HEIHBA3WBHE
MPEHATAJIbHE JOCNIOXEHHA:
KNIHIMHA EOQEKTUBHICTb TA OEAKI
ACNEKTU KOHCYJNIbTYBAHHA BATITHUX"®

PE3YNbTATU AHAJI3Y NOHAJ 85 000 BUNMAKIB

BCTYN

Micna Toro, AK MINOTHI KNiHIYHI JOCNIOKEHHA
NiATBEPAVAN MOXKIUBICTb BUABMEHHA [1-4] aHe-
ynnoigii B nioga 3a JOMOMOroto 3arajibHOreHoM-
HOMO MacCOBOrO MapanefbHOro CeKBeHyBaHHS
¢detanbHoi JHK (cfDNA), po3nouyanacs epa ekc-
MOHEeHLUiaNIbHOro POCTY YacTOTW 3aCTOCYBaHHA
HeiHBa3MBHOro MpeHaTaslbHOro  AOCAIAKEHHSA
(noninvasive prenatal testing, NIPT) y KniHiu-
Hi npakTuui. Micna BNpoBageHHA TexHonoril
cfDNA Kinbka meiMyHUX CMiNbHOT ony6nikyBanu
3BITU WOAO0 pe3ynbraTtiB BUKoHaHHA NIPT [5-9].
3okpema, 3BiTM Mi>KHapOAHOI CMiNIbHOTK MpeHa-
TanbHOTI AiarHoCTMKK [9] i AMepurKaHCbKOT Konerii
MeAMNYHOI FreHeTUKW | reHOMIKK [6] BKntouanu pe-
KOoMeHJaUil Woao nofaHHs noToyHol iHpopmauii
B MeXax OTPMMAHHA KNiHIYHO 3HauyLMX MoKas-
HVIKIB: epeKTUBHOCTI, TePMiHY BUKOHAHHSA, KiNb-
KOCTi BiAMOB/HeafeKBaTHNX 3Pa3kKiB.

Lle pocnipkeHHA cTaBuno nepepn coboto ABi
OCHOBHi MeTu. [lepwa — BM3HAYeHHA aKTyalb-
HUX NoKa3HUKiB epekTnBHocTi NIPT Ta po3pobka
IHCTPYMEHTIB KOHCY/NbTYBaHHA LWOAO MPOrHOC-
TUYHOCTI no3nTtnBHoro pesynetaty (MNMP) 3 ypa-
XYBaHHAM [eAKNX KNiHIYHNX MOKa3HWKIB Ta anpi-
OPHOrO BiIKOBOrO pm3nKy maTepi. [ipyra — ouiHKa
3MiH B KNiHiYHO-gemorpadiuHin nonynauii nicna
BMNpPOBaA»KeHHA TecTyBaHHA [10].

MATEPIANI | METOAU

DocnigxeHHa Oyno npoBegeHe B ¢opmari
peTpoCneKTUBHOIO aHani3y 3paskiB, KNiHiYHNX
JaHuXx, AKi 6ynu HapaHi Konerii ameprikaHCbKIMX
naTonorie AnAa npoBefdeHHA MpeHaTarbHOro
CKPUHiHrY aHeynnoigin 3a gonomorot NIPT
«Verifi» B nabopatopii lllumina, ceptudikosa-
Hil BigNOBIAHO A0 3aKOHOZABUYMX BUMOT OO0
AKOCTI MpoBefeHHA [OCAifXeHb Y KAiHIYHNX
nabopatopiax (Verinata Health, Inc.,, gouipHa

komnania lllumina, Inc., Pepgsya-Citi, Kanidop-
Hia, CLUA). CKpurHiHT aHeynnoigii xpomocom 13,
18 1a 21 3pilicHioBaBCsA WnAxom aHanizy cfDNA
3a OMNOMOroO MacoOBOrO NapanesibHOro Cekee-
HyBaHHA. KoropTa 4boro gocnigeHHaA BKoYa-
na BCi KMiHIYHI 3pa3kn Npu ogHOMMIAHIN BariT-
HOCTi, NpOaHani3oBaHi Ha npegMmeT TPUCOMIN
xpomocom 21, 13§ 18 [10]. 3pa3ku, B AKux byna
BMABNIEHA OAMHMYHA ayTOCOMHA MOHOCOMIA Yn
JeKinbka aHeynnoigin, y [OCniAXKeHHA BKoYe-
Hi He 6ynu. Pe3ynbTaTn aHanisy crtaTeBMX Xpo-
Mocom 6ynu ony6nikoBaHi okpemo [11].

HeiHBa3MBHMI  npeHaTaNnbHUN  CKPWHIHT
3[iCHIOBABCA 3a METOAOJIONi€, OMMCaHO
Bue [11]. 3pa3ku mornu 6yTu BUKNOYEH 3 Jo-
CNigXKeHHnA 3 aamiHicTpatuBHMX [10] abo TexHiu-
HUX MPUYNH.

3pa3ku, AKi 3 TEXHIYHUX NPUYNH He BignoBi-
[anu ctTaHpgapTam KoHTponto akocTi (KA):
= 3BUCOKMM BMicToM cfDNA (KinbkicHa ekcTpak-
uia cfDNA BusABMNacs GiNbLIOW, HIK NPUNAHSATI
BHYTPILWHI noka3HuKkn KA);

% 3 HepgocTaTHIM Bmictom cfDNA (KinbkicTb
cfDNA 6yna MeHLO, HiX NMPUIAHATI BHYTPILUHI
rnokasHukm KA);

® KiHUEeBi MOKa3HWKM aHani3y AKMX He Bifgnos.i-
Janv NPUAHATAM BHYTPILIHIM MOKa3HMKaM CTaH-
Japty KA;

% HenpuaaTHi ANnA NOAanblUOro aHanily yepes
npobnemun, He NoB'A3aHi 3 HesignosigHicTio KA,
a came uepe3s BTpaty KA abo nomusky B npoueci
LeHTpubyryBaHHs.

HanuvacTiwmmm agmiHicTpaTMBHUMM NpUYNHa-

MU BUIKJTIOUEHHA 3pa3KiB i3 gocnig»keHHsa 6ynu:
* He3a[JoBiNlbHa AKICTb 3pa3Ka;
% OTPUMAHHA NPOBGIPKM NiCNA 3aKiHUeHHA Tep-
MiHy cTabinbHocTi (6inblue 5 AHiB nicna 3abopy);
% CKacyBaHHA TecCTy fikapem, AKMN Oro 3a-
MOBMUB;
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= 3abip 3pa3Kka B TEPMiHi BariTHOCTi MeHLwue 3a 10 TUXKHIB.

B Takux BMNagkax JOHOpIB iHGOPMYyBanu Npo HEeMOXu-
BiCTb NPOBeAEHHA [OCNIAXKEHHA | NPONOHYBaNM HafjaTn Apy-
rMin 3pasoxk.

3pa3ku, AKi NPONLLIN TECTYBaHHSA, 32 OTPUMAHMU pe3yfib-
TaTaMu 6ynu nofineHi Ha HaCTyMNHi KaTeropii:
= BigcyTHicTb aHeynnoigii (NAD);
™ HasABHiCTb aHeynnoigii (AD);
~ nigo3pa Ha aHeynnoigito (AS) — pe3ynbTati, AKi 3HaXOAATb-
cA Ha mexi mixk AD i NAD Ta yacTKoOBO 36iratotbcs.

