PEKJTAMHBIV MPOCMEKT

VeriSeqg™ NIPT
Solution v2

LOCTYMHbIN KOMMTEKCHbIN
aHann3 ¢ NoJHOreHoOMHbIM
CEKBEHNPOBAHNEM

e KOMMMEKCHBIN aHanmM3 XpoOMOCOM MI0AA C PACLUMPEHHBIM MEHKO
TeCTUPOBaHUA, BaNMANPOBAHHbIN B UCCNE[0BAHUN C OLEHKOW
KAMHMYECKOM AOCTOBEPHOCTM, MPOBeAEeHHOM Ha > 2300 obpasuax

HafexHbI TOYHbI MeToA TeCTUPOBaHMA', BeICTpoe NonyyeHe
pe3ynbTaToB 1 HM3Kas YacToTa oWwnbok

« [lpocToe afanTMBHOE pelleHne A4Na AMarHoCTUKK in vitro
C BO3MOXHOCTbtO aHanusa 24, 48 nnv 96 o6pasLoB 3a OANH 3anyckK

illumina

[na gnarHocTuku In Vitro. JOCTYNHO He BO BCEX PernoHax n cTpaHax. M-GL-01319 RUS, Bepcua 1.0 | 1
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BBenoeHune

HewnHBasuBHoe NpeHaTanbHoe TecTuposaHue (HUIMT)

C ceKkBeHMpoBaHneM HOBOro nokoneHus (next-generation sequencing,
NGS) nossonsieT nony4yatb HaAEXHbIE Pe3ybTaThl MPU CKPUHUHIE Ha
XPOMOCOMHbIe aHeynnonanu noaa yxe Ha 10-vi Hegene rectaymm.
Heobxoaunmbii A5 TeCTMpoBaHus 06beM MaTepUHCKOV KpOBM — BCEro
ofHa npobupka? 3. Onupasack Ha npeumylyectBa NGS, a¢pekTnBHON
TexHosnorum komnaruu lllumina, meton VeriSeq NIPT Solution v2
o3BoNAET NPUMEHSATb B xoae HUIT nonHoreHoMHoe CeKBEHUPOBaHNe
(whole-genome sequencing, WGS), npu aToM B kayecTse BapuaHTOB

B MEHIO TECTUPOBAaHWUA BKIIKOUEHbI PacrpoCTpaHeHHbIe aHeynaonamnm
(no xpomocomam 21, 18 1 13), peakmne ayTOCOMHbIE aHeynaonanm

(PAA), onpeneneHHble aHeynnouanm no rnoaosbIM xpomocomam (ArX),
a TakxXe YaCcTuYHble Jynavkaynm v geneyun paamepom = 7 M6 a5
BCEX ayTOCOM.

CoyeTan B cebe paclMpeHHOEe MEHIO TeCTUPOBaHUSA, NOyYeHmne
[OCTOBEPHbIX Pe3YyNbTaTOB M HU3KYHO YacToTy owmnbok, VeriSeq NIPT
Solution v2 no3BonseT NPoBOANTb KOMMIEKCHbI aHann3 XpOMOCOM
nnofa ¢ AanbHenWwnmM CBOeBPeMeHHbIM MHGOPMUPOBaHMEM
NayMeHToK O peLleHMAX, MPUHATBLIX BPa4YOM B OTHOLLEHWN BEAEHNA

nx 6epemenHocTn'. Metog VeriSeq NIPT Solution v2 npegycmatpuBaeT
BCe HeobXoAMMOoe — peareHTbl, TpMbopbl, TPOrpamMMHoe
obecneyeHune C yCTaHOBKOW, a Takxe 0by4eHune, 4To genaeT ero
HadeXHbIM aBTOMaTU3MPOBaHHbIM peLleHneM And nposeeHnd HAMT
Ha MecTax (pucyHok 1 v Tabnuua 1).

KoOMMMNeKCHbIN aHanns
XpPOMOCOM njona

MHorune nabopaTtopHblie MmeToabl HAMT npefHa3HayeHbl Ans
CKPWHWHIa Ha TPMCOMMIO Mo XxpoMocoMam 21, 18 1 13, ogHako

3TW ClyYaun NPeACTaBAAT MLLb YaCTb BO3MOXHbIX aHOManNui.

