
    
    

    
    

    

    
    
    
      
    
    hämostaseologie


    
    
    
      
    
    130090;130265;140300



    

      

  
    	
          
            DE
          
        
	
          EN
        
	
        
          Home
        
      
	
        Products
        	
            
              Journals
            
          
	
            
              Books
            
          
	
            
              Book Series
            
          


        

      
	
        Service
        	
            
              Library Service
            
          


        

      
	
        Help
      
	
        
          Contact
        
      
	
        
          Portal
        
      


  

  
    
    
      
        Hämostaseologie
      
    

    

  
    
    
      
        
          Full-text search
        

      

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


    

    
    
    
    
  




  

  
    


  



  	
	
	
	
	
	
        
          Journal
        
        	
                Aims and Scope
              
	
                Editorial Board
              
	
                German National License
              


      
	
        
          Authors
        
        	
                Instructions for Authors
              
	
                Submit a Manuscript
              


      
	
          
            Subscription
          
          	
                  Subscription Information & Contacts
                
	
                  Institutional Licensing
                


        
	
        
        
        
          
        
          
            Collections
            
          
        
          
        
          
        
          
        
          
        
          
        
          
        
        	
                HAMO Women
              
	
                About Women in Medicine
              
	
                Open Access
              


      
	
        
        
        
          
        
          
            GTH
            
          
        
          
        
          
        
        	
                GTH News
              


      





    	
        
        
        
        
        
        
          
          
            
              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
                      
                    


            

          

          
          
          
            Issues
            

          

        


        	
                Table of Contents
              
	
            
              
                Current Issue
              
            
          
	
              
                Free Sample Issue (01/2023)
              
            


      
    

    
    
      

  
  
    
      
      
    
    
      
        
        
      

    
  



    
    
    

    

    

    
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
    
      
    
      
        
      
    
      
        
          
            
              Related Journals
            

            
              	
                      
                        

                        
                          Thrombosis and Haemostasis
                        

                      
                    
	
                      
                        

                        
                          International Journal of Angiology
                        

                      
                    
	
                      
                        

                        
                          Seminars in Thrombosis and Hemostasis
                        

                      
                    
	
                      
                        

                        
                          The Thoracic and Cardiovascular Surgeon
                        

                      
                    
	
                      
                        

                        
                          The Thoracic and Cardiovascular Surgeon Reports
                        

                      
                    
	
                      
                        

                        
                          TH Open
                        

                      
                    


            

          

        
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
  

    
  

  
  
  






  
  

  
    

  
  
    
      
      
    
    
      
      
    
  



    


  

    

    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    

    
    
    

    
      
        
          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-00034925.xml
        

      

    

    

    

    
      
        [bookmark: saveLink]
      
    

    
      
        
      

      
        
      

      
        
          Share / Bookmark

          Facebook
          X
          Linkedin
          Weibo
        

      

    

    

    

    
      
          
              
          
      
    

    

    

    
      
        
        
          
          
          
        
      
    
  


  
    
      
        
          
            
              Download PDF
            
          
        
      

      
        
          
            
          
        
      

    

  

  

  
  
    
  
  




    
    
Hamostaseologie 2000; 20(01): 17-21
DOI: 10.1055/s-0037-1619462


Original article



Schattauer GmbH 
Thrombophilieabklärung

Thrombophilia Investigation
Franziska Demarmels Biasiutti


1
           
        Hämatologisches Zentrallabor der Universität (Direktor: Prof. B. Lämmle), Inselspital, Bern, Schweiz



› Author Affiliations

Further Information


Publication History

Publication Date:
22 December 2017 (online)










Also available at[image: ]





	
Abstract

	
Full Text

	
References




 

[image: SFX Search]

 Buy Article Permissions and Reprints



[image: ]



