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Human chromosome 14q32.2 carries a cluster of imprinted genes including paternally expressed
genes such as DLK and RTLI and maternally expressed genes such as MEG3 (alias GTL2) and RTLIas
(RTL]I antisense), together with the germline-derived intergenic differentially methylated region
(IG-DMR) and the postfertilization-derived MEG3-DMR. Consistent with this, paternal uniparental
disomy 14 (upd(14)pat) results in a unique phenotype characterized by facial abnormality, small
bell-shaped thorax with coat-hanger appearance of the ribs, abdominal wall defects, placentomegaly, and
polyhydramnios, and maternal uniparental disomy 14 (upd(14)mat) leads to less-characteristic but
clinically discernible features including growth failure.

We found the 657T>C mutation of SYCP3 may not be associated with recurrent miscarriage caused by



aneuploidy. No clinical significance of routine examination of SYCP3 mutation was found because only
one benign mutation was ascertained in 101 patients. Our patient with 657T>C had repeated
miscarriages with euploidy. Our data showed that among the normal fetal karyotypes, XX and XY were
found at a similar frequency, indicating that fetal rather than maternal karyotypes were obtained. In this
study, about 90 % of patients with abnormal and normal embryonic (fetal) karyotype tended to have
repeat miscarriages with abnormal and normal karyotypes, respectively. Our data suggest that the
657T>C mutation is a polymorphism without the specific function ascertained. Further studies with
larger numbers and a wide range of cases are needed to define if the SYCP3 mutations can be a cause of
recurrent miscarriage. As for ANXAS5, The variations with the ANXAS5 gene upstream region, especially
SNP5 were confirmed to be risk factors of RPL. However, clinical use was not needed because we

could not ascertain the predictive value of risk allele for further miscarriage.
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