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Search for causative genes for birth defects expressed in maxillofacial area
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In this research have been proposed to combine quantitative evaluation of
phenotype obtained from examination which has been conventionally done in the field of orthodontics,
and comprehensive genome screening. We aimed to identify the pathogenic genes of congenital
anomalies of maxillofacial and to construct a novel clinical diagnostic algorithm. We worked out to
clarify the phenotype and genotype correlation used by the patients related to congenital anomalies
in maxillofacial area. We 1dentified some causative genes. The coverage was about 30% of the total
analyses. We also found that the mutations were not always the pathogenic genes which were obtained
from genetic heterogeneity in the absence or presence of the candidate gene. These conclusions has
been useful for recruitment of disease to accumulate information. On the other hand, we could not
find out the correlation both functional influences and evaluations of gene related on the birth
defects were difficult to define.
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