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Summary


Hereditary defects resulting in inadequate syntheses of fibrinogen, prothrombin, factors V, VII, VIII, IX and X are quantitatively transmitted, therefore all affected members of a family are identical genetically. The concentration of the clotting factor in the blood is determined by the balance of the rate of synthesis to the rate of consumption or turnover. The required concentrations of these clotting factors to maintain hemostasis are strikingly low but below a critical level, traumatic bleeding occurs. The bleeding time is normal, and capillary or mucous membrane bleeding such as spontaneous epistaxis is uncommon or even absent. These states are transmitted as either autosomal or sex-linked recessives.


Hereditary purpuric bleeding states are usually attributable to abnormal platelet function, to a defect in the autonomic nervous system that maintains the tonus of the microcirculation, or to the telangiectatic state in which the abnormality resides either in the structure of the capillaries or the mesenchymal matrix in which the micro vessels are imbedded. The thrombopathies constitute a group with various types of hereditary transmission. The Minot-von Willebrand syndrome and telangiectasia are transmitted as autosomal dominants. In most affected subjects, the bleeding is mild and superficial, usually from mucous membranes such as nosebleeds. In many the bleeding tendency is almost subclinical. Traumatic bleeding such as intramuscular hemorrhage and hemarthrosis is absent. The bleeding time in the severe cases is prolonged but may be normal in the mild bleeder unless prolonged by the ingestion of a drug such as aspirin.


The clinical severity in the hereditary bleeding diseases is determined by: (1) the functional capacity of the gene responsible for the synthesis of the specific hemostatic factor, (2) the superimposition of a secondary hemostatic defect either hereditary or acquired, and (3) environmental factors which per se do not affect hemostasis. Hemophilia serves as the illustration. No severe bleeding occurs in pure factor VIII deficiency until the concentration is below the range of 1 to 2% of normal. On superimposition, for instance of telangiectasia on a mild hemophilia, the clinical manifestations are markedly accentuated. The simultaneous occurrence of even very mild Minot-von Willebrand syndrome in the hemophiliac will intensify the bleeding tendency, especially after the ingestion of aspirin. Environmental factors illustrated by trauma such as mild contusions, which in the normal do not even cause a bruise, may bring about intramuscular hemorrhages and hemarthroses, and thereby sometimes initiate a bleeding cycle.






 

[bookmark: ]

[bookmark: N10988]
	
References


	
[bookmark: JR1651261-1]1 

Cronberg S, 


Nilsson I.M, 


Silwer J. 

Studies on the platelet adhesiveness in von Willebrand's disease. Acta med. scand 1966; 180: 43 





PubMedGoogle Scholar





	
[bookmark: JR1651261-2]2 

Glueck H.I, 


Sutherland J.M. 

Inherited factor-VII defect in a negro family. Pediatrics 1961; 27: 204 





PubMedGoogle Scholar





	
[bookmark: JR1651261-3]3 

Hagen P.S, 


Watson C.J. 

Idiopathic (familial) hypoprothrombinemia. J. Lab. clin. Med 1948; 55: 542 





PubMedGoogle Scholar





	
[bookmark: JR1651261-4]4 

Kerr C.B. 

Genetics of human blood coagulation. J. med. Genetics 1965; 2: 221 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR1651261-5]5 

O’Brien J.R, 


Heywood J.B. 

Some interactions between human platelets and glass: von Willebrand's disease compared with normal. J. clin. Path 1967; 20: 56 





CrossrefPubMedGoogle Scholar





	
[bookmark: BR1651261-6]6 

O’Brien J.R. 

Familial capillary fragility (diffuse capillary telangiectasia). Proc. Third International Congress of International Society of Hematology. Grune & Stratton; New York: 1951: 546 





Google Scholar





	
[bookmark: JR1651261-7]7 

Owen Jr. C.A, 


Amundsen M.A, 


Thompson Jr. J.H. 

et al. Congenital deficiency of factor VII (hypoconvertinemia). Amer. J. Med 1964; 37: 71 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR1651261-8]8 

Quick A.J. 

Congenital hypothrombinaemia and pseudo-hypoprothrombinaemia. L ancet 1947; II: 379 





PubMedGoogle Scholar





	
[bookmark: JR1651261-9]9 

Quick A.J. 

Sporadic hemophilia. Arch. intern. Med 1960; 106: 335 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR1651261-10]10 

Quick A.J. 

The assay and properties of labile factor (factor V). J. clin. Path 1960; 13: 457 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR1651261-11]11 

Quick A.J. 

Mild hemophilia A: Probability of a variant. Amer. J. med. Sci 1962; 244: 535 





PubMedGoogle Scholar





	
[bookmark: JR1651261-12]12 

Quick A.J. 

Menstruation in hereditary bleeding disorders. Obstet. and Gynec 1966; 28: 37 





PubMedGoogle Scholar





	
[bookmark: BR1651261-13]13 

Quick A.J. 

Hemorrhagic Diseases and Thrombosis. Lea & Febiger; Philadelphia: 1966 





Google Scholar





	
[bookmark: JR1651261-14]14 

Quick A.J. 

Thrombopathy-thrombasthenia. Amer. J. med. Sci 1966; 251: 156 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR1651261-15]15 

Quick A.J. 

The Minotvon Willebrand syndrome. Amer. J. med. Sci 1967; 253: 520 





PubMedGoogle Scholar





	
[bookmark: JR1651261-16]16 

Quick A.J. 

Hemostasis and thrombosis: A new look. Minn. Med 1967; 50: 1333 





PubMedGoogle Scholar





	
[bookmark: JR1651261-17]17 

Quick A.J. 

Acetylsalicylic acid as a diagnostic aid in heomstasis. Amer. J. med. Sci 1967; 254: 392 





PubMedGoogle Scholar





	
[bookmark: JR1651261-18]18 

Quick A.J. 

Telangiectasia: Its relationship to the Minotvon Willebrand syndrome. Amer. J. med. Sci 1967; 254: 585 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR1651261-19]19 

Quick A.J, 


Hussey C.V. 

Hemophilia B (PTC deficiency or Christmas disease). Arch. Intern. Med 1959; 103: 762 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR1651261-20]20 

Quick A.J, 


Hussey C.V. 

Hereditary thrombopathic thrombocytopenia. Amer. med. Sci 1963; 245: 643 





PubMedGoogle Scholar





	
[bookmark: JR1651261-21]21 

Quick A.J, 


Pisciotta A.V, 


Hussey G.V. 

Congenital hypoprothrombinemic states. Arch. Intern. Med 1955; 95: 2 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR1651261-22]22 

Ratnoff O.D. 

Discussion on platelets: Their role in homostasis and thrombosis. Thrombos. Diathes. haemorrh. (Stuttg.) 1967; 26: 317 Suppl. 





PubMedGoogle Scholar










 









    
  

  
    
      
        


      

    

    
      
        
        


      

    

  


  

  
  
    
      
      
    
    
      
        
        
      

    
  




  
  
    
      
      
    
    
      
        
        
      

    
  



  







    
    


















  






      

      

  
    Top of Page
  

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

      
        Your Current IP Address: 44.203.175.219
      

    

    

  




      


  
    
  
  
  
    
    
      
        
        
        
        
      
      
      
      
    
  
  




    

    






    

    
      
        
      
    

    
    


    
      
      
      
    

  