Y Bunagkax otpumaHHsa pesynbtatie AD i AS ana tpucomii
21 (T21), Tpucomii 18 (T18) abo Tpucomii 13 (T13) npoBoaune-
cA nofdanbwuii 36ip octatouHoi iHpopmauii (pakcom um Tene-
¢doHom) [10].

MipcymKoBi pe3ynstati 6ynim KnacudikoBaHi HACTYMHUM YUMHOM:

(1) «BignoBigHicTb KapioTuny», AKWo pesynstat NIPT Big-
MoBifaloTb AaHUM KapioTUnyBaHHA abo 06'€EKTMBHOIO ornsagy
(icTMHHMIM no3nTmsHMA (IM));

(2) «HeBiQMOBIAHICTb »XOQHOMY KapioTuny», AKWO Bigo-
Moro nabopaTopii KapioTuny He icHyBaso, ane pe3ynbTatu
YNbTPa3ByKOBOro 06CTexeHHA abo iHWi 03HaKM pU3KKY npu-
nycKkanu aHeynnoigito (HeuiTki mapkepu Ha Y3[ i no3nTuBHI
pe3ynbTaTv CKPUHIHTY CUPOBATKN He PO3rNAAannca AK pusnk
NPUCYTHOCTi aHeynnoigii);

(3) «cmepTb Nnoga Mig yac BariTHOCTI», AKLWO CMOHTaHHUN
BMKMAEHb abo cMepTb nnofa Binbynuca 6e3 nigTeepaxytoyoro
aHanisy Kapiotuny;

(4) «HeBignoBigHWIY, Aakwo pesynbtatn NIPT He BignoBi-
Jany JAaHUM KapioTunyBaHHA abo pe3ynbraTy HapOOKEeH-
HA (xmbHono3utmeHui (X)) abo y Bunagkax NAD, konu
nopanblue akTUBHE CMOCTEPEXKEeHHA He NMPOBOAMNOCH, ane
pe3ynbTaTv NpUNManuncs, sKWwo 6ynu 3asaBneHi (xMGHOHera-
TUBHUN (XH));

(5) «BigcyTHICTb iHdOpMaUii», AKLLO iHbopMaLil Npo pe3ynb-
TaTuh He Byno.

Lo cTtocyeTbca gaHmx KniHiyHux pesynbTartis, MNP po3-
paxoByBanu 3 ypaxyBaHHAM [aHWX 3 BiJOMMMWU LUTOre-
HeTUYHUMK pe3ynbTaTamu 3a dopmynoto (IM)/(IM + XM).
MMP po3paxoByBanacAa Ha OCHOBI BiKy MaTepi, NOKa3HW-
KiB UyTnuBOCTI Ta cneyndiyHOCTi aHanily, 4acToTU 3axBO-
ptoBaHOCTi Ha 10-My TWXHi BariTHOCTI [20] 3a HacTynHUM
piBHAHHAM: (3axBoptoBaHicTb x YyTnueicTtb) / {[3axBopto-
BaHicTb X YyTtnusictb] + [(1 - 3axBoptoBaHicTb) x (1 - Cne-
umndivHicTb)1}.

Takox 6ynu 3ictaBneHi gemorpadiyHi AaHi, NOKa3HMKM NOTOY-
HOrO AOCTiAXeHHA NOonynALjil Ta HALWOro NOYaTKOBOrO KAiHIYHOrO
gocsigy [10]. Bu3HaueHHA CTaTUCTUYHOI 3HAYYLLOCTI Henepeps-
HVX 3MIHHUX AN OfHi€l BUOIpKM npoBogwuv i3 3acToCyBaH-
HAM t-KkpuTepito CTblofieHTa Ta 2 AN1A KaTeropianbHWUX 3MiHHUX.
3Hauylwmm BBaXanu 3HaueHHA p < 0,05. AHanisu 3gilicHioBa-
NINCb 3 BUKOPUCTaHHAM CTaTUCTUYHOrO nakety R (Bepcia 2.12.0).

PE3YNIbTATU OOCNIAMXEHHA

JlabopamopHuti doceio

3a Becb nepiof fochigXeHHA Byno 3apeecTpoBaHoO 86 658
3pa3kKiB, AKi BiANOBIJann KpUTepiam BKNIOYEHHA, OTPMMAHMX 3
ycix wraTtis CLUA Ta 38 iHWMX KpaiH. Pe3ynbTaTv TecTyBaHHA i
AemorpadivuHi xapakTepuUCTVKM HaBefeHi B Tabnuui 1 Ta 3icTaB-
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neHi 3 nonepegHimn gaHumu [10]. Po3nogin Ha rpynu 3a Bikom
MaTepi NPOAEMOHCTPOBAHO Ha PUCYHKY 1; cepefHin Bik Ma-
Tepi y ABOX JOCIAXYBaHNX KOropTax iCTOTHO He Bifgpi3HABCA
(p = 0,053). TectyBaHHA 3giicHIOBanoca 3aebinbworo B nep-
LIOMY TPMMeCTPI BariTHOCTI (63,5% npoTun 47,2%; p < 0,0001) Ta
B MEeHLUI KiNnbKOCTi B Apyromy/TpeTbomy TpumecTtpax (36,5%
npotn 52,8%; p < 0,0001). BoockoHaneHHa npouecy npose-
deHHA NIPT gano 3mory CKopoTuUTU Yac Ha OTPUMAaHHA pe3ysib-
TaTiB Ha 30% (p < 0,0001), wo Hapasi cknagae 3,3 poboumx aHi
3 MOMEHTY OTPMMAHHA 3pa3ka A0 MOAAHHA 3BiTY, 3MEHLUNTN
KiNbKiCTb BUKIOYEHb 3 TEXHIYHMX MNPUUYNH Ha 86%, Lo Ha Aa-
HWUIN MOMEHT cTaHoBUTb 0,1% (p < 0,0001) (Tabn. 1).

50000

40000

30000

20000

KinbkicTb nauieHTok

10000
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40-45  45-50  >50

PucyHok 1. Ticrorpama Biky matepi 3a KniHiuHoI0 KOropToto

38im npo aHeynnoidito

Pe3ynbTaTi TecTyBaHHA HaBeAeHi B Tabnuui 2. 13 2142 (2,5%)
NO3UTUBHKX pe3ynbTaTiB OinbluicTb (86,7%, 1858/2142) BigHo-
catbeA go AD. 3aranbHa yactoTa No3uTrBHUX BuMnaakis (AD/AS)
3HM3MNaca 3 6,9% (3a gaHumn T. Futch Ta iH. [10]) go 2,5% (Tabn.
2). TakoXK CNOCTEPIra€ETbCA 3MEHLLEHHSA PIBHA NOLWMPEHOCTI BU-
naakis AD —34,0% po 2,2% Ta Bunaakis AS — 3 2,8% go 0,3%.

