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Gene mutation analysis of X-linked hypophosphatemic rickets

SONG Ying, MA Hong-Wei, LI Fang, HU Man, REN Shuang, YU Ya-Fen, ZHAO Gui-Jie. Department of Developmental
Pediatrics, Shengjing Hospital of China Medical University, Shenyang 110004, China. (Ma H-W, Email:
mahongweil 960@163.com)

Abstract: Objective To investigate the frequency and type of PHEX gene mutations in children with X-linked
hypophosphatemic rickets (XLH), the possible presence of mutational hot spots, and the relationship between genotype
and clinical phenotype. Methods Clinical data of 10 children with XL H was retrospectively reviewed. The relationship
between gene mutation type and severity of XLH was evaluated. Results PHEX gene mutations were detected in
all 10 children with XLH, including 6 cases of missense mutation, 2 cases of splice site mutation, 1 case of frameshift
mutation, and 1 case of nonsense mutation. Two new mutations, ¢.2048T>C and IVS14+1delAG, were found. The
type of PHEX gene mutation was not associated with the degree of short stature and leg deformity (P=0.571 and
0.467), and the mutation site was also not associated with the degree of short stature and leg deformity (P=0.400 and
1.000). Conclusions Missense mutation is the most common type of PHEX gene mutation in children with XLH, and
¢.2048T>C and IVS14+1delAG are two new PHEX gene mutations. The type and site of PHEX gene mutation are not
associated with the severity of XLH. [Chin J Contemp Pediatr, 2013, 15(11): 928-931]
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