keratin 12-deficient mice have fragile corneal epithelia. 
              Invest Ophthalmol Vis Sci. 
              1996; 
              37 
              2572-2584 
            





PubMedGoogle Scholar





	
[bookmark: R656-26]26 
              Kurpakus  M A, Stock  E L, Jones  J C. 
              Expression of the 55-kD/64-kD corneal keratins in ocular surface epithelium. 
              Invest Ophthalmol Vis Sci. 
              1990; 
              31 
              448-456 
            





PubMedGoogle Scholar





	
[bookmark: R656-27]27 
              Kuwabara  T, Ciccarelli  E C. 
              Meesmann's corneal dystrophy. 
              Arch Ophthalmol. 
              1964; 
              74 
              676-682 
            





PubMedGoogle Scholar





	
[bookmark: R656-28]28 
              Lane  E B, Bartek  J, Purkis  P E, Leigh  I M. 
              Keratin antigens in differentiating skin. 
              Ann NY Acad Sci. 
              1985; 
              455 
              241-258 
            





PubMedGoogle Scholar





	
[bookmark: R656-29]29 Lane  E B. Keratins. In: Royce PM, Steinmann B (eds).  Connective Tissue and Its Heritable Disorders. Wiley-Liss Inc.,  New York; 1993: 237-247 



Google Scholar





	
[bookmark: R656-30]30 
              Langbein  L, Heid  H W, Moll  I, Franke  W W. 
              Molecular characterization of the body site-specific human epidermal cytokeratin 9: cDNA cloning, aminoacid sequence, and tissue specificity of gene expression. 
              Differentiation. 
              1993; 
              55 
              57-71 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-31]31 
              Langbein  L, Rogers  M A, Winter  H, Praetzel  S, Beckhaus  U, Rackwitz  H R, et al. 
              The catalog of human hair keratins: 1. Expression of the nine type I members in the hair follicle. 
              J Biol Chem. 
              1999; 
              274 
              19874-19884 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-32]32 
              Liu  C Y, Zhu  G, Westerhausen-Larson  A, Converse  R, Kao  C WC, Sun  T T, et al. 
              Cornea-specific expression of K12 keratin during mouse development. 
              Curr Eye Res. 
              1993; 
              12 
              963-974 
            





PubMedGoogle Scholar





	
[bookmark: R656-33]33 
              Liu  C Y, Zhu  G, Converse  R, et al. 
              Characterization and chromosomal localization of the cornea-specific murine keratin gene Krt1.12. 
              J Biol Chem. 
              1994; 
              269 
              24627-24636 
            





PubMedGoogle Scholar





	
[bookmark: R656-34]34 McKusick  V A. OMIM: Online Mendelian Inheritance in Man. The Johns Hopkins University,  Baltimore; 1999 http://www.hgmp. mrc.ac.uk./omim/searchomim.html 



Google Scholar





	
[bookmark: R656-35]35 
              McLean  W HI, Rugg  E L, Lunny  D P, Morley  S M, Lane  E B, Swensson  O, et al. 
              Keratin 16 and keratin 17 mutations cause pachyonychia congenita. 
              Nat Genet. 
              1995; 
              9 
              273-278 
            





PubMedGoogle Scholar





	
[bookmark: R656-36]36 
              Meesmann  A. 
              Über eine bisher nicht beschriebene dominant vererbte Dystrophia epithelialis corneae. 
              Ber Zusammenkunft Dtsch Ophthalmol Ges. 
              1938; 
              52 
              154-158 
            





PubMedGoogle Scholar





	
[bookmark: R656-37]37 
              Meesmann  A, Wilke  F. 
              Klinische und anatomische Untersuchungen über eine bisher unbekannte, dominant vererbte Epitheldystrophie der Hornhaut. 
              Klin Monatsbl Augenheilkd. 
              1939; 
              103 
              361-391 
            





PubMedGoogle Scholar





	
[bookmark: R656-38]38 
              Moll  I. 
              Cytokeratine. Marker epithelialer Differenzierung. 
              Hautarzt. 
              1993; 
              44 
              491-501 
            





