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B o0630pe nposefieH aHanM3 NpUMEHeHUA B PasHbIX CTPaHax MUPa HEMHBA3WBHOIO MPEHATaNbHOrO0 CKPUHWHIOBOIO
TECTUPOBAHWA XPOMOCOMHBIX aHOManui no BHekneTouHow [HK nnopma B KpoBu Matepu. ObcyKaeHbl AMarHoCTUYeCKUe
BO3MOMHOCTM METOAa, €ro OrpaHWYeHus, MOLENM NMPUMEHEHWUA WM 3TUYECKUE BOMPOCHI, CBA3aHHbIE C €r0 WUCMO/b30Ba-
HueM. lprBeaeHbl AaHHbIE MO AMCKOPAAHTHBIM pe3ynbTataM. [peacTaBneHbl NPeuMyLLecTBa NOIHOrEHOMHOMO BapMaHTa
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This review article offers an analysis of application of cell-free fetal DNA non-invasive prenatal screening test for chromo-
some abnormalities in the mother’s blood in different countries. The diagnostic capacities of the method, its limitations, exe-
cution models and ethical aspects pertinent to its application are discussed. The data for the discordant results is shown and
analyzed. The advantages of the genome-wide variant of cell-free fetal DNA analysis and the problems concerning its appli-
cation in the mass screening are described. The main suggestion is to implement the contingent cell-free fetal DNA testing
model for the common trisomies (for the chromosomes 21, 18 and 13) into the prenatal diagnostic screening programs in the
Russian Federation. This novel model is based on the results of the mass combined first trimester prenatal screening in four
federal subjects of the country completed by 2019 and is offered as an additional screening in the mid-level risk group (with
cut-off from 1: 100 to 1: 500 or from 1: 100 to 1 : 1000) defined according to the first trimester prenatal screening results.
The basic requirements for the implementation of the contingent model in the Russian Federation are stated.
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2 R BB = AR INTPT U 80 7 e &5 1 BH 2 13
MAE . XTI B = BRI &S fa 22 A BE AR 1
BUEAE: Tr21-82F191%, Trl18-37F184%,
Tr13-49M187% [21]. MakiZ&EHTE N,
T3 TUAE 5T A BT B A 1 0 R R
FAEZE S, LA ATT7E 25 2 00 i v R 42 it
PPVAE [20] o seilr B 78 BT BE PR 75 245 HY
T NBERARAIPPVAE, WiTr13453%[26],
Tr13533%, Tr18K77%[27].

iR/ D R Y

ChittyZ A & #H MNERIR L T Mg ik NPT
Bl . WG, 45, X, 47, XXX, 47, XXYF047,
XXY A BB AA R B W8 (50% F]100% ),
B2 T 09 9 75 A G S E R BT A R 4 T
DR OE BB AT SR & % (19, 29, 30]. 7EAR

[E R TS, At it i G e i P Al B 2 5 SR o
LA R, 0. 12-1.1%; %7145, X, PPVA
9% 240%; X HAhM: G kB EPPV AT % 290 %
[23, 28, 31].

FERIDNAF= R AL T E R R

MLEER, NTPT R B i ML 3E T A0 AE £ 5 A
R E T AR [, SR T XNTPTAE ™
R 2 W rh 7 K T B i F b i, IR 32
7 BT HARBATEW N 2. i LR,
HATiS i Cakp 17— 3R, BIXHAR JLe fDNA
BEAT G AR S H o & — R A, AN A
W%

e, AR B AL BT T A2 A A o)
TAEVE 2 2 AF R AUA R i BB 25 2R, X 4
FAFUEH TNIPT R AT AR iy £ & M0 (112 W
. B, Maki 55 &35 & Joik PPl SCRk T 42
P R L Bt 2 AT & R AR E, ONTER

D0I: https://doi.org/10.17816/J0WD56573



26

ACTUAL PROBLEMS OF HEALTHCARE

ZHEAER R RGE . hATeRIE, R
P48 SR A B R 45 2R DL R R 1B i (R
MWD 2R ZH o SCFEHEEAR L.
TELLVTIURT A A 84T rh, fE& 552 T Joik ek
FERHEEAR, MR LTIRE S 2810, Al i
MG LG AR S e N AL 1 [20]
ZRE)-4ER B (Taylor-Phillips) &334
fa i, RSP B RV SR, BTl
N BRI 5T B A e () A R, I B e 4t
(1) P 2R 2 B HE R R A7 A DL IR 5 7R E
CRIEREM) PRIER TR, CLRAE AT IR
(R AT = AN F R $5 AT B 1295 sk 43 BT 19 A 21
Fi, NIPTIBUBMEIIRG. 42, XXk
WFFL g R ROE AR (21] .
GilEFEAZEH[19]fH, K2HiEE W
WA 3 2K N R 0 E AR, R
1) A B A 75 IR i 2 o] SR 4 16— 3% 57 B
BEAL; 2) —Leff 73 IR U BINTPT 45 R 2
TEFIAT ARG ) LAY 8 gR 25 5 () A5 O R 3R
B 3) ERZEUNED N ERA T % ATk
JUBIIG RS 2T, T AN 2 3 A% 2 43 A AR 8 1
PR B A R H T, PO G fR B A
AL, 521, 18, 13=/RRB AN,
HAERBIEY; 49 [ERZHEES, Bak
NAFTEEIRGE R, BEAEITA BN NHEd
B TEFEAHIA
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& KRAEH [32] 7 Cochrane B F5 1 1 & %t
ZEiR R, R IINTPTZS 26 43 A 1 S0 sk ik A e
gE BB, (E SRR ) 28 A BB
R S P IR S TIOMIELAS RE AR R e B 1 45 51
NPHPERT — 2 & R B E A R B, U TE IR
HPEYE . EERE, fERRIHSLR =T R
INTPTZ 0, 2 AR A N BRI PR SE 56 % 70 1
CW I NZ R AT R e, EE TR,
BIF 50 0 77 90 2 o B Ml R 2, AR )l AL
WG, JoHREEEEE. PFRME. e
[ A 25 SR 6 AIE 7 T

HWR, X RN ANIPTA A N A S —Fh i A
THEREBERERZ —, S5kR)L8HE Lz
FHLG, FAAEFERAH 45 R

EFRMHERELR

TEVF 2 BF 70 H 32 21 (15 BH 1 AV B P 45 S 1)
B LR R AFE: B2 BUREFFIK. #iiAR L
B RESE I G R iR 1 s BEARDNA X 18035 D14
AR (CNV); BERFANKNRE. ERZHT
BN, ToiEME R A .