IHhopmayia npo peaynbmamu nodasnbuiozo

cnocmepeXeHHA

3anunT Woao KNiHiYHKX AaHux 6yB 3pobneHuin ansa BCix BU-
nagkis AD/AS. 3 1 197 (55,9%) otpumaHux Bignosigen y 1 094
(91,4%) BunagkiB 6yna HapaHa feTanbHa iHbopMauia wono
KapioTuny, NaToNoriyHnX pe3ynbTaTiB yNbTPa3ByKOBOro obcTe-
»KeHHA abo cmepTi Nnoda nig vac BariTHOCTi Towo; B 103 (8,6%)
BMNagKax iHdopmauia He Byna Takoto getanbHoto. Kinbka na-
6opaTopili i JOHOpPIB BiAMOBUNIMCA Bif NPOBeAEHHA Nojanb-
LLIOrO MOHITOPVIHIY, Yepes Lo He BAaNocsa oTpumatu iHdopma-
uito wopo 356 3paskis. OKpim TOro, 3 pPi3HUX NPUUNH He Byno
OoTpuUMaHo iHpopmauito Npo we 589 Brnagkis.

I3 1 858 BunagkiB Kateropii AD pe3ynbraTyi 6ynun HagaHi ans
940 (50,6%) 3paskiB (puc. 2A):
% 608 3 HUX Oynu MigTBEpAKEHI LUMTOreHeTUYHUMW JOCnif-
KeHHsamuM (439T21,127T18i42T13);
=~ 122(83T21,27T18i12T13) Bunagkis Oynu KOHKOPAAHTHU-
MU 3 KNIHIYHUMY JaHUMW, AKi NiATBEPAXKYBaNV BUCOKNIN PU3MK
aHeynnoigii (Hanpuknag, naTtonoriyHi pesynstaty Y3[), ane
6pakyBasno iHpopMaLii Loao KapioTuny;
% 120 (34T21,T18 44 i 42 T13) BUNaaKiB Manu HeBignoBigHi
(XIT) KniHiyHi pe3ynbTaTy;
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Ta6bnuua 1. lemorpadiuni AaHi Ta AaHi TeCTyBaHHA Y NOPIBHAHHI
3 KNiHiYHOI0 KOropTol0

MokasHuk CLIA(n=86658)' T.Futchtain.[10](n=6123)
Bik matepi (pokiB)
n 85200 6123
Cepepnin £ (B 353+£5,1 350+£5,7
Min/Makc 13,8-57,8 14,6-51,7
TepMmiH BariTHOCTi (TUXKHIB)
n 85144 6123
Cepepnin £ (B 14,0£4,2 15646
Min/Makc 4-38 5437
[pyna 3a TepmiHoM BariTHocTi, n (%)°
n 85144 6123
Mepwa (10-13,9 TxHig) 54088 (63,5) 2883(47,2)
[Jpyra (14-27,9 uxHiB) 29963 (35,2) 3103 (50,8)
Tpeta (28—49 i binbLue 1093 (13) 2700
TUXKHIB)
Yac Ha 06pobky (pobounx AHiB)
(epepnin 33 51
MoxnuBa noxubka 2-4 4-6
Bukniouenns, n (%)
3aranbHa KinbKictb 1376(1,6) 149 (2,4)
3 TeXHIYHMX NPUYMH® 101(0,1) 43(0,7)
3 QAMiHiCTpaTUBHIX MpUYNH’ 1214(1,4) 106 (1,7)
TNokanbHi® 45(0,05)

CLIA — nonpaBku AnA nigBULLEHHA AKOCTI aHANI3iB B KNiHIHNX nabopatopiax, (B — cepeaHe
BiAXMNEHHA

! [lemorpadiuHi nokasHuKm 6ynu oTpUMaHi He AnA BCiX 3pa3KiB, TOMY MiApaxyHKu
BiZo6paxaloTbea OKpemo.

2 i 3 pobit T. Futch 1a in. [10].

3 Bik marepi 6yB niATBepAXKeHWI B Aiana3oHi MiHIMaNbHUA — MaKCUManbHWI; Liana3oH Biky
Matepi 36iraBca 3 iHWUMI BENMKOMACLUTaOHIMI KRiHIYHUMI focnimkerHamu [12, 21].
“3pasKu, OTPUMaHI Bif NaLlieHTOK i3 TepMiHOM BariTHOCTI MeHLLe 10 TUXKHIB, He 6y
BKJIOYEHI B JOCTIIPKEHHS.

> ToumecTp Ha MoMeHT 3a60py KpoBi.

8 BUKNIOYEHHIO 3 TEXHIUHMX NPUYUH NiZNAraniA 3pasKu, AKi He BiANOBIAaNM CTaHAapTaM

KA: Bucoknit Bmict cfDNA (41/101; 58,9%), HesignogigHuii Bmict ¢fDNA (11/1071;7,5%),
nomunkm KA (43/101; 29,5%) Ta npobnemu nig yac nabopatopHoi 06pobku (6/101; 4,1%).

7 [lo HaituacTilumx aAMiHICTPAaTUBHUX NPUYNHIA BUKAOYEHD HANEXanN: He3a0BiNbHA AKICTb
3pa3Ka, 0TpUMaHHs Npobipky nicna 3akiHyeHHA TepMiHy ctabinbHocTi (Binblwe 5 gHiB nicna
3abopy), CKacyBaHHA TecTy NlikapeMm, AKWIA 1i0ro 3aMOBIB, a TaKOX TEPMIH BAriTHOCTI MeHLue
10 TXHiB.

8 TIUTaHHA LWOAO0 BUKAOUEHD B Pe3yNbTaTi NoKanbHUX npobnem 6ynu BupilLei.

Ta6nuus 2. MopiBHAHHA YaCTOTH aHeYNNOIAT B AOCNIAKYBaHNX KOropTax

MokasHuk ( _CLIA E ||:|m[c1|(‘)]Ta R
n=286658) (n=6123) p
[loBigomneHi Bunagku, n 85298 5974

BincyTHicTb aneynnoigii, n (%) 83156 (97,5)  5564(93,1) <0,0001

MpucyHictb aHeynnoigii (AD), n (%) 1858(2,2) 240 (4,0) <0,0001
Xpomocoma 21, n (%) 1255(1,5) 155 (2,6)
Xpomocoma 18, n (%) 412(0,5) 66(1,1)
Xpomocoma 13, n (%) 191(0,2) 19(0,3)

Nigo3pa Ha aHeynnoigito (AS), n (%)’ 284(0,3) 170(2,8) <0,0001
Xpomocoma 21, n (%) 102(0,1) 60(1,0)
Xpomocoma 18, n (%) 136(0,2) 50(0,8)
Xpomocoma 13, n (%) 46 (0,05) 60 (1,0)

CLIA — nonpaBky AnA NiABILLEHHA AKOCTI aHani3iB y KNiHiuHMX nabopaTopisx
' Bunagkw AS 6ynu Bigmiveri Ak TaKi, Lo He nianAraiotb Knacudikavii B opuriHanbHii
ny6nikauii [10].
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PucyHok 2. [loBiaKoBi KniHiuHi pe3ynbTatu

(A) AHeynnoizia 6yna Bu3HaueHa y 940 Bunapkax 3 1858.

(b) Bci no3utusHi peynbraty — 1094 Bunagku (MpucyTHicTb aHeynnoigii i nigo3pa Ha
aHeynnoigito) 32 142.

=~ B 90 BMNagKax Bif3Havanaca cMepTb Naofa nif vyac BaritHo-
cTi 63 faHKx aHanisy Kapiotuny.

