






 

 

 

 

 

 

 

 

Segregation analysis of the USH2A mutations in family U51: The isocoding variation 

c.949C>A (p.R317R) has been predicted to be pathogenic by Pennings et al [1], and 

considered as non-pathogenic by Dreyer et al [2]. Segregation analysis of this variation in 

family U51 is compatible with a pathogenic mutation. 

 
 
 
References 
 
1. Pennings RJ, Te Brinke H, Weston MD, Claassen A, Orten DJ, Weekamp H, Van 
Aarem A, Huygen PL, Deutman AF, Hoefsloot LH, Cremers FP, Cremers CW, Kimberling 
WJ, Kremer H: USH2A mutation analysis in 70 Dutch families with Usher syndrome type 
II. Hum Mutat 2004, 24:185. 
 
2. Dreyer B, Brox V, Tranebjaerg L, Rosenberg T, Sadeghi AM, Moller C, Nilssen O: 
Spectrum of USH2A mutations in Scandinavian patients with Usher syndrome type II. 
Hum Mutat 2008, 29:451. 
 
 

 


	Texte8: Figure S1
	Texte6: USH sequencing   Bonnet - Petit 2011
	Texte9: Figure S2
	Texte10: Figure S3
	Texte11: Figure S4