Hartwigf§ & & #H KK T LRI RALEE,
AHE2013-20164F 223 Z4E, VEANE T
i e R B A R B R BE P AR BT PENTPT
iR [33] . WEEFH 4T T 206HINIPTE R Y
B LECHT B LI Z R IR . 5206141

Bt R
(n = 182; 88%)

Tp21 (n = 65; 36%)

AW /BARIEE (n = 60; 33%)
RHAKCNV (n = 29; 48%)
G FRAEHR I (n=19; 32%)

Tp18 (n = 59; 32%)
Tp13 (n = 47; 26%)
Tp9 (n = 1; 0.5%)
Tp22 (n = 1; 0.5%)
18— FRARSEMERE (n = 1; 0.5%)

BEREERYE (n=1; 2%)
XUBE REEEAE (n=1; 2%)
BRI (n=9; 15%)
REEAG L 215 BRI ER (n=1; 2%)

.
i (e 5 A
ER I FROEW e }
NIPT 4]
(n=208 A/ BARRE (0= 13; 56%)
FLEI L
(ﬁﬁ ﬁ%%% HiTp21 (n = 3; 23%

Tp21 (n = 10; 42%)

Tp18 (n = 9; 38%)

Tp13 (n = 3; 13%)
XU EE = A&
(n=2; 8%)

)
HHTp18 (n = 5; 38%)
HiTp13 (n = 2; 15%)

Z HAEBEAEAK (0= 2; 15%)
AIEFEIERE (n=2; 15%)

( J5i R A B
L (=115 46%)

1 LIRS A — 245 8 ([33]) . NIPT — FEAIFZRIKI; CNV — DNAF BLHE DIEK A4, Tr21. 18.
13, 9. 22, 43%IR21. 18, 13. 9. 225 Jefafk =1k
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2 MRHE2017-20 194 SR 7 TLA A8 B0 R S e Rl e A rp TE 7 BT DI 55 ) LI B A — B 45 2R

Guthph R 8 B NIPTRH{E L RA—B & PPZ, %
Tp21 4/89 (4.5%) 96
Tp18 2/11 (18%) 82
Tp13 2/5 (60%) 60
PR AR R E R A 7/15 (46.7%) 53
LG X G A ) B 1 6/8 (75%) 25
—3t 15/120 (12.5%) 88

JE: NIPT — JCOIF2RIRI; PPZ-FH 45 SR TMME (B

Fd, H182M41 (88%) AEFHME, H2441
(12%) J9RHITE. NIPTHIAG ) LKE Y 2 6] 2 5
MR R AR, SR (NAREER,
FARFAA, EWEE, KRFapy. Hd,
I RAEIRKE .. LhaiE: BEER
R ME, BRAEEEREA RS, XUIRE R LR
HAE, BEARCNV, BHAERE (B .
2017-20194F 5 Rt 17 2 AR 8 2 =y oK g v )
e AR5 A B RINTP TR 43 i AR R AR 2 M 5t
KIAH 2 (9k: Panorama, Prenetix,
Verasity, Veragene; SEZI&%: Genomed, Gen
etiko, Genoanalitika, Natera, NIPD
Genetics, Medicalgenomics). fEPH )G HIIR78
PEIZ W eh, A A3 S K A0 ) G A A
et 71206 A e ufk (Tr2l. 18, 13,
Mgtk MG JLZ B HNIPTRH M 45 R
AFF. AE120%0 %, 1541 (12.5%) JyfRBH
(%2). IEXPPHBEAT T it 5, M5 J ik
WA, PPHAYAALAR K, 1X 0k il J5
MG HREE. HTk=kT L& MBENIPTH
WIRIRE R I EHE , ovkB R AR SE A.

7EWilkins-Haug & HA& 5 H FIEEH 04 T
cfDNAZE R 515 ) L% AL 2 8] 22 5 I AR 2 S A
AT A B O PCRIFE 7L T BESE, B AR LN
JEFMREA . RFAEE: BEEHE, XRHE KA
ZREAE, JEAE, R PR NG A AN EE R A B O
. EAEMSE . Bl —rms
L FEAERT A VDR i FRIRIE 70 R0 B S i PR 52 1)
W, ] LAME 4 ¢ FDNAES B AN BE AN TPT ()4
AR [34]

ORI B 33 A5 22 VR 9 1 A 3 g (A i
R in) @ [35-38] . MalvestitiF&EHEEHENH T —
TLASE 160347 EGRTE (VO AZBUREA KB
FEER X TRAIERFE M, H PR A
Toh (HRRETRE- “ B 7 o sitERm K

Tr21, Tr18, Tri13-Heftfk21. 18FI13MH) =4k,

35 R (8] 70 o 40 B - TR AR B 25 1 ) o R
131715 SR 2% 6 1 £ Bk 1 (2, 18%) o FEIX L8y
BilrR, BEEREAT 7R R (FE 131741 R R
B, A 10015 AT LABEAT 2 R A% B 0 ) o
1001 EE IR YE A, BV IRAE I R AE R N 13%,
GHRLER B R SR N8T%, FRSE AR 2. 1%.
Jif B S PR R B AR B R AR R R T e R
HER . XFTr21 (2%) FTr18 (4%) &b W,
SFTr13 (22%) FlHARX (59%) 85 % L. % Fix ik
RIL, AE# XINIPTRHYE JG (4R N2 W7 7 742
W —se@il, B, XFFTr21fITr 18951,
AHHTVOIER CH2-4%8) JL3 & BLUIA #5045 5+
PERR G, WA T Tri3fsikX, w5 ms
o AT VA R BRI G, R SO AT SRk R
CURfE R LI B SEAZ Y (38D

JoH Rk, RE SR IC N E I
[35, 36, 38]. ChittyZE&&E#H [28]LEiATR
HENTPTEME g etk b g A —2ny Ji ] PR
ik G R IR A L IR e BRI
Petifh i (CBREMEN); BERHAER T
B, XGeEARmFEEEE L. EEIAN, Xt
DRl 20 2 T Blv e DNATT 2 25 B BH 1, FR38n T
DB IR

