
    
    

    
    

    

    
    
    
      
    
    thrombosis and haemostasis


    
    
    
      
    
    140300



    

      

  
    	
          
            DE
          
        
	
          EN
        
	
        
          Home
        
      
	
        Products
        	
            
              Journals
            
          
	
            
              Books
            
          
	
            
              Book Series
            
          


        

      
	
        Service
        	
            
              Library Service
            
          


        

      
	
        Help
      
	
        
          Contact
        
      
	
        
          Portal
        
      


  

  
    
    
      
        Thrombosis and Haemostasis
      
    

    

  
    
    
      
        
          Full-text search
        

      

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


    

    
    
    
    
  




  

  
    


  



  	
	
	
	
	
	
        
          Journal
        
        	
                Aims and Scope
              
	
                Editorial Board
              


      
	
        
          Authors
        
        	
                Submit Manuscript
              
	
                Instructions for Authors
              


      
	
          
            Subscription
          
          	
                  Subscription Information & Contacts
                
	
                  Institutional Licensing 
                


        
	
        
        
        
          
        
          
            Collections
            
          
        
          
        
          
        
        	
                Open Access
              


      
	
        
        
        
          
        
          
            Social Media
            
          
        
          
        
          
        
          
        
          
        
        	
                X
              
	
                LinkedIn
              


      





    	
        
        
        
        
        
        
          
          
            
              Not Logged In
            
             
              Login
            
            
              	
                  
                    
                      
                      
                      
                      
                        Username or e-mail address: 
                        
                      

                      
                        Password:
                        
                      

                      
                        
                      

                      Forgot Access Data?
                      
                        Register Now
                      
                      
                        OpenAthens/Shibboleth Login
                      
                    

                  
                


            

          
        
        

        

      
	
        
        
          Shopping Cart
        
        









        
        
      


  

  
    
      
    

    
    
      
    
    
    
    
    
    
    
    
    
      
        
          
        

      
    
  




      

      

      
        




  



  

  
    
    
      [image: ]
      
    

    
    
      
        
          
          
          
          
            Year (Archive)
            
              
                
                  1995
                

              

              	
                      
                      
                      
                      
                        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
                      
                    
	
                      
                      
                      
                      
                        1979
                      
                    
	
                      
                      
                      
                      
                        1978
                      
                    
	
                      
                      
                      
                      
                        1977
                      
                    
	
                      
                      
                      
                      
                        1976
                      
                    
	
                      
                      
                      
                      
                        1975
                      
                    
	
                      
                      
                      
                      
                        1974
                      
                    
	
                      
                      
                      
                      
                        1973
                      
                    
	
                      
                      
                      
                      
                        1972
                      
                    
	
                      
                      
                      
                      
                        1971
                      
                    
	
                      
                      
                      
                      
                        1970
                      
                    
	
                      
                      
                      
                      
                        1969
                      
                    
	
                      
                      
                      
                      
                        1968
                      
                    
	
                      
                      
                      
                      
                        1967
                      
                    
	
                      
                      
                      
                      
                        1966
                      
                    
	
                      
                      
                      
                      
                        1965
                      
                    
	
                      
                      
                      
                      
                        1964
                      
                    
	
                      
                      
                      
                      
                        1963
                      
                    
	
                      
                      
                      
                      
                        1962
                      
                    
	
                      
                      
                      
                      
                        1961
                      
                    
	
                      
                      
                      
                      
                        1960
                      
                    
	
                      
                      
                      
                      
                        1959
                      
                    
	
                      
                      
                      
                      
                        1958
                      
                    
	
                      
                      
                      
                      
                        1957
                      
                    


            

          

          
          
          
            Issues
            

          

        


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


      
    

    
    
      

  
  
    
      
      
    
    
      
        
        
      

    
  



    
    
    

    

    

    
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
          
            
          
          
          
        
      
    
      
    
      
        
      
    
      
        
          
            
              Related Journals
            

            
              	
