BIE¥5 K 2021 £ 11 A% 18 %% 22 #  Lab Med Clin, November 2021, Vol. 18, No. 22 e 3269 -

-t Z . DOI:10.3969/j. issn. 1672-9455. 2021, 22. 015
7o B 7= 80 i & JE B E A R F s e S B E =82 i B9 R A

FTWEEERE,F R
T HRABBET A FBEREAEL ZASE PO, AL 512026

B E:BH I A5 & (NIPT) 4F 243 k40 m) 2O s 4 M A5 8 42 & AT 4 W7 F 49 06 R 2 A M 18,
FiE WEES A 2015 F 1 A £ 2020 F 12 AEZR WS B EH 14340 R NIPT & kSR F
AKGF R AT 60 B4 126 4, P 4R AR AR AR A B FF 108 B L3 R AN NAZ B 18 Bl L it L o
#r NIPT & R s 6] 69 il B oL, B8 £ ek G R BB ML RFe L GRS 54 (CMA) 4 R, &
EHMGERE R, BR (D5 FEKRGCEFTHEE >N EIWE NIPT 2F 21- =4k 42 A 42 18- = 4K 42 A 4E 13-
ZAREGZAAE M E KRB T E R RS E 5 B 85.48%(53/62), 68.42% (13/19).31.25% (5/16) F=
63.64%(7/11), 2 F A %it 3 & L(P<0.05), (2)2015—2020 4 & 4 Ja] = 57 4 W7 48 B A5 4K 56 )L F R S b 45,
E2FA % FELP<0.05), (HNIPT FsManl 43 648 7 H A &4k F % 18 41,2 CMA o nl i ,5 4] 4
PP, PR FE A R 27.78%(5/18), @it wiEM 5,13 B 5 )L EF 4k 1 B IS LA A8 F %, L1k ;2 4
BIUK B Bom e MK F;2 HlIE LA B 2 3 Z 42K, i 40k dedk . 458 NIPT 3F #4204 0 45 R & 8
SMAE AT B A AT P B — 2 6 e R AR AL R B R R R LA AT AN WS, S A
MWW &R A FSE BER TS AT ARG E AR RIET4E,

KRR AL FHFE; FERERIN; FERKEIN 2 FALH

FEESES R715.5 X AR ERD A XEHS:1672-9455(2021)22-3269-06

Application of non-invasive prenatal testing of aneuploidy and additional
detection information in prenatal diagnosis
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Abstract:Objective To investigate the clinical application value of non-invasive prenatal testing (NIPT)
of aneuploidy and additional detection information. Methods A total of 126 pregnant women (One hundred
and eight cases of aneuploidy abnormality and 18 cases of abnormality indicating by other additional detection
information) receiving the prenatal diagnosis of interventional amniocentesis due to NIPT high risk in the pre-
natal diagnosis specialist clinic of this hospital from January 2015 to December 2020 were retrospectively ana-
lyzed. The detection situation of NIPT high-risk cases was statistically analyzed. By the results of chromosom-
al G-banding karyotype analysis and chromosome microarray analysis (CMA) results validation,the pregnant
outcomes were followed by telephone. Results (1) Comparison with chromosome G-banding karyotype analy-
sis,the positive coincidence rates of NIPT with trisomy 21 syndrome, trisomy 18 syndrome, trisomy 13 syn-
drome and sex chromosome abnormality were 85.48%(53/62),68.42%(13/19),31.25%(5/16) and 63.64%
(7/11) respectively,and the differences were statistically significant (P <{0. 05). (2) The positive puncture
number of prenatal diagnosis for aneuploidy fetuses had statistical difference among various years from 2015—
2020 (P<C0.05). (3) The NIPT additional detection information prompted that 18 cases were other chromo-
somal abnormalities,5 cases were positive by CMA validation,and the positive coincidence rate was 27.78%
(5/18). Thirteen fetuses were normally delivered by telephone follow up;1 case of fetus terminated the preg-
nancy due to the color ultrasound abnormality;the pathogenic copies number mutation was detected out in 2
cases of fetus;the uniparental disomy was detected in 2 cases of fetus and the pregnancy was terminated. Con-

clusion The aneuploidy detection results and additional detection information of NIPT in neonatal diagnosis
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has a certain clinical application value. But the screening results prompting that positive must conduct the in-

terventional prenatal diagnosis,comprehensive genetic counseling and risk evaluation by combining with the

prenatal diagnosis results,ultrasound examination and telephone follow up.
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