TR AR B A3 M RENTPT bR BH 1 X e (044 B3
ARG A 5 R H IR R . 40 R BESE 1 FTAT 40 i
ARG, AKX > 506 LTI
AR BER AR A4, DR AR 40 i SMDNAH 5 H s
BN PIX G R B i 2 K . SR B AR X G
R R DL R O B, 7R AE LR,
AR NPERG 2 1 BRI B A5 AR T g 5 iR ) Lok IR
AR B A5 AR TE VX 43 o W N TPT R 40 3 7 X e
jaER e S RN DR S = B SRR TR N
AT SLIOR IR I e T . X PP BT R A
T 5 JLARTREARDNAK B 43 A (I ASUG IR, B A4
AR —— R JLDNA v B ad o LU BEARDNAKT . 2450
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FRIDNA 7 BEBEe £ F T o0 i, FEZK AORIE I AR B
REARRITEOLR, JKEDNASE I “H 2”7 15
A0 SRR it b AR AR T B, 7K
SEDNAR EL A ORHE AN A o BN R 23 B B BT BA
Fif 52 DNAGT 0 25 2R A2 H - BER IR BRI TS
AT 75 5 R E 7 (0 BH AR TR AN (E (39

Z RS aERE, BRXKHSFblk
BH, BBRR/MER. £ERAT
PRI

X — KEF5 B — L S FNIPTAE FH i) 2 i
FG PRATEFC () [al e AT 3R 00, B 17 S5 DL 1)
—ARSN, A AT DAY R B HAR T G
S, JUH R E AR ANIPT (pgNIPT)
DN

Fr e A % € R S S A 4 AN P 1 e £
PREHE. T ILIE e fk =4k (rATs) o B ER
TE G R DL S R R R B . X S i # AR
T, AHEAR ERB AT RS, JUIH
FEEFRT S Wibr A d [40] . XL H IR L
AIRIUN HARGLE, B LB TR B GR I RE -

XS I I R A OC T 2 R 2R e 1

T, W GEIL GRS e XU R
MIREDT, H RSB 2~ N 2

BT IR H G R AR B AR LT RER I L
PR A B ARSI I, I HLX P AT A o
B — Swr U E WAy, I Gtttk =
A A DR IS 8 0 F 4 i 45 =) I A 5 T R AR A
AK IR, AR R, RN,
HA peNTPTII 45 RA REAL ™ Fi ke il H 358 4% 57
RS . — AT 2 Hfi EPrader-Willi%g &
AE RS IO, i A8 AR ANE P 52 Wi 45 21
TN fEARGIH, RIEEIR13H KpgnIPT
iR, BEISROE=IAPRER S, %
RAEAR AR I ARG . 7 B2 W R DA 4
P55 ROMRIAAERIRIR, THILAFZRE
RAFAE FOR L AR IR I, AR e IR B A% 2 A
AR R RTERER [41] . AT
c FDNAR I 2 45 R B oR iR ) LAE4 5 125 Yt
R B gt e, BB SRR VTR A
A REACE S AR AL BRI £
AR, BERRIM-TFETRIRAL, W &Gt ik
ARN12, XA UZRA TR SR D [42]
SR, FEpeNTPTH R BV 2 Qe ik 57t i
FE I R 7 T T REF AN L, DD S 4 i
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AR R TGS, TERG LA SR IEH 1AL
BEFRAFAE B4R 7] DL RS AT, B0 40 i gt A%
FHEHAS FEIEFE A, S i
JUB)LE R . bk, PR T a5 B = 0L 40 i
BEFRENECETSE RS EER,
BRI ) i SRR N PRSI DA R AT o R U 45 R
HKR[36]. FEXTTIH, pgNIPTR A A Hofd 4
TR S B PR T AT AT W i [43-45]
F.R. BennAP. Grati[46]3& T pgNIPT 5 4%
[F] TG IR A% R BT (IR AS A7 7 A8 BH 4 B
RBAMER B WS, WEIE T 9% BIERE A br
W0 BRI B i — R L e i . PRk
B BESE RS ) LT B AN AR 5T, DA RAE
R M pgNTPT A 2% L 1 G 8 4k S B v B LB B A
I R e B AR 1l B, DR TS - e il &
Filf), fE—ELE (TomSLih =, HEHEFE,
BERHFD REAZET =A A 0 2 R IE S B R A
AT B4, 782 73 Hr 1) 45 -5 78 [R) A S 56 = 3 AT
(K45, 86 TSR EAE AN H B B S — H
SIS A HAfEgn g aR E A/ 5 78
A ORI G AR R, FFAE TR OK TR A B IE S
(38, 47]. XHWFFCHLE ARAE Y FT FINIPTARHE T
Zh Mgl st LT L RE (B, AR
FE=ARME21. 18FISAIME G AR AE R ) o
L G AR SR ) B IR B 2R 0. 8%,
HHrATZ1250. 5%, 1B EZ40. 3%,
TiTH2940. 1% B 5 JE 8 i AT 51 6 Y 511
BILIL = . 18T AT E 2 FIR B H R
0. 7% B, RA£10. 06 % K J5 K 2 i L
FE W ClEgER A P B Y R
HEERIm R BB o ) o B HoAthopi 1
HE A HH R IR G AR W SR, W R I XS
Wm, BE5REUESLMSE R, B
T2 AR 22 e ATy 2 — e A2 R R 5k B R [46]
P REBERAE N EEER, &%
EIERL S A ML 2 o M W R, I H
TEB AR AR 7 T T2 R 24 1) e .
B, RIS 7R BB ELAS FESAL SR B
AR S (48, 49]. WEIEEMZ, NIPTH
T 1 A BEAAR I3 HF 22 N 18 T2 3% 5% 410 B 1) J5L DNA
Jr B, T TR AR R A 2 o A U e AR N
FE T IR IR FEA A7 AE (P A A% 2 o
HREIFE R, 55165 4Ltk r g mia
MM SHARILR GIRENIETF . T
HANEE R AT, XFhOCEOZ G BN, (HM ARG
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AR e

FRESE. BIE 2442 N METFARENIPTFH M & A
THIEMG ) LERA, IR R4 3,
WG SR AR (16 = A4 e 25 4 S 1
A RERSN [37].