                      
                        

                        
                          TH Open
                        

                      
                    
	
                      
                        

                        
                          Seminars in Thrombosis and Hemostasis
                        

                      
                    
	
                      
                        

                        
                          International Journal of Angiology
                        

                      
                    
	
                      
                        

                        
                          The Thoracic and Cardiovascular Surgeon
                        

                      
                    
	
                      
                        

                        
                          The Thoracic and Cardiovascular Surgeon Reports (Open Access
                        

                      
                    
	
                      
                        

                        
                          Hämostaseologie
                        

                      
                    


            

          

        
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
  

    
  

  
  
  






  
  

  
    

  
  
    
      
      
    
    
      
      
    
  



    


  

    

    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    

    
    
    

    
      
        
          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-00035024.xml
        

      

    

    

    

    
      
        [bookmark: saveLink]
      
    

    
      
        
      

      
        
      

      
        
          Share / Bookmark

          Facebook
          X
          Linkedin
          Weibo
        

      

    

    

    

    
      
          
              
          
      
    

    

    

    
      
        
        
          
          
          
        
      
    
  


  
    
      
        
          
            
              Download PDF
            
          
        
      

      
        
          
            
          
        
      

    

  

  

  
  
    
  
  




    
    
Thromb Haemost 1995; 74(01): 040-044
DOI: 10.1055/s-0038-1642650


Colloquium

The Haemophilias-An Update




Schattauer GmbH Stuttgart

Molecular Genetics and Counselling in Haemophilia


Ian Peake

Section of Molecular Genetics, Department of Medicine and Pharmacology, University of Sheffield, UK



› Author Affiliations

Further Information


Publication History

Publication Date:
09 July 2018 (online)












	
Abstract

	
PDF (352 kb)

	
References




 

[image: SFX Search]


PDF Download Buy Article Permissions and Reprints




	
[image: ]








[image: ]








 

[bookmark: ]

[bookmark: N10994]
	
References


	
[bookmark: JR_1]1 

            Peake IR, 
           

            Lillicrap DP, 
           

            Boulyjenkov V, 
          

            Briet E, 
           

            Chan V, 
          

            Ginter EM, 
           

            Kraus EM, 
          

            Ljung R, 
          

            Mannucci PM, 
          

            Nicolaides K, 
           

            Tuddenham EGD. 
          
Report of a joint WHO/WFH meeting on the control of haemophilia: carrier detection and prenatal diagnosis. Blood Coag Fibrinol 1993; 190: 313-344 





PubMedGoogle Scholar





	
[bookmark: JR_2]2 

            Yoshitake S, 
           

            Schach BG, 
          

            Foster DC, 
          

            Davie EW, 
          

            Kurachi W. 
          
Nucleotide sequence of the gene of human factor IX (anti haemophilic factor B). Biochem 1 1985; 24: 3736-3750 





PubMedGoogle Scholar





	
[bookmark: JR_3]3 

            Winship PR, 
           

            Nichols CE, 
           

            Chuansumrit A, 
          

            Peake IR. 
           
An Msel RFLP in the 5 flanking region of the factor IX gene: its use for haemophilia B carrier detection in Caucasian and Thai population. Brit J Haematol 1993; 84: 101-105 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_4]4 

            Weinmann AF, 
           

            Reiner AP, 
           

            Thompson AR. 
           
A polymorphic Msel site 5’ to the factor IX gene varies among ethnic groups. Human Mol Gen 1993; 2: 486-486 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_5]5 

            Giannelli F, 
           

            Green PM, 
          

            Sommer SS, 
          

            Lillicrap DP, 
           

            Ludwig M, 
          

            Schwaab R, 
           

            Reitsma PH, 
           

            Goossens M, 
           

            Yoshioka A, 
           

            Brownlee GG, 
           

            Haemophilia B. 
          
database of point mutations and short additions and deletions .Fifth edition. Nucleic Acids Res 1994; 22: 2534-3546 





PubMedGoogle Scholar





	
[bookmark: JR_6]6 

            Ketterling RP, 
          

            Bottema CDK, 
           

            Koelberl D, 
          

            Li S, 
           

            Sommer SS. 
          
