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[ Abstract] Objective To clarify the real pathogeny of the dysostoses of fetuses ,the prenatal gene
diagnosis of a Guangdong high -risk fetus suspected with osteogenesis imperfecta type Il or thanatophoric
dwarfism was carried out ,which stopped the birth of the suffering fetuses . Methods The high-risk fetus of
25 weeks was preliminarily diagnosed with thanatophoric dwarfism or osteogenesis imperfecta by ultrasonic
test. The cord blood was extracted to make preparation for DNA template ,PCR-DNA sequencing was used to
detect the mutation of FGFR3 gene and COL1Al gene, then the mutations were analyzed and identified .
Results There was no pathological mutation on the FGFR 3 gene. There was a ¢.3065 G >T,p. G1022V
heterozygosis missense mutation on the COL1Al gene, which caused osteogenesis imperfecta type II ;it was
already reported on the HGMD. Conclusions (1) The high-risk fetus suffer with osteogenesis imperfecta -
II ,which should be induced labour (the fetus had been induced labour already . The result of prenatal gene
diagnosis was completely accordance with the result of rechecking ). (2) On the basis of preliminary
diagnosis of ultrasonic test , the high-risk fetuses can be quickly and effectively diagnosed by prenatal gene
diagnosis , which provides the technical security for prevention of the birth defect .
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