3aranom i3 2 142 sunagkis AD/AS pesynbtati 6ynu HapaHi
ana 1094 (51,1%) 3paskiB (puc. 2b):
= B 616 Bunagkax AD/AS pe3ynbtati 6ynu nigTeepaxeHi um-
TOreHeTUYHNUMUN METOLAMN [OCILMKEHHS;
= 125 BUnagkKiB He Manu )XoaHoi iHpopMaLlii wogo Kapiotuny;
% y 261 BunagKy oTpyuMaHa HeBiANOBIAHICTb pe3ynbTaTis;
=~ B 92 BMMNagKax masa MicLie CMepTb Nioda nif vyac BariTHOCTI
6e3 aHanisy Kapiotuny.

Y 85 298 3apeecTpoBaHux Bunagkax yactota X1 pesynbraris
ctaHoBuna 0,1% (120/85 298) pns Bunaakis AD i 0,3% (261/85
298) pna Bunagkis AD/AS y uinomy. 3aranom, Ak i nepenb6ava-
nocs, cepef BunagkiB AD, fiKi CKnafatoTb GifbLiCTb MO3UTUBHIIX
3pa3kKiB, BiANOBIAHICTb pe3ynbratamM [iarHOCTUKKU Byna HawBu-
woto. 3 85 298 3apeecTpoBaHUX BUNafKiB labopaTtopisa oTpu-
Mana 15 (0,02%) XH, 3 skux 6 sunagkis T21 (BKioyaroum oguiH
BMNaAoOK MO3ailuun3my nnoga), 7 Bunagkis T18, 1 Bunagok T13, a
TakoX 1 BMnagok mo3aium3smy nnoga 113 i T18; xapaktepmnctuku
3a BiKOM MaTepi Ta TepMiHOM BariTHOCTi y rpyni 3 XH pe3ynbTa-
TOM 36iranncs 3 xapakTepucTrkamm 3arasibHol Koroptu (Tabn. 1).

KniniyHi nokasHuKu egpekmueHoOCMi ma npo2HoCMu4YHa

3Ha4Yywicmes NO3UMUBHO20 pe3ysibmamy

CratnctnuHi gaHi wopo edektusHocti NIPT 6ynu oTprmMaHi
Ha OCHOBI AOCTYMHUX AaHWX AiarHoCTUKKM (Tabn. 3) 3 Kopury-
BaHHAM PO3Mipy KOropTW 3ajieXXHO Bif KifIbKOCTI NigTBepA-
XKEeHNX NO3UTUBHUX pe3ynbraTiB. OCKinbkyu pesynbratv nig-
TBEpIKEeHHA He Oynu JOCTYynHi B NOBHOMY 006CA3i, fiana3oH
4yTnMBOCTI Ta crieundiuHoCTi 6yB OLiHEHWI 3 NPUNYLLEHHAM
Ha Te, WO NO3UTUBHI pe3ynbTaTu, AKI He Manu NiaTBepaXeHHS,
PO3LiHIOBaNMCA AK BigNOBIgHI NPY BEPXHiA MeXi 3HauyeHHA
ab0 HeBIAMOBIAHI — NPU HXKHIA MeXi. 3a iICTUHHO HeraTuBHI
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pe3ynbtatvi NIPT 6ynu npuinHaTi Ti, siki po3uiHioBanuca ak NAD
Ta He 6ynu NigTBEpAXeHi [OAATKOBUMM JaHVMMU WOLO HeBif-
NOBIAHOCTI pe3ynbTaTiB.

OuiHKa MPOrHOCTMYHOI 3HAYYLLOCTi MO3UTUBHUX pe3ynbTaTiB
NpoBOAMIACA Ha OCHOBI aHani3y BUMAAKIB i3 LMTOreHeTUYHUM
niaTBEpPAKEHHAM (Tabn. 4). 3a pe3ynbTaTamy JaHOro Jocnif-
»KeHHA fiana3oH 3HayeHHA MNP 3a KOXHOK XPOMOCOMOI AniA
pe3ynbraTy AD cknagas 50,0-92,8%. Xoua B uinomy MNP 6yna
BMICOKOI0, Il MOKa3HWK B KOXXHOMY OKpeMOMY BUMNAAKY 3anexas
Bif iHAMBIOyanbHOro anpiopHOro pu3snKy, AKNN BPaxoByBaB
BIK MaTepi, TepMiH BariTHOCTI, HaABHICTb/BIACYTHICTb iHLIMX
03Hak aHeynnoigii nnoga. B xiHok, gna akux NIPT 6yB nep-
BUHHUM CKPUHIHIFOM, OCHOBY anpiopHOro pu3snKy Cknagas BiK
maTepi. PospaxyHok MNP gna T21, T18 i T13 y BikoBuUx rpynax
3 iHTepBanamum B 5 poKiB (puc. 3) NpoBOAMBCA Ha OCHOBI NOKa3-
HWKIB 4yTnMBOCTI i cneundiyHocTi (Tabn. 3), AKi 6ynm BU3Have-
Hi B LLbOMY AOCNIAXEHHI, Ta 3aXBOPIOBAHOCTI Ha 10-My TWXHI
BariTHocTi [20]. byno BcTaHOBMEHO, WO 3 BikoM nokasHuk [P
3pOCTaE€ Yepes BULLY YaCTOTY BUHUKHEHHA aHeynnoigii nnoga.

OBIrOBOPEHHA PE3YJIbTATIB AOC/IAXEHHA

BnposagxeHHa NIPT B KniHiYHY NpaKkTKy B MeXKax npeHa-
TafIbHOro CKPWHIHIY NPM3BeNno A0 ANCKYCIi WoAo BaXANBOCTI
HafaHHA iHpopMmaLii Npo 3acTOCyBaHHA pe3ynbTaTiB [OCHig-
XeHHA. OKpim Toro, gedAki NPodecifHi CninbHOTW 3aKNNKaloTb
[0 perynApHOro 3BiTyBaHHA WOAO OTPUMAHUX KAIHIYHUX NO-
ka3HuKiB NIPT [5-7, 9, 22]. OckinbKu HeiHBa3BHUI NpeHaTab-
HWN CKPUHIHF — BiHOCHO HOBMWI HaNPAMOK Y MpeHaTasbHiln
cohepi, ae AOCNigXKeHHs NOCTINHO OHOBJIIOIOTLCA Ta BAOCKOHA-
NIOI0TbCA, MM TAKOX BBaXKAEMO, L0 HafaHHA iHdopMmauii Wwoao
MOTOYHMX MOKa3HUKiB edekTnBHOCTI NIPT € Haa3BuuariHO
BaxknuBKM. [lo Toro X, y Tol vac Ak NIPT nepectae 6yt ckpu-
HIHI-TECTOM TifIbKU MPW BariTHOCTI 3 BUCOKNM PU3NKOM i TPaHC-
$OpPMY€ETLCA B iIHCTPYMEHT CKPUHIHTY IS XKiHOK AK 3 BUCOKUM,
TaK i 3 HA3bKMM CTYNEHEeM PU3NKY, LLIO BaXNIMBILLIMM € OTPUMaH-
HA 3BIiTIB NP0 eeKTUBHICTb AOCIAXKEHHA B 3MiHHIN nonynaAwii
navieHTOK. 3 MOMeHTY Ny6niKauii nepLuoro KniHiYHOro Joceigy
[10] NIPT nponwwno KinbkKa BaNUBMX eTaniB BLOCKOHANEHHS,
AKi CTaBUAN 33 METY 3HU3UTK YacToTy NOMUNOK i XI1 pesynbra-

