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E  21-= 1% & {E(Down syndrome, DS)Z H Al & A ¥ WY R €K7 ¥ RAE, ZRILAFT. BH. LFF¥ K
AFWEERHAZ — B TEHA LA RETFE, RTALIRL R, FREANRMNEXRER. AARAF T
AUEMFRFREEDMBA, FREFH L8R HEROBTFOLE TR, BLREE . #HERBRANE
—F M. GREAN, RARR2-ZAE BRGS0 FTEMFRE, B4, &K HEAENRI

FR, FRREERZH, NEA2-ZAREGEFARFRES D HAR LR RFKTT M.

KA

21-=AREEGAE, XA IRZEA1iE(Down syndrome,
DS), /215 4Ltk 7 SRR, B2ImR L
DL AR SRR 2 —. ARSI R AENLEIA R, DSHT
IIN=E bRAERL . SR R AR, Hod, bR
BN L, Z 2R LR i 1) G AR BN 4T 2, L
EHANZ 2150404k, GAIR21- =KL &
DS L EL12.5%~5%, FHARYH A G2tk 4R 46
%, (2215 Pk KB 5 — ki um G 2 b e i K
BRSO, BRI 5 00, WFRE LR, ik a ik
HY TR R T E R P [R] B A7 AE IR 4B A1 2 1- =44k 4H
Mo, IR = AR40 B fr 5 LU ¢, By b ek
=, BRI B, B BoR, DSKRIEEY
S91/800~1/600, H.i% JLE B {4 04 TH s T K, 40

2-ZhGEAE, REGRE, FRHFE, FHLH, RIEA

SRR NER A DS LB L 211%.

DS &L BRI . KB %S B AL,
We T KAERYT, HimPR L IEE S DS RURTT T,
BIL— B, IR S BE FoAd 2 i SR HL (10 AT
2ot . BRI, A2 SOMERE AR AT T B IO A
S RTZ I, BE AW 7 Al TR R S
S =R fiR LI 2R, BRSOV N, #F5
HAWIEST1, RERDSHE USRI A & o 1 A 2448
bR, FHEIETE R — SR B R & K B2 W (K7 i

1 iR
7R AR AR — R AR R AR BT,
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Xt 24 5 5 PR A DS LR BE R AT 9120 1 KU PP
i, DLRE A2 15 75 20— 2B REAT 7 RS . % DL AR il
i 5 7V BL A LV S 0 A B P AR s O A AN T B
DNAJHE (K1), R AT G A0 B2 K 5 il i B 1 42
50, & H R PR BN ) 2 AR,

L35 27 G

I 21 2 2 DS 5 WL A 7 20, i 7R SR R
O, SRAR A A3 G A i, I 3 R e A R bR
T, HEEAEMNTFRE . RE R L XU H W
Z K IHER R, W URAH 5% 1M 2K 25 (1 (pregnancy-asso-
ciated plasma protein A, PAPP-A). FJA% M (alpha
fetoprotein, AFP). i & -piV K- 4% B i P IR iR
(free human chorionic gonadotropin, free B-HCG). if
2 ME =% (unconjugated estriol, uE3). I Z-A(Inhi-
bin A, Inh A). FEEER-SEEHM2(a dis-integrin
and metalloprotease 12, ADAM12) Jz Jifi 8% A4E K [K -1 (pla-
cental growth factor, PLGF)Z5#{ & I r] /E DS XS 1
P&, IGPR EAEAE XS IR Le bR EAT A i, DASEIR
S 0 RS T, AR b RS g v A
RO A = A DU A A, Hol T
TEARRFE AN 7], 3 FH (0 0 2 B[] A5 BT AN [R] (2.2).

