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Prenatal Diagnosis of Trisomy 18 and Trisomy 21 in Population of Patients as Screen High-risk

Liu Ai-hua , Song Feng-xia, Hao Ming-ge, Sun Wen-zhi, Feng Guang , Chu Mu-ting , Zhang Li.
(Genetics Lab, Shengyang Women and Children Health Care Health Care Center, Liaoning, Shenyang
110032, China)

[Abstract] Objective To study the chromosome analysis after a Down’ s syndrome or Edward’ s
syndrome screen-positive result by maternal serum during the second trimester. Method 153 910 women
at 15~20"" weeks gestation were screened by maternal serum AFP and Free p-hcG using the time resolval
fluorimmunassay( TRFIA). Then the screened high-risk women were diagnosed by amniocentesis, cell
culture and chromosome analyses. By use of a 1:270 midtrimester Down’ s syndrome risk, a 13350
midtrimester Edward’s syndrome risk cut off value. Results 8559 patients were screen high-risk for
trisomy 18 or trisomy 21, corrected screen-positive rate 5. 56%. Karyotype were reviewed for 3456 of
these patients who received prenatal chromosome analysis. In addition to 21 cases of Down’s syndrome,
15 cases Edwards syndrome and 11 cases abnormal sex chromosome were found among the 3546 pregnant
women (2. 14%). Conclusions The prenatal screening and diagnosis can reduce the birth of abnormal
chromosome patients and improve the population quality.
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1 37 0.56 1.20  21-={k 1/210 47,XY,+21
2 40 0.99 2.24 21-=4k 1/80  47.XY,+21
3 38 0. 96 2. 67 21-=4K 1/50  46,XY,inv(9)
4 34 0.41 1.63  21-={k 1/130  47.XY,+21
5 35 0.77 1,19 21-=4K 1/270  46,XX,t(2;4)
6 39 0.43 2.61 21-=4k 1/20  47.XX,+21
7 24 0.40 0.33  18-={k1/170 47,XY.+18
8 33 0. 89 2.36  21-=4K 1/260 46,X,inv(Y)
9 26 0.82 4,46 21-={K 1/250 46,XX,t(5;11)
10 28 0.58 0.11 18-=144& 1/20 69, XXX
11 21 0.32 0. 06 18-=f& 1/10  47,XX,+18
12 32 0.65 0.13 18-=1& 1/40 47,XXY
13 28 0.8 3.91 21-=4K 1/200  47,XX,+21
14 36 1. 00 0.10 18-=4k 1/10  47,XY.+18
15 31 0.40 0.17 18-=4k 1/50  47,XX,+18
16 42 0.42 0.13 18-=4k 1/10  47,XX,+18
17 38 0.76 3.07 21-=4K 1/30  46,XY,inv(9)
18 26 0.38 5. 66 21-=1k 1/80 45,X

19 29 0.58 6.19 21-=1K 1/20  46,XY,inv(9)
20 38 0.49 0.22 18-={k 1/70  47,XX,+18
21 24 0.51 3.49 21-=1K 1/40  46,XY,inv(9)
22 21 0.73 3.76  21-={k 1/250 47,XX,+21
23 38 0.87 3.16 21-=4K 1/40  46,XY,inv(9)
2429 0.44 2.01  21-=4k1/220 del(/l:),/%é:XX
25 42 0.94 2.39 21-=4k 1/20  47,XY,+21
26 22 0.61 3.50 21-=4K 1/190 46,XY,inv(9)
27 33 0.29 1.03  21-=4k 1/170 46,XY,inv(9)
28 22 0.69 5. 04 21-=1K 1/170 45,X

