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Identification of novel causative gene for familial patellar aplasia and
analysis of pathogenesis
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Having encountered patients with patellar dysplasia, we conducted a study to
detect the causative genes and to elucidate their functions.
Through comparative analysis of genomic genes between symptomatic and asymptomatic patients in the
patient®s family, we were able to detect a mutation in a gene presumed to be involved in bone
formation that is commonly found only in symptomatic patients. Testing for the presence or absence
of mutations in this gene could predict the disease, and furthermore, could be useful in the
development of treatments to prevent dysplasia.
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(DEIE MASATAKA)

(30363063) (33920)
(YOSHIKAWA KAZUHIRO)

(60109759) (33920)
(TAKAMI AKIYOSHI)

(80324078) (33920)




