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[Abstract] Objective To explore the clinical value of fetal absent or hypoplastic nasal bone in screening
chromosomal abnormalities in the second trimester. Method 232 cases of single fetus with absent or hy-
poplastic nasal bone were retrospectively analyzed by prenatal ultrasound scanning during the second tri-
mester. To compare the incidence of chromosomal abnormalities between fetal absent and hypoplastic nasal
bone,and compare the incidence of chromosomal abnormalities in fetuses with nasal bone dysplasia com-
bined structural abnormalities and combined ultrasonographic soft markers. Results A total of 34 cases
with chromosomal karyotype abnormalities were detected among 232 fetuses(14. 66% ,34/232), There
were 119 cases in absent nasal bone group, 25 cases with chromosomal karyotype abnormalities were de-
tected(21.01%,25/119) , including 20 cases with trisomy 21, 4 cases with trisomy 18, 1 case with triso-
my 13. There were 113 cases in hypoplastic nasal bone group, 9 cases with chromosomal karyotype abnor-
malities were detected(7. 96 % ,9/113), including 6 cases with trisomy 21, 1 case with trisomy 18,1 case
with 47,XYY , andl case with chromosome derivation. There were 34 cases of nasal bone dysplasia with

structural abnormalities and 21 cases of chromosome abnormality. There were 37 cases with nasal bone
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dysplasia combined with other ultrasonographic soft markers and 11 cases with chromosome abnormality.

There were 161 cases of with isolated nasal bone dysplasia and 2 cases of chromosome abnormality. The

detection rate of fetal nasal bone dysplasia with structural abnormalities chromosome abnormality was sig-

nificantly higher than that of nasal bone dysplasia with other ultrasonographic soft markers(y*=7. 345, P

<C0.01). Moreove,a total of 27 cases by chromosomal microarray analysis, and 5 cases presented chromo-

somal abnormalities (18.52% ,5/27). Conclusions dysplasia nasal bone is an important clue of chromo-

somal abnormality in fetuses at the second trimester, the incidence of chromosomal abnormalities in fetal

absent nasal bone was significantly higher than that in hypoplastic nasal bone. The detection rate of prena-

tal fetal chromosome abnormality can be greatly improved by dysplasia nasal bone combining structural ab-

normalities and ultrasonographic soft markers.

[Key words] absent nasal bone; hypoplastic nasal bone; chromosomal abnormalities; trisomy 21 ;
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