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                    Abstract

Modern techniques have defined the hereditary motor and sensory neuropathies (HMSN) as a genetically heterogenous group of disorders. This includes a rare variant with X-linked dominant inheritance. We have traced this disorder through 6 generations of a large Canadian kindred; neurological and electrophysiological examinations were performed in 57 family members and nerve biopsies were studied in 2 affected males, early and late in the disease; 42/83 family members were affected. No male-to-male transmission was encountered in 19 sons of affected fathers, whereas all their daughters expressed the disease. Linkage was shown to the DNA loci DXYS1 Z max = 2.87 at θ max = 0.06 and to PGK1 Z max = 1.51 at θ max = 0 (Beckett et al., 1986). The typical clinical features are onset in early childhood, pes cavus, atrophy and weakness of peroneal muscles and intrinsic hand muscles, and sensory abnormalities. Males were severely affected, whereas females had mild or subclinical disease. Electrophysiological observations indicated a substantial loss of distal motor and sensory nerve fibres. Evoked compound muscle action potentials in extensor digitorum brevis were absent or severely reduced in 42% of cases and the peroneal motor nerve conduction velocity was mildly reduced to a mean 36.5 ±7.4 m·s−1. Sural sensory nerve action potentials were absent or severely reduced in 75% of those affected. Nerve biopsies showed loss of myelinated and unmyelinated nerve fibres, regenerative sprouting and secondary demyelination. The findings indicate that this distinct variant of HMSN is the result of primary axonal degeneration.
                    

    
    
         
    


                
                    This content is only available as a PDF.
                



        


        
© Oxford University Press


        

    








 
    

    
            
        Topic:

        	
                    action potentials
                
	
                    biopsy
                
	
                    asthenia
                
	
                    atrophy
                
	
                    child
                
	
                    dna
                
	
                    father
                
	
                    motor and sensory neuropathies, hereditary
                
	
                    motor and sensory neuropathy type i, hereditary
                
	
                    myelin sheath
                
	
                    neurons
                
	
                    retrograde degeneration
                
	
                    signs and symptoms
                
	
                    x-linked inheritance
                
	
                    cavus foot
                
	
                    hand muscles, intrinsic
                
	
                    sensory nerves
                
	
                    conduction velocity
                
	
                    dominant inheritance
                
	
                    demyelination
                
	
                    nerve fibers, unmyelinated
                
	
                    motor nerve
                
	
                    extensor digitorum brevis muscle of foot
                
	
                    muscle action
                
	
                    symptom onset
                
	
                    daughter
                


    

 
    

    
        
    
                
                

                
                    Issue Section:

                        Articles
                


    



 
    

    
        
 
    


                    
                        You do not currently have access to this article.
                    

                

                
                    Download all slides
                

                    
         
    


                
    
        

 
    

    
         
    


                

            

        


            
                

    
        
    
        
            
                    Sign in


                    
                        [image: Information]
                        Get help with access
                    
            

        


            

            


        
    
            Personal account


    	Sign in with email/username & password
	Get email alerts
	Save searches
	Purchase content
	Activate your purchase/trial code



            
                    
                    Sign in
                    [image: Arrow]

                
                                    Register
            

    


    
    Institutional access


    	
            
                Sign in through your institution
                [image: Arrow]

            
        
	
                Sign in with a library card
                            Sign in with username/password
                              Recommend to your librarian
        


        Institutional account management

        Sign in as administrator



        



    

        Get help with access


        Institutional access


        
            Access to content on Oxford Academic is often provided through institutional subscriptions and purchases. If you are a member of an institution with an active account, you may be able to access content in one of the following ways:
        


        IP based access


        
            Typically, access is provided across an institutional network to a range of IP addresses. This authentication occurs automatically, and it is not possible to sign out of an IP authenticated account.
        


        Sign in through your institution


        
            Choose this option to get remote access when outside your institution. Shibboleth/Open Athens technology is used to provide single sign-on between your institutionâ€™s website and Oxford Academic.
        