29 34 0.57 2.14  21-={k 1/110  47,XY,+21
30 31 1.19 6.78  21-=4& 1/260 46,XY/47,XYY
31 22 0.77 2.91  21-={K 1/240 46,XX,inv(12)
32 32 0.84 0.16  18-=441/200 47,XXY
33 43 0.95 1.61 21-=4K 1/60  47,XY,+21
34 35 0.55 1.71  21-=4k 1/150  47,XX,+21
35 28 0.38 0.14  18-=fk1/10 4;;(1/1‘;
36 37 0.52 3.51 21-=4K 1/30  47,XX,+21
37 28 0.65 6.56  21-={k 1/170  47,XY,+21
38 32 0.57 3.82 21-=4K 1/80  46,XY,inv(9)
39 33 0.82 4.08  21-={k 1/120  47,XX,4+21
40 21 0.69 0.11 18-={k 1/30  47,XX,+18
41 28 0.63 0.13 18-=4k 1/60  47,XX,+18
42 31 0.57 2.18  21-={K 1/180 46,XY,inv(9)
43 28 0.43 0.17 18-=4k 1/80  47,XX,+18
44 33 0.76 2.36  21-={K 1/150  4,XX,inv(7)
45 30 0.86 3.43  21-=4K 1/220 46.XY,inv(9)
46 40 0.82 10.9 21-=4k 1/20  47,XY.,+21
47 22 0.44 0.06 18-=4k 1/10  47,XX,+18
48 32 0.68 2.56  21-={k 1/150 19, XX,
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49 32 0.62 3.33  21-={k1/80  47.XY,+21
50 30  1.09 5.13  21-=4k 1/270 46,XY,inv(9)
51 41 1.41 1.75  21-Zfk 1/140  46,XY.inv(9)
52 31 0.80 3.34  21-={k 1/160 46’X1YS’;:$12>'
53 24 0.33 0.16 18 ={k1/30  47,XY,+18
54 33 1.07 2.81  21-=4k 1/230 47,XX,1(4;12)
55 31 0.81 4,03 21-=1k 1/140 47 ,XXY
28 008 00z 1g=fkiao (ORI
57 22 0.87 7.88  21-=4k 1/310 46,XY,inv(9)
58 35  0.91 1.93  21-={& 1/270 46,XY/47,XXY
59 31 0.68 3.53  21-={k1/90  47,XY,+21
60 39  0.67 2.21  21-={k1/50  47,XY,+21
61 25 0.90 4,09 21-=4K 1/270  46,XY,inv(9)
62 29 0.98 311 21-=4k 1/250 46,XY,inv(9)
63 36 1.41 2.73  21-=4k 1/210 47,XYY
64 24 0.46 0.10 18 ={k1/10  47,XY,+18
65 33 0.94 2.83  21-=4k 1/150 46,XY,inv(9)
66 32 0.45 0.24 18-=fk1/230 47,XX,+18
67 30  0.36 1.66  21-=fk 1/110 46,XY.inv(9)
68 28 0. 94 2.91 21-=4& 1/270  46,XY.inv(9)
69 37 0.9 13.3  21-={k1/60  47,XX,+21
70 26 0. 64 2.83  21-={& 1/220 1;3&01/1;
71 42 0.89 3.62  21-={k1/20  47,XX,+21
72 22 1.20 5.59 21-=k 1/270 46,XY,inv(9)
7321 0.45 0.45  18-=fk1/230 47,XY,+18
74 30  1.10 4.34  21-=4k 1/270 47,XYY
75 33 0. 85 2.88  21-=4k 1/140 i%gf();lz;l)
76 26  0.61 4,99 21-=fk1/160 47,XY,+21
3 it i

VDA Ok, A 4E Ok b BB A BE LY AFP A
Free B-HCG #4777 Hif i £, & B BRSE — 28 &% 3K ]
FMEFE O F A I I B A v RO 20, b
DIHE— 25 i ™ 1T 12 W A RE 1 iR L R R R R
o KN B IR AT RS B R A R
BRGERZ — .

21- = AR GRS B DL A e R o5 7 A L
R AR 95% . HoR A BAT LM, S B
KGR &N B ny 2 H A R R IL AT e,
18- AR LR G AE X FR Edwards Zi B 1E . & 77 B2 Wi
73— FE W) ARG AR R B R AR
S IR A 2 B AR SRR

CPEPATZR 2R RFMO ) 2012 4F45 4 B4 2

AWFFERT 153 910 il 42 15~20"° J& iy A I i A7
B I3 7 BT 07 A 1) [0 JBPE 23 BT e KU s 191 2 AT
B2 Wi g R R 20 A b R B 21 ) 21-= 1R 25 5
fE A 1 B Z i B g R SR A AR IR =35
F18 2 B Ay v XURS: AR AS AT 5 R BLRY 21 1) 21-=
A ) v B SR AR Y =35 2 10 fai], oAy 11 ] 42
AR /INT 35 % o i UK 31 B 25 4F % 1 2 2
BT BILEIE ARG, W BULE A Z 10 4 05 18 1915
DL SR . TN R B 11 B e o R S i
i Saller™ $RIE . A P Y @ & 5 5 19 G JL A vl il i
i A 4 07 1 i B R R B 21- = A KU .
ARSCRI S V-1 2 A 83 Ry 21 = KUK
TE 21 =4 fa KUK T A B 19 9] 9 5 R ) (80057 . O A
18- = A R SR HEAT P2 RS W7 . B 15 4] 18-=
PRERGAE . Ha 4138 B 1L 35 0 A vl 9026 1 18-=
PREEAAE R . B ARG A0 B s s LY 18-=
PR A 3 T W Ah . TR A 18- = {4 0 5 ey XU 9 191
TR ) = A A L A 8 = A A R 2
T 18- = AR & KR B 1LV AFP Al Free B-HCG
{EARA .

il NG R S0 A AR RO 5060 B A L ik
80 AR SCHIFE S 7 0] 0 2 i UK A R AT 3 JBE
2R e A S i S A RO 2. 1400, v T A
HELGB A L. i I 5 B L AFP A Free 3-HCG,
O FEY 7 i 05 2 445 45 77 2 W T LA S K B2 i o
RS E L A RO G 0k Rl LY AR
I, i v 7 O e A2 W RO B R R A B TR e A
N TR AL R TAEH S50 TAE T 1A,

2 % X W

[1] Jodi SD, Diane MT, Rigoberto SR, et al. Alpha-fetoprotein
detection of neural tube defects and the impact of standard
ultrasound[J]. Am J Obstet Gyneclo, 2006,195:1623-1628.
[2] Saller DN, Canick TA. Schwartz S, et al. Multiple marker
screening in pregnancies with hydropic and mon-hydropic
Turner syndrome[ J]. Am ] Obstet Gynecol,1992,167.:1021-
1041.

Saller DN, Canick JA. Maternal screening for Down’ s
syndrome: the detection of other pathologies [J]. Clin Obstet

Gynecol, 1996, 39:739-800.

Yt i R S
(W ks H B :2012-05-28)