Mpn TeCTMPOBAHWM C MOMOLLBIK TaKMX METOLOB MOXHO MPONYCTUTb
YaCcTUYHble AyNAnKaumm n geneunn = 7 M6, KoTopble MOTyT
COMPOBOXAaTbCA MOPOKaMUN Pa3BUTUSA NIOAA U AaNbHENLLINM
OTCTaBaHWEM B Pa3BUTUW. Takne HapyLWeHMA MOXHO BbIABUTb Npu
CKPUHWUHTe ¢ nomolbto HATT; yacToTa NONOXUTESNbHBIX Pe3ynbTaToB

OucneTyep paboumx npoLeccos
VeriSeq NIPT Workflow Manager

[

24, 48 nnn 96 obpasuos

CKPWHWHra cocTaBnseT npu atoM 0,12 %*. bonee TOro, ynoMsHyTble
MeTOoAbl He ABNATCA 3QGEeKTUBHLIMY METOAAMY CKPUHWHIA 411
BbIABNEHNA PAA, KOTOpbIE MOTYT CTaTb MPUYNHOM HEGNAroNPUATHOIO
nexofa 6epemMeHHoCTU, B TOM YMCe BbIKMAbILLA, 3a4ePXKy
BHYTPUYTPOGHOro passmTtus (3BYP), 04HOPOANTENBCKOM AUCOMUN
(OPL), cnoHTaHHbIX NpexXaeBpeMeHHbIX POAOB, @ TakXe NMopoKoB
pasBuTKA Nnoga’.

Tabnuua 1. OCHOBHble XapakTepucTukn aHanunsa VeriSeq NIPT
Solution v2

MapameTp Onucaxune

MeTog MonHoreHoMHoe CekBeHMpoBaHme
[MoarotoBKa

BUBHMOTEKM Bes ncnonbaoBaHua MLUP

CekBeHMpOBaHe METOLOM MapHbIX

XUMN4yecknm Meto -
A npoYTEHNN

Yncno obpasyos 24,48 nnn 96 Ha cepuro

Bpems fo cosfaHmng

~26 4
oTyeTa 6

Yncno nabopaHToB 1

7-10 Mn (ogHa Npobupka) MaTEPUHCKON

Obpasel KPOBM

CTaTyc aHeynnouanm ans Bcex ayTocom
1 MOMOBbIX XPOMOCOM; YaCTUYHbIE
aynnukauum n geneunn = 7 M6 ana scex
ayToCcOM

BeinonHaemMbln
aHanus

[10CTOBEPHOCTb TECTUPOBAHWUA

MeTopg VeriSeq NIPT Solution v2 o4yeHb addeKTUBEH, MOCKOMAbKY
0OT/IMYaeTCst LOCTOBEPHOCTbLIO PE3YbTaToB, BbICOKOW CKOPOCTHIO
NX NOJSTYYEHUS U HU3KOW YaCTOTOM OLNBOK.

illumina

lMepwviog oT nony4veHms o6pa3u,a [0 3aBepLUeHNs aHanusa coctasnser ~1 geHb

Bobigenenue JHK

C60p o6pasuoB

OTaenenue nnasmbl

MoaroTtoBka 6Gubnuoreku

CekBeHMpoBaHue Ananus

PucyHok 1. MonHein pabouunn npouecc HUMT gna anarHoCTUKK in vitro: npy NpoBeAeHnM TeCTUPOBaHNA C UCNoMb3oBaHnem MeTofa VeriSeq

NIPT Solution v2 npegycmoTpeHo Bce Heobxogumoe ana HUMT ¢ ncnonb3osaHnem NGS, BktoYasa peareHTol Ans BblgeneHna JHK, noarotosku

61bnnoTeK 1 CeKBeHNVPOBaHWA; CpeaAcTBa ANia aBToMaTn3aynm noAroToBKU 61bnnoTeK 1 CeKBeHNVPpOBaHWA C MOMOLLbIKO NPOrpaMMHOro gucneT4yepa

pa6otu/|>< NpOoLIeCCOB; NTOKaSbHbIA cepBep ANA HAAEXHOr0 XPaHeHWA 1 aHann3a faHHbIX; a TakXe NporpaMmHoe obecneyeHne aHann3a gaHHbIX

C BOBMOXXHOCTbKO CO3aHNA OTHETOB, NpeACTaBNAWNMX Ka4eCTBEeHHble pe3ynbTaTbl.
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Ona onarHoctuku In Vitro. JoCTYNHO He BO BCEX PernoHax n ctpaHax.
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Tabnuua 2. KnuHnyeckas addekTnBHocTb VeriSeq NIPT Solution v2'

YacTuuHble
Tpucomus no Tpucomus no Tpucomua no PAA aynnukauunn Jiob6asn
XpomMocome 21° Xpomocome 18 Xpomocome 13 v geneymnmn aHoManunse
=7 M6
>99,9 % >999 % >999 % 96,4 % 741 % 95,5 %
YyBCTBUTENBHOCTL? (130/130) (41/47) (26/26) (27/28) (20/27) (318/333)