Benn%§ & 2 # 75 5l KR B 105 0 78 43 bt
TrATRYR A . dm k% G5 9k B A kAT A% A
SINTIESE T RHEDAREE B (& KB, rATIH
pgNTPTFH P47 1] 1 1 PR 45 SR A 355 4.0% FR 975 51 A
FE EIER )L A (40%), BL27%55 7 11
e/ R ILE SR . FERFFRNEER, rATIHIAEE
SRR RIE (i) LR BIREMIR L)
Z B AFAES5REL[50] .

M521. 18, 13, XEQY e 4k - 5 635 1
BRG], MR [51] %189, 817TANHEAT ]
pgNIPT, KINO0. 4% Ytk k. (AH57H
BEEWIRG R, HhF2p0 58" GRre,
FEEM s NI A%, fEHAR334
e, A AR R R DR
(CNV), 1HIE AR LR (DUER
WESD), 5L EAA IR 5 R f5 &k S A G
JUEE R PE I r AT CRIGIRIT RS Rai R D),
Horp 1 g AR GE R A2 1E), 141
HAR e R RE (95 @ik =) feps
WK BIBSZ.

A LRI ZANTPT A] DA o 8 X e Ath 22 19 % €8 44
RATHIREI, Horp R nT R I R - B
B HA I DR R, TR
A o Fr 2 33, 521,

AT LA, SEEFNIPTARLL, pgNIPTH &
A FR ) —2H e i H BLA A ()48 BH A 25
XL R R ] A 5 XA TE R G B IEA K. FIE

<j i e ;>

20214E5E70%, 13
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FPU MG 52 22 AR AR B, DA AR A AR 2 2
P HAE 2, i i 2 T REAR K [53] .

i FHpgNTPTHY, A R A B BH P &5 F T
Aefh . XULn] REREEICE BN, HA e L
TELE S A MO bR, (E R AE 40 B WG 37 2 R 30
(CEMER RAURG LR IRORE ), BU7E 4 Mk 37 2
AR R A AR KPR RE , X AT A BAR
FOARRTI (4-62 AR R ) LR )

AifFFEN D3O FH pgNTPTAS I 5 A7 1 PR 3 S
Tl O /TR I 2 A I 1) ] RE PR IO R . AR BE
Rl XRLE SRR A% L L,
ME5ZAEERTLIR54]. FTERERHAME
TX M 2 A AE I R TT R B A R [55-571 &
TEMEAREVE[28, 551, YEHFH:

1) REHAERBENZFEAR FIRAB N
2) REGUEBIIER-14-97%; T AFE

ZAU (FIPPVIE N 3. 8% B 17% (HU kT2

B (IR, S EEgREA e LR H 1

R IE S PPVYE R 50 % 2297 % 5
3) FRAEANBHA AR 2B B A REAN 2 R FE IETE 3 5
4) A I B R o 1 v B XS IR &, FF HR

Jo A B AR X
5) H ET G OC T KB A R 2R SR 1)

c PDNAJT 25 I 1 PR 235 ) 8 5
6) KZ BRI EZIR DI, AR EHE

R, LR HT TG AT S RO AR IR .

P E ¢ £DNA AT 276 455 28 450 26 A, 5 oAt et
A S B A MR = A 1 RN TR 2R 2R AR R S SR 0
KI2fr7~[28].

UNIPTY J& BB FE B, MR ek T
RV UL B G ok =R ER, BT A Gk R

Tp21, Tp18, Tp13

FEREAGIR X, Y

(DESS

;79 -8'
Ak
Wi R E

BHtEL R,

&
BRI R E

B2 IGIRE N, BAEdE, fmanst R &ETr21, Tri8, Tri3—4rR221. 181135 Yetafhf =AM FPR—R

FH 4 25 R

D0I: https://doi.org/10.17816/J0WD56573

29



30

ACTUAL PROBLEMS OF HEALTHCARE

) 9 2 R M R 2199 % (X FTr21) %
RFN60% . R B I B AR K £ Bl 5 R BE 1 1
Wi, M~0. 14F>1.5% (WE2) . HTZ245N
1ESCFNIPTA S FIEHE K 2 ok B T & fa 4 ik
PIREFT, QIR AP A 22 e i Ay, FLURE
S HARI28] . fEFHZ &GRS NI, ik
B sz, wHTIEE ML, KRHERE
B LA K s PR F6 10 A BH B (142 28 kA2 38 0
WE 5T N B @ AE B pgNIPT 5] NI I PR 52 %
Z R EAT B 2 I PR RS M S 3 T 2 S EE T
(43, 58-60) .

>k H 9 BRI [ 5K IRV E /N pgNTPT Y
I PRASE R R THEMAREIL[61] . HiEdERM,
REAA I A 1 ¢ EDNAKS DU BT 4 B2 G 4 4 AT OURG
MEURI18. 19, 22]HfFAETr21 DL BN FE |
Tri8MITr13 A MG, XS —LEEKEIR
PR bR A, 38 AR MR AT = A H s Bk
A SO I fE A R fE i 2o, AR, AE EERI
ifar ==, TR 2 it CDNAIIE,  DAE R
WIS IR B A% R T aRREA
S, DMERR T i M g aikm = AN E 8=
YR AR B RSN, B R IRIR LB ETENE
DLH B fk = AR A AR A By GRS 4y ) etk
EEERE I o TR 22 AT FIpgNIPTII E —£E 1 2
Mraf R (TRIDENT-2Wf50) 456, 81844 421
12074 (0.4%) ™, RAT (n=101),
e AR AR B A (n=95) BLE Z ik
FH (n=11) 2FEMERMN[26].
FELOLArATH, BEE#IN 764 (6%),
HEFHRE-NME5FERUAE R £S5
oGRS R, EURIA29 (35%),
BT ARBATEAGLE, FIHRMIBIG LGS
WHIECE . TE 57 AT S RS I M B A
I8 FH G B9 A0 e AR A o B AR SR I
PREFME. HZ2, PRI 5 %2 5]
e, TEXRILMEEEHITEZ NS,
I HAAERLEL T, SEULEER A RAT4
1EUE R

