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A Case of Achondroplasia Diagnosed by Prenatal Ultrasonography
and Molecular Genetic Study

Yeon Hee Kim, MD., In Yang Park, MD., Jee Young Kweon, MD_,
Hyun Young Ahn, MD,, Sa Jin Kim, MD,, Soo Pyung Kim, MD,, Jong Chul Shin, MD,

Department of Obstetrics and Gynecology, College of Medicine
The Catholic University of Korea, Seoul, Korea

Achondroplasia is the most common type of dwarfism and an autosomal dominant genetic disease. But, in 80% of
cases, it results from a new mutation in the fibroblast growth factor receptor 3 (FGFR3) gene on human chromosome
4. In fetal musculoskeletal diseases, it is often difficult to be definitely diagnosed by only antenatal ultrasonography.
Therefore, a molecular genetic study is maybe useful method for definite diagnosis of them and antenatal counselling.
We recently experienced a case of heterozygous achondroplasia confirmed by identification of a mutation on FGFR3
gene at 30 weeks of gestation and report it with the review of the literature.
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Fig. 1. Ultrasonography of fetal long bones showed shortened femur (A, 35 mm, 20%%" weeks size), tibia (B, 40

mm, 2477

gestational age (pregnancy 3017

weeks).
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Fig. 2. Ultrasonography of fetal face showed appropriate
findings of achondroplasia (frontal bossing (white
arrow) and depressed nasal bridge (arrow head)).
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Fig. 3. The results of DNA sequencing with amniotic fluid, cord blood, maternal blood and paternal blood.
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Fig. 4. Radiologic evaluation and photograph of the neonate showed rhizomelic micromelia, frontal bossmg and
depressed nasal bridge.
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