2-CTOPOHHMI 95%-it [AN° 971%, 100 % 91,4 %, 100 % 87.1%, 100 % 82,3%, 99,4 % 55,3 %, 86,8 % 92,7 %, 97,3 %

99,90 % 99,90 % 99,90 % 99,80 % 99,80 % 99,34 %

CneumgnyxocTe (1982/1984) (1995/1997) (2000/2002) (2001/2005) (2000/2004) (1954/1967)
o 99,63 %, 99,64 %, 99,64 %, 99,49 %, 99,49 %, 98,87 %,

2-CTOPOHHNA 95%-7 [I° 99,97 % 99,97 % 99,97 % 99,92 % 99,92 % 99,61 %

a. [aHHble 06 oGGeKTUBHOCTY 6a30BOr0 CKPUHUHIA NPeACTaBNEeHbl AN TakUX aHoManui, kak Tpucomun (T) T21, T18 1 T13, 1 He BKKOUaKOT AaHHble 16 06pasLos
C NOATBEPXAEHHBIM MO3anLM3MOM 1 49 06pa3LioB ¢ aHOMaNUAMU, BbISBASEMbIMY TOMLKO MPY MONHOrEHOMHOM CKPUHWHIE; pe3ynbTaTbl NOSIHOFeHOMHOMO CKPUHMHIa

npeacTasneHbl 4ns PAA 1 4aCTUYHBIX AyNAUKaUWn 1 geneunm.
. JoBepuTenbHbIn nHTepsan (W), paccymTaHHbIn no meToay Yuncoxa.

. BkaTeroputo PAA He BKNIHOYEHbI aHOManuu no xpomocomam 21, 18 1 13.

® QO T

. B Tabnuuy He BKNOYEHbI AaHHbIe Cemu cryyaeBs ABYNN0AHON GepeMEeHHOCTH, ANA KOTOPbIX aHOManus bbl1a NpasunbHO onpegeneHa kak T21.

. B kaTeroputo nobbix aHOManum BKNOYEHbI faHHble 06pasLoB 6a30BOro 1 MONHOFEHOMHOrO CKPUHUHIa Ha AlMX.

Tabnuua 3. CooTBETCTBME pe3ynbTaToB oNpeAeneHns nona nnoga, NofydYeHHbix npu ncnons3osaHun metoaa VeriSeq NIPT Solution v2,

3TANNOHHbIM KJTMHNYECKNM pesyanaTaMW

dunsnyeckmn Habnogaembln
noJs1 HOBOPOXAEHHOTO

PesynbTaThl, MOyYEeHHbIE C MOMOLLBIO

PesynbTaThl LUTOreHeTUYeCcKoro aHanmaa

MeTtopa VeriSeq NIPT Solution v2
XeHckun

My>ckon

XX XY X0 XXX XXY XYY

[MpoueHT cooTBeTCTBUA 100 % 100 %

100 % 100 % 90,5 % 100 % 100 % 91,7 %

[locToBepHble pesynbTaThbl

[ins onpeneneHns KNNMHUYECKOM LOCTOBEPHOCTU M HAAEXHOCTH
pes3ynbTaToB NpoBeAeHa Banugauma metoga VeriSeq NIPT

Solution v2. B xofie KNIMHNYECKOro BannaaLMoHHOro nccneaoBaHmns
ANA TecTUpoBaHMA 0oTOMpanM COOTBETCTBYHOLLME KPUTEPUAM
ncenefoBaHna obpasLbl, NonyYeHHble y 6epeMeHHbIX XeHLLMH

C KNUHWYECKN NOATBEPXAEHHBIMU MCKOMbBIMU aHOManuaMum

nnoga. B aTy KoropTy BKAHOYANN XEHLUH NOcne AOCTUXEHMA N0
MeHbluen mepe 10 Hegenb rectaunn. Obpasibl OTANYANUCH HUBKON
beTanbHOM Gpakumen Nnn 6bIAM NONYYEHbI Y XEHLWMH C ABYNAOAHON
b6epeMeHHoCTbO. B x0ae aToro nccneposanna metog VeriSeq

NIPT Solution v2 ncnonb3oBanu gna ckpuHuHra > 2300 06pasLos,
MOMYYEHHbIX Y XEHLLMH C U3BECTHbIMU UCXOAaMN 6epeMeHHOCTH,
TakVMMW Kak TprcomMumm no xpomocoMam 21, 18 n 13, PAA, 4acTuYHble
Aynnavkaumm n geneymm pasmepom = 7 M6 ona Bcex ayTocom,