Rk, MRAE/EE [61]Huii%, TRIDENT-24
FR, HET, £X A s R i) A R KA
17 25 1) 2 Ab AUk T~ I o R Ik T LE 1 BT 2 e
R DA 00 H B, I R SI2 it A 22 £ 5 oK
F ] Re AR A

78 L R B HEAT 19— B0 & 33734 1d L& 1
pgNIPTHEFLH, K& 1% WL 4 4k = 3 4
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ORI T 2841 (0. 8%) Ht P o4k F .
T S5 5] 0 45 A 9 P G e AR A A . 64 r AT
R0 LA 27 DL () o e AR B AR, SRR R LEGET A=
JUHFHRIN, I 1T R Y Bl 2 1 38 43 Yt ik
S, HrR3EIAE R A RN [62] . TERTAE
28 5 rh, XA A W% 2 Ifs PRI B

TEVF 1 pgNIPT[61] {1 R HIARE B FH ) 2 B0
EZFEH T WA —BU 37 9145
1) A BH 22 A g E A prdln, R HEsL b

NIPTEAIZ N T T 405 o gtk 7

AR R N BT R B, B X I R

SCASEH I B, A2 NPT T A0 R A A

W, BMEERANEFARE, Hi2kimrhe

AHE s
2) X T 5 5 e AR P I R B LB A

HH B PH 1 &5 S — 2D S A S

E M
3) KBRS AT DU (1) SI2 56 =5 R A7 78 5 o 1

(TR Z AR 5
4) MG BAETEMNT, R AE S RHIEAS H A1

[F R R, A A BRSO BRI i e i 1 A

AR, FH b, WX EamRa T

fRpgNIPT ) 5 BR M A Gh S RS WL R HE32 T

pgNIPT, Tl AR b s 5 A2 2 T 5 s R AH O

PEARHIE A . deah, B ZE 6 AR L

BRIIER . BrEmasgRIEEHBELT,

RINTPT 25 5 5 FH 44 1 34 n B R 28 1k i 4R 1)

tefpl, HAFELEAC TR _E AR
5) pgNIPT 5 th F T A= 41 23 (1) §ii 25 Ji D) 4 3 find

(63, 64, 59].

B Ja, fEE TR H, BN 4R & 85 ) R 2
B FE,  AH AT A S it p gN TP T i 25 F ) 3
AR LR {4 AL 2 AT RN W ML A A B AT A8 v R
pgNTPTYN N [ 5 n] 45 48 1 25 1 Rl 0 07 7 9%

RAGHEUE 2 B, $2 (I 58 w5 9 UE P A0 21 21
HRm&[61] .

Rk, A R ARME S : pgNIPTRZ
i R 2% 2 2 pgNTPT fE 75 D4 TN 4T Uik I 5 4
Bl R WA 2 BAR, 0 A AT R 2 R
— Se Al PR E SR S T A G AR R
R R TR IR H Al Ty AR B, (HIR
5 VA 2 SR B AT REAE R S _E R B AR LR
BRAN. SR, XL B 2 (32 i AN W B ) 95 491
FAORIK, RIS 05 22 R 4R N A 2 A e
R, IXFPE oL VW Gtk = R T R
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RAIERER S I RLUNIPTR ARG R A X J, J5#
(P B, Bl S 1 98 B I 40 HURE B3 I 5
FIAR JUT- S Re s L w112 B o

RS pgNTPTAE G A S 5 1) 42 1 i
BT SATE IR KB4, EXZE R LE R
KU YR I & I H Hh T AT B R R
HE, HTXIE AR KA 4088 4 DNAH
M, NIPTHIEEASFERIZH “prA” HAf i
BEmIhae . el 2l ik b A E A R
JLHIDNA, iB& 4 BHADNAf S L B, Hod
FEIEEDNA L 28R ARDNA LA K% I 25 A1 4H 1 (1) 52 R
MR B T H, s HpgNIPT R A I 240 5 471
for BCZE L R O o AR N R S
R R — KA, o “dEL” R ZH
A LAt A3k AR A R R AR 2R R ARDNA Y
RAY, FRAREE, RN ZADNARI AN B A5
ST CRIEFIR, EURBEIR T, R )LK BIESE
AIERIL) [65]5%F 32 Z =Rk il #5114 KRG VP4
IR, BRSEMR R TT 5 NLAE BEHLRL A T AE 4L
WEAT IR . G NHER (A BEpgNTPTELHE (1
5 RERPRMTAE. X EH] FHLIRAN
fEFINIPT, T H A A A= NP = 512 W 07 2
(KB4, FISH, aCGHZE) 4T ik fr %
T HAME A, FWETZMER, Witk
X, g, PERHEAERE A DL
J A PR R 7 5K

AR, NIPTYE A2 BT A 2 F 40 = v BUR
AT S 0 5 5% 05 R TR AN,
I BZAUERE H 7T B R, BN R PE M
SR RS SEUE R IR RA L.

To B v AR i) R PR AR i

NIPT )25 S A& BEAACTH A R . B 3S B
MR . BRI B 6T (RIS
MF4EIEIT )« A3 H NFE B R~
WHGH REEEIE (ZRRMEIRF I — % K& M
WL H AR 8 )« A2 E:
K TEFRIRIT (FFEHFEH73-4 K 8L
YRS TR AR MAANIPT) « P2
YIETT CRIRAE F Poms 588 254 A 75 2R 1D
6N A WL AFI3A H AT HF ARG
B r=) .

NIPTHE HFIR, 76T EH = &M,
ANFTEEE RS R . AP EFRRFF (R T4%),
ZHRMEIR (WABEZHIL), B LEdRE A
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Wi, PTG kg B (EHEBEY
FRIEE R BN, BEIIMERIN, KR
ToVEHAE ) A G AR (1) /N BY B AN - iy &5 7 EE HE

CEAEARFN DS, 5 R BEA% R TG O 1) S 5L [
MH A B LB [66] .