        T296M a common mutation causing mild haemophilia B in the Amish and others: Founder effect, variability in factor IX assays and rapid carrier detection. Hum Genet 1991; 2: 333-337 





PubMedGoogle Scholar





	
[bookmark: JR_7]7 

            Bottema CDK, 
           

            Koeberl DD, 
           

            Ketterling RP, 
           

            Bowie EJW, 
           

            Taylor SAM, 
           

            Lillicrap D, 
           

            Shapiro A, 
          

            Gilchrist G, 
           

            Sommer SS. 
           
A past mutation at isolencine 397 is now a common cause of moderate/mild haemophilia B.Brit. J Haematol 1990; 75: 212-216 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_8]8 

            Levinson B, 
          

            Kenwrick S, 
          

            Lakich D, 
          

            Hammonds G, 
          

            Gitschier J. 
          
A transcribed gate in an intron of the human factor VIII gene. Genomics 1990; 7: 1-11 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_9]9 

            Levinson B, 
          

            Kenwrick S, 
          

            Gamel P, 
          

            Fisher K, 
          

            Gitschier J. 
          
Evidence for a third transcript from the human factor VIII gene. Genomics 14: 585-589 





PubMedGoogle Scholar





	
[bookmark: JR_10]10 

            Lalloz AMR, 
           

            McVey JH, 
           

            Pattinson JK, 
           

            Tuddenham EGD. 
           
Haemophilia A diagnosis by analysis of a hypervariable dinucleotide repeat within the factor VIII gene. Lancet 1992; 338: 207-211 





PubMedGoogle Scholar





	
[bookmark: JR_11]11 

            Lalloz MRA, 
           

            Schwaab R, 
          

            McVey JH, 
          

            Michaelides K, 
          

            Tuddenham EGD. 
          
Haemophilia A diagnosis by simultaneous analysis of two variable dinucleotide tandem repeats within the factor VIII gene. Brit J Haematol 1994; 86: 804-809 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_12]12 

            Windsor S, 
          

            Taylor SAM, 
           

            Lillicrap D. 
          
Multiplex analysis of two intragenic microsatellite repeat polymorphisms in the genetic diagnosis ofhaemophilia A. Brit. J. Haematol 1994; 84: 804-809 





PubMedGoogle Scholar





	
[bookmark: JR_13]13 

            Inaba H, 
          

            Fujimaka M, 
          

            Kazazian HH, 
          

            Antonarakis SE. 
           
MspI polymorphic site in intron 22 of the factor VIII gene in the Japanese population. Hum Genet 1990; 84: 214-215 





PubMedGoogle Scholar





	
[bookmark: JR_14]14 

            Tuddenham EGD, 
           

            Schwaab R, 
          

            Seehafer J, 
          

            Millar DS, 
          

            Gitschier J, 
          

            Higuchi M, 
           

            Bidichandam S, 
          

            Connor M, 
          

            Hoyer LW, 
           

            Yoshioka A, 
          

            Peake IR, 
           

            Olek K, 
          

            Kazazian HH, 
          

            Lavergne JM, 
           

            Giannelli F, 
          

            Antonarakis SE, 
           

            Cooper DN, 
           

            Haemophilia A. 
           
database of nucleotide substitutions, deletions, insertions and rearrangements of the factor VIII gene. 2nd edition. Nucleic Acids Res 1994; 22: 4851-4868 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_15]15 

            Naylor JA, 
           

            Green PM, 
          

            Montandon AJ, 
          

            Rizza CR, 
           

            Giannelli F. 
          
