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Abstract

        
The combination of short stature, auditory canal atresia, mandibular hypoplasia, and skeletal abnormalities (SAMS, OMIM: 602471) has been reported as an ultra-rare, autosomal-recessive developmental disorder with unique skeletal anomalies. To the present date, only four affected individuals have been reported. There are several striking orthopaedic diagnoses within the SAMS syndrome. In particular, the scapulohumoral synostosis and the bilateral congenital ventral dislocation of the hips. The purpose of this report is to underline the importance of recognizing pathognomic features of SAMS syndrome. Whenever a bilateral congenital ventral dislocation of the hips and/or a scapulohumoral synostosis is found or clinically suspected, SAMS syndrome should be considered as the primary diagnosis until proven otherwise.

      


        
[bookmark: N109FC]
Keywords

        SAMS syndrome - 
        scapulohumoral synostosis - 
        ventral dislocation of the hips - 
        auditory canal atresia - 
        mandibular hypoplasia
      





[bookmark: info]
Publication History

Received: 09 April 2020


Accepted: 15 June 2020


Article published online:
29 July 2020



© 2020. Thieme. All rights reserved.

Georg Thieme Verlag KG
Rüdigerstraße 14, 70469 Stuttgart, Germany




 

[bookmark: ]

[bookmark: N10FE6]
	
References


	
[bookmark: JR2000039-1]1 
          
            Lemire EG, 
          
          
            Hildes-Ripstein GE, 
          
          
            Reed MH, 
          
          
            Chudley AE. 
          
        SAMS: provisionally unique multiple congenital anomalies syndrome consisting of short stature, auditory canal atresia, mandibular hypoplasia, and skeletal abnormalities. Am J Med Genet 1998; 75 (03) 256-260 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-2]2 
          
            ter Heide H, 
          
          
            Bulstra SK, 
          
          
            Reekers A, 
          
          
            Schrander JJP, 
          
          
            Schrander-Stumpel CT. 
          
        Auditory canal atresia, humeroscapular synostosis, and other skeletal abnormalities: confirmation of the autosomal recessive “SAMS” syndrome. Am J Med Genet 2002; 110 (04) 359-364 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-3]3 
          
            Parry DA, 
          
          
            Logan CV, 
          
          
            Stegmann APA. 
          
          et al. 
        SAMS, a syndrome of short stature, auditory-canal atresia, mandibular hypoplasia, and skeletal abnormalities is a unique neurocristopathy caused by mutations in Goosecoid. Am J Hum Genet 2013; 93 (06) 1135-1142 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-4]4 
          
            Blum M, 
          
          
            De Robertis EM, 
          
          
            Kojis T. 
          
          et al. 
        Molecular cloning of the human homeobox gene goosecoid (GSC) and mapping of the gene to human chromosome 14q32.1. Genomics 1994; 21 (02) 388-393 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-5]5 
          
            Blum M, 
          
          
            Gaunt SJ, 
          
          
            Cho KW. 
          
          et al. 
        Gastrulation in the mouse: the role of the homeobox gene goosecoid. Cell 1992; 69 (07) 1097-1106 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-6]6 
          
            Cho KW, 
          
          
            Blumberg B, 
          
          
            Steinbeisser H, 
          
          
            De Robertis EM. 
          
        Molecular nature of Spemann's organizer: the role of the Xenopus homeobox gene goosecoid. Cell 1991; 67 (06) 1111-1120 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-7]7 
          
            Yamada G, 
          
          
            Mansouri A, 
          
          
            Torres M. 
          
          et al. 
        Targeted mutation of the murine goosecoid gene results in craniofacial defects and neonatal death. Development 1995; 121 (09) 2917-2922 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-8]8 
          
            Rivera-Pérez JA, 
          
          
            Mallo M, 
          
          
            Gendron-Maguire M, 
          
          
            Gridley T, 
          
          
            Behringer RR. 
          
        Goosecoid is not an essential component of the mouse gastrula organizer but is required for craniofacial and rib development. Development 1995; 121 (09) 3005-3012 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-9]9 
          
            Belo JA, 
          
          
            Leyns L, 
          
          
            Yamada G, 
          
          
            De Robertis EM. 
          
        The prechordal midline of the chondrocranium is defective in Goosecoid-1 mouse mutants. Mech Dev 1998; 72 (1,2): 15-25 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-10]10 
          
            Badelon O, 
          
          
            Bensahel H, 
          
          
            Csukonyi Z, 
          
          
            Chaumien JP. 
          
        Congenital dislocation of the hip in Ehlers-Danlos syndrome. Clin Orthop Relat Res 1990; (255) 138-143 





PubMedGoogle Scholar





	
[bookmark: JR2000039-11]11 
          
            Schmidt AH, 
          
          
            Vincent KA, 
          
          
            Aiona MD, 
          
          
            Boccon-Gibod L, 
          
          
            Merrer ML, 
          
          
            Kaplan FS. 
          