PubMedGoogle Scholar





	
[bookmark: R656-39]39 
              Moll  R, Franke  W W, Schiller  D L, Geiger  B, Krepler  R. 
              The catalog of human cytokeratins: Patterns of expression in normal epithelia, tumors, and cultured cells. 
              Cell. 
              1982; 
              31 
              11-24 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-40]40 
              Nakanishi  I, Brown  S I. 
              Ultrastructure of the epithelial dystrophy of Meesmann. 
              Arch Ophthalmol. 
              1975; 
              93 
              259-263 
            





PubMedGoogle Scholar





	
[bookmark: R656-41]41 
              Navsaria  H A, Swensson  O, Ratnavel  R C, Shamsher  M, McLean  W HI, Lane  E B, et al. 
              Ultrastructural changes resulting from keratin 9 gene mutations in two families with epidermolytic palmoplantar keratoderma (EPPK). 
              J Invest Dermatol. 
              1995; 
              104 
              425-429 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-42]42 
              Nishida  K, Honma  Y, Dota  A, Kawasaki  S, Adachi  W, Nakamura  T, et al. 
              A gene expression profile of human corneal epithelium and the isolation of human keratin 12 cDNA. 
              Invest Ophthalmol Vis Sci. 
              1996; 
              37 
              1800-1809 
            





PubMedGoogle Scholar





	
[bookmark: R656-43]43 
              Nishida  K, Honma  Y, Dota  A, Kawasaki  S, Adachi  W, Nakamura  T, et al. 
              Isolation and chromosomal localization of a cornea-specific human keratin 12 gene and detection of four mutations in Meesmann corneal epithelial dystrophy. 
              Am J Hum Genet. 
              1997; 
              61 
              1268-1275 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-44]44 
              Pameijer  I K. 
              Über eine fremdartige familiäre oberflächliche Hornhautveränderung. 
              Klin Monatsbl Augenheilkd. 
              1935; 
              95 
              516-517 
            





PubMedGoogle Scholar





	
[bookmark: R656-45]45 
              Paufique  L, Etienne  B. 
              Heredo-dystrophie familiale de l'epithelium de la cornee du type Meesmann et Wilke. 
              Arch Ophthalmol (Paris). 
              1951; 
              11 
              182 
            





PubMedGoogle Scholar





	
[bookmark: R656-46]46 
              Pinsky  A, Irwin  E S. 
              Hereditary epithelial dystrophy of the cornea. 
              Am J Ophthalmol. 
              1964; 
              57 
              996-998 
            





PubMedGoogle Scholar





	
[bookmark: R656-47]47 
              Porter  R M, Leitgeb  S, Melton  D W, Swensson  O, Eady  R AJ, Magin  T M. 
              Disruption of the mouse cytokeratin 10 gene leads to severe skin fragility and alterations in keratin expression in the epidermis. 
              J Cell Biol. 
              1996; 
              132 
              925-936 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-48]48 
              Pülhorn  G, Thiel  H J. 
              Licht- und elektronenmikroskopische Untersuchungen über die Zystenbildung bei hereditärer Hornhautepitheldystrophie Meesmann-Wilke. 
              Ophthalmologica. 
              1974; 
              168 
              348-359 
            





PubMedGoogle Scholar





	
[bookmark: R656-49]49 
              Reis  A, Hennies  H, Langbein  L, Digweed  M, Mischke  D, Drechsler  M, et al. 
              Keratin 9 gene mutations in epidermolytic palmoplantar keratoderma. 
              Nat Genet. 
              1994; 
              6 
              174-179 
            





PubMedGoogle Scholar





	
[bookmark: R656-50]50 
              Rodrigues  M, Ben-Zvi  A, Krachmer  A, Sun  T T. 
              Suprabasal expression of 65 kDa keratin (no. 3) in developing human corneal epithelium. 
              Differentiation. 
              1987; 
              34 
              60-67 
            





PubMedGoogle Scholar





	
[bookmark: R656-51]51 
              Rogers  M A, et al. 
              Sequences and differential expression of three novel human type II hair keratins. 
              Differentiation. 
              1997; 
              61 
              187-194 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-52]52 
              Rogers  M A, Nischt  R, Korge  B, Krieg  T, Fink  T M, Lichter  P, et al. 
              Sequence data and chromosomal localization of human type I and type II hair keratin genes. 
              Exp Cell Res. 
              1995; 
              1220 
              357-362 
            





