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CraTb: iHoua [aTa 3amoBneHHA:
KomeHTapi:
HasBa gocnigKeHHA Pe3ynbrar OAuHnLi PedepeHTHi
BMMIipPIOBAHHA 3Ha4YeHHA

MpeHaTanbHMit HeiHBa3uBHUIN cKpUHIHT Ninalia 3 (NIPT 6a3oBuii)
MNepBuHHA Npoba: BEHO3HA KpOB

KinbkicTb nnogis 1

®PeHoMeH 3HMKato4oro 6113HIoKa Hi

deTanbHa dpakuis 9 %

Tpucomia 13 He BMABNIEHO He BUABJIEHO
Tpucomia 18 He BUABNEHO He BUABNEHO
Tpucomia 21 He BMABJIEHO He BUABJIEHO
BucHoBOK:
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KomeHTapi

PesynbTaT HeratMBHM WoAo0 pu3MKy Tpucomii 13, 18, 21 xpomocom. TecT NpoBeAeHO 3 ypaxXyBaHHAM BiACYTHOCTI

deHomeHy 3HMKato4oro 61M3HIOKa.

PekomeHgoBaHo: KoHcynbTauia nikaps.

BignosiganbHa ocoba

3aBigyBay abopatopii MONEKYNAPHO-TEHETUYHOrO aHanisy MoKposcbKa T.0.

MauieHT: TECTOBA TECT TECT Ne 3am.: 111111111
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XapaKTepuCcTMKU Ta 06MeKeHHA meToay

MeToa aochipKeHHA:

« CE-IVD lllumina VeriseqNIPT Solution 2: aBTomaTU4Ha eKcTpakuia BinbHOT AHK 3 nepBUHHUX NpobipoK,
aBTOMAaTM30BaHa NiAroToBKa 6i6iioTeKH, KinbKicHe BU3HauyeHHA Ta 06’egHaHHA (48 um 96 3paskiB) Ha poborTi
Hamilton STARIab. Paired—end macuBHe napanenbHe cekBeHyBaHHA Ha lllumina Nextseq 500. Veriseq 48plex
NIPT Workflow, Bepcis nporpamHoro 3abe3neueHHs: v2.0.0. Bepcis aHanisy: 1.1.0. KoHBeep aHanisy VERISEQ
NIPT CE - IVD [lllumina].

- OujiHKa po3mipy ¢parmeHTa AHK nnoaa, nnogoBoi ppakLii Ta BUSHAYEHHA BiIAHOCHOT YaCTKM BCiX ayTOCOM i
CTATEBUX XPOMOCOM, @ TaKOXK XPOMOCOMHOro dparmeHTa poamipom >7 M6 signosigHo ao lllumina Algorithm
VerisegNIPT Solution 2.

TexHiuyHi XapaKTepUCTUKHK:
YyTtameictb Tecty Illumina VerisegNIPT Solution 2 cTaHOBUT:
>99,9% — anAa Tpucomin 21, 18 Ta 13;
npu ABinHi: Tpucomia 21 - 96,4%, Tpucomia 18 - 95,7%, Tpmucomia 13 - 93,6%;
96,4% — AnA piaKiCHUX ayTOCOMHUX NOPYLUEHD;
74,1% — ana HesbanaHcoBaHux nepebypos >7 M6.
CI'IeLI,Md)I‘-IHICTb > 99,8%.

TexHiuHi mexi:

- Lei TecT € CKPUHIHTOBMM METOA0M, AKMI He 3aMiHIOE KapioTMNyBaHHA NN04A | HE MOXe BUABUTH
XPOMOCOMHI aHoManii <7 M6 (mikpogeneuii Ta Mikpoaynaikau,i).

. y I'IpeHaTaanMﬁ HeiHBa3UBHUI CKpMHiHI’ Ninalia Genomewide Complete (NIPT po3wwnpeHnin) HagaeTbes
XPOMOCOM Ta aHeynaoiAii CTaTeBUX XPOMOCOM.

- Y MNpeHaTaNbHUN HEiHBAa3MBHUN CKPUHIHT Ninalia Genomewide (NIPT poswupeHnit) Hagaetbes iHpopmal,in

- NMposoantn Tect NIPT He peKOMEeHAYETbCA NPU BUABNEHHI YNbTPa3BYKOBMX aHOMaNIM.
- HeratMBHWIA pe3ynbTaT MOBHICTIO HE BUK/IIOYAE MOXK/IMBICTb YparKeHHA naoaa.

Bu3HaueHHA cTaTi nioaa (Ha nigctasi gocniakeHHa lllumina NnpoueHTHOro cniBBiAHOWEHHS pe3ynbTaTiB
BM3HAYEHHSA CTaTEBMX XPOMOCOM i CTaHAAPTHOI OLiHKM 1963 BMMNagKiB):

BiacoToK cniBnagiHHA AN BU3HauYeHHA cTaTi naoaa: 100%. deHomeH 3HUKaUoro 61M3HI0Ka MoXe
NOSICHUTU XMBHOMNO3UTUBHI pe3yNbTaTh ANa Y-XpOMOCOMMU.
-Y-xpomocoma moke 6yTu BUsIBNEHA NPM BariTHOCTI ABiMHet0. Ane Npu BariTHOCTI ABiMHEl0 He MOXKHa
BM3HAUYMTU HAABHICTb aHeynn0iain ctateBmx xpomocom — X0, XXX, XYY, XXY.

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