a Takxe AlX; Ana onpeaeneHns 4OCTOBEPHOCTU pe3ynbTaTos nx
CpaBHUBaNu C KNNHUYECKUMU AaHHBIMU. BbiCOKas YyBCTBUTENBHOCTb
1 cneunduyHOCTb pe3dynbTaToB NPOAEMOHCTPUPOBaHbI B OTHOLWEHNUN
pacnpocTpaHeHHbIX TpUcoMUI, PAA, a TakXXe 4aCTUYHbIX 4ynnnkaumm
n feneyunn paamepom = 7 M6 anqa Bcex ayTocoM. [okasaHa BbicOKasd
cTeneHb COBNaAeHNA nona nnoja, onpeaeeHHoro Bo Bpems
TEeCTMPOBaHMA N HabNAAaEeMOro KNMHUYECKW, a TakXe H13Kas
YacToTa OWMNBOK NPy MepBOM TeCTUPOBaHUK obpasua — 1,2 %
(tabnuua 2 v Tabnuya 3)'.

Onsa anarHocTukw In Vitro. JOCTYNHO He BO BCeX PernoHax n cTpaHax.

BbICTpbIV pe3ynstaT

MeTtog VeriSeq NIPT Solution v2 nossonseT nposogntb HAMT

C MCMnoNb30BaHMeM BbICTPOro TpexaTanHoro paboyero npowecca,
KOTOpbIN 0becneyrBaeT NONyYeHNe JOCTOBEPHbIX Pe3yNbTaToB
npuUMepHo 3a cyTku (Tabnuua 4). bnarogaps npocToMy
aBTOMaTU3NPOBaHHOMY paboyeMy npoueccy oaMH nabopaHT MoXeT
npoaHanusnposaTtb 24-96 o6pa3LoB MeHee YeM 3a 8 4acos, Npu
3TOM BpeMs paboThl, Tpebytolen HemoCpPeACTBEHHOIO y4acTus
yenoseka, byaeT MUHMManbHbIM. [118 TapreTHOro CeKBEeHNpoBaHuA
1N METOA0B Ha OCHOBE MaCcCUBOB, Kak MpaBuo, ucnonbaytotcsa 6onee
MacwTabHble nabopaTopHble MPOTOKObI, A8 BbIMOMHEHMA KOTOPbIX
TpebyeTca 6bonblue BpEMEHW, 3aTPaynBaeMoro nepcoHanom.
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Tabnuua 4. BeinonHernve HAMT npu nomouwun VeriSeq 3aHnmaeT
YyTb 6oNbLIE CYyTOK

Bpewms, Obulee
dTan 3aTpaymBaemoe Bpem4d
nepcoHanom BbINOSIHEHMA
MoarotoBka obpasLa 24 -8y
1 NOAroTOBKa 6UBAMOTEKN
CekBeHnpoBaHue ~15 MUH ~14 4
AHanus AaHHbIX 1 Co3aaHne oTyeTa H/M ~4 4
Obuee BpeMs BbIMOHEHNS ~2,254 ~26 4

daKTuyeckoe BpeMs MOXET OTIMYaTbCS B 3aBUCUMOCTY OT NpoLieayp
KOHKpeTHo nabopatopuu. H/M— HenpuMeHrmo.

Huskasa 4yacToTa owmnboK TECTNPOBaAHNA

OWwmnbKM TeCTUPOBaHWA, MPU KOTOPbIX HEBO3MOXHO pacno3HaTb
AVCOMUM UNN aHeYNNOWANMN, — BaXHbIN GakTop, BAUAIOWMIA

Ha HaZleXXHOCTb 1 KNMHUYecKyto LeHHocTb HUMT. YacTtoTta

OWKNBOK TeCTMPOBaHMA Npu NnpoeaeHnn HAMT cyulecTBEHHO
pasnuyaeTcs B 3aBUCUMOCTHM OT UCMONb3YyeMOoro TecTa. TecThl,

B KOTOPbIX MCMONb3YeTCA TapreTHbI NOAXO0A NN ONpeaeneHne
OAHOHYKNEOTUAHbIX MONUMOPPU3MOB, OTIMYAIOTCA HONee BbICOKON
YacTOTOW OWMBOK NpW NepBOM TeCcTupoBaHun, yem NGS®. B meTome
VeriSeq NIPT Solution v2 ncnonssyetca WGS, 4to nossonser
NOAYYUTb AaHHble A1 BCEX XPOMOCOM B ,OCTaTOYHOM 0bbeme

6e3 yuepba 4OCTOBEPHOCTH, @ Takxe 6e3 NOBbILLEeHNA YacTOoTbl
OLWNBOK 1 4acTOTbl MONYYEHMA NOXHOMONOXUTENbHBIX Pe3yNbTaToB.
B kNMHWYeCcKOM BanMpaaUMoOHHOM UCCeA0BaHMM YacToTa ownbok npu
nepBOM TecTupoBaHuM obpasua coctasmna 1,2 %'. B cootTBeTCTBUM

€ NpaBuiamMu n1abopaTopHOM NpakTUKK 1 pabodynm nporeccom HAMT
ANA aHanusa meTofom VeriSeq nepsoro obpasua niasmel byget
[OCTaTOYHO AN MOBTOPHOrO aHanmsa (npun HeobxoanmocTn)’. B xoae
KIMHUYECKOro BannaaLMoHHOro nccneaoBaHns bbino yCcTaHoOBNEHO,
4YTO OKOHYaTeNbHbIN NOoKasaTeb YaCcTOTbl OLWMBOK Noce MOBTOPHOMO

B3ATMA 0bpasya coctasmn 0,4 %’.

