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A Case of Achodroplasia Confirmed by
Mutation Analysis of FGFR3 Gene
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Department of Pediatrics, Kosin University College of Medicine, Busan, Korea

— Abstract

Achondroplasia is the most common genetic forms of dwarfism in humans. This is inherited as autosomal dominant
trait and characterized by rhizomelic short stature and unique facial appearance with frontal bossing and midface
hypoplasia. The disease is related to a mutation in the fibroblast growth factor receptor 3 (FGFR3) gene. A
2-month-old-girl was referred to my pediatric clinic for her short limbs. The diagnosis was confirmed by mutation
analysis of FGFR3 gene revealed heterozygote of ¢.1138G>A (p.Gly380Arg) mutation. I report this case with a review

of the literature.
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Fig. 1. Partial sequences of the FGFR3 gene revealed
heterozygote of ¢.1138G>A(p.Gly380Arg) mutation.
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Fig. 2 Radiographs shows (A) "trident" hand with short
metacarpals and phalanges. (B) small iliac wings with narrow
greater sciatic notch. The ischial and pubic bone are short
and broad. (C), (D) The bones of upper and lower limbs are
thick and short. The ball-in-socket epiphyseal-metaphyseal
junction is noted in long bones of arms and legs. The ends of
the shafts are flared. The length of the fibula is
proportionally greater than that of the tibia.
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