NIPT R 2R e 28 AH 0 By (1. 4~5. 4%) ,
XA BT A M G )L EDNAR) & & 5K
glER, JUH R [67]. X2l T
KE MG MR, [F BT 08 740 i i o
SRR, PR Y cEDNAG BN T . 4R,
SR E AR, BT LA 5 i g e Ak 2R
BT m 2 AR ) LR IR I o EDNAE 2 =

NIPTTE BB VA R MR i R R a7
TR ES R . RZHIEOLT, XERI
& DRI 21 22 Fh e A S 5 T 0 I

NTPT ¥ 7™ 55 A 3 2 BT BESEEIG ) LI e ik
B/ A TE, WG, IRSRELS, ERT
MG . EERIRIE RIS AL T, NIPTSS
1) AT P B R T AR AR A M 1R 7K P o AR AR
B HAEE 45, NIPTAJ DAKS I A8 i 4 oh A8
it 40% )21 5 Getafk =4k [67] .

NAZVE B A, ZENTPTHA A0 LAA 2 G ) LI
PRl SR, AT, B TGk R
YR B AN, RPE201 141121 H
3235 A O TR W A R A e
PR 556 2%, ANAEM 128 J5 A4 fedk & G
JUMES, Al fe N TR gR[68]

TC B 7= R ARSI E 7 ] A

NTPT (AR A S i 2 SR 5 FE B A AR [ R H A
BRI PRI PR St T 6 75 IR R 56 AR Horp s
FERAL . TR RIRR AL RS WL 2 1 2 X
LT A AR5 A2 WrRR e . $2 0556 T B I
R H 1 &5 5 10 10 f5 3 S T FAS T BB
R SEIR MK AN ST ] g5 R
WA R B 5% . BTN B R b 1A
XPNTPTIfG AR R VAl -

Jo5i 7] 5 Z A A A A R R ) LSS S R AR
e (%) 7 L R 2 R/ R 2 1 U 45 BE T R 2
A AT SR AL AT A (S R, UL R
BERIRE A 7 R AR, KEA TR H Hik
P A0 50175 7] = BICHE 28 1R A ZR PN VP A RS 2 1
M. PRMINIPT 7 AR e, H Al

BOURE R RILEN T 5 A, ok
SERR ) Lamig i FE AR S TR Ak
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BTG ) A 1] 00 4 22 A e 8 I T A8
R ) R 2 R, I S A I R S i
HEJ NIPT RIS A7 AE o B — A S A 2 R R AE £
e A0 3k SR HCTHT [ A 2 1 [ 3R BB SR it o I
), AL AR BB B 2 R A R

KKl (ESHG) FIZE[E (ASHG) A BisfL 2
2xf 5 58, BRI NIPTAS FH 3 18 A 5 e,
F20155E 8 T — NG 3, AT E AU
FE 7= BRI ARSI )5 22 1 h [69] « B TR FH
PEFE AL RO T REE R, TEE AR
JE FH T 07 7 5 g SR R e o A S 1K) O 9
KRR RMN, HIBRAEFREEM
Bhn. IR A AT AETr21. Tri8. Trl3
INIPT 3RS 8 2 ffs B HAh 45 ), HAEZ
BE R, A NAER I S S A .

2016 4F 3¢ [H [ 2% 15 4% 2% F 5L (R 41 2 22 B
CACMG) il & FF R AT (NIPTAEFH TR ),
R DG O T IR A WL 2, BIR il R0 2% A8 1) =
G W I57] . AR TS — 5,
TP AL S A I VR AR S, DU I e (A
S, SHANG A R, NIPTXTr21,
Tr18, Tr13Hf ¥ m MNIPTRUE M . ISR

HEPL RS B . NIPTR] DL o P G o 4k i 2 9k
AL, DLRNIPTIE IR H - 1f PR b 3 2R

JRELE (R WA 2% ), DL AE BH 14 1 1
LR T E AT 2 W AR N R A R AE R
gE . ACMGAS UL fd FINTPT i 75 4 e to AR J
i PR 4 B DL ALCNY 3 A, (B G 2R A I A
BimARE SCHA R K, W% 575 2T
HoAth & 2 B34 0, FF ] se Zdb T ik A o
AR T TSI S, RIFE B R
bR i 25 T 5 0 B HARAE B LR RS R
ALFEFE N 6 ) Le TDNA L3l DL K2 2 AIE BH 14 A1 B
P 5 B T (R FE A

20184F, — AN 7T A BAXKT 35 B 10K $2 (ENTPT
H 7 Mk 5256 % [BioReference
ClariTest,
Roche’ s Harmony (PARjNAriosa Diagnostics),
InformaSeq (LabCorpH]
—#B4r), NxGen’ s Informed Prenatal Test,
Sequenom” s MaterniT21 Plus (LabCorpH]—
¥4y), PathGroup” s NIPS, Natera’ s Panora-
ma, Counsyl’ s Prelude (HHj/ZMyraid Gene-
ticsHJ—#B47), Quest Diagnostics’ QNatal]Xy
CHamd ) H B i 8 I g WM AT B AT T

Laboratories’

LabGenomics’ Determine 10,

Integrated Genetics’
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PRAL . FEH T 1A He s Ee 5 W uh b AT TR
FEARUL R BE MBI ERE AN NS G, B4
X S5 0 7E I IR S B HR S FNTPT 0 2 130 1 34
TR RN R, FHiEd XS s 2 5 —
MEATEFACMGHI T A #” [70]. b, ¥#%
A — R LI T AL LI = S M E AL MR 52
P S G I A BB R S R S AN A 17
B, REDBERENEEM «fRIEMR%H
PERI»FRALA SR I 115 B . 100H] SE4G = A
HIMHRE T AR LcfDNASM L, WA 8[H] SLit =8
PEHIRUATEFRTr13y Tr18MITr21 LAAR )& 4
(SR ENEEE S N

EAEF NN, XMENTEERBURELAA
B, WSS = A IEJEACMGI BT A
B, ASOZIRALTR AT, 1 IX IR FT AR
V75 B = A ANV A BE B B 9 A T 3 R AR
NIPTII R . H—AfE, MR
B= B R Z5 A e T H B 4B, Skotkoth A,
FOCE N CE S EAA MRS, BRI
PR 125 A= e 8 A5 FH 1) 28 5 B YRR M 48 b A 4 7
I A A BOARATT ) R AR R A )45 2 A5 PR
BRRE. 7