U R 53 —E 0 A 1K 75 A5 N PAPP-A Ml free -
HCG, —MAEMEIRI0~14J34T. EURAHIC K & A
(PAPP-A)JE— Rl K7 THEER 1, HiiA AL AT & AN
oy, EURFY, WEBLRERS 73 K EPAPP-AJF R A

1.1

M, I A s &, B LR EARE R R, Ih
AR, S BULE HPAPP-A/KFRKY. HCG
J& T RE 8L AR E AN JE P A s B R, A
Tro,BRNEE, 1E32H G BRI free B-HCGRIKFEIR
I IN, SR 5 AR I, BAAE 20 A T Rae,
DSEJLH TR E R, FEMAE=4Kifree B-
HCGEH® S IER IR UM EL B 38 0. 2487, BEIFALY
2 X2 R H AR K I PAPP-Aflfree B-HCG &,
HGE A0S S O JE ) % A 1 55 TR R kAT XU 4
W 7R AR R R BB AT IR AT A LR 2 60%,
AR E RS, AR ARSI

I B AR 2 P ) IR, R AR AT OR15~22 )
AT, Brfree B-HCGHF, 3 IIAFPHFIUE3. AFP3: ERIE
T FFF AR R G B, HLAE A0 L P A R AR 14~208
LRME BT, fE20/8 J5 12 T . A TR I, MDS K AERT,
BILKE B ARt S BAFPIL T IEH M, (HEARR
DRI AR RS 3 AR 9T R BR, AFPIIZS 544, AFP-L2
AAFP-L3tH A il bs E47), FIHAFP-L2, AFP-L3
“Etffree B-HCGXIDSHEATIR A, 45 R LLIA I B
5 25 S AR ELA R ) uB 3 — AR R ARG
KR, HERpEEERANAREK. BFDS
HILR BIRLE, SEWE3SRAZEMG. Kk, 5B
ZAE AL, A DSHR LRI A A i HuB3 & UK. ¥
I 2 A VRT g R SR OR A W DS AR R A
70%~78%, fEFH 2 H5%.

Inh A Z BRI AN TR, 2 — Rl W 55—
RARBER 1, X G g T B N 2004 P 8 7 LA E

F 1 HHTIGR _EH RS HR
Table 1 Prenatal screening techniques commonly used in clinical practice
2 TN L Tl . AR : -
i B E” = PR M4
A ) %) %) PR =t &R e Jei PR A
HiGEH. WFHE-BI
TR BB PR g, S0 IR
iR e 9~22 60~90 5~10 R, EEME=R. IRy S| AR, eI AR, s
IREY PSR SN e
2R ASE
N A, SERW . et
. SRRHIE W L - s o BEER. EABEK
ﬁﬁ)jjﬁg 11~14 70~80 E’y—%\ HE%%% Fﬁﬁ?&«l %Hﬂ%}&[aﬁ‘%'}%ﬁg, EE qzﬁ-&i%—g*
AR 2,
e S MAUENR. A AR
FERIDNARRBA 7 T %A T, s
TEIDNAKTI  12~22 99 0.1~03  Goremise sk R E L B2 T ) ¥ A

EFEAR. FaIGIT
A A
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F 2 HETIRAR EE HEIE A R AR

Table 2 Serological screening techniques commonly used in clinical practice

M A 7T 3 e T (7)) EESELD i (%)
B3 10~14 UEIRANSS MR A A L e - B - SR B R R 60
NN 15~22 THGE A W ES-PIEE- R R BIEIREER . WM =R 70~80
VU Ik i 2 15~22 R A W -BILE- (R R BIE IR . =Ry, HMHIR-A 80~90

A S T 2 9-13 EIRASC MR A A R -2 )R R AR 1 28U AR AR SR M 3 %

RS R-pREARL2. it KB T

YER, 7EP2 T2 o, A DS ) LI REA 375 o, 4461
FH-AKFIEF S AR, Inh AMXAL, A%2
FoAt 75 07 A bR S e ) oA P e T AR R ok
JHEEDS, R AT IA62%, TEAEgRIA(15~22 ) A
IR A R AR, B DU B A R A U R A = 10%, H
ERBE A AN ), BRT, DY BBR SR 2 fAS I 05 A %
H B, Bl AR IES K.

