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Novel Mutation G356D in ACVRI1 in Fibrodysplasia Ossificans Progressive:

Analysis of one case™
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ABSTRACT Objective: To investigate the ACVR2/ALK?2 gene of one FOP patient. Methods: Clinical diagnosis was based on clini-
cal and radiological findings. For mutation detection, the blood samples from the FOP patient and his parents were collected with in-
formed consent. Genomic DNA was isolated from peripheral lymphocytes and all the exons of ACVR1 were amplified by PCR. The PCR
products were sequenced. Results: The patient had congenital malformations of the great toes and congenital ankylosis of the thumbs and
index fingers with both hands. Heterotopic ossification was proved by radiographic evidence of at the time of evaluation. The patient had
a heterozygous mutation, ¢.1067 G>A (p.G356D), which is located in the kinase domain of ACVR1, while the parents had no such muta-
tion. Conclusions: The patient had a novel mutation (c.1067G>A) in ACVR1, which was confirmed by direct sequencing. As the first
case reported in a Chinese patient with such de novo mutation, these results were useful to understand the clinical symptoms and patho-
genesis of FOP in Chinese patients.
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Fig.1 Clinical manifestations of patient. A: Shortened great toe of the patient, B: Ankylosis of the thumbs and index fingers with both hands. C-E: X-ray

evidence of ossified soft tissue in its posterior aspect of the thoracic body, lumbar vertebra, hip and the bilateral shoulder. F: The hand X-ray shows the

space of the metacarpophalangeal joint is narrowing.
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Fig.2 DNA sequencing of the ACVRI gene, demonstrating the heterozygous mutation ¢.1067 G> A in the patient with FOP.
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Fig.3 The result of DNA sequencing for the parents shows that there are not ¢.1067 G> A mutation. M indicates mother of the patient. F indicates father of

the patient
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