Ta6nuus 3. Yytnusicrb i cneumndiunictb ana 3paskis AD/AS y nopiBHAHHI 3 ony6nikoBaH
Jla6opatopis, atectoBaHa 3rigHo 3 CLIA
YyTAKBICTb, OTPUMAHA LUAAXOM

CnewyndiunicTb, 0TpUMaHA LWAAXOM
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PucyHok 3. IHcTpymeHTH KoHcynbTyBaHHA wopo MNIP
MNP 6a3yeTbcA Ha OLiHLi po3noBciogxeHocTi Ha 10-My TWxH BariTHocTi [20] (NyHKTUpHI ikii),
BiLli MaTepi, Noka3HIKax YyTnMBOCTI i cneuudiuxocti (Tabn. 3).

TiB i B NigCyMKy Npu3Benu Ao niaBuLleHHA epeKTUBHOCTI Tec-
Ty. B Win cTaTTi M1 nopiBHANK pe3ynbTaTi JaHOrO KIiHIYHOro
JOCBigy 3 nonepefHiM AnAa niagBULWEeHHA epeKTUBHOCTI TeCTy
Ta OMNWCaHHA AWHaMIKM 3MiH aeakux nokasHukis NIPT 3 momen-
Ty NOro BNpOBagXeHHA. Kpim TOro, Mn BNKOPXCTOBYBanu Li
OHOBJIEHI MOKa3HUKN ANIA PO3POOKUN IHCTPYMEHTY KOHCYNbTY-
BaHHsA wogo MNP

Lle pocnigxeHHA NpoAeMOHCTPYBano MOKpPaLleHHA TPbOX
KMIOYOBUX TMOKa3HUKIB ePeKTUBHOCTI: TEPMiH OTPUMAHHS
pe3ynbTaTy, KiNbKiCTb BUK/IOYEHb i HeTouyHa Knacudikauisa
pe3ynbTaTiB. Y Ui CTaTTi MM NOKAa3yeMO, WO NiCNA BAOCKOHa-
NIeHHA TeCTyBaHHA YacTOTa BUKIOUEHb 3 TeXHIYHWX NPUYNH
3HM3uNaca 3 0,7% no 0,1%. HeobxigHO Big3HauNTW, WO Le no-
Ka3HWK € 3HAYHO HUXKUMM, HixXK MOBIAOMNAIOTD iHWi nabopatopii
(1,9-7,7%) [1,12,13].

3 momeHTYy nossu B 2012 poui NIPT 6yno oppasy 3anpoBag-
eHe B KNiHiYHy npakTuKy. CnoyaTky BOHO NPOBOAMIIOCA BU-
HATKOBO Cepep XiHOK i3 BMCOKMM CTYNeHem pU3nKy i YacTo
NPOMOHYBaNoCA AK [OOATKOBU CKPUHIHT APYroro piBHA, WO
3peLuTolo NPM3BeNo A0 OTPMMAHHA BMCOKOI YacTOTW pe3ynb-
TaTiB AD, a 3pa3ku 3gebinbworo 6panu nig yac gpyroro Tpu-
mecTpy [10]. OuiHMBLIN 3MiHM B KAiHIYHIA nonynAuil 3 noyat-

UMK NOKa3HUKaMK Banigaujii
Banipauiithi gocnipkenus’'
PiBeHb

[oKa3HuK cnoCTepexeHHs! PiBeHb uyTMBoCTi® CoCTepexeHHS cneundisHoCT? YyTamBicTb Cneundivnictb
Tpucomia 21 99,49% 98,66-99,53% 99,77% 98,92-99,91% 100% 99,76%
Tpucomia 18 97,23% 94,20-98,15% 99,69% 99,51-99,85% 97,37% 99,57%
Tpucomia 13 97,98% 95,56-98,87% 99,84% 99,77-99,93% 87,50% 100%

CLIA - nonpaBKu anA NiZBULLEHHA AKOCTI aHANI3iB B KNiHIYHNX nabopaTopisx

' EdekTvBHiCT Banipauii 3 koroptit MELISSA [4], aka Bkniouana 90 3pa3kiB Tpucomii 21, 38 3pakis Tpucomii 18 i 16 3pa3kis Tpucomii 13; HeknacudikoaHi 3pa3ku 6ynu BigHeceHi 4o

NO3UTUBHKX.

2YyTnuBicTb i cneyydiunictb 6ynu po3paxoBaHi 3 BUKOPUCTAHHAM OCTYMHIX JaHUX KIHLEBIX Pe3ynbTaTi, Lo MICTATD BIAOMOCTi Npo PO3Mip KOTOpTH, CKOPUroBaHMii BIANOBIAHO A0

MO3UTUBHIX BUNAJKIB 3 ﬂiﬂTBepﬂ)KeHVIMVI pe3ynbratami.

3 HikHA Mexa CupaeTbca Ha MPUNYLLEHH, LW BC He3apeecTpoBaHi BUNA/IKIA € CynepeunuBIMM, a BepXHA — Ha NPUNYLLEHH, LU0 BCi He3apeeCTPOBaHi pe3yNbTaTy € BiANOBIAHUMIL.

Ta6nuus 4. MokasHMKKM YYTANBOCTI Ta cneldiuHOCT, OTPUMAHI LLNAXOM CMOCTEPEIKEHHA

MokasHuk Tpucomia 21 Tpucomis 18
3pa3kun AD/AS! 85,5% (443/518) 51,2% (130/254)
3paskm AD' 92,8% (439/473) 74,3% (127/171)

'IMP, 0TpUMaHa B LIUTOTEHETUYHO MiATBEPIKEHNX BUNAAIKAX.
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Ky BnpoBagxeHHA NIPT, Mu AifWwnn HacTynHOro BUCHOBKY:
Hapasi NIPT yacTiwe BMKOHYETbCA B nepliomy TpUMeCTpi,
Wo BiANoOBiAae BMMOraM npeHaTalibHOrO CKPUWHIHTY nep-
woro piBHA. TakoX, BignoBigHo fo iHpopMauii, HagaHoi na-
6GopaTopi€lo, BiA3HAYAETbCSA 3HAYHE 3HUKEHHSA KiNbKOCTI
no3nTuBHUX pesynbtaTie (AD/AS) [10]. Lle MoXHa noAacHUTK
NOEQHAHHAM [BOX YMHHUKIB. [Mo-nepue, HMXKYa YacToTa BU-
ABNEHHA XPOMOCOMHUX aHOManii CnpuyYMHEeHa 3MiHamu B
MOKa3saHHAX AN NPU3HAYeHHA JOCNigXeHHA — 36inblimnaca
KiNbKICTb BariTHUX i3 HU3bKUM PU3NKOM aHeymnoiain y nno-
Za, Akum 6yno BukoHaHo NIPT. Mo-ppyre, B4OCKOHaNeHHA Xi-
MiYHMX XapaKTepPUCTUK CeKBEHYBaHHA i anropuTmiB aHanisy
cnpuvAnm 6inbwiin TOYHOCTI BU3HaYeHHA mexi mixk NAD i AD,
WO Npu3Beno [0 3MEeHLUEeHHA KinbKocTi pe3ynbraTiB AS. Lle
BAOCKOHANIEHHA Ma€E BaXMBe KJliHIYHe 3HaYeHHA.