[lpoCcTOe aganTnBHOE pelleHne
A8 ONarHOCTWUKW in Vitro

MHTerpuposaHHbin meTog VeriSeq NIPT Solution v2 obecneunsaeT Bce
HeobxoavMoe AN 3anycka aHanunsa. ABTOMaTU3NPOBaHHbIM paboynii
npouecc nerko agantupyeTtca And aHanmsa 24, 48 nnu 96 obpasuos 3a
OfMH 3anyckK, N03BoNAA d9GPEKTUBHO 1 F’MOKO NCMOMb30BaTb PECYPChI
B X0fe aHanusa. B 3aBucrmMocTn oT o6pasua nabopatopusi MOXeT
Bbl6paTh 6a30BbIA NV MONHOrE€HOMHbIA CKPUHUHT.
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ABTOMATU3NPOBAHHbLIN paboyni npoLecc

Mpv NpoBeAEHMM NONHOCTLIO aBTOMATU3NPOBAHHOrO aHanmaa
MeTtogoM VeriSeq NIPT ncnonb3yeTca npocTon pabounii npouecc,
KOTOPbIN MUHUMU3NPYET BpeMS, 3aTpaunsaemoe nabopaHTom,

N CHMXXaeT BEPOATHOCTb OWMOOK. [11A BbINONHEHNS NpOTOKONa
Heobxoanmo 7-10 M MaTepUHCKON nepudepmnyeckon LLenbHOM KpoBH,
cobpaHHOM B peKOMeHA0BaHHY0 NPOBUPKY AN NONYyYEHUSA KPOBK
(Blood Collect Tube, BCT) Streck. ONTUMMU3MpoOBaHHble Habopbl 415
noaroToBku obpasua ansa aHanmsa metogoM VeriSeq NIPT copepxat
peareHTbl U 3TUKETKN AN MOATOTOBKN BUBNNOTEK CEKBEHNPOBaHNSA
cBo6oaHO Unpkynupyrowen AHK (cuJHK). Takue sTanbl, Kak
oTAeneHve nnasmel, Bbigenexuve cyJHK n nogrotoska 6ubnmnotekn 6e3
MUP, BKNtOYasA co3paHne nnaHWweToB A7 KONMYeCTBEHHOr0 aHanunsa,
KONMMYECTBEHHbIN aHanns3 6ubnmoTek N obbeanHeHne 6ubNnoTek,
aBTOMaTM3MPOBaHbl MPU UCMONb30BaHMM nabopaTopHoi paboyen
cTaHumm VeriSeq NIPT Microlab STAR (cuctema Microlab STAR
KomMnaHuy Hamilton, HacTpoeHHasn cneunanbHoO ANS NCNONb30BaHNA

¢ paboymm npoueccom VeriSeq NIPT). Yao6HbIn Aucnetyep pabounx
npoueccos VeriSeq NIPT Workflow Manager KoHTponupyeT Bce
acnekTbl NOAroTOBKM 06pasua, BKoYan oTcnexmnsaHve o6pasLos.

CekBeHUpOBaHMe

Obpasel}, MaTepPUHCKOM KPOBU COAEPXUT pparMeHTsl cuAHK
pas3nnYHoON ANuHbl; 6onee ANNHHbIE MPOYTEHUA 06O0ralleHbl
MaTepuHckon AHK, 6onee kopoTkme — deTanbHom [AHK (prucyHok 2)8.
Mpun nomowwm metoga VeriSeq NIPT Solution v2 MOXHO 6bICTPO

1 odGeKTUBHO onpeaennTb ANVHY Bcex ¢parmeHTos cyulHK B ogHOM
obpasLe, Npy 3TOM B anropuTMe aHanM3a Ha OCHOBE CEKBEHMPOBaHMA
MeTOAO0M MapHbIX MPOYTEHNI, BbIMONHAEMOro B cucteme lllumina
Ne><’[SeqTM 550Dx System, 6onblue BHUMaHWUs byaeT yaeneHo bonee
KOpOTKMM pparmeHTam cuAHK, 4yTo onpegenaeT apPeKTUBHOCTb
cuctembl NGS, obnagaroLei BbICOKOM MPON3BOAMNTENBHOCTbIO®

N 0OCTYMNHOW B HAaCToNbHOM dopmaTe (Tabnuua 5).