[bookmark: N10A26]
Zusammenfassung


Thromboembolische Erkrankungen nehmen bezüglich Morbidität und Mortalität einen wichtigen Stellenwert ein. Mit den heute zur Verfügung stehenden Methoden kann in 40–70% der Thrombosepatienten eine Ursache nachgewiesen werden. Von vielen heute bekannten hereditären und erworbenen Thrombophilien sind Prävalenz und Thromboserisiko gut bekannt, so vom Antithrombin-, Protein-C-, Protein-S-Mangel, der APC-Resistenz, der G20210A-Prothrombinmutation, den Antiphospholipid-Antikörpern/Lupus-Antikoagulans und der Hyperhomozysteinämie. Diese etablierten thrombophilen Defekte sind denn auch hauptsächlicher Gegenstand der Thrombophilieabklärung, erlaubt doch ihr Ausschluß beziehungsweise isolierter oder multipler Nachweis das Thromboserisiko und damit Art und Dauer der Prophylaxe besser festzulegen. Der vorliegende Artikel geht darauf ein, bei welchem Patienten eine Thrombophilieabklärung indiziert ist, welche Parameter mit welchen Methoden gesucht werden, wann die Abklärung durchzuführen ist und welche Implikationen sie haben kann.
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Summary


Thromboembolism is an important disease regarding morbidity and mortality. With the methods available today we are able to identify a causal defect in 40–70% of patients with thrombosis. Prevalence and thrombotic risk of many hereditary and acquired thrombophilias such as deficiency of antithrombin, protein C, protein S, APC-resistance, prothrombin G20210A mutation, hyperhomocysteinemia and antiphospholipid antibodies are well known today. Thus, exclusion or demonstration of one or multiple of these thrombophilic defects may help us to estimate the thrombotic risk of a patient and to decide on the form and duration of thrombosis prophylaxis. In the following overview several questions with respect to thrombophilia investigation will be discussed such as: which patient should be investigated, which tests should be performed, at what time and with which possible implications.





[bookmark: N10A3A]
Schlüsselwörter

Thrombophilieabklärung - 
venöse Thromboembolien




[bookmark: N10A47]
Keywords

Thrombophilia investigation - 
venous thromboembolism



 

[bookmark: ]

[bookmark: N10A60]
	
Literatur


	
[bookmark: JR9462-1]1 
          
            Andrew M, 
          
          
            Vegh P, 
          
          
            Johnston M, 
          
          
            Bowker J, 
          
          
            Ofosu F, 
          
          
            Mitchell L. 
          
        Maturation of the hemostatic system during childhood. Blood 1992; 80: 1998-2005. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-2]2 
          
            Bertina RM, 
          
          
            Koeleman BPC, 
          
          
            Koster T, 
          
          
            Rosendaal FR, 
          
          
            Dirven RJ, 
          
          
            de Ronde H, 
          
          
            van der Velden PA, 
          
          
            Reitsma PH. 
          
        Mutation in blood coagulation factor V associated with resistance to activated protein C. Nature 1994; 369: 64-7. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-3]3 
          
            Van Cott E, 
          
          
            Laposata M. 
          
        Laboratory evaluation of hypercoagulable states. Hematol Oncol Clin North Am 1998; 12: 1141-66. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-4]4 
          
            Cumming AM, 
          
          
            Shiach CR. 
          
        The investigation and mangement of inherited thrombophilia. Clin Lab Haem 1999; 21: 77-92. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-5]5 
          
            Dahlbäck B, 
          
          
            Carlsson M, 
          
          
            Svensson PJ. 
          
        Familial thrombophilia due to a previously unrecognized mechanism characterized by poor anticoagulant response to activated protein C: Prediction of a cofactor to activated protein C. Proc Natl Acad Sci (USA) 1993; 90: 1004-8. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-6]6 
          
            Dahlbäck B, 
          
          
            Hillarp A, 
          
          
            Rosen S, 
          
          
            Zöller B. 
          
        Resistance to activated protein C, the FV:Q506 allele, and venous thrombosis. Ann Hematol 1996; 72: 166-76. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-7]7 
          
            Faioni EM, 
          
          
            Franchi E, 
          
          
            Asti D, 
          
          
            Mannucci PM. 
          
        Resistance to activated protein C mimicking dysfunctional protein C: diagnostic approach. Blood Coagul Fibrinolysis 1996; 7: 349-52. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-8]8 
          
            Faioni EM, 
          
          
            Valsecchi C, 
          
          
            Palla A, 
          
          
            Taioli E, 
          
          
            Razzari C, 
          
          
            Mannucci PM. 
          
        Free protein S deficiency is a risk factor for venous thrombosis. Thromb Haemost 1997; 78: 1343-6. 





Article in Thieme ConnectPubMedGoogle Scholar





	
[bookmark: JR9462-9]9 
          
            Finazzi G, 
          
          
            Barbui T. 
          
