

    
        [image: Medico e Bambino ]


    



		Login
		Abbonamenti
		Registrazione
		?
 [image: ]
	
		
			
				Username 
				 
			
			
				Password 
				 
			
			
				  
				 
			
			
				Recupero username/password persi 
			
	





    
        
           
        

        
            
                
                    
						
                        
                        
                        [image: Cerca]
                        

                    

                


                
                    
                
                
                    	
                            Home (current)
                        
	
                            Medico e Bambino
                            
                                Ultimo numero
                                Archivio
                            

                        
	
                            M&B pagine elettroniche
                            
                                Archivio
                            

                        
	
                            Congressi
                        
	
                            I Tascabili di M&B
                        
	
                            
                                Abbonamenti[image: ]

                            
                        


                

            
	    

    








			
			    
					
						Maggio 2005 - Volume XXIV - numero 5

						Medico e Bambino


						Aggiornamento monografico

Sindrome adreno-genitale congenita da deficit di 21-idrossilasi
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CONGENITAL ADRENAL HYPERPLASIA DUE TO 21-HYDROXYLASE DEFICIENCY
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Congenital adrenal hyperplasia (CAH) refers to a group of inherited disorders of adrenal steroidogenesis.
More than 90% of CAH is due to 21-hydroxylase deficiency (21-OH-D), found
in 1:10.000 to 1:15.000 live births as classical form and detected in about 2:100 of certain
populations as non classical form. Females with classical 21-OH-D present at birth genital virilization.
Potentially life-threatening adrenal crisis may characterize two-third to three-quarters
of patients of both sexes with the classical salt wasting (SW) form. Non classical patients
may present as precocious pubarche in children or polycystic ovarian syndrome in young women.
21-OH-D is caused by CYP21 gene mutations which in more than 90% of the cases result
from inter-genic recombination between the active CYP21 gene and the inactive CYP21P
pseudogene. The degree to which each mutation impairs enzymatic activity is strictly correlated
with the clinical severity of the disease. Glucocorticoid and mineralcorticoid replacement
therapies are the basics of treatment, although alternative strategies of treatment are
being developed. Neonatal screening may identify affected children before SW crises develop,
reducing mortality of this disease. Prenatal diagnosis and treatment should be performed
in families at risk for classical form, underlining them that long term results in dexamethasone
treated subjects have however lacking. Long term outcome shows an adult height generally
between 1 and 2 standard deviations under the familial target height and a fertility rate only
moderately reduced in female more than in male treated patients.



						
						  Vuoi citare questo contributo?


						  A. Balsamo, A. Cicognani
Sindrome adreno-genitale congenita da deficit di 21-idrossilasi
Medico e Bambino 2005;24(5):293-301 https://www.medicoebambino.com/?id=0505_293.pdf
						

					

				



leggi l'articolo in formato PDF [image: ] 		

			

      





    
        	Medico e Bambino
	Chi siamo
	Scrivi un articolo
	Ultimo numero
	Archivio
	Gli articoli più visti
	Referee 2022


    

    
        	M&B Pagine Elettroniche
	Su questo numero
	Ultimo numero in pdf
	Archivio
	Gli articoli più visti


    

    
        	Risorse
	Abbonati alla rivista
	Registrati sul sito
	Cambio password
	Congressi
	Recensioni
	Segnaliamo
	Domande frequenti



    

    
        	Social e Contatti
	[image: ]
          MeB su FaceBook
          
	[image: ]
          MeB su Instagram
          
	[image: ]
          MeB su Twitter
          
	[image: ]
          MeB su BlogSpot
          
	Contatti
	Privacy e cookie

        
    






Copyright © 2019 - 2024 Medico e Bambino - Via S.Caterina 3 34122 Trieste - Partita IVA 00937070324
redazione: redazione@medicoebambino.com, tel: 040 3728911 fax: 040 7606590

	abbonamenti: abbonamenti@medicoebambino.com, tel: 040 3726126







La riproduzione senza autorizzazione è vietata. Le informazioni di tipo sanitario contenute in questo sito Web sono rivolte a personale medico specializzato e non possono in alcun modo intendersi come riferite al singolo e sostitutive dell'atto medico. Per i casi personali si invita sempre a consultare il proprio medico curante. I contenuti di queste pagine sono soggetti a verifica continua; tuttavia sono sempre possibili errori e/o omissioni. Medico e Bambino non è responsabile degli effetti derivanti dall'uso di queste informazioni.

Unauthorised copies are strictly forbidden. The medical information contained in the present web site is only addressed to specialized medical staff and cannot substitute any medical action. For personal cases we invite to consult one's GP. The contents of the pages are subject to continuous verifications; anyhow mistakes and/or omissions are always possible. Medico e Bambino is not liable for the effects deriving from an improper use of the information.







       
	
	






  