        Hemimelic progressive osseous heteroplasia. A case report. J Bone Joint Surg Am 1994; 76 (06) 907-912 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-12]12 
          
            Sobreira N, 
          
          
            Cernach M, 
          
          
            Batista D, 
          
          
            Brunoni D, 
          
          
            Perez A. 
          
        Pseudoaminopterin syndrome: clinical report with new characteristics. Am J Med Genet A 2009; 149A (12) 2843-2848 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-13]13 
          
            Jacofsky DJ, 
          
          
            Stans AA, 
          
          
            Lindor NM. 
          
        Bilateral hip dislocation and pubic diastasis in familial nail-patella syndrome. Orthopedics 2003; 26 (03) 329-330 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-14]14 
          
            Hosoe H, 
          
          
            Miyamoto K, 
          
          
            Wada E, 
          
          
            Shimizu K. 
          
        Surgical treatment of scoliosis in larsen syndrome with bilateral hip dislocation. Spine 2006; 31 (10) E302-E306 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-15]15 
          
            Stilli S, 
          
          
            Antonioli D, 
          
          
            Lampasi M, 
          
          
            Donzelli O. 
          
        Management of hip contractures and dislocations in arthrogryposis. Musculoskelet Surg 2012; 96 (01) 17-21 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-16]16 
          
            Heeg M, 
          
          
            Broughton NS, 
          
          
            Menelaus MB. 
          
        Bilateral dislocation of the hip in spina bifida: a long-term follow-up study. J Pediatr Orthop 1998; 18 (04) 434-436 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-17]17 
          
            Schrander DE, 
          
          
            Welting TJ, 
          
          
            Caron MM. 
          
          et al. 
        Endochondral ossification in a case of progressive osseous heteroplasia in a young female child. J Pediatr Orthop B 2014; 23 (05) 477-484 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-18]18 
          
            Rosenbaum AJ, 
          
          
            Leonard GR, 
          
          
            Uhl RL, 
          
          
            Mulligan M, 
          
          
            Bagchi K. 
          
        Radiologic case study. Diagnosis: congenital posterior dislocation of the radial head. Orthopedics 2014; 37 (01) 11 , 62–63 





CrossrefPubMedGoogle Scholar





	
[bookmark: JR2000039-19]19 
          
            Campbell CC, 
          
          
            Waters PM, 
          
          
            Emans JB. 
          
        Excision of the radial head for congenital dislocation. J Bone Joint Surg Am 1992; 74 (05) 726-733 





CrossrefPubMedGoogle Scholar





	
[bookmark: BR2000039-20]20 
          
            Castriota Scanderberg APelvis. 
          
        In: 
              
                Castriota ScanderbergA, 
              
              
                Dallapiccola B. 
              
            eds. Abnormal Skeletal Phenotypes: From Simple Signs to Complex Diagnosis. Berlin, Germany: Springer-Verlag; 2005: 233-272 









	
[bookmark: JR2000039-21]21 
          
            Cortina H, 
          
          
            Vallcanera A, 
          
          
            Andres V, 
          
          
            Gracia A, 
          
          
            Aparici R, 
          
          
            Mari A. 
          
        The non-ossified pubis. Pediatr Radiol 1979; 8 (02) 87-92 





CrossrefPubMedGoogle Scholar





	
[bookmark: BR2000039-22]22 
          
            Castriota-Scanderberg A. 
          
        Long bones. In: 
              
                Castriota-Scanderberg A, 
              
              
                Dallapiccola B. 
              
            eds. Abnormal Skeletal Phenotypes. From Simple Signs to Complex Diagnosis. Berlin, Germany: Springer-Verlag; 2005: 273-305 





Google Scholar





	
[bookmark: JR2000039-23]23 
          
            Gilbert EF, 
          
          
            Opitz JM, 
          
          
            Spranger JW, 
          
          
            Langer Jr LO, 
          
          
            Wolfson JJ, 
          
          
            Viseskul C. 
          
        Chondrodysplasia punctata--rhizomelic form. Pathologic and radiologic studies of three infants. Eur J Pediatr 1976; 123 (02) 89-109 





CrossrefPubMedGoogle Scholar










 









    
  

  
    
      
        

      

    

    
      
        
        


      

    

  


  

  
  
    
      
      
    
    
      
        
        
      

    
  




  
  
    
      
      
    
    
      
        
        
      

    
  



  







    
    


















  






      

      

  
    Top of Page
  

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

      
        Your Current IP Address: 52.207.220.85
      

    

    

  




      


  
    
  
  
  
    
    
      
        
        
        
        
      
      
      
      
    
  
  




    

    






    

    
      
        
      
    

    
    


    
      
      
      
    

  