36inblueHHs KinbkocTi 3acTtocyBaHHA NIPT B KniHiuHin npak-
TULi NOKa3ano, HacKiNbKM BaKNMBUM € 3iCTaBfIEHHA pe3yrib-
TaTiB 3 KJiHiYHOW iHPopMauielo Ta aHanis obmexeHb AnA
JoCnifXKeHHs. Y LboMy JOCNiAXKeHHI fo8aTKOBI AaHi 6ynu oT-
pUMaHi He ANA BCiX BUNAAKIB, MPOTe MOKAa3HWUKN YyTANBOCTI
Ta cneundivyHocTi BignoBiganu BanigauiiHUM [oOCHiOXKeH-
HAM (Tabn. 3) Ta nigTBepAMAN BMCOKY TOUHiCTb NIPT B KniHiu-
Hux ymoax. [poTe cnig nam'atatn: xoua NIPT i ma€ Bucoky
YyTNMBICTb Ta cneuudiyHictb, XM Ta XH pesynbratv MOXyTb
O6yT oTpumaHi. ToMy BCi MO3UTMBHI pe3ynbTaTi HEOOXigHO
nigTBEPAXYBaTU AiarHOCTUYHMMK mMeTogamu. [nAa Brvnagkis
AD y uin KoropTi 3aranbHa yactota nmoBipHux X[ Brnagkis
ctaHoBuna 0,1%. MopiBHAHO 3 NINOTHUMM [OCHIIXKEHHAMMN LiEN
NoKasHUK € gewo Huxumm: 0,1% npotn 0,2% [10]. 3aranbHa
KinbkicTb XH pe3ynbratis cknagana 0,02%, wo 36iraetbca 3 iH-
WwMMK paHilwe onybnikoBaHummn gaHumum (0,01-0,06%) [12, 13,
17]. Ockinbkn XH pe3ynbrati BifHOCATbCA A0 BUMNAAKIB, NpO
AKi nosigomnany nabopatopii cami NauieHTKK, TXHA iCTUHHA
KiNbKiCTb MOXe 6y T BULLOIO.

B pe3synbrati 3miH B nokasaHHAx ana NIPT cnocTepiraetbca
3MILLEHHA aKLEeHTY B MeXax HeLlofaBHO NpoBeaeHNX JOCNia-
XeHb B 6ik aHani3y MPOrHOCTUYHMX NoKa3HuKiB [12, 13, 24, 25],
AKI MOXYTb 6y TU 6inbll ePeKTUBHUMM Mif YaC KOHCYNbTYBaH-
konueanaca Big 50,0 go 92,8% (Tabn. 4), Wo BignNoBigac iHWMM
ony6/iKoBaHNM MOKa3HMKaM MPOrHOCTUYHOI 3HAYYLWOCTi Mo-
3uTtmeHoro pesynbtaty NIPT [12, 13, 24]. lLlo cTocyeTbca xpo-
mocom 13 i 18, To ouikyBanacb Huxu4a [P, ockinbku 3axsopto-
BaHicTb Ha T18 i T13 mae HuXuy yacToTy, Hixk T21. OKpim TOro,
6yno oTpumaHo GinbLue faHNX NPO BUMNAZKM MO3aiLM3my no-
Ja i nnaueHTn B xpomocomax 13i 18 [26].

Xoua npodeciliHi cninbHOTK 3aKNMKanu A0 3BiTyBaHHA LWOAO
MMP, npy HagaHHI iHGopMaLil NalieHTKaM Lel NMoKasHUK AK
IHCTPYMEHT KOHCYNbTyBaHHA AOHWHI He 3acTocoByBaBcA [19,
27]. OCHOBHOI MOXMBOK NPUUMHOK € 3anexHicTtb MMMP Big
anpiopHOro puv3uKYy, WO YCKMNaAHIOE 3BiTYBaHHA LWOQO nep-
COHidiKkoBaHOI NMPOrHOCTUYHOI 3HAYYLOCTi NO3UTUBHOrO pe-
3ynbraty. ANpPIOPHUA PU3MK MALIEHTKN 3anexuTb Big Takmx
NMOKa3HUKIB AK BiK MaTepi, TePMiH BariTHOCTI, CiIMEeNHNA aHaMm-
He3, a TaKOXK HaABHOCTI iHLWIMX O3HAK BUCOKOro pu3unKy (Ha-
npvknag, pesynbtatv Y3[ abo no3nTUBHI pe3ynbTaTi aHanisy
cumpoBaTku). Ha xanb, i3 6naHKiB HanpaBfieHb Ha TeCTYBaHHA
He 3aBXAW BOAETbCS OTpMMaTV AeTanbHy iHbopMmauil npo
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MaLiEHTKY, LLIO MOXe YCKNagHUTUN nepcoHidikaLito 3BiTyBaHHSA
wogo MNMP. LLlo6 cnpocTUT KOHCYNbTYBaHHA XIHOK 3 MO3UTUB-
HUM pe3ynbTaTom, My po3pobunu Tabauuto MNP (puc. 3), Ha
AKY KNIHILUCTU MOXYTb CNMpaTUCA B Npoueci iT BU3SHaYeHHA,
BMKOPUCTOBYOUN nuile Bik mMaTtepi. i yac KOHCynbTyBaHHA
NaLEHTOK CAif TaKOX 3BEPHYTU yBary Ha HaABHICTb iHLINX
NoKasHUKiB (Hanpuknag, pesynbtaty Y3[), Aki MOXyTb NiaBu-
WUTW anpiopHUN pu3KK BaritHoI, a oTxe, i MNP, nopisHAHO 3
PU3NKOM, BU3HAUYEHUM nnLue 3a BikoM maTepi. MiHOK i3 HU3b-
KUM PU3MKOM (BiACYTHICTb O3HaK BMCOKOro pu3uKy) cnif
npoiHGopmyBaT/ Npo Te, WO BOHU MaTUMyTb HUK4y [MT1P.
HesBaxatoun Ha Te, wo MNP B XiHOK i3 HU3bKNM CTyneHeM
PU3NKY € HUXKUOIO, HiXK Y KIHOK i3 BUCOKM CTYNEHEM pU3MKY,
nikapto BaXknueo 3po3ymitu, wo ana NIPT MNP € Buwoto, Hix
nig yac TpaAunLiiHOro CKPUHIHIY BariTHOCTI, He3aNeXHo Bif
BiKy MaTepi abo anpiopHoro pusuky [24, 25]. Mun pagumo Bu-
KopucToByBaTy Uen iHcTpyMeHT MNP B KniHiuHin npakTuui gna
TOro, Wob Kpatye iHGopMyBaTU NaLEHTKY LOAO CTYMNEHA pyU3n-
Ky, NpOTe 3aBXXAN PEKOMEHAYEMO NPOBOAUTY AiarHOCTUYHE
iHBa3NBHe TecTyBaHHA ANA MiATBEPIKEHHA MO3UTUBHOIO
pesynbraty. JlikapaMm TakoXX BaxknuBo po3ymity, wo [P
3MIHIOETbCA 3aJIeXKHO Bif} pi3HOBMAY HeiHBa3MBHOIO NpeHa-
TaJIbHOrO TeCTYBaHHA. B faHomy focnigKeHHi Lie NoKasHuK
AK IHCTPYMEHT KOHCYnbTyBaHHA onucaHun came ana NIPT
«Verifi».

