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[Abstract] Objective To detect the fetal genetic factors of double kidney echo enhancement and oligo-
hydramnios by high throughput sequencing. Genetic risk assessment and reproduction guidance for the
next child were carried out in the family. Method We performed exome sequencing of the proband-parent
trio for molecular genetic analyses to find pathogenic mutation, and the preimplantation diagnosis was car-
ried out for the mutation sites found. Results We identified the compound heterozygous variations of ab-
normal fetal in ACE gene, c. 1028G>A(p. W343 % ) and c. 2948T>C(p. L983P), which were derived
from father and mother respectively. The reported variant c. 1028G> A was nonsense mutation resulted in
the premature termination of peptide chain synthesis and the production of a truncated protein with 963 a-
mino acids less than the wild type. The missense variant c. 2948 T>C was the novel mutation, the bioin-
formatics prediction indicated that it was deleterious. The prenetal diagnosis indicated that the PDG em-
bryo did not carry the mutation sites of both parents, and the second trimester ultrasound showed no ab-
normalities in the fetal kidney and amniotic fluid. Conclusions Through high-throughput sequencing of
nuclear families, two point mutations without clinical case reported in the ACE gene were found in this
study. Combined with known functional studies of ACE gene and clinical manifestations, genetic rules and
PGD results of the family, it is suggested that these two mutations may be the causal factor in this family.
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