





    
  Skip to main content
  




  

    

      
        
          
              
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

          

        

      


      
        
              

      
        
          
                       

         

      

     
    
      
        
          [image: BMJ Journals]

                  

      

      
                  
            
                
    

    
  
    	Subscribe
	Log In 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
  


  
  



  
      
  
  
    Log in using your username and password

 For personal accounts OR managers of institutional accounts



  Username *
 



  Password *
 




Forgot your log in details?Register a new account?

Forgot your user name or password?




  


  
  



  



  






	Basket 
	Search 
More
	

    
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  







  



  

            

          

                

    
        
      
                [image: BMJ Case Reports]
      

            
          
    

    
  
    	Latest content
	Archive
	Global health
	Authors
	About
	Help

  





    
  
    
  
    
  
        

    
  
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  


  
  


  
        

    
  
  
    	 Close
More
	

    
  
    
  
    
  
        Main menu

    
  
  
    
  	Latest content
	Archive
	Global health
	Authors
	About
	Help



  


  
  



  



  






	Subscribe
	Log in 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
  


  
  



  
      
  
  
    Log in using your username and password

 For personal accounts OR managers of institutional accounts



  Username *
 



  Password *
 




Forgot your log in details?Register a new account?

Forgot your user name or password?




  


  
  



  



  






	BMJ Journals

  


  
  




  



  



  

      

          

          
  
        
      
        
          You are here
	Home
	Archive
	Volume 2012, Issue  
	Familial normosmic idiopathic hypogonadotropic hypogonadism: is there a phenotypic marker for each genetic mutation? Report of three cases and review of literature


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

  
  
   
    
  
    
    
      
        
  
      
  
  
    	Article 
Text
	Article 
info
	Citation 
Tools
	Share
	Rapid Responses
	Article 
metrics
	Alerts


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    Rare disease


  


  
  



  
      
  
  
    
      Familial normosmic idiopathic hypogonadotropic hypogonadism: is there a phenotypic marker for each genetic mutation? Report of three cases and review of literature
        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	Shashank Shekhar

	[bookmark: aff-1]Department of Obstetrics and Gynecology, Dr RPGMC Tanda, Kangra, Himachal Pradesh, India


	Correspondence to
 Dr Shashank Shekhar, longshanks28{at}gmail.com





  


  
  



  
      
  
  
    Summary

Normosmic idiopathic hypogonadotropic hypogonadism (nIHH) is familial in one-third of cases and multiple modes of inheritance have been described. Phenotypic spectrum of GNRHR mutations has been found to be widest without any pathognomonic phenotypic feature. However, in subjects of nIHH with TAC3/TAC3R mutations preservation of follicle stimulating hormone secretion is a characteristic feature and has been suggested as phenotypic marker. Despite a paucity of subjects with homozygous frame shift mutations of GNRH, there is remarkable similarity in the phenotypic features and neuroendocrine profile of these few subjects with GNRH mutations. We describe here three members of a family with nIHH and autosomal mode of inheritance with remarkably similar phenotypes.
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