        Different incidence of venous thrombosis in patients with inherited deficiencies of antithrombin III, protein C, protein S. Thromb Haemost 1994; 1: 15-8. 





PubMedGoogle Scholar





	
[bookmark: JR9462-10]10 
          
            Ginsberg JS, 
          
          
            Wells PS, 
          
          
            Brill-Edwards P, 
          
          
            Donovan D, 
          
          
            Moffatt K, 
          
          
            Johnston M, 
          
          
            Stevens P, 
          
          
            Hirsh J. 
          
        Antiphospholipid antibodies and venous thromboembolism. Blood 1995; 86: 3685-91. 





PubMedGoogle Scholar





	
[bookmark: JR9462-11]11 
          
            Den Heijer M, 
          
          
            Koster T, 
          
          
            Blom HJ, 
          
          
            Bos GMJ, 
          
          
            Briet E, 
          
          
            Reitsma PH, 
          
          
            Vandenbroucke JP, 
          
          
            Rosendaal FR. 
          
        Hyperhomocysteinemia as a risk factor for deep-vein thrombosis. N Engl J Med 1996; 334: 759-62. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-12]12 
          
            Jorquera JI, 
          
          
            Montoro JM, 
          
          
            Fernandez MA. 
          
        et al. Modified test for activated protein C resistance. Lancet 1994; 344: 1162-3. 





PubMedGoogle Scholar





	
[bookmark: JR9462-13]13 
          
            Khamashta MA, 
          
          
            Cuadrado MJ, 
          
          
            Mujic F, 
          
          
            Taub NA, 
          
          
            Hunt BJ, 
          
          
            Hughes GRV. 
          
        The management of thrombosis in the antiphospholipid-antibody syndrome. N Engl J Med 1995; 332: 993-7. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-14]14 
          
            Kupferminc MJ, 
          
          
            Eldor A, 
          
          
            Steinman N, 
          
          
            Many A, 
          
          
            Bar-Am A, 
          
          
            Jaffa A, 
          
          
            Fait G, 
          
          
            Lessing JB. 
          
        Increased frequency of genetic thrombophilia in women with complications of pregnancy. N Engl J Med 1999; 340: 9-13. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-15]15 
          
            Lane DA, 
          
          
            Mannucci PM, 
          
          
            Bauer KA, 
          
          
            Bertina RM, 
          
          
            Bochkov NP, 
          
          
            Boulyjenkov V, 
          
          
            Chandy M, 
          
          
            Dahlbäck B, 
          
          
            Ginter EK, 
          
          
            Miletich JP, 
          
          
            Rosendaal FR, 
          
          
            Seligsohn U. 
          
        Inherited thrombophilia: Part 2. Thromb Haemost 1996; 76: 824-34. 





Article in Thieme ConnectPubMedGoogle Scholar





	
[bookmark: JR9462-16]16 
          
            Love PE, 
          
          
            Santoro SA. 
          
        Antiphospholipid antibodies: Anticardiolipin and the lupus anticoagulant in systemic lupus erythematodes (SLE) and in non-SLE disorders. Ann Int Med 1990; 112: 682-98. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-17]17 
          
            Martin BA, 
          
          
            Branch DW, 
          
          
            Rodgers GM. 
          
        Sensitivity of the activated partial thromboplastin time, the dilute Russel’s viper venom time, and the kaolin clotting time for the detection of the lupus anticoagulant: a direct comparison using plasma dilutions. Blood Coagul Fibrinolysis 1995; 7: 31-38. 





PubMedGoogle Scholar





	
[bookmark: JR9462-18]18 
          
            van der Meer JM, 
          
          
            Koster T, 
          
          
            Vandenbroucke JP, 
          
          
            Briet E, 
          
          
            Rosendaal FR. 
          
        The Leiden thrombophilia study (LETS). Thromb Haemost 1997; 78: 631-5. 





Article in Thieme ConnectPubMedGoogle Scholar





	
[bookmark: JR9462-19]19 
          
            Melissari E, 
          
          
            Monte G, 
          
          
            Lindo VS, 
          
          
            Pemberton D, 
          
          
            Wilson NV, 
          
          
            Edmondson R, 
          
          
            Das S, 
          
          
            Kakkar VV. 
          
        Congenital thrombophilia among patients with venous thromboembolism. Blood Coagul Fibrinolysis 1992; 3: 749-58. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-20]20 
          
            Miletich J, 
          
          
            Sherman L, 
          
          
            Broze G. 
          