PubMedGoogle Scholar





	
[bookmark: R656-53]53 
              Rollet  J. 
              Keratites, degenerescences et opacites corneennes hereditaires et familiales. 
              Arch Ophthalmol (Paris). 
              1933; 
              50 
              161-193 
            





PubMedGoogle Scholar





	
[bookmark: R656-54]54 
              Rothnagel  J A, Dominey  A M, Dempsey  L D, Longley  M A, Greenhalgh  D A, Gagne  T A, et al. 
              Mutations in the rod domains of keratin-1 and keratin-10 in epidermolytic hyperkeratosis. 
              Science. 
              1992; 
              257 
              1128-1130 
            





PubMedGoogle Scholar





	
[bookmark: R656-55]55 
              Rothnagel  J A, Woijcik  S, Liefer  K M, Dominey  A M, Huber  M, Hohl  D, et al. 
              Mutations in the 1A domain of keratin 9 in patients with epidermolytic palmoplantar keratoderma. 
              J Invest Dermatol. 
              1995; 
              104 
              430-433 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-56]56 
              Schermer  A, Galvin  S, Sun  T T. 
              Differentiation-related expression of a major 64 kDa corneal keratin in vivo and in culture suggests limbal location of corneal epithelial stem cells. 
              J Cell Biol. 
              1986; 
              103 
              49-62 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-57]57 
              Snyder  W B. 
              Hereditary epithelial corneal dystrophy. 
              Amer J Ophthalmol. 
              1963; 
              55 
              56-61 
            





PubMedGoogle Scholar





	
[bookmark: R656-58]58 Steinert  P M, Freedberg  I M. Molecular and cellular biology of keratins. In: Goldsmith LA (ed).  Physiology, Biochemistry and Molecular Biology of the Skin. 2nd edn. Oxford University Press,  New York; 1991: 113-147 



Google Scholar





	
[bookmark: R656-59]59 
              Steinert  P M, Yang  J M, Bale  S J, Compton  J G. 
              Concurrence between the molecular overlap regions in keratin intermediate filaments and the locations of keratin mutations in genodermatoses. 
              Biochem Biophys Res Commun. 
              1993; 
              197 
              840-848 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-60]60 
              Stocker  F W, Holt  L B. 
              A rare form of hereditary epithelial dystrophy of the cornea. 
              Arch Ophthal. 
              1955; 
              53 
              536-541 
            





PubMedGoogle Scholar





	
[bookmark: R656-61]61 
              Swensson  O, Eady  R AJ. 
              Morphology of the keratin filament network in palm and sole skin: evidence for site-dependent features based on stereological analysis. 
              Arch Dermatol Res. 
              1996; 
              288 
              55 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-62]62 
              Swensson  O, Langbein  L, McMillan  J R, Stevens  H P, Leigh  I M, McLean  W HI, et al. 
              Specialized keratin expression pattern in human ridged skin as an adaptation to high physical stress. 
              Br J Dermatol. 
              1998; 
              139 
              767-775 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-63]63 
              Swensson  O. 
              Pachyonychia congenita. Keratingen-Mutationen mit pleiotroper Wirkung. 
              Hautarzt. 
              1999; 
              50 
              483-490 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-64]64 Thiel  H J. Die hereditäre Epitheldystrophie der Hornhaut (Meesmann-Wilke). In: Roper-Hall MJ, Sautter H, Streiff EB (Hrsg).  Advances in Ophthalmology, vol. 26. Karger,  Basel; 1972 26: 73-167 



Google Scholar





	
[bookmark: R656-65]65 
              Thiel  H J, Behnke  H, Riehm  E. 
              Beitrag zur familiären Hornhautepitheldystrophie. 
              Klin Monatsbl Augenheilkd. 
              1965; 
              141 
              32-39 
            





PubMedGoogle Scholar





	
[bookmark: R656-66]66 
              Thiel  H J, Caesar  R. 
              Histologische und elektronenmikroskopische Untersuchungen der hereditären Hornhautepitheldystrophie (Typ Meesmann-Wilke). 
              Albrecht von Graefes Arch Klin Exp Ophthalmol. 
              1967; 
              174 
              134-142 
            





