Crp B 7 RS W 2% 38 Ol 7O )

ZE 4 1M 3% 3 B 16 L DNA K60 78 7= 1l 07 2%
HH R Il PR R

GERE KL MWIHE S
(O T 26 DU BR Be ™= A2 ol e A %8E 050011

GAZEY B8 BT IO E S R B A A B AR AE NG R 9 B . ik R il i 5 R
FE AR X 1680 451 2 4 o 47 B 44 1M 3 0 6 i JL DNA K0 L 4347 i L e o fAcds DU, 45 R S50 4 it — &
FTER BB I 2 A e R R A AT LA BR 2. &R 1680 M 22 v L i SR 19 L A4S 21 =k
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[ Abstract)

Objective  To investigate the value of noninvasive chromosome aneuploidy detection

technology. Method  High-flux sequencing was applied to analyze fetal chromosome sequence copy
numbers in 1680 pregnant women. Fetal karyotyping was carried out on positive samples by amnioeentesis
or cordocentesis. Results Nineteen cases were detected with fetal chromosomal abnormalities by high-flux
sequencing analysis, including 10 cases of trisomy 21, 3 cases of trisomy 18, 6 cases of sex chromosome
aneuploidy. One case of trisomy 21 and one case of sex chromosome abnormalities were false positive
identified by karyotyping. trisomy). The sensitivity and specificity of high-flux sequencing were 100%
(17/17) and 99. 88% (1661/1663), respectively. The positive predictive value was 89. 47% (17/19),
and negative predictive value of 100% (1661/1661). Conclusions High-fluxsequencing analysis of free
DNA derived from maternal plasma is noninvasive, rapid and highly sensitive and specific for detecting fe-

tal chromosomal aneuploidies, which therefore has a broad clinically practical value.

[Key words] aneuploidy; free fetal DNA; noninvasive prenatal test

2014 455 6 55 3 ]

12 Al B P A I iR 2012 AR I
PR R B B YA A s . R R AR R R 2 0
5. 606  BRAR TG AR BB L2 90 T . H T I R
TGP A R A 3 T R ML O A e
AT A0k 2 R A B FTIZ W . H T I3 2 O A
e A 2B L9 R R ) K- 8] 4% B G L A 2

« A RAEE 1 & , Email: pyyduck@163. com

FEAEZY 5 00 (Y B BE P 38, 38 T A 6 2 19 A5 Y 7 i
LW HR AR A7 AR TR S Y XUBS: T S 7 2
SFARANERRAE IR AL — R B9 U™ A AR 5L B i o
2700 S HL G R T R T R R GRS e BB AHL
W i PR 2 — Tl B 2 4 v 20 R I AR A
R 7 3 » A4 v B 7™ i O 2 0™ 2 7 9 R
FJBC &



CPEPRIZEZRECEFRD ) 2014 455 6 555 3

BEAE 1997 4F 7 Uk o SCR 2% 1 5 18 B 0 4% 45
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