EXEREE, HHRNAEMEEhttps://
prenatalinformation. org/table/ EAAE T
— A LR B R . MATTFE20204F6 H
19 H B8 7 iZRHkE, IR H20165EACMGHT —
e nT g gy, MK T RER AT
PRUERISCI = 3. fEAB51E:  “fERLEE
BT, REFENSERE LR L. 7 Hik,
P —FHAE S SR PR, s T AE A2
HE K, fERE L 5L TR E B S 1)
WA LXIBH, ERZHMEG ARG
Joi 51 H, AR HMELE AR I ST BB s 3P 1 R
S8, W EE T 2BV A& B .

fEHALH Y, B. Skotko#g i, W5
HABFEZARLEE, MmNkl =
s, ZeklmEAEZET IS B ANIPTE & 1 &
K71 Fk, AEE /TR T B A
IR0 A | VRS, X068 B 1w ol 2 =) A
SR E AT T »SLIG = NAIZIEIHACMG R
HE U, BV PRBH S R T E, BA
FEKA B IE 5 SRR S5 R 15 B R 2R
IR RENE, T AR BH 1 &5 R 5 1) MK Y
P A D BT E B . VEE AN R IE,
NTARKRFEEM R ERE, SLI0 =l S AU
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TRIRAE S, WACMGHEFEM BHIRAE B, (R
KT 1 75 SRt & 3R B,

E2017THEREM —REZIER[72] 4,
LT T WRE S TNIPTLE I PR Sk P 44 FH 1)
farg, WP WEE IR T HALE R R BN AR
Pafab, JEsRiE «CEYIREHRT LT,
PLVEAL 58 5h & BINTPTHUAR I HL 2 A0 = BR
BFHEME . EERZE R, 0SB RE T
BRIV NIPTHIRE AL B A A XNTPT R
SEZ, XTEFEREY, =0 TA0EsEmE
FEEARI R, 3K A2 FNTPT 1) = Z G R A £
M5y, BFEIES NIEME— KRR T AERAS
PERG ) LIG A0S U F ] N Sk [12] o

TEFR ENIPT 2 /4 T R AR & 1) 1 22
[5, 73]:

o B BIINAE AT IR 5

o EPIHXE TR AR, AR 2B

o BRI A R FR A CRAINAER Y FH 3 AN A FE R
ST H )

o« ST TR I PR AN AR S 4

o TREAGEIR T VAN T2 == R A A

o B V2TV TR BH 1 R M T AR B i PR
=Y

o FEVAITA PH M A0 A 06 A0 A 1 2 v )

5 ) LEGHTAE LA B e R0 R A
o $RB| S A R OB SR R I AT Be T 5
- BEEHCHEFBETER, ERBERE

iOp R

FE 2 A SCAC IR B I AE F T S EN TP T B 18 55
EEFE N EREEE, S5 AND, MR, =
2 22 5% 0 H A 4 2 A0 7 HI RS B OV
U B R R B LR T — SRR E . fE L
B (EE, P2, D), K, =RF,
&R, fai2s, WAEF, BB X27074 %
PER1275 2 AR A 45 SRR, A AT SE A )
T AT Z AW, FEREIRTS Tr21 LLAM I B 4
o S KU A B Ak, B2
A 25 R USRS v E . FIRS, CLESIR
o 22 (1) JE IR Bl LAt I 5 19 N TR A TT R 45 45
REFERE AT AR TR & ik 2 [74] -

X [H — A X 316444 %2 V5 & HIHF 7 BoR,
FWEK. BAEEYIAE . WAMIRE
B e DA S O A 2 05 PR R N 1) 2 M B R g R
NIPT. [FIE, REHEEG LW EZHEM
(LM EED LA JE T3 K 8 A
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B0 i R FT B8 FANIPT . E 45 BIASF) 45 51
ISR, SR CGorgse . BEITZ4E)
[ 4a Lo AR 35 BN B8 A mT e HERR 2 1R S g,
XEU [ HATIINTIPTRIAS B [75] .

WG LRSI A LS B, wh g b [a] XU 25, 1
6, 78244 A AT A, IR1F B4R LENTPT
PEN B A i Zh MLt AR A = . 8. 5% A
5 4 2% R O SRAF I 4 B =, 26% M N FE 44
JE R A2 2 AT MINTPT 45 5 v 2 97 $8 4iF 1 4%
IR GRIERE, 10%M A BB ZNIPT/E N
RIGPERE A, 2% 09 10 20 AN [R) OB RE AR 126 3 HoAh
EZK (EE) HTHRAEL76],

— AR E Wi S Bl I 1) A A e PR AR
AU 7 3 B AN [R5 et 1R 7 RS 25 B P U 4 o
TEHT R ZRS, #EENrEERE GRERIL
e B AAME B ATRetE) AN 3% 2 R mi ik 3%,
1 &5 JR R SRR RN B (RIS 353 LR I
12 i 54U [ A A FINT PT 7 25 3 IR 2 B [77] &

TE BTk B AR 2 BT 16/ Hb X TE ik ¢
PEREAR 8004 22 IR, #i K2 B2
(90. 2%) K B J 9% & 8 SRR 22 1)
DARRIRE B 7, Herh84. 1% Lo AR PR
Za FLH e PE HEAG ) LAg RR 45 SR A £ (90. 97%) »
HFHERAERA, GRFEERTEE (75.6%) .
B2, H63.4% KA ARHIENIPT,
Toie A b 5 N2 20 R FE ] [78] .

Frol T At A g AR i R0, % H
TE B 7 B O DL 48 5 QS N TP T HOAE 22 1
T 8 BARRAE & . Ak, AR R B
PRI IERE, XN T BT BRI 58 2200

H,

5% BN TC A= R A 0l B B A AR R

BENTPT 5 N 4Bk 2 vH R 1 77 U B AN [
EEPAWZBAERT (FBRKEFR: fif 2.
S iR i PR o S WS N I A
HED, ZERR SR E SR, XEE S
ERA RIS AT PR im A . 2 HAD [ 5K,
BFEAE RPN AR 2 ACR] (e D .
ANAE By X SERENTPT R 58 (B35 24 = KF.
FE LRI Ny EE) W B AR 5 A A

— BELAE TR A2 5 BOBNTPT AR A — 28 0 A i
FEAE N E BB 1 — 7, FE 1A AL Hh e £DNA
AT A PR T AR 5w A g SRR — A
B [79, 80]. HE—MhIrvEn s 2 F X HEA