PubMedGoogle Scholar





	
[bookmark: R656-67]67 
              Thiel  H J, Behnke  H. 
              Über die Variationsbreite der hereditären Hornhautepitheldystrophie (Typ Meesmann-Wilke). 
              Ophthalmologica. 
              1968; 
              155 
              81-86 
            





PubMedGoogle Scholar





	
[bookmark: R656-68]68 
              Tremblay  M, Dube  I. 
              Meesmann's corneal dystrophy. Ultrastructural features. 
              Can J Ophthalmol. 
              1982; 
              17 
              24-28 
            





PubMedGoogle Scholar





	
[bookmark: R656-69]69 
              Tseng  S C, Jarvinen  M J, Nelson  W G, Huang  J W, Woodcock-Mitchell  J, Sun  T T. 
              Correlation of specific keratins with different types of epithelial differentiation: Monoclonal antibody studies. 
              Cell. 
              1982; 
              30 
              361-372 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-70]70 
              Vassar  R, Coulombe  P A, Degenstein  L, Albers  K, Fuchs  E. 
              Mutant keratin expression in transgenic mice causes marked abnormalities resembling a human genetic skin disease. 
              Cell. 
              1991; 
              64 
              365-380 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-71]71 
              Vörner  H. 
              Zur Kenntnis des Keratoma hereditarium palmare et plantare. 
              Arch Dermatol Syphilol. 
              1901; 
              56 
              3-31 
            





PubMedGoogle Scholar





	
[bookmark: R656-72]72 
              Wei  Z G, Wu  R L, Lavker  R M, Sun  T T. 
              In vitro growth and differentiation of rabbit bulbar, fornix, and palpebral conjunctival epithelia. Implications on conjunctival epithelial transdifferentiation and stem cells. 
              Invest Ophthalmol Vis Sci. 
              1993; 
              34 
              1814-1828 
            





PubMedGoogle Scholar





	
[bookmark: R656-73]73 
              Weibel  E R, Schnyder  U W. 
              Zur Ultrastruktur und Histochemie der granulösen Degeneration bei bullöser Erythrodermie congenitale ichthyosiforme. 
              Arch Klin Exp Dermatol. 
              1966; 
              225 
              286-298 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-74]74 
              Winter  H, Rogers  M A, Langbein  L, Stevens  H P, Leigh  I M, Labreze  Ch, et al. 
              Mutations in the hair cortex keratin hHb6 cause the inherited hair disease monilethrix. 
              Nat Genet. 
              1997; 
              16 
              372-374 
            





PubMedGoogle Scholar





	
[bookmark: R656-75]75 
              Winter  H, Labreze  Ch, Chapalain  V, Surleve-Bazeille  J E, Mercier  M, Rogers  M A, et al. 
              A variable monilethrix phenotype associated with a novel mutation, glu402lys, in the helix termination motif of the type II hair keratin hHb1. 
              J Invest Dermatol. 
              1998; 
              111 
              169-172 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-76]76 
              Wu  R L, Zhu  G, Galvin  S, Xu  C, Haseba  T, Chaloin-Dufau  C, et al. 
              Lineage-specific and differentiation-dependent expression of K12 keratin in rabbit corneal/limbal epithelial cells: cDNA cloning and Northern blot analysis. 
              Differentiation. 
              1994; 
              55 
              137-144 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R656-77]77 
              Yoon  S J, LeBlanc-Straceski  J, Ward  D, Krauter  K, Kucherlapati  R. 
              Organization of the human keratin type II gene cluster at 12q13. 
              Genomics. 
              1994; 
              24 
              502-508 
            





CrossrefPubMedGoogle Scholar
























  >
  
  

    
  

  
    
      
        

      

    

    
      
        
        


      

    

  


  

  
  
    
      
      
    
    
      
        
        
      

    
  




  
  
    
      
      
    
    
      
        
        
      

    
  



  







    
    


















  






      

      

  
    Top of Page
  

  
    
      ©  Georg Thieme Verlag KG | 
      
      
        Imprint |
        Privacy policy statement |
      
      Smartphone Version
      

      
        Your Current IP Address: 54.92.194.96
      

    

    

  




      


  
    
  
  
  
    
    
      
        
        
        
        
      
      
      
      
    
  
  




    

    






    

    
      
        
      
    

    
    


    
      
      
      
    

  