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Prenatal diagnostics and outcome of ultrasonographic soft markers

GU Wei-rong”, LI Xiao-tian, YAN Ying-liu, ZHANG Yue-ping.,
ZHU Ming-wei, ZHANG Jue-hua, ZHOU Yu-qing
(Department of Prenatal Diagnosis Center , Obstetrics and Gynecology Hospital ,
Fudan University » Shanghai 200011, China)

[ Abstract] Objective To review the clinical treatment and outcome of ultrasonographic soft markers
in prenatal diagnostics. Methods This study recruited 268 pregnant women who underwent prenatal
diagnostics in our hospital between Jun 2005 to Mar 2009. Fetuses were followed up postnatally. The
outcome and chromosomal abnormalities of ultrasonographic soft markers were assessed.  Results Of
268 cases consulted, 29 cases were missed (10.8%), 34 cases (12.7%) chose abortion, and 205 cases
(76.5%) delivered. The top four most common delivered isolated markers were thickened nuchal fold,
mild pyelectasis, echogenic bowel and rhizomelic limb shortening. Mild ventriculomegals had the
highest aborted rate (17. 2%). Six chromosomal structural abnormalities and one 21-trisome were
detected in 59 fetuses who received chromosomal examination.  Conclusions Ultrasonographic soft
markers are risks to both fetal trisome and chromosomal structural abnormalities. Owing to extinction
in most cases, consultant should be strengthed to avoid unnecessary invasive examination and abortion.
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Tab 1 Clinical characters of patients with abnormal

ultrasonographic soft markers

Characters Case Percentage (%)
Age (y)
<35 245 91.4
>35 23 8.6
Gestational week
<24 133 49.6
>4 136 50.7
>28 92 34.3
Antenatal examination in our hospital 136 50,7
Serum screening 99 36.9
Abnormal 9cH 3.4
Normal 90 33.6
Antenatal examination in other hospitals 132 49.3
Serum screening 7 2.6
Abnormal 5 1.9
Normal 2 0.7

D Five at high risk of trisomy-21, one at high risk of trisomy-18 and three at high risk of

NTD; @ All at high risk of trisomy-21.
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Tab 2 The outcome of patients with abnormal

ultrasonographic soft markers [n(%)]
Soft marker Case Missed Aborted Delivered
Isolated marker 217 24010 2401.D 169(77.8)
Mild ventriculomegal 99 16(16.2) 17(17.2) 66(60.6)
Mild pyelectasis 62 3(4.8) 000) 59(95.2)
Echogenic intracardiac focus 15 2(13.3) 2(13.3) 11(73.4)
Echogenic bowel 12 1(8.3) 1(8.3) 10(83.4)
Choroid plexus cyst 12 1(8.3) 2(16.7) 9(75.0)
Rhizomelic limb shortening 12 1(8.3) 1(8.3) 10(83.4)
Thickened nuchal fold 5 0(0) 0(0) 5(100.0)
Multiple marker 51 5(9.8) 10(19.6) 36(70.6)
Total count 268 29010.8)  34(12.7)  205(76.5)
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Tab 3 The causes of abortion in 34 patients

Cause Case
Definite indication 9
Mild ventriculomegal (one fetal chromosome karyotype was balance shift, the other fetus died in uterus) 2
Mild ventriculomegal, thickened nuchal fold (chromosome karyotype 46XX, del (18) (p11)) 1
Mild ventriculomegal, rhizomelic limb shortening, abdominal circumference <Z —2 SD, absent end diastolic flow in the umbilical artery 1
Echogenic intracardiac focus (chromosome karyotype 47XY, +21) 1
Echogenic intracardiac focus (dead fetus in uterus) 1
Echogenic bowel, all diameter <Z -2 SD, absent end diastolic flow in the umbilical artery 1
Echogenic bowel, oligohydramnios 1
Echogenic bowel, rhizomelic limb shortening, thickened nuchal fold, increased resistance of umbilical artery, polyhydramnio, cardiac enlargement 1
Indefinite indication 25
Mild ventriculomegal 15
Mild ventriculomegal, rhizomelic limb shortening 2
Mild ventriculomegal, echogenic intracardiac focus 1
Mild ventriculomegal, choroid plexus cyst 1
Mild ventriculomegal, fetal diameter << —2 SD 1
Rhizomelic limb shortening 1
Choroid plexus cyst 2
Choroid plexus cyst, rhizomelic limb shortening 1
Rhizomelic limb shortening, echogenic bowel 1
Total count 34
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Tab 4 Soft markers and outcomes of six abnormal chromosome karyotypes

Chromosome karyotypes Soft marker Others Outcome
1 47XY, +21 Echogenic intracardiac focus High risk at trisomy-21 in serum screening Aborted
2 Balance shift Mild ventriculomegal Aborted
3 46XX, del (18)(p11) Thickened nuchal fold, mild ventriculomegal Aborted
4 46XX, t (5;14)(q11;923) Rhizomelic limb shortening All diameters << =2 SD Delivered
5 46, N, 1qh+ Rhizomelic limb shortening All diameters < -2 SD Delivered
6 46XX, 9ph Echogenic bowel, echogenic intracardiac focus, choroid plexus cyst Delivered
7 46XY, 9gh+ Choroid plexus cyst, echogenic bowel Delivered
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