D0I: https://doi.org/10.17816/J0WD56573

33



34

ACTUAL PROBLEMS OF HEALTHCARE

ZE N BRI Tp2 1 A U B & . IR BT
TE LRI S [81] o B 2RAIE F c FDNAST T
JIE SR RS, 8 7RI S R A 2 R L
AT R 2 VAL, I HLAE TR AR SRR
RAEWTIE o IS T7 70 () A A A — AN K Rt
JUTFEAJIAE X AEAR, 2805 —
AN A KRR RS R, FEH TR
FERTZWT (faf Z= 1 KA pgn IPT) (26, 82D

Rk, V5 2 [ 5 I 7E #1035 B8 N 5 20007 12 A
AP P, MR 5B 5 i 2
i, A Bk KU ) 22 I ATNIPT
WEX o NE. B KRR AR, NIPTEH T
i KU NBER 2200 . S T B AR B M2 Wi FR 1E
(v e NFE, TEVeDNAZE RN BT,
K HINTPT Rk /> 12 2B 1k E . TR fa B,
HBEATNIPT DA% e IS b 7 vy A 3 Rl 11 5 0 7= i O
o YRR B G AR . VA AR B
I 830 A i s T ] RS I 5. AN TR B ) 5 e A
ANFECT . BN, 7EgEE KU B> 1: 150,
FEME-=1:250, fEPEPEF——1:50%]1:250,
fEd--=1:1000, 7E&GH#-1:50F]1:1000,
EFFFE-1:301%1:1000, FEBHAFIT-1:10%]
1:1000.

Kypros K. Nicolaides X HiGEHHH L,
$of TR K T1:3000 (1:2-1:3000) 44,
i L= BT OR AR A Tr2 LAINTPT Y 32 220 2
TIE R R A9 % R, Tp2 L A A0, 4%,
HHEEEINIPTHISE B [83], Hml&it, Blntkie
WiGEH T0. 4% B, FHERAERIT % 1 Tp21 .
FERAPIDHEZ A, R # RPDEL DY & i A
Mk, NPrAETP21=1:1000 X &3 572 i
NIPT. X F R =1:1500 8%, EUGHEAT
H O . g5 B T A R A A e 4 —
#H(84]. 1EHWARHAMMLE L, HTNIPTH]
R AT RO AT R AR RS BRI, B T
[RLE & B B G 22, Rk TR
PERE B A OG- B &, (H &5 A B
SN, KEFFERMIItoftS A ZEHWE T
64494 0% T Tr2 1 B A i £ [85] . 7EIX
TRRFFE A, KR =1: 100008 352 7 Hi4Mr
NIPT. 1B PLER T % A0 2H & o 25 A XU KT
1:300/R A2 (PR E R HD 518
RVETH AR, R, [ K1 100
Z1:1000 22 T3 A4E TNIPT . HIAH 7 & AR 44 1)
TR 22759 100%, {5 BH P 25 5N H UG & 7 2
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(R 3% % 22 B A AR AR (1. 2%, WIS i fa N BE AR
28 R B B PR AR

SRTT,  BPAE A SRS AR R RN, BB L
Tr21 M EF 451, 5-5% 4% @ T XU B
I HAE 6 2 (83, 86-89] o

Kagan®§ N 7648 E 1 /R £ K Xf21, 05244
2 ZRPDI 22 i 34T 1 (Bl L 72 [88] o 434l
PEALG 51 7= 5 0 A A0 B DNAFE B &6 ) R
BORE, o LA [ XGRS 2L P i AR A R T A B
Horp e “HpgE” RS A EE T TNIPT. %X
R E XN T A2 E B,
Il B 9 1 :50%)1: 1000, M1:150%]1:500.
EX @A, DI nlil #1127, 34, 130
1501t gR, @FETr2l, Trl8, Tri3fifkivt
. NIPTARMBIFMEGEAR GRS
AL () G At G 0 S R I AE 234 iR )L o
HAR20840%1 Z2 0B AN IE R, N7 A0 B8
77 JE R A AR R AT AT I PR B R i e 4k
RS . THREREE, AT s SRS
1500 LUK BT A AR B 81 %, Il A
fE91:250-91% . fFFNIPT, 754H A 1)1 5+
R, B LUK I 5 88 % ) AH I G 44 S 3 o
1 5 R FH B 7 O A+ G A DNA = B RS D 75
B, WA N1:50%1:1000, MjA] LA
R B A BRI 94% . B —AY “Hg”
SRR T8 L AL 15051]1:500,  TUJKS: HY %93 % .
EES IR, Fra B 5w e & 2
JER DUV A o ZH FRINTPT A A i AT 3R 843 4 46
Kim. fEME R TAEF [90], HMEEH RITF
—Fhm A 7, W LAFINIPTAC B BF44 i 7 bR
EY), 114 T s M AR A, PR
HEE R ) LBUE = JE R (NT, nuchal
translucency), JFH# S PEAAG ILIRE .
R W B A LW T FINTPT HY FH e a4k 5 11 X
[GEE, TBP=3.5 mmfZ2 vl #4718 NS .

W5 A TNT>99% f G ) LIE I IR
399 149 A s 7R o (AR P S A0 R AR DA R
AR B BN JLEsF e H R, DIOYPAENTPT
VB ME— 5 25 5 VR & A [91] o 78— T [=] it
PEBNFIHTE 0, X AEgR11-14 B BENT >99 % 1)
2265116 JLIEAT THETT. A& VPAE T P Fhc FDNA
TR B P2 & ARAESE[RINTIPT (21, 18
135 Yetafh) My ENIPT (21, 18, 1354
R PE g AR, 4 5 g st % 22 ik
O S PEA &5 AT 7 LREAET, TIEKITI
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AR, T AE H 3 B S O %2 21 19451
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2010~20164F B [A1 #5311, 9014 TBP =95 % (1
Al S RAHPIHR G HBRE SN WEE T
FEANREE S, &8, R, iR )LYIE
WA &5 5, I PR I8 A% 22 2K 1 5 ) A B8 ) Bt o
MR . ERIL821HmEFI, H43% KL
B R R . E95% F199 % 2 [H],
NTHG JLEI 8 R AEZ N2 %, {ENT=99 % IR
L, BHERAEFEN62% . fEizEAT, Bk
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13A015. 4% H ARG EfR D) o 9% AN K I
WH BRGNS R . EEA W
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