ADAM 1212 S ) P2 i i A LS AR S, B
—Fh 2 SRR AR, R T AR LS AR R A SR
B, H R REEME IR A b A . ADAMI2 A
BFFE R ZER, —FLE &t ADAMI2-L(K4E), &
BN TR ADAMSREE ;57— Ff ) 2 293
ADAMI12-S(FEE), k= 45 & R34 B o 25 e 4.
W RN, ZEUEOR B I(<10)%), ADAMI12-SHIMRE
B ORI AT . SRS AR EAL T RERE
AR, I REETRE ST T ADAMI2-SH 43 Ak b,
4k FEADAMI2-S 7 BAL T IE# 220", Laigaard
e \NU2H F ADAM 12 5 PAPP-ATG DS, K K ik
91%, fE It I, FHAfree B-HCGHFINE I 2 &
¥ (nuchal translucency, NT), ¥ H it — S, &3
97%, EFIYEZR 5%, 1% N ¥ ADAMI2, PAPP-
A5 =R EARSS S, KT IA$194.29%, = T4
1 = BkOm 2, FLBBHPE RN T.17%.

PLGFJ& M W A KR F R 5L 2 —, w] i
MR, B TRHRE st bkt k&Y. 1
TEH Z A ) I3 AR 4 TR RIA K s, (BAE R AR
LR 3 o s ORI R T BT, 7R
I, BRAR B AR T EEIRES, PLGF/K K
I, TESEYR R 3, Bl A A R 6 R B A It 3t 48 o,
I 25 BRI N, PLGFBE 2 3 im"®. sk g2z N7
RO, fEUEYRFIA, PLGFHIRIA/EDS M fa Z i Al IE 7
O A E B % R, {HAFP, PAPP-A/K V- ILHH &

Z5, RRYIELYR Y, PLGFT] AEECADS R 2
(45 Zcfehr. FIHPLGFMAL iR DS, HoAd it 145 IR,
{H¥ H 5PAPP-A, free P-HCGHIFEARHIEES, K%
T 1%88%, fEFAMERACE2.6%". wigs N\ M4PLGF,
ADAMI2, PAPP-AYENUEYR A TH & DS 4E R, 53]
IR RR I ARG FHE, A R AR AL 4

12 BRI A

DSEJLETCAE Sk T SRR TR A T 4
L HIEWIFEZES, (R S Eis 2
IS, R A R bR DS % & B EANME. W
FH T DSH & e bR B FENTAI &5 . NTRFR R L3
MEZK IR VDT B Bk 28 fe AR 4L (Rl JE . G g
FE10~145, JG) LI 5 3k 55 2 6 H Bl
BN, AR ER, AR R i i
=, 148 )5, 1EH IR LA A E R 5 20 ik 52 40,
R, MDSHG LMk B R E, SENT
1RO AR RSN, DSEJLIINTE B
3 mm, T 1% RE JLEINTE /N F2.5 mm.

DSHE LM EF SR ah T HAEEVILR, E5
HHRER ERERILT, DSHIRH R E T IE
HHG L, TTi%89.6%.  Sune A2 A I R A L
(I TH S AFAE,  THERG LI S B R AN B B DL R A
T A AT B T AR A5 AR P, AT TR AG J L R MR, T
THAERR R 1892.2%. AN, HHFFEN G5 ELIEH iR JLAT
DSHR LIl F17, A4 F K T-94°8F, DSIRAE
HIEF97.8%), 4R I AT DS I A IV 7E 1R .

1.3 BAETHE

SURUSSFIRIT L &5 KA, 4 7 0 25 Rl L 37 27
AT A, ReTESE mDSAT H 2 1 [ B BB BH 14
I p e NPt A A MINT A S B B, IR
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A B-HCGANIH] Z-A, XTDSHI i A br 7% N91.1%, R
U 85%; & N PR P S NTIE A L3 b 25 470
uE3FlInh AXSDSHEAT I, HARF 7 1 M R BUEE 9100%
F190%, 2% & T I, Sablok NI, SR H
7 7 25 DU R T A T DAIK B1R0 G e A% B 43 A i BA 1)
S5, MIMTEE G 1 AN 0 L 1) 2 i 2 o). AR AR T
FATIRTIN, RIZF R PR, BRI S0k e DSHE )L
I A, X T AR RDSTR A A 1 & e B B L.