BNCHOBKUA

HeiHBa3nBHe npeHaTanbHe gocnigxeHHaA (NIPT) — TectyBaH-
HA, AIKE XapaKTepUn3y€ETbCA BUCOKOK Yy TIUBICTIO, HA3bKNM PiB-
Hem XMOHWX pe3ynbTaTiB Ta MoXe 6yTr 3aCTOCOBaHO ANA Npo-
BeieHHA CKPVHIHIY aHeynnoigii nnoaa.

NIPT € HapiHOO anbTepHaTMBOIO iCHYUMM MeToAam
6i0XiMiYHOrO MpPeHaTanbHOrO CKPUHIHTY B MepLIOMY i pYyromy
TpUMeCTpax.

MNMonepepHi ny6nikauii 3 onncom KniHiuHOro Aoceigy 3acrto-
cyBaHHa NIPT nigTBepamnu BignoBigHICTb NOro epeKTUBHOCTI
pe3ynbTaTaM KNiHIYHUX BanigauiiH1X fOCiAKeHb.

AHani3 6inbw Hixk 85 000 3pa3kKiB, HagaHMX KNiHIYHUM nabo-
paTopiam, Aa€ NiacTaBy BBaXaTw, LLO 3arajibHOreHOMHe CeKBe-
HyBaHHA Ha ocHOBi NIPT He TinbKu BigNOBiAaE XapakTepucTu-
KaM epeKTMBHOCTI, BCTAHOBJIEHUM KAiHIYHUMW BasligauiiHiMmn

BiTb MepeBuLLyE iX.
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HEIHBA3WBHE NPEHATAIbHE AOCTIAMEHHA: KJIHIYHA EOEKTUBHICTD TA AEAKI ACMEKTI KOHCYJIbTYBAHHA BATITHUX

Pe3ynbTatyi aHanisy nosap 85 000 Bunapkis

P.A. Taneja, H.L. Snyder, E. de Feo, K.M. Kruglyak Ta iHwi gocnigxuku komnanii lllumina, Pengya-Citi, Kanigopia, CLUA

Y cTaTTi BUKNIAZEHO pe3ynbTaTv AOCTIIXKEHHS, Ake CTaBUno nepes co6oio ABi OCHOBHI Ljini. Meplua — BU3HaueHHA aKTyanbHUX NOKa3HKIB eQeKTUBHOCTI HeiHBA3VBHYX MPeHaTaNbHIX AOCTILXEHD Ta
P03p06Ka iHCTPYMEHTIB KOHCYNBTYBAHHA LOAO0 NPOTHOCTUYHOCT NO3UTUBHOTO Pe3ynbTaTy 3 ypaxyBaHHAM AeAKUX KNiHIYHUX NOKA3HVKIB Ta anpiopHoro BiKOBOTO pu3iky Marepi. [lpyra — oujiHKa 3miH B
KNiHiuHo-Zemorpadiyniit nonynAwii nicna BNPOBAZXEHHA TeCTyBAHHA.

Merta: HagaHHA KniHiuHO 3HauyLLof iHhopMaLii, HeoOXiZHOT ANA HaNeXHOTO KOHCYNLTYBAHHA NaLliEHTOK.

MeTop;: npoaHani3oBaHi Aemorpadiuni Ta MeTpuyHi Aani 86 658 KnitiuHux Bunaakie. lopatkoa kniHiuHa iHpopmavia byna otpumana ana 3paskie, B AkuX bynu BUABNEHi aHeynnoigii B xpomocomax 21, 18
a60 13. 3BiTHICTb LLOJ0 BCiX CynepeunuBix pe3ynbratis 6yno pekomeHs0BaHO NOAABATI Y AOBINbHIi GopMi.

Pe3ynbraru: i3 86 658 BUNajKiB KputepiAM BKIIOYEHHA B A0CTIMKeHHA Bianoginany 85 298 (98,4%) 3pa3kis. Kinbkictb BukntoueHux 3pakis cknana 1360 (1,6%), 101 (0,1%) 3 HuX He 6yB npuitHATYIA 3
TexHiyHux npuymH. CepepHili TepmiH aHanisy oHoro 3paska cknaaas 3,3 pobounx aHi. AHeynnoigia 6yna BusBneHa abo nigo3ptoanach y 2 142 (2,5%) BUNajKax i3 3aranbHok NO3UTUBHOK NPOrHOCTUYHOK
3HauyLyicTio peynbraty 83,5% (608/728); BCTaHOBNEHMIA iana3oH MPOrHOCTUYHOCTI NO3UTUBHOTO pe3ynbTary AnA Tpucomiii 21, 18113 — Bip 50,0 A0 92,8%. Po3pobneHo Ta 3anponoHoBaHo anroputm
iHAVBIZYaNbHOrO KOHCYNLTYBAHHA NALIEHTOK LLOAI0 MPOTHOCTYHOCTI MO3UTUBHOTO Pe3ynbTaTy 3 ypaxyBaHHAM anpiopHOro BikoBOro pusuKy matepi.

BucHOBOK: 3BiT 1aHOT0 BeNMKOMACILTabHOro AOCTIKeHHA NIATBEPKYE, LU0 HeiHBA3UBHE NpeHaTaNbHe 0CNIXEHHS € BICOKOUYTAMBIM METOAOM A/1F NPOBE/IEHHA NPEHATNIbHOTO CKPUHIHTY aHeynnoiaii
nnoga. oro BROCKOHaneHHA B npoLieci AOCMIIKEHHA CNPUANO 3HIDKEHHIO KINbKOCTI NOMUNOK, CYMHIBHUX Pe3ynbTatiB, pe3ynbTaTiB, AKi HEMOXNBO KNacuQikyBaTy, 3MEHLUEHHIO TPUBANOCTI OTPUMAHHA
pe3ynbraty. Po3po6rieHo iHCTPYMEHT KOHCYNIbTYBAHHA A0 NPOFHOCTUYHOCTI NO3UTUBHOTO Pe3yAbTaTy ANA HaAAHHA HaneXHoi iHdopmaLyl naLjieHTKam.

[ixepena dpiHaHCyBaHHA: fOCNifKeHHA NPoiHaHCOBaHO Komnaieto lllumina.

Kondnikr inTepeciB: aBTopy cTaTTi € CNiBpobiTHMKaMN | akLioHepamu Komnaii lllumina.