        	Click Sign in through your institution.
	Select your institution from the list provided, which will take you to your institution's website to sign in.
	When on the institution site, please use the credentials provided by your institution. Do not use an Oxford Academic personal account.
	Following successful sign in, you will be returned to Oxford Academic.


        
            If your institution is not listed or you cannot sign in to your institutionâ€™s website, please contact your librarian or administrator.
        


        Sign in with a library card


        
            Enter your library card number to sign in. If you cannot sign in, please contact your librarian.
        


        Society Members


        
            Society member access to a journal is achieved in one of the following ways:
        


        Sign in through society site


        
            Many societies offer single sign-on between the society website and Oxford Academic. If you see â€˜Sign in through society siteâ€™ in the sign in pane within a journal:
        


        	Click Sign in through society site.
	When on the society site, please use the credentials provided by that society. Do not use an Oxford Academic personal account.
	Following successful sign in, you will be returned to Oxford Academic.



        
            If you do not have a society account or have forgotten your username or password, please contact your society.
        


        Sign in using a personal account


        
            Some societies use Oxford Academic personal accounts to provide access to their members. See below.
        


        Personal account


        
            A personal account can be used to get email alerts, save searches, purchase content, and activate subscriptions.
        

        
            Some societies use Oxford Academic personal accounts to provide access to their members.
        


        Viewing your signed in accounts


        
            Click the account icon in the top right to:
        


        	View your signed in personal account and access account management features.
	View the institutional accounts that are providing access.



        Signed in but can't access content


        
            Oxford Academic is home to a wide variety of products. The institutional subscription may not cover the content that you are trying to access. If you believe you should have access to that content, please contact your librarian.
        


        Institutional account management


        
            For librarians and administrators, your personal account also provides access to institutional account management. Here you will find options to view and activate subscriptions, manage institutional settings and access options, access usage statistics, and more.
        


    

    
        Close access help modal
    




    



 
    



    
            
        Purchase

            
                Subscription prices and ordering for this journal            
            
    
            
                Purchasing options for books and journals across Oxford Academic
            


            
                Short-term Access


                    
                        
                            To purchase short-term access, please sign in to your personal account above.
                        

                        
                            Don't already have a personal account? Register
                        

                    


                X-LINKED DOMINANT HEREDITARY MOTOR AND SENSORY NEUROPATHY - 24 Hours access
                
                        
                            EUR €51.00
                        

                        
                            GBP £44.00
                        

                        
                            USD $55.00
                        

                

                
            


    



    
        Rental

        
            
                [image: Read this now at DeepDyve]
            

            
                This article is also available for rental through DeepDyve.
            

        

    

 
    


                

            

    




    
        
    
        
            
        

            Advertisement

            


 
    

 

    

 

    

    
        



        


    
            
                Citations

                    
    
        

 
    


                    

                            

                    
                Views

                
                    65

                

            

                    
                    Altmetric

                    
    
            
    

         
 
    


                    



            

                    
                
                    [image: Information]
                    More metrics information
                
            

    




                
                    




    
            Metrics


            
                
                    
                        Total Views
                        65
                    

                    
                        
                            6
                            Pageviews
                        

                        
                            59
                            PDF Downloads
                        

                                            

                

                Since 12/1/2016

            


            
            
                


                
                    	Month:	Total Views:
	December 2016	1
	April 2017	2
	November 2017	4
	January 2018	1
	May 2018	9
	June 2018	2
	October 2018	2
	April 2019	5
	May 2019	1
	November 2019	1
	December 2019	2
	February 2020	1
	April 2020	1
	July 2020	2
	October 2020	1
	November 2020	1
	December 2020	1
	January 2021	2
	April 2021	2
	May 2021	6
	January 2022	1
	May 2022	1
	July 2022	2
	August 2022	1
	September 2022	1
	November 2022	1
	March 2023	3
	April 2023	1
	October 2023	2
	November 2023	1
	December 2023	3
	February 2024	1


                

            



        
            Citations

                
    
        

 
    


                    Powered by Dimensions
                

                                
                        
                                131
                        
                        Web of Science
                    

        



        
            Altmetrics

            