—— Tnog

0,030

YacroTa
0,020

0,010

0,000

0 100 200 300 400

Pa3mep dpparmeHToB

PucyHok 2. CpaBHeHwue pasmepos ¢pparmeHTos cuIHK matepu

n nnofa. CekBeHMpoBaHne MeTOA0M NapHbIX MPOYTEHNI
onboepeHunpyet ¢parmeHTol cuAHK no pasmepy. bonee AnvHHbIE
dparMeHTbl 060ralleHbl MaTepuHckon [AHK, 6onee kopoTkne —
deTanbHom OHK

Ona onarHoctuku In Vitro. JoCTYNHO He BO BCEX PernoHax n ctpaHax.
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Tabnuua 5. TpeboBaHMs K xapakTepucTukam npubopa NGS

MapameTp Cneundukaymsa
[nnHa npouTteHns 2 x 36 n.o0.

Tun danna .
CeKBeHVpoBaHNA ®aitn gopmara .BCL

BbIXxoaHble AaHHble .
A A ~400 MAIH NPOYTEHNN

CEeKBEHVpPOBaHMA
Bpems BbinonHeHUs 4y

3anycka

MynbTunnekcnpoBaHmne 24 vnn 48 06pa3LoB Ha 3anyck

AHanus Ha paboyem mecTe

AHanun3s flaHHbIX BbINOHAETCA Ha cnelunansHoM cepaepe VeriSeq
Onsite Server v2 ¢ NOMOLLbIO MPOrpamMMHOro obecneyeHma ons
avnarHocTuku in vitro VeriSeq NIPT Assay Software v2. Cepsep
aBTOMaTuyeckun obpabaTbiBaeT AaHHbIe CEKBEHNPOBaHWA.

B ouepesb Ans aHanmsa Ha olHOM cepBepe MOXHO A06aBnUTb
HeCKOoNbKo NapTuin obpasuos. OTCyTCTBME HEOBXOANMMOCTH

B OTMNpaBKe AaHHbIX 1A aHanvn3a 3KOHOMUT Bpems 1 nossonset

He naeHTUdULMpPOoBaTL 06PasLbl.

[NporpamMmHoe obecneyeHne VeriSeq
NIPT Assay Software v2

MNporpammHoe obecneyerune VeriSeq NIPT Assay Software v2
BbINONHAET GUNBTPALMIO U KAPTUPOBaHNE NPOUYTEHNI Ha
pedepeHCHbIN reHOM. YCOBEPLIEHCTBOBaHHbIN anropuTMm onpefenset
NAOTHOCTb MPOUYTEHUI Ha XPOMOCOMY (MMM €€ YYacToK, T. H. BUH),

a Takxe nomoraeT onpefenaTb U AnddepeHUnpoBaTh aHeynIonamo
1 YacTUYHbIe AynnnkKauuv n geneummn. Kpome Toro, nporpammHoe
obecneyeHne NPOBOANT OLEHKY deTanbHO dpakLuv A4NA KaxLoro
obpaslia M co3aaeT COOTBETCTBYHOWMI OTYET. [1NA OLeHKM cTaTyca
aHeynnouany faHHble o deTanbHoM dpakumm obbeAnHATCH

C [laHHbIMK 06 OXBaTe CEKBEHUPOBAHUSA U APYTUMU CTATUCTUYECKUMU
VNCXOAHBIMY fl@aHHbBIMW, MOMYYEHHBIMU BO BPEMSA CEKBEHNPOBAHNA.

[1ns [OCTMXEHNS HU3BKOW YacToTbl OWMOOK MpU TeCTUPOBaHWM
nporpaMmHoe obecneyenune VeriSeq NIPT Assay Software v2
OCHalleHO TaknM NokasaTeneM OLeHKn kayecTBa obpasua, kak
VHAVBUAYANN3NPOBAHHbLIN KPUTEPUIA LOCTOBEPHOCTU BbIABNEHHOWM
aHeynnounauu nnoga (individualized fetal aneuploidy confidence
test, IFACT). KpuTepuin iFACT nokasbiBaeT, obecrneynn N aHanms
[OCTaTOYHbIN OXBaT CEeKBEHMPOBaHMA A5 pacno3HaBaHua
aHeynnIouanMM AN YaCcTUYHON AYNANKALUN U AeNelnn, yunTbiBas
oueHKy dpeTanbHOM dpakumm A4NA Kax[oro obpasya, Aaxe B cnyvae
06pa3LoB C HU3KOM GeTanbHoM dpakumen’®. bnarogapsa Takon
AMHaMUYecKom oTceyke nporpaMmmHoe obecnedenume VeriSeq NIPT
Assay Software v2 co3gaeT oTuyeT No o6pasuam C HU3KoW GeTanbHoN
dpakumen, 4To NO3BONAET AOCTUYb CHUXEHMA YacTOTbl OWKNOOK'.

