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[ Abstract] Objective Prenatal diagnosis tests were performed under the guidance of ultrasound by chori-
onic villus sampling, amniocentesis and cordocentesis, all the fetal samplings were sent to detect the hered-
itary deafness genes in order to reduce the deafness birth defects. Method Chorionic villus sampling in
gestation of 11~ 14 weeks, amniotic fluid by amniocentesis after 16 weeks in gestation, umbilical cord
blood sampling after 25 weeks together with other prenatal diagnosis index. Sequencing the four hereditary
deafness-related genes GJB2, GJB3, SLC26A4 and mtDNA12SrRNA, all the samples were excluded the
maternal blood contamination by short tandem repeat test (STR). Results In 36 cases, no definite deaf-
ness-related gene mutation in 7 cases, 16 cases were found heterozygous, heterozygous with polymorphism
were found in 3 cases, and double heterozygous in 10 cases. Conclusions Prenatal diagnosis procedure un-
der ultrasonic guidance is a safe and effective way in hereditary deafness detection. Combining with the
technique of deafness-related gene sequencing and STR. fetus with double heterozygous were diagnosed.
then genetic consulting were offered to the parents to considering the baby’s outcome. In that way, the
birth rate of hereditary deafness can be reduced.
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