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Preliminary study on the diagnostic value of non-invasive prenatal diagnosis in fetal monogenic diseases
Zheng Xiaozhu , Huang Hui, Han Ruining

(The eighth Af filiated Hospital of Sun Yat sen University, Shenzhen, Guangdong 518033, China)

[ Abstract] Objective To explore the value of noninvasive prenatal diagnosis in fetal monogenic diseases.
Methods Through high-throughput sequencing method based on target sequence capture technology. the
peripheral blood of 8 pregnant women who may be pregnant with monogenic disease and decide to induce
labor were sequenced, and the results of gene detection in the villus tissue of the induced labor fetus were
used as the gold standard for diagnosis. Results The high-throughput gene sequencing of fetal free DNA
from peripheral blood was performed in 8 pregnant women. The results showed that the COL1A2 c. 2962
C>T mutation was detected in case 1, which was fetal osteogenesis hypoplasia; FGFR3 c. 742C>T
mutation was detected in cases 4 and 7, which was fatal dwarf; No obvious pathogenic mutation was
detected in other cases, and different degrees of intrauterine growth restriction was found in induced labor.
Compared with the results of gene detection in induced villus tissue, the coincidence rate was 100%. .
Conclusion noninvasive prenatal diagnosis can clarify the etiology of fetal abnormalities, and provide
accurate genetic counseling and next pregnancy guidance for patients.
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