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22011.2 deletion syndrome (22q11.2DS) patients exhibit severe congenital
developmental abnormalities caused by small deletion of chromosome 22 chromosome long arm. Severe
congenital heart defects are always observed as a phenotype but patients also suffer from
immunodeficiency, hypocalcemia, and enamel hypoplasia (low tooth enamel maturation). It has been
shown that TBX1 is a candidate gene for this disease. Regarding the tooth mineralization, transgenic

mice those differ in the expression of TBX1 influence enamel dysplasia. However, there are
conflicting observations in human case, which dentin hypercalcification is observed. Therefore, |
hypothesized that there may be genes that control the development of dental hard tissue dysplasia in
addition to TBX1. Here, I found possibility for genes such as Slc25al, Dgcr2 in the deleted region
of 22q11.2DS patients.
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