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Identification of pathogenic gene in a patient with osteogenesis imperfecta
ZHAO Qiang, HUANG Yong-hua, FENG Sui-hua, XIAN Shi-yao, PAN Zhuo-yi, WU Xin-xin, ZHANG Miao-
lian, WU Hai-tao (Jiangmen Central Hospital, Jiangmen 529000, China)

Abstract: Objective To identify the pathogenic gene in a patient with osteogenesis imperfecta (OI). Methods Peripheral

blood DNA was extracted from an OI patient and her parents and underwent target exome capture using Ol-associated gene

chip. The candidate pathogenic mutations were validated using Sanger sequencing. Results The compound heterozygous
mutations of P3HI gene including ¢.2164C>T (p.Q722*) and ¢.466-7T>G were identified and inherited from her father and
mother, respectively. The ¢.2164C>T (p.Q722*) was a reported pathogenic mutation, while ¢.466-7T>G was a novel mutation.

Conclusion The compound heterozygous mutations of P3H1 gene are the pathogenic mutation in the present case of OI.
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