14 PPRITCAITE

19974F, 756 B 24032 [T A28 o B0 B4 i 3 epr A7 A
5 ) LIl I DNA(cell-free fetal DNA, cffDNA). cffDNA
SRR TR TR AR, U B AN 2 8 5 AR %
FHLL— 52 LB (3%~13%) e e A7 7E T RSN i, H.
B Z 40 S W T DR 2. X — R B K L HE B 3 T iR
JLIF ESDNATF B DSH A K JE.

(1) MFHAR. DSEJLE EFIRILAL, 2154
P TP B TR B B sy A 9 TR P DN AU 7 5 AR X
LI BSDNA F BUEAT R, 45 DU P 45 R AT A 15
BT, FAFAA L2175 Jet R I IR (AR S 2 B, AT 34
Wt H 2 75 ADSHR L. Qids APV RIFINGS 226744 2414
JEITDSHHE, #i5E 1065 GDS, HiZgh R 585
e o s —8. Fus AP B NGSHEDS, Hagh R
R, NGSHA A DS IRBUB M FRE T £ 100%,
A H 45 REK 205 DL R 20t n g 2 DSHI @ A
FEAR. Palomaki® APt B, NGSTHADSAE 51
LK TR R LIS H AR 95%.  BIE 2 APt
SARHT R X TN 5 A 145 AT b, RIS
PEREA B 2 22N 100%,  BHVEFEAS 1 97 2 R 0N
91.14%, .35 /5 T IML7E 2 10.19% ¥ FH 4 i A 2.

BT TR A, T AR R JE B = T2 Wik
A(non invasive prenatal testing, NIPT)C.{EIfGR _F3R
RHET R, FERCA3S5 S LA L R R I R A
T H . E B A, NGS H SRR R, NIPT
IFEAE— SR L. B 2ENIPTRGE) 5 75 B T i ) LDNA
& B (fetal fraction, FF). G #F 5 % 1, NIPTHFF ik
T PR 4%, A A FFE N 55 -5 B0 B 7 45 5L
L. TR AR 5 S R AT AR REAR A0 R o AR T
cffDNA, HIL & EMERE R e N, 10 nE
10%, PEIENIPT S i [A] — S EER O 10~16 8. 5tk
R, FREE RS2 E— RIIBHA. AL, SE36 &3

1176

fhZ R R Z R, RO R R W2,

(1) BEHMAREN S, R E I ENFF ) E 2
N, BRARERER, Al e i 40 M 1) 2 5 AR AT,
R B DNA S &I N, SEFFFK. S5UtFEE, Bk
(3248 )5 AL LI FF, R4 32 K5 IFFIR T SR 328
ZA A AE G R 3 TR) AR PG 20 7 B R B i R X 2k 4
W), W4 PRGN T, SR FEARFEELE, b,
BEHALAAE — 2 Ll g e fiiR &, 238 A B e e ik
KR I EDNALLA, 820 i 2 b B SE iR JLDNA R &
i b, AT A A% T 3 B A — R 45 L.

(i) B ILEEM S, SUREIRPFRE G IR
m, BEAGILMFFHAYSE, HEEMERE A
2HEPO FEVERIE, LR JLIFE i b 5 R A )L
WEENE, WOoRILEERER AR, RN
I A E 2 Figiie R, &R ) LA BDNA S &K,
TEEEL S R WUIE )L S DNAS O 440 H s 35 2 47
TS AT 2K S8 FONIE WAL, SENPg:
SN, TR E NI TR K R R,
AR IA R,