Ons anarHocTuku In Vitro. JOCTYNHO He BO BCeX PernoHax n cTpaHax.

CosfaHune oT4yeTa

MNocne aHanusa faHHbIX NporpaMMHoe obecnedexme VeriSeq NIPT
Assay Software co3gaeT oT4eT 0 MONOXUTENBHOM UK OTPULaTENbHOM
pesynbTaTe obHapyxeHund aHeynnomamm — Aneuploidy Detected
(AHeynnonaus sbiasneHa) unv No Aneuploidy Detected (AHeynnongms
He BbIABNEHA) — 419 XPOMOCOM, MPOTECTUPOBAHHbIX B KaXXA0M
obpasLe. B cnyyae o6HapyXeHUA YacTUYHbIX Aeneunit nnm
AynnvKaumm B oT4yeTe NpeAcTaBieHbl TOUHble KOOPAMHATLI Taknx
V3MeHeHU B reHoMe. VIHGopMaLnsa coxpaHaeTcs B Buge ¢anna
dopmaTa .tab ¢ BO3BMOXHOCTbIO MHTErpaunm ¢ UMeroLWenca CUCTEMON
ynpaBneHns nabopaTopHo nHdopmauumen (Laboratory Information
Management System, LIMS). [laHHble MOXHO 1CMOMIb30BaTh 414

CO34aHNA NONb30BaTeJIbCKOIro KIIMHNYECKOro oT4eTa.

MonHas nogaepxka npu NPUMeEHEHUM

[na 6ecnpenaTtcTBeHHOM nHTerpauunn metoga VeriSeq NIPT

Solution v2 co cpepo nabopaTopun NpeayCMOTPEHbI yCTaHOBKa BCEN
cucTeMbl KBannULMPOBaHHbIM CEPBUCHBIM MHXEHEPOM KOMMAaHWn
lllumina n obyyeHne nepcoHana Ha paboyem mecTe. KOMNEeTEeHTHbIE
Hay4Hble COTPYOHUKM KOMMNaHuK lllumina BMecTe ¢ nepcoHanom
nabopaTopun NoaTanHo BbINOMHAOT BblaeneHne AHK 13 obpasua,
NOAroTOBKY 6UBNMOTEKN, CEKBEHNPOBaHME 1 aHanus (Tabnuda 6).
MNMocne 3aBeplueHNA NOATOTOBKM M Hayana NCNofib30BaHNA faHHOro
MeTofa B nabopaTopun COTPYAHUKN CNYXObl TEXHUYECKOW MOAAEPXKM
KoMnaHuu lllumina NpefocTaBAAOT MOCTOAHHYIO NOALEPXKKY.

Tabnuua 6. O6yueHune VeriSeq NIPT Solution v2

Tema MNMoapobHaa nHpopmayma

Ha cemunHape paccmaTtpumBaroTca pabouni
npouecc 1 aHanus

O3HakoMeHne ¢ » PyKoBOACTBO MO

meTtonom VeriSeq BCNomMoratenbHOMy 060pyLOBaHMIO

NIPT Solution v2 » PyKOBOACTBO MO pacxofHbIM MaTepuanam
« [IpoTOKON NoNy4eHnsa obpasLa Kposu
« [poTOKON OTAENEHNA MNa3Mbl

Oby4yeHune paboTe ObyyeHure Ha paboyeM MecTe

c npnbopom » Heob6x04MM yCTaHOBNEHHbIN Npnbop
TpebyeT NoATBEPXAEHNA Ha paboyem MecTe
Nposepka « YCcTaHOBKa

BCMoMoOraTenbHoro o6opyaoBaHuns
» Hannune HeobXoAnMbIX peareHToB
« MoaknroYeHne KOMMNOHEHTOB CUCTEMbI

pabouero mecTa

BbinonHeHve aHanmnsa Hay4YHbImM

COTPYAHMKOM KOMMaHuu lllumina

« [peaBapuTenbHO NPOTECTUPOBAHHbIE
06pasLbl UCKYCCTBEHHONM Nasmbl
C N3BECTHbIMK paboynmu
xapakTepucTukamu (MpegocTaBnaoTCA
KoMnaHwuewn lllumina)

