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Excneptn [UTA HapatoTb iHGopMaLifiHy NiATPUMKY LLOAO TPAKTYBAHHA
pe3ynbTaTie N1abopaTopHOro JoCAigHeHHA Ta iHWKX NpodeciAHMX NMTaHb.
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AncbanaHcy > 7 M6. TecT NpoBeAeHO 3 ypaxyBaHHAM BiACYTHOCTi GeHOMEHY 3HMKatOYOro 6M3HIOKA.
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XapaKTepucTUKK Ta 06MmeKeHHAa meToay

MeToa aocnigyKeHHs:

+ CE-IVD lllumina VeriseqNIPT Solution 2: aBTomaTtn4yHa ekcTpakuia BinbHoi HK 3 nepBuHHMX Npobipok,
aBToOmMaTM30BaHa NiarotosKa 6ibnioTeKun, KinbKicHe BU3HauyeHHA Ta 06’eaHaHHSA (48 um 96 3paskis) Ha poborTi
Hamilton STARIab. Paired-end macuBHe napanenbHe cekBeHyBaHHA Ha lllumina Nextseq 500. Veriseq 48plex
NIPT Workflow, Bepcia nporpamHoro 3abe3neyeHHs: v2.0.0. Bepcia aHanisy: 1.1.0. KoHseep aHanisy VERISEQ
NIPT CE - IVD [lllumina].

- OujiHKa po3mipy ¢dparmenTa AHK nnoga, nnoaosoi ¢ppakKuii Ta BU3HAYEHHS BiAHOCHOI YaCTKM BCiX ayTOCOM i
CTaTEBMX XPOMOCOM, @ TAKOXK XPOMOCOMHOr0O ¢pparmeHTa po3mipom >7 M6 signosigHo fo lllumina Algorithm
VerisegNIPT Solution 2.

TexHiuHi XapaKTepUCTUKHU:
Yytausictb Tecty lllumina VeriseqNIPT Solution 2 ctaHOBUT:
>99,9% — ana Tpucomin 21, 18 Ta 13;
npw ABinHi: Tpmucomin 21 - 96,4%, Tpucomis 18 - 95,7%, Tpucomis 13 - 93,6%;
96,4% — nnAa piaKiCHUX ayTOCOMHMX NOPYLLUEHb;
74,1% — pna HesbanaHcoBaHux nepebynos >7 M6.
CneumndivHictb > 99,8%.

TexHiuHi mexi:

- Llel TecT € CKPMHIHIOBMM METOA0M, IKUIM He 3aMiHIOE KapioTUMNyBaHHA N04a | HE MOXKe BUABUTU
XPOMOCOMHI aHomanii <7 M6 (mikpoaeneuii Ta Mikpoaynaikad,i).

- Y MpeHaTanbHUIt HeiHBa3uBHKI ckpuHiHT Ninalia Genomewide Complete (NIPT po3wunpeHnin) HaaaeTbes

XPOMOCOM Ta aHeynoiAii cTaTeBUX XPOMOCOM.
- Y MpeHaTanbHUI HeiHBa3nMBHUI ckpuHiHT Ninalia Genomewide (NIPT po3iumpeHuit) HagaeTbea iHbopmaluia
npo aHeynaoigji xpomocom 1-22, XpOMOCOMHUI ancbanaHc >7 M6.

- NpoBoantn Tect NIPT He peKOMeHAYETbCA NPU BUABNEHHI YIbTPa3BYKOBMX aHOMaJIN.
- HeratMBHMIA pe3ynbTaT NOBHICTIO HE BUK/IOYAE MOXKJ/IMBICTb YParKeHHA Nao4a.

Bu3HaueHHA cTaTi nnoaa (Ha niactasi gocnigxeHHs [llumina NnpoueHTHOro cniBBiAHOLLEHHS pe3ynbTaTis
BM3HAYEHHSA CTaTeBMX XPOMOCOM i CTaHAaPTHOI OLiHKKM 1963 BMMNaAaKiB):

BigcoTok cniBnagiHHA ons BU3Ha4YeHHA ctaTi nioaa: 100%. ®eHoMeH 3HUKAYoro 6/1M3HI0Ka MoXKe
NOACHUTU XMOHOMNO3UTUBHI pe3ynbTaTh 4/1A Y-XPOMOCOMM.
-Y-xpomocoma moxke 6yTv BUABAEHA NPpW BariTHOCTI ABiMHel0. Afie Npu BariTHOCTI ABilAHEID He MOXHa
BM3HAUYUTUN HAABHICTb aHeynaoigin ctateBnx xpomocom — X0, XXX, XYY, XXY.

BigcoTok cniBnagiHHA ans ctateBux aHeynaoigin: X0 = 90,5%; XXX = 100%; XXY = 100%; XYY = 91,7%.
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