(iil) SRE0DH 3R W MR B 617
PR, XU PR E AN, S i RN A 2,
B BRAE BSDNA, [RIRE T S 3FF 4K

BEAh, FENGSS ER EEIS, PCRY 1 £ S8 A4
SFFH; 24 H bR B GCE & (= 65%) B K (<40%)
I, 34 B3 BRI IR DY, Bhah, NGSH st
SEE YRR B (BRI R B IR BoRAH I, X T
TP AT N SR AT, T B 2, NG SHE R AR i
A(10007C L)A1& J(2F8) i 3 77 10 5K BE 1 f 4.
DAL L 3 — 25 PR AR AR I AR 2 32 v R AR SR A2 = HT 12 Wi
FOA R 2 )3 75 7 1),

(2) e N, RAHHE R B (polymer-
ase chain reaction, PCR) & — I pl 24 1) 43— A ) 2 Al
BAR, TR RARE 2, A0 R % i, 2 F21-
SRR, BN B8 R Q-PCRAT2145 et ik
T Xk SE TR R AT I, R M T R A Y %
HefE S, i ShruEd gL, T A ARSE 2R
B, M EDSE 7. ZhangZs NP7k BRI A
JLH 2 S B 3EAL A7 SRHLCS 5 RASSF1A, A H %
PR R 1) Py D) RS PR A0 R AL ) REAR S K], it
Q-PCRIFLAIM & AR LUAE, PG AG ) L215 et
PRIGHINTERE, JIBH R ADSEIL. ETFE N



P EBNE: ARl 2024 E 0 W54 7

Q-PCRIH™ 1 th Z& A0 A i Hh Ze itk A7 70, @&t
PNAFREF 5 H bR Qe R fI 25 Y AR FIAN [R) Fr Be AT
AL, St GRS RN £, FRrE N E S
Bl AT BT 2 75 B A A, &5 R RoR, X RN 7 v
{141 72 B0 AR S 29 100% Y. (2 Q-PCRIG I T &
PEZE, BRIRSEIR Coah AR VO B BOK, AR A R mT
fe, X Tt AR DL HE R 2

FPCRAZ X Q-PCRIIE— D gk Mg A, FF4
I3 TR AR R AL L AR AR
SR LA ALK AN R O
¥ DU, B MOy, K 5E S AT S5 5
5ok, AT SEEIL B 3 R 486 52 . Jean-Michel
Dupont5 NV HER: 2 BEREF 2 MR TFHR, IFESE 2 EH
FPCREIMIDSH AT RENE, R IIZ 715 HE 74 898%,
R N94%, (ELEERE I, TanZe N2 it 205 454,
A HFPCREAIMIDS, KILLA18S Yt il S I
et s, A ER BEIR95%; A BT A A BRI 21
T 185 K135 YA T H bR G AR R 22 ety
ik, WL EHFPCRAGIIBA, Al RN M3 ieta
PPN, Fo R AR T35 BB AR T i 2 A,
5 b[FRIwy, B A E ARSI T A PCREAR AL, Hr
& Hi ¥ UltraPCR(Ultra polymerase chain reaction)f
ARAES S OCBREAY A EPCRESATY 1, A NiE
3005 N FLE, a0 B 0 B0 EionT R AR AR
DNAIZR o /8, $emor R R %, o FI A
EFRXTDSHEAT R, B S R 14 4R 1 51 100%,
H G ) LDNA & & B B B 22 82%, & T H 77
IR EA% ™. (HR, $U7PCRALESE 5, Wil
FHMEZE, BRIV S, A M s AR BE 1 A2
PCRIE NG IR FH I ARG, A% Tk, AR
B HPCREFES A B H i ekl & FiAH 45
&, WK A R AR LS TS R T B PCR &
25 B HAEDSTE A i R R TR

2 PR

77 BT 12 W AE U 21 45 SRR 7R AT RE AR A R W RS
Ja, IR NE T BO iR ) LBEAT PRAR AR, DAWT A2
THEADS. RTZ WS A ER ] FERAR, (HifE
B — € B, BRI 0.5%~1%0) J L3 23 BRI ™,
I, R, KA RS RE R