    
            
    

         
 
    

            

        






    

                        ×
                    

                

        


 
    

    
        
    
        Email alerts

                
                    Article activity alert
                

                
                    Advance article alerts
                

                
                    New issue alert
                

                
                    Subject alert
                

                    
                Receive exclusive offers and updates from Oxford Academic
            

        
            

            
                
            
        

    

 
    

    
            


 
    

    
        
    Citing articles via

    
            
                Web of Science (131)
            

                    
                Google Scholar
            

            


 
    

    
            	
                
                    Latest
                

            
	
                
                    Most Read
                

            
	
                
                    Most Cited
                

            


        






    




            
                    


    


    



        
Potassium seeks a role in the drama of neurodegeneration    



 






        
        







    


    



        
More than 185 CAG repeats: a point of no return in Huntington’s disease biology    



 






        
            
        







    


    



        
GDF5 as a rejuvenating treatment for age-related neuromuscular failure    



 






        
            
        







    


    



        
Neurocomputational model of compulsivity: Deviating from an uncertain goal-directed system    



 






        
            
        







    


    



        
Tiam1-mediated maladaptive plasticity underlying morphine tolerance and hyperalgesia    



 






        
            
        






                    

            





        
        
        
        
        
 
    

    
            
        More from Oxford Academic

            
                Medicine and Health
            

            
                Neurology
            

            
                Neuroscience
            

            
                Science and Mathematics
            


            
                Books
            

            
                Journals
            

    

 
    

    
        
    
        
            Looking for your next opportunity?
        

    


        
                
                    ACADEMIC SURGICAL PATHOLOGIST

                    
                        , Vermont
                    

                

                
                    Academic Molecular Genetic Pathologist-Solid Tumor & Hematologic Malignancies

                    
                        , Vermont
                    

                

                
                    System Chief for the Division of Infectious Diseases

                    
                        New York, New York
                    

                

                
                    Transplant Infectious Diseases Specialist

                    
                        Long Island, New York
                    

                

        

        View all jobs


    
        [image: Oxford University Press]

        [image: Journals Career Network]

    



 
    


    




    



    
        
    
        
            
        

            Advertisement

            


 
    













                

            
    


        
        


        
            


    
    
        
    
        
            
        

            Advertisement

                    
                close advertisement
            
    


 
    


    


    
            
    
        
    
        
            
        

            Advertisement

            


 
    


    



    



    	
    About Brain

	
    Editorial Board

	
    Author Guidelines

	
    Contact the editorial office

	
    Twitter


	
    YouTube

	
    Brain app

	
    Guarantors of Brain

	
    Purchase

	
    Recommend to your Library


	
    Mediakit

	
    Journals Career Network







        
            

    [image: Brain]
                        


        
            	Online ISSN 1460-2156
	Print ISSN 0006-8950
	Copyright © 2024 Guarantors of Brain


        



    


 
    


    
        
    
        



    
    



	About Oxford Academic
	Publish journals with us
	University press partners
	What we publish
	New features 





	Authoring
	Open access
	Purchasing
	Institutional account management
	Rights and permissions





	Get help with access
	Accessibility
	Contact us
	Advertising
	Media enquiries





	Oxford University Press
	News
	Oxford Languages
	University of Oxford





Oxford University Press is a department of the University of Oxford. It furthers the University's objective of excellence in research, scholarship, and education by publishing worldwide

[image: Oxford University Press]






	Copyright © 2024 Oxford University Press
	Cookie settings
	Cookie policy
	Privacy policy
	Legal notice










 
    


        

    

    

    


        








    



    
        
    

    Close




    
        

    

    Close






    
        This Feature Is Available To Subscribers Only

        Sign In or Create an Account

    

    Close




    This PDF is available to Subscribers Only

    View Article Abstract & Purchase Options
    
        For full access to this pdf, sign in to an existing account, or purchase an annual subscription.

    

    Close


 
    


    







    
    














    
    
    
        
            [image: Scholarly IQ]
        











    


    
    
    
    

    



    

    
    




    

    
            

 
    


    




        
    