Detection of three novel mutations in two haemophilia A patients by rapid screening of the whole essential region of the factor VIII gene. Lancet 1991; 337: 635-639 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_16]16 

            Higuchi M, 
          

            Kazazian HH, 
          

            Kasch L, 
          

            Warren TC, 
           

            McGinniss MJ, 
          

            Phillips JA, 
           

            Kasper C, 
          

            Janco R, 
          

            Antonarakis SE. 
           
Molecular characterisation of severe haemophilia A suggests that about half the mutations are not within the coding regions and splice junctions of the factor VIII gene. Proc Natl Acad Sci USA 1991; 88: 7405-7409 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_17]17 

            Naylor JA, 
           

            Green PM, 
          

            Rizza CR, 
           

            Giannelli F. 
          
Factor VIII gene explains all cases of haemophilia A. Lancet 1992; 340: 1066-1067 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_18]18 

            Lakich D, 
          

            Kazazian HH, 
           

            Antonarakis SE, 
           

            Gitschier J. 
           
Inversions disrupting the factor VIII gene as a common cause of severe haemophilia A.  Nature Genetics 1993; 5: 236-241 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_19]19 

            Naylor J, 
          

            Brinke A, 
          

            Hassock S, 
          

            Green PM, 
          

            Giannelli F. 
          
Characteristic mRNA abnormality found in half the patients with severe haemophilia A is due to large DNA inversions. Hum Mol Genet 1993; 2: 1773-1778 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_20]20 

            Goodeve AC, 
           

            Preston FE, 
          

            Peake IR. 
          
Factor VIII gene rearrangements in patients with severe haemophilia A. Lancet 1994; 343: 329-330 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_21]21 

            Rossiter JP, 
           

            Young M, 
          

            Kimbeiiand ML, 
           

            Hutter P, 
          

            Ketterlug RP, 
           

            Gitschier J, 
          

            Horst J, 
          

            Morris MA, 
           

            Schaid DJ, 
           

            de Moreloose P, 
          

            Sommer SS, 
           

            Kazazian HH, 
           

            Antonarakis SE. 
           
FactorVIII gene inversions causing severe haemophilia A originate almost exclusively in male germ cells. Hum Mol Genet 1994; 3: 1035-1039 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR_22]22 

            Windsor S, 
           

            Taylor SA M, 
           

            Lillicrap D. 
          
Direct detection of a common inversion mutation in the genetic diagnosis of severe haemophilia A. Blood 1994; 84: 2202-2205 





PubMedGoogle Scholar





	
[bookmark: JR_23]23 

            Jenkins PV, 
           

            Collins PW, 
           

            Goldman E, 
          

            McCraw A, 
          

            Riddell A, 
          

            Lee CA, 
           

            Pari KJ. 
          
Analysis of intron 22 inversions of the factor VIII gene in severe haemophilia A: Implications for genetic counselling. Blood 1994; 84: 2197-2201 





PubMedGoogle Scholar





	
[bookmark: JR_24]24 

            Saad S, 
          

            Rowley G, 
          

            Tagliavacca L, 
          

            Green PM, 
           

            Giannelli F. 
          
First report on UK database ofhaemophilia B mutations and pedigrees. ThrombHaemostasis 1994; 5: 563-570 





PubMedGoogle Scholar





	
[bookmark: JR_25]25 

            Yip B, 
          

            Chen V, 
          

            Chan TK. 
           
Intragenic dinucleotide repeats in factor VIII gene for the diagnosis of haemophilia A. Brit. J Haematol 1994; 88: 889-841 





CrossrefPubMedGoogle Scholar










 









    
  

  
    
      
        


      

    

    
      
        
        


      

    

  


  

  
  
    
      
      
    
    
      
        
        
      

    
  




  
  
    
      
      
    
    
      
        
        
      

    
  



  







    
    


















  






      

      

  
    Top of Page
  

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

      
        Your Current IP Address: 44.192.75.148
      

    

    

  




      


  
    
  
  
  
    
    
      
        
        
        
        
      
      
      
      
    
  
  




    

    






    

    
      
        
      
    

    
    


    
      
      
      
    

  