AT i o U1 % 3 1) 5 0 SR IBU LRS- sk
B KGRI 5 RI(GR3). IR A,
SGEBNR Rl NI A S s o NS S RN D Es
ARGEATHLI 7347

2.1 BRI

Bt iR A% B2 & AT D SI2 W (1 AR e [ i
RTT R, AR AN E F RS, IR A=
KBGZITERAT I — DN, BRI RN BRAE L R
FARIAG LKA G, B IR BA 220 R b ], s 4t
PR B RS B S . R RIRKOKAL 2 {5 240 ffa 4% 1
R, IPRAMEEAT G, S ULtk R BURRE AR AL
RS, SRIRTERE TSRO NEE FIB S5,
RT3 BT RENS KL A e AR R I S, B S i
QAR IR 5451, IR 2 WiDSHR fit H 2K 45
SR AZ T 23 B (¥ 73 9 R A, R Al 20K T
5 Mbify gt i A B, SRl UL S 4 5 57 BBk
M5 %, SULFER, RSN B, 420
GG R A, ARG IR DL T S A BOR
P IATBER  ER (R 4).

2.2 FOLRALIRIHA

9 IGJFAL 24 AZ (fluorescence in situ hybridization,
FISH)F A & LADNATREF 5 H bR 7 41 B AN J5 2,
G RAMC T2 - AR W — R ok BEREE
St BEACGI M 72 K, PRIFAN IR IR A 4544, ¥ 00
FRICHIDNAREHEBMA ZREARF, 45 TS iR,
PEHEREN 5 B AR 770 AN, SRJEPE 2 R4 45
MREE AR5, IR0 ST, AR ARSI 78
BE, AT BRI ARz AT e, ARG AE R
B PP POLE S, WE215 AR R 7 EDNA
REF SRR IRRIE, 55 e R iR 7 AR T
FRICONZLE, TEIER A5, nl I 2] A 2x A
PGS, TDSEF a2 = A g s 5/
PGS, FISHEORE L4l F il fe, A
for Wi o B AT AE BN N e R, IF BT VR RS Oy
HE=300 kbt fh S B DRk, S i R 4
WAL 2 CUBFISHEARE 97 AT 12 W (K 4 2 75961,
EFFEER R, FHXDSK I FISHIREF P 2547 B,
HEeR s i r 4. SIbERE, 23R B e il
CARE L, 0o e €0 R 255 1) 5 3 T Tk S O,
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F 3 CAHTRIR EF R RNFRIEOR

Table 3 Three puncture techniques commonly used in clinical practice

T o BULERE  RWRLER -
CL e T STV 1L S ol LR RIR R R AR
) MRS UL
WEFH HRN0-13) MESsmg 022 ewawse DOl SER nm e i e
* BT IE R AR
35U 2R
- T DS i 224
A HRINO624 FAissomL 01w JEUUE K BRI EK et e
» PR R BLSRE g bt s
e SRR TR A
; " PRBEI LB, P
wrn  CETEM om0 s (SR AN
i B R RRCE KR R
F 4 THICHEAR LR
Table 4 Comparison of prenatal diagnostic techniques
WiH Sk s R
REEGRH 510 Mb FDBL IR G RALR £ 41 SPAATIR, KRR, XA R
FISH 100-200 kb TR, 45 R SEURLT-HREF SR, LU 1 e 2
CMA 10-100kb RIS . BBk, SR, f R TR T SR, R e
0GM 05 kb SR, SRR R 2 TRt DB 5, ;1
2.3 PAaRARRER S 39.4%, 3 TSR, CMALEJTH 47