« [loaTanHoe BbINOMHEHWE aHanusa,
HayMHana ¢ OTAENEeHNA NNasMbl 4O PaboThbl
C NpuBOPOM 1 aHanm3a AaHHbIX

« ObyueHne aHannay AaHHbIX

Oby4yeHune Ha
pabouem mecTe

BeinonHeHne aHanmaa
nepcoHanom nabopaTtopun

Mposepka  [lpeaBapuTENbHO NPOTECTUPOBAHHbIE
MONy4EHHbIX 06pasLibl UCKYCCTBEHHO NNasMbl
3HaHWIM Ha oo f

C U3BECTHbIMUW pabounmun
XapakTepucTukamm (NpenocTaBnaTCA
KomMnanuen lllumina)

pabouem mecTe
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VERISEQ NIPT SOLUTION V2

Pes3romMme

MeTopg VeriSeq NIPT Solution v2 BblBEN LOCTYNHOCTb, HAAEXHOCTb
1 BO3MOXHOCTU HUMT Ha HOBbIN ypoBeHb. Tenepb nabopatopum
MOy T Mcnonb3oBaTb TexHonormo NGS, 4Tobbl nony4yaTb
ObICTPbIE, HafeXHble 1 4OCTOBepHble pesynbTaTel HAMT ¢ H13kown
4acTOTOW OWMBOK.

[ononHnTenbHaa nHeopmMauma

VeriSeq NIPT Solution v2: www.illumina.com/VeriSeqNIPT.

VIHbopMauma gna 3akasa

Homep no
EEETE KaTanory
Habop ana noarotosku obpasuos VeriSeq NIPT
Sample Prep Kit (24 samples) 20025895
Habop gna noagrotosku obpasyos VeriSeq NIPT
Sample Prep Kit (48 samples) 15066801
Habop ana noarotosku obpasuos VeriSeq NIPT
Sample Prep Kit (96 samples) 15066802
MporpammHoe obecneyeHune VeriSeq NIPT Assay
Software v2 20047024
Cepsep VeriSeq Onsite Server v2 38831%183
Mpobupka AN BolgeneHna cBobogHO
unpkynupytowen JHK Streck BCT (CE) 15073345
Mpunbop NextSeq 550Dx Instrument 20005715
Habop peareHToB NextSeq 550Dx High Output 20028870

Reagent Kit v2.5, 75 cycles

3afaBneHne o npegnosaraeMom
NCMONb30BaHNU

VeriSeq NIPT Solution v2 npeacTtasnseT cobon MeToq AnarHoCTUKN
in vitro, KOTOPbIV NpeAHa3HaueH A5 CKPUHWHIOBOro TeCTUPOBaHWS
6epeMeHHbIX XEHLNH CO CPOKOM recTaumm He MeHee 10 Heaenb

iHlumina

Ten.: #1800 809 45 66 (6ecnnaTtHo gns CLUA) | +1858 202 45 66
techsupport@illumina.com | www.illumina.com

© lllumina, Inc., 2022. Bce npaBa 3alyuiieHbl. Bce ToBapHble 3HaKu
ABNAOTCA COOCTBEHHOCTHIO KOMMNaHUK lllumina, INnc. nan COoTBETCTBYHOWMNX
BnagenbLes. MIHGopMaLuma 0 KOHKPETHbIX TOBApHbIX 3HaKax NpuBeLeHa

no agpecy www.illumina.com/company/legal.html.
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Onsa anarHocTuku In Vitro. JJOCTYNHO He BO BCeX PernoHax n cTpaHax.

1 1Cnonb3yeTcs ANA BbIABEHNA XPOMOCOMHbIX aHOManuin nnoaa

npu NOTHOreHOMHOM TeCTMPOBaHWM MaTeprana, Nnoay4YeHHoro 13
06pa3LoB LenbHOM Nepudepmyeckon kposn Mmatepn. Metog VeriSeq
NIPT Solution v2 npegycmaTpuBaeT NONHOFEHOMHOE CEKBEHMPOBaHME
ANA BbIABAEHNA YaCTUYHbBIX AYNANKaLMA 1 geneyunn gnsa scex
ayTOCOM 1 CTaTyca aHeynaouanu Ans BCex XpoMoCcoM. TecTupoBaHune
npegnonaraet BO3MOXHOCTb 3anpoca coobLeHuns 06 aHeynnonanv no
NonoBbIM XxpoMocomam (ATX). Pe3ynbTaThl, Nofy4YeHHble C MOMOLL b
[aHHOro MeToAa, Hefb3A UCMOMb30BaTh B KAYeCTBE €ANHCTBEHHOrO
OCHOBaHWA ANA MOCTAHOBKM AMarHosa Uan NpuHATUA APYTUX peLueHnin
0 BefileHnn 6epeMeHHOCTI.
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