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A Case of Apert Syndrome with a P253R Mutation on FGFRZ Exon VIl
Young Jin Lee', Jung Min Ko? Seong Shik Park' and Chong Kun Cheon'
1Department of Pediatrics College of Medicine, Pusan National University, Busan
2Department of Medical Genetics, Ajou University Hospital, Suwon, Korea
Apert syndrome is a rare congenital anomaly characterized by craniofacial malformations and severe
symmetrical syndactyly of fingers and toes. This syndrome is caused by a genetic mutation; the S253
mutation is common, though the P253R mutation is not as frequent. Common symptoms include skeletal
malformations, poor joint mobility, eye and ear problems, cleft palate, and orthodontic and other dental
problems. We report a case of an infant with the common morphological features of Apert syndrome.
Interestingly, she was found to have the P253R mutation in FGFRZ2 exon VIII, which has been less
commonly observed in Korea. A brief review of the literature is included.
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Fig. 1. Photograph of patient showing characteristic Apert syndrome
facial features such as a high, broad forehead, lengthened vertical
diameter of the head, downward slant of the palpebral fissures, and
hypertelorism. We obtained formal permission from the parents to
publish this facial photograph.
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Fig. 2. The gross appearance of the hand showing symmetrical
complete syndactyly of all fingers.
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Fig. 3. The A—P and lateral roentgenograms of the skull showing acrocephaly and premature

fusion of the coronal suture.
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Fig. 4. A known missense mutation ¢.758C>G (p.P253R) in exon 8 of
the FGFR2 gene.
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