YLt R0 FE 51 43 #T(chromosomal microarray ana-
lysis, CMA)GLFE LLHHE R H 28 b FE 5] (array  com-
parative genomic hybridization, aCGH)MHAZEFIRZ
A% (single nucleotide polymorphism array, SNP
array), HEEESIERNAZEM EFAT o, JFReg i
D HH Gt AR 1) B B R 2. aCGHUKE A sz il (1)
DNAFEAR G Z B AT Y OB, —RAFRDNAK
o, ZEDNANLA G, REFSEEESF EER
BT AR, TRk EARE G HIDNA, ARSI
HAGT, XTLLI TR, 7 aR (55 Fom, MR
X DU S, R 4065 5 B0, X B X 30 5
DR, aCGHIB R &1, REfE 7 i A SR R 4L R 08
0L, AR LR TCIER I -~ )62, SNP array 5
aCGHAN A 2 AbTE T [l 5 766 B REHE FH 1) 2 40
7 AL R 2H RSB SR A% BRAR ST, B2 25~60 bp, Atk
AT DA 0 380 5 PR 26 H B AN B (1 AR Ak HL 43 B 2 T
AT I 4347 2 ASSNPAE L 23525 AFURIAISNP ar-
ray FARNE Zfa ERg A d ik W7, BH RS H 26N

e 2LV A

1T HZ

1178

CWHEOR, W& & B PR, roA iz W fte]
S, 20165, fEREBHGEY K b, 775 EW
R FE R R DL R R R IR L, TR
PR Z A HT A Ry s A ST I 56— A 457, (AR CMA
BNMS RN, 27 AN A S 25 RN A
R E R, WaPRERE R, b, 5 HANRER
Mo HTHEARMLL, CMABA B &

24 e AFERAEEROA

Ak, J62E B H AR (optical genome mapping,
OGM)K R, FF#l K BAEDSZ W BA 2 2 1L
. ZHORE LSRN KB G BUADNA,  JEXS
Fi € A A AT 50N IS, DNARERENE FE,
SR YK FLIEIE R DNA S T4 B, & 1DNAZ T4
LNEAJRTT, AT A B TR R PO R, 2%
PRS2 H R B 5 2 I D EE Le i, 3RS
P ik 22 S % B g As e B AR A
gL (iR A% B 204 . FISH XOGMHA kil 45 5, &
BLOGM 5 BRI R ) Hr« FISHAS I 1 45 R AAH
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. HARXS T Ja P U 5~10 MbIIZSHIAS S, OGM A BRI AT R B IaIi 45 R 3 Fe (7™ BT JE B i
FIRLIEI30 kbARAL, KRR B3 AR EROREE R LRI, (2 B e e s A

FE. R IR, OGMEBCAR IR AT LRI A I, SEBnl

n REA T EARZR W TWEARTE, &85

PR P ATY 5 8k — S AR T LRG58 1 S A fT (4. H BTSN AR IR R 2 WK < br e, (HiZI5 30 41

3

RN BT, R REE BRI R s
B SRR BEIT HIR JE, OGMEAHS B AATEE i B A AR 785 K]
YL, FEHR7R G5 AL S 5 T B AT B, (B R
BEE IR ASIE T AT, REAREEROAER S NAPERRE - PRER. RR, IRAIRZRDS KN

JEAE, DSKINC BN A S WIR ORI, RO FAEMFRHME, @ m R e @i e

R

E N AIDST A2 W B R eI, EvA . SRNEOR, JEie a2, NSOyDS /i i &

FIRRPE AT S, IWEAHEEMERE S, SRR EE R T5 M.

S5 30k

1

13
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Current progress in the detection technologies for prenatal
screening and diagnosis of trisomy 21
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Trisomy 21 (Down syndrome, DS) is one of the most common chromosomal abnormalities, which is considered as a major cause of
fetal abortion, malformation, abnormality, and death. So far, there is no effective way for the treatment of children with DS, abortion
is the only acceptable method. Therefore, prenatal detection would be necessary. Researchers have developed a variety of prenatal
screening and diagnostic techniques, and some of these have been applied in clinical detection, but their sensitivity, accuracy, and
costs require further optimization. At the same time, investigating the pathogenic mechanism and biological characteristics of DS and
establishing non-invasive diagnostic methods with high sensitivity and high accuracy for DS would be necessary in the future.

Down syndrome, chromosome abnormality, prenatal screening, prenatal diagnosis, detection techniques
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