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Tab.1 Analysis of G-banded chromosomal karyotype

results in fetuses with ultrasound abnormalities

;;g;z e o A% AU 45 ng
BOH SR 24
47,XN, +21 14
47,XN,+18 1
47,XN,+13 3
69,XXY 1
47,XXX 2
47,XXY 1
45,X 2
LS 9
46,XN,inv(12) (ql1. 3¢g22) pat 1
46,X,inv(Y) (pllgll) pat 1
46,XN,inv(11) (p13ql2),del(21)(g21. 1q21. 3)mat 1
46,XN,inv(1) (q25. 3942, 3) mat 1
46, XN, 1(3;4) (q235433) 1
46,XN,t(5;14)(ql1. 2;q13) 1
46,XN,t(13;16)(q22;923)dn 1
46,XN,del(3) (p25) 1
46,XN,del(22) (q13) 1
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45, XN, rob(13514) (q103q10) pat 1

S K S

pat: R AV s mat: B Z K s dn Bk

2.2 OKN[AEFS R AE K CMA K I 45 580 14
H, CMA K BHE 90 4 (15, 5%) . #7445 4 5
[ 167 5], CMA i BH 1 25 1] (15. 0 %0) , Ho i
TSR (33.3%,1/3) FIIFIR R 48 54 (29. 4% ,5/17)
14 BEE S35 v HERON B R G H (16, 7%6,2/12) .
MZ RSG5 H (16, 7%, 1/6) . 0 I R HE W
(14. 3%, 11/77) Fb IR R G0 55 % (11.9%,5/42) 4 1
b 2 G S5 0T 29 5 O G LA KRR AR R e



208 AR ER R FER

2024 4

PRV 1) B8 75 AR 25 40 S8 1Y 413 ] b, CMA £
I BEAE 65 B (15. 7 20) , Hovh Z2 35Uk F8 b 5 5 19 B 2
(23, 9%, 22/92) fw s HOWR R Bk 4% D\ 4
(20.0%,10/50) \NT H4JE (18. 6% ,19/102) . .0» JIiE

5 017 (17, 4040 ,4/23)  H A RS i Cn A A = 48 9 |
[ SR R S R BN A A/ A BUE T Bk
S AR KB S AR B B R LR 2.

F 2 HAFERIL CMA K458 53 B

Tab.2 Analysis of the results of CMA testing of fetuses with ultrasound abnormalities
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7 5 F S 4(16.0) 4(16.0) 4(16.0) 000.0) 13(52.0) 25
W1 2 G e 1(20.0) 1(20.0) 0(0. 0) 0€0.0) 3(60. 0) 5
HHAG S 0€0. 0) 0€0. 0) 1(50. 0) 0€0.0) 1(50. 0) 2
MG ARG W 1(100. 0) 0€0. 0) 0€0. 0) 0(0.0) 0€0.0) 1
W IR RGeS H 1(20. 0) 1(20. 0) 1(20. 0) 000.0) 2(40.0) 5
HAL R G5 0(0.0) 0(0.0) 0(0.0) 000.0) 0(0.0) 0
OIS R G SH 1(9. 1 2(18.2) 1(9. 1 00, 0) 7(63.6) 11
1 T 90 S H 0(0.0) 0(0.0) 0(0.0) 0(0.0) 0€0.0) 0
R 0(0.0) 0(0.0) 1(100. 0) 0(0.0) 0€0.0) 1
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Tab.3 Comparison of results of amniotic fluid CMA
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Tab.4 Follow-up results of pregnancy outcomes
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Tab.5 Follow-up of 5 cases of postnatal anomalies
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The Application of Chromosomal Microarray Analysis in

the Prenatal Diagnosis of 580 Fetal Ultrasound Abnormalities

LIN Kun', HUANG Jiexiang' , HU Congying®, HUANG Minjun' , LIN Li',

CHEN Minggiao'

1. Prenatal Diagnosis Center of the Affiliated Hospital of Putian University, Putian 351100, China;
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ABSTRACT:

Objective

China

It is to evaluate the clinical application value of chromosome microarray

analysis (CMA) in the prenatal diagnosis of fetuses with various types of ultrasound abnormalities.

Methods

The G-banded karyotyping and CMA results of 580 amniotic fluid samples from pregnant women

with fetal ultrasound abnormalities from January 2020 to December 2023 were retrospectively analyzed and

the pregnancy outcomes of CMA-positive cases were followed up.

Results Of the 580 cases, 90 amniotic
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fluid samples were positive for CMA testing, a positive rate of 15. 5%, which was 9. 6% higher than the
positive rate of chromosomal karyotyping (34 cases, 5. 9%) (y*=128.3, P<C0.001). In the 167 ultra-
sound structural abnormalities, 25 cases were positive for CMA testing (a positive rate of 15.0%), and the
positive rates for abdominal, respiratory, skeletal, neurological, and cardiovascular abnormalities were
33.3%.,29.4%, 16. 7%, 16.7% and 14. 3%, respectively; in the 413 ultrasound structural abnormali-
ties, 65 cases were positive for CMA testing (a positive rate 15. 7% ), multiple ultrasound soft markers
abnormalities, choroid plexus cysts and nuchal translucency (NT) thickening of isolated ultrasound soft
marker abnormalities were at 23. 9%, 20.0% and 18. 6%, respectively. = The pregnancy outcomes of 90
CMA-positive cases were followed up, including 42 normal births, 36 induced deliveries, 2 fetal arrests,
5 postnatal abnormalities and 5 unborn cases. Conclusions In the prenatal diagnosis of fetuses with ul-
trasound abnormalities, CMA can compensate for the limitations of chromosome karyotype analysis; CMA
testing is recommended when ultrasound examination reveals isolated/multiple structural abnormalities or
soft ultrasound markers in the fetus,; copy number variants of uncertain significance (VOUS) require
genetic counseling in conjunction with local follow-up outcome data and literature review.
KEY WORDS: chromosomal microarray analysis; fetal ultrasound abnormality; G-band chromosome
karyotype analysis
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