KntouoBi cnoBa: aHeynnoigi, HeiHBa3uBHe npeHaTanbHe A0CHIAKeEHHS, NPOTHOCTUYHICTb NO3UTUBHOTO pe3ybTary.
HEMHBA3MBHOE MPEHATAJIbHOE UCCIEAOBAHUE: KNTUHUYECKAA SOOEKTUBHOCTD U HEKOTOPBIE ACNEKTbI KOHCYIbTUPOBAHUA BEPEMEHHDBIX

Pe3ynbTatbl aHanusa 6onee 85 000 cnyyaes

P.A. Taneja, H.L. Snyder, E. de Feo, K.M. Kruglyak u apyrue nccnenosarenu komnanuu lllumina, Pessya-Cuu, Kanugophus, CLUA

B cTaTbe u3noxeHbl pe3ynbratbl CCIe[0BaHUSA, KOTOPOe CTaBUO Nepes co60ii ABe 0CHOBHbIE Lienn. llepBad — onpeAeneHie akTyabHbIX noka3aTeneil 3¢GeKTMBHOCTI HeNHBA3UBHbIX NPEHATANbHBIX
IICCNEA0BAHMIA 1 pa3paboTKa MHCTPYMEHTOB KOHCYNTUPOBAHNA HACYET NPOTHO3UPYEMOCTH MONOKMUTENbHOTO Pe3ysbTata ¢ y4eToM HEKOTOPbIX KNMHUYECKIX NoKa3aTeneil 11 anpuopHoro BO3PacTHOO pUcka
Marepy. Bropas — oLieHKa U3MeHeHuii B KIMHIKO-AeMorpaduueckoil nonynaLum nocnie BHeAPeHUA TeCTMpoBaHus.

Llenb: npesocTaBnenme KNMHNYECKM 3HaUYMMOI MHGOPMALIK, HeoBXoAUMOI ANA HaZNEXaLLero KOHCYNLTUPOBAHIA NALMEHTOK.

MeTop;: npoaHanu3upoBaHbl emorpaduueckie 1 MeTpuyeckue AaHHble 86 658 KNuHUUECKWX cnyyaeB. lononHUTeNbHAA KNMHUYeCKas MHGOPMaLUA Obina nonyyeHa And 06pasLios, B KOTOPbIX bl
06Hapy»eHbl aHeynnouaum B xpomocomax 21, 18 wam 13. OT4eTHOCTb N0 BCeM NPOTUBOPEUMBLIM Pe3ysibTaTam 6binio peKoMeHA0BaHO NoZaBaTb B NPOU3BOSbHOI GopMme.

Pe3synbTarbl: v3 86 658 Cnyyaes KpUTepUAM BKNIOYEHNA B 1CCNei0BaHIe C00TBETCTBOBaNM 85 298 (98,4%) 06pa3LioB. Konuuectso ucknioueHHbix 06pasLios coctasuno 1360 (1,6%), 101 (0,1%) u3 Hux He
6bin NPUHAT N0 TeXHYECKUM NpUYMHaM. CpeaiHMiE CPOK aHann3a ofiHoro 06pasia coctaun 3,3 pabounx AHA. AHeynnonaua 6bina 06HapyeHa unu nopo3pesanach B

2142 (2,5%) cnyyanx ¢ 0bLLieil noNoXuTeNbHOIA MPOrHOCTUYECKOi 3HauMMOCTblo pe3ynbrata 83,5% (608/728); ycTaHoBMeHHbIt Ayana3oH NPOrHO31PyeMOCTY MONOXUTENbHOO pe3yAbTaTa A Tpucomuii 21,18 1
13 - 0150,0 10 92,8%. Pa3paboTaH 1 npeznoxeH anropuTM UHANBUAYaNbHOTO KOHCYNLTVIPOBAHIA NaLMEHTOK N0 NPOrHO3VPYEMOCTY MONOXUTENbHOTO pe3ynbTara C y4eToM anpiopHOro BO3PacTHOrO pucka Matepu.

BbIBOA;: 0TUET JJaHHOT0 KPYNHOMACLUTAOHOrO MCCNIeZ0BaHMA NIOATBEPXAAET, UTO HEMHBA3VIBHOE NPeHaTalbHOe UCCTIEN0BaRME ABNAETCA BbICOKOUYBCTBUTENbHBIM METOA0M 1A NPOBEAEHNA NIPEHATANbHOTO CKPUHMHIA
aHeynnouauy nnoga. Ero coBepLueHCTBOBaHME B MpoLiecce HCCneL0BaHA CIoc06CTBOBANO CHKEHNH KONIMYECTBA OLUMGOK, COMHUTENbHBIX Pe3yNbTaToB, Pe3y/bTaToB, KOTopbie HeBO3MOMKHO KIaccdULVpOBaTD,
YMeHbLUEHMI0 NPOZOMKITENLHOCTY NONYYeHNs pe3ynbrata. PaspaboTaH MHCTPYMEHT KOHCYNITVPOBAHMA N0 NPOTHO3MPYEMOCTYA MOIOXMTENIbHOTO Pe3yNbTaTa ANA NpeLoCTaBNeH!A HaAexaLLel MHGOPMALIN NaLeHTKaM.

WcTouHnKm puHaHCMpOBaHNA: MCCNeZ0BaHVe NPodUHAHCMPOBaHO Komnakueit lllumina.

KoHAUMKT MHTEpecoB: aBTopbI CTaTbyl ABNATCA COTPYAHMKAMY U aKLMoHepamu komnaxuy lllumina.

KnioueBble ¢n0Ba: aHeynnonans, HetHBauBHoe NpeHatanbHoe UCCeioBaHue, POrHO3MPYeMOCTb NONIOKUTENbHOTO pe3yribTaTa.
NONINVASIVE PRENATAL TESTING IN THE GENERAL OBSTETRIC POPULATION: CLINICAL PERFORMANCE AND COUNSELING CONSIDERATIONS IN OVER 85000 CASES
P.A. Taneja, H.L. Snyder, E. de Feo, K.M. Kruglyak and others researchers of lllumina, Redwood City, CA, USA

The article contains the results of the research, which set two main goals. The first is the determination of the actual indicators of the effectiveness of noninvasive prenatal studies and the development of
counseling tools ahout the predictability of a positive outcome, taking into account certain clinical indicators and the a priori age risk of the mother. The second is the assessment of changes in the clinical and

demographic population after the introduction of testing.

Objective: The primary goal of this study was to provide clinically relevant information for appropriate patient counseling.

Method: Demographics and test metrics were reviewed for 86 658 clinical cases. Outcome information was requested for samples reported as aneuploidy detected or suspected for chromosomes 21, 18, or 13;
voluntary outcome reporting was encouraged for all discordant outcomes.

Results: 0f 86 658 cases, 85298 (98.4%) met inclusion criteria for result reporting. Of the 1360 (1.6%) cancellations, only 101 (0.1%) were for technical reasons. Average time to result was 3.3 business days. Aneuploidy was
detected or suspected in 2142 (2.5%) samples. For aneuploidy detected cases with known dlinical outcomes, the overall positive predictive value was 83.5% (608/728); observed positive predictive values for trisomies 21, 18, and
13 ranged from 50.0 0 92.8%. As individual positive predictive values are determined by a patient’s prior risk, we developed a chart for counseling patients on positive predictive value based on maternal age.

Conclusion: This large-scale report reinforces that noninvasive prenatal testing is a highly accurate screen for fetal aneuploidy in the general obstetric population. Test improvements have facilitated a reduction
in failure rates, time to result, and borderline results/unclassifiable results. We have developed a positive predictive value counseling tool to ensure appropriate patient education, counseling, and linical utilization.
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