        Absence of thrombosis in subjects with heterozygous protein C deficiency. N Engl J Med 1987; 317: 991-6. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-21]21 
          
            De Moerloose P, 
          
          
            Bounameaux HR, 
          
          
            Mannucci PM. 
          
        Screening tests for thrombophilic patients: Which tests, for which patient, by whom, when and why?. Semin Thromb Hemost 1998; 24: 321-7. 





Article in Thieme ConnectPubMedGoogle Scholar





	
[bookmark: JR9462-22]22 
          
            Poort SR, 
          
          
            Rosendaal FR, 
          
          
            Reitsma PH, 
          
          
            Bertina RM. 
          
        A common genetic variation in the 3’untranslated region of the prothrombin gene is associated with elevated plasma prothrombin levels and an increase in venous thrombosis. Blood 1996; 88: 3698-703. 





PubMedGoogle Scholar





	
[bookmark: JR9462-23]23 
          
            Rodeghiero F, 
          
          
            Tosetto A. 
          
        The epidemiology of inherited thrombophilia: the VITA project. Thromb Haemost 1997; 8: 636-40. 





Article in Thieme ConnectPubMedGoogle Scholar





	
[bookmark: JR9462-24]24 
          
            Salomon O, 
          
          
            Steinberg D, 
          
          
            Zivelin A, 
          
          
            Gitel S, 
          
          
            Dardik R, 
          
          
            Rosenberg N, 
          
          
            Berliner S, 
          
          
            Inbal A, 
          
          
            Many A, 
          
          
            Lubetsky A, 
          
          
            Varon D, 
          
          
            Martinowitz U, 
          
          
            Seligsohn U. 
          
        Single and combined prothrombotic factors in patients with idiopathic venous thromboembolism. Arterioscler Thromb Vasc Biol 1999; 19: 511-8. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-25]25 
          
            Sutor AH, 
          
          
            Uhl M. 
          
        Diagnosis of thromboembolic disease during infancy and childhood. Sem Thromb Hemostas 1997; 23: 237-46. 





Article in Thieme ConnectPubMedGoogle Scholar





	
[bookmark: JR9462-26]26 
          
            Tait RC, 
          
          
            Walker ID, 
          
          
            Perry DJ, 
          
          
            Islam SIAM, 
          
          
            Daly ME, 
          
          
            McCall F, 
          
          
            Conkie JA, 
          
          
            Carrel RW. 
          
        Prevalence of antithrombin deficiency in the healthy population. Br J Haematol 1994; 87: 1006-12. 





PubMedGoogle Scholar





	
[bookmark: JR9462-27]27 
          
            Tosetto A, 
          
          
            Missiaglia E, 
          
          
            Frezzato M, 
          
          
            Rodeghiero F. 
          
        The VITA Project: C677T mutation in the methylene-tetrahydrofolate reductase gene and risk of venous thromboembolism. Br J Haematol 1997; 97: 804-6. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-28]28 
          
            Vandenbroucke JP, 
          
          
            Koster T, 
          
          
            Briet E, 
          
          
            Reitsma PH, 
          
          
            Bertina RM. 
          
        Increased risk of venous thrombosis in oral-contraceptive users who are carriers of factor V Leiden mutation. Lancet 1994; 344: 1453-7. 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR9462-29]29 
          
            Welch GN, 
          
          
            Loscalzo J. 
          
        Homocysteine and atherothrombosis. N Engl J Med 1998; 338: 1043-50. 





PubMedGoogle Scholar





	
[bookmark: JR9462-30]30 
          
            Zehnder JL, 
          
          
            Benson RC. 
          
        Sensitivity and specificity of the APC-resistance assay in individuals with factor V Leiden. Am J Clin Pathol 1996; 106: 107-11. 





CrossrefPubMedGoogle Scholar










 









    
  

  
    
      
        

      

    

    
      
        
        


      

    

  


  

  
  
    
      
      
    
    
      
        
        
      

    
  




  
  
    
      
      
    
    
      
        
        
      

    
  



  







    
    


















  






      

      

  
    Top of Page
  

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

      
        Your Current IP Address: 18.207.232.152
      

    

    

  




      


  
    
  
  
  
    
    
      
        
        
        
        
      
      
      
      
    
  
  




    

    






    

    
      
        
      
    

    
    


    
      
      
      
    

  