PEKTAMHbBIN MPOCMEKT

VeriSeq™ NIPT
Solution v2

[OCTYMNHBLIN KOMMNEKCHbIN
aHaNn3 ¢ NOIHOreHOMHbIM
CEKBEHNPOBAHNEM

o KOMMNNEKCHbIN aHanms XxpoMocoM nioga
C pacCLUMPEHHbIM MEHKO TECTUPOBAHNSA,
BaNMAMPOBaHHbIN B UCCNEAOBaHWM C OLEHKOM
KIMHNYECKOW JOCTOBEPHOCTH, MPOBELEHHOM
Ha > 2300 obpasuax

o HageXHbin meTof TECTUPOBaHWA", BbICOKasA
TOYHOCTb, 6bICTpOG nonyyeHne pesynbTaToB
1N HU3KaA YacToTa oWmnboK

« [lpocToe afanTuBHOE pelleHne Ang AnarHoCTUKu
in vitro ¢ BO3MOXHOCTbHO aHanmsa 24, 48 nnu
96 06pa3y 0B 3a OAMH 3amnyck

illumina

Ons anarHocTuky In Vitro. JoCTyNHO He BO BCeX PernoHax 1n cTpaHax.
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BBeneHue

HewvHBasnBHOE NpeHaTansHoe TecTuposanune (HAMT)

C CeKBeHupoBaHneM HoBOro nokoseHns (NGS, next-generation
sequencing) NO3BOAIAET NOMyYaTb HaJeXHble pesynbTaTbl Npu
CKPWUHWHIE Ha XPOMOCOMHbIe aHeynonanmn nnoga yxe Ha 10-1
Hefene rectaymn. HeobxoanMbI AN TECTUPOBAHNA 06beM
MaTEepPUHCKOW KPOBW — BCEro ofHa npobupka?3. Onupasdch Ha
npenmyuiectsa NGS, sddeKTUBHOM TEXHONOM MM KOMMaHNK
Illumina, meTog VeriSeq NIPT Solution v2 no3BonseT NpUMeEHSTb
B xoae HUMT nonHoreHoMHoe cekBeHnpoBaHue (WGS, whole-
genome sequencing), Ipy 3TOM B Ka4eCTBe BapMaHTOB B MEHHO
TeCTMPOBaHUA BKIILOYEHbBI PAaCNPOCTPaHEHHbIE aHeyNIoUANN
(Tpcomusa no xpomocomMam 21, 18 1 13), peakume ayTOCOMHbIe
aHeynnonamn (PAA), onpefenexHsle aHeynnonamnm no nonoBsIM
xpoMocomam (AMMX), a Takxe YacTuyHble Aeneuvmn n gynnmkauum,
KOTOpble Ha3blBatoT BapuaumamMm yucna konui (BYK), pasmepom
> 7 M6.

VeriSeq NIPT Solution v2 cogepXuT paclwnpeHHoe MeHH
TecTupoBaHus, obecneynsaeT AOCTOBEPHbIE pe3ynbTaThl

C HW3KOWM 4aCTOTON OWMBOK 1 NO3BONAET NPOBOANTL
KOMMEKCHBIN aHann3 XpoOMOCOM Moja C AalbHeNWnm
CBOEBPEMEHHbBIM MHGOPMUPOBAHNEM NALMEHTOK O PELUEHUSX,
NPUHATBIX BPA4YOM B OTHOLLEHNN BEAEHNA NX BEPEMEHHOCTI'.
MeTog VeriSeq NIPT Solution v2 npegycmaTpuBaeT Bce
HeobxoanmMoe — peareHTbl, Npnbopbl, NPOrpamMMHoe
obecneyeHne C yCTaHOBKOW, a Takxe obyyeHune, — 4to
[enaeT ero HageXHblM aBTOMaTU3NPOBAHHbIM PeLleHEM ANs
nposeaexuns HUMT Ha mecTax (PucyHok 1 v Tabnuua 1).

KOMMNMEKCHbIN aHanms
XpOMOCOM nnoaa

MHorue nabopaTtopHble MeToabl HAMT npefHasHavyeHbl Ana
CKPWHWHIa Ha TPUCOMUIO MO XxpoMocoMam 21,18 1 13, ogHako
3TV CnyYau NPeACcTaBAatoT MIMLLb YaCTb BO3ZMOXHbIX aHOManui.
Mpy TeCTMPOBaHNK C MOMOLLbIO TaKMX METOLOB MOXHO

nponycTuTb BYK pasmepom = 7 M6, KoTopble MOTyT BbITb
accouMMpoBaHbl C MOPOKaMM pasBUTUA NIOAA U AaNbHENLNM
OTCTaBaHWEM B pasBUTUN. Takne HapyLLEHNA MOXHO BbIABUTb
npwn CKpUHMHre ¢ nomoLlbro HAMT; yacToTa NONOXMTENbHbLIX
pesynbTaToB CKPUHWHIA cocTasnseT npu atom 0,12 %*. bonee
TOro, yNOMsAHYTble METOAbI He ABNAKOTCA 3QPEKTUBHBIMN
MeToAaMn CKPUHUHIa 414 BbigBNeHNA PAA, KoTopble MOryT
CTaTb NPUYMHOM HEBNAroNPUATHOrO NCX0Aa BepeMeHHOCTH,

B TOM YMCne BblKUAbILA, 3aAePXKN BHYTPUYTPOOBHOrO pasBmuTms
(3BYP), onHopoauTensckon gncomun (OPL), CNOHTaHHbIX
npexaeBpeMeHHbIX POAO0B, a TakXXe MOPOKOB Pa3BUTUA N1o4as.
COBOKYMHaga 4acToTa NONOXUTENBbHbIX PE3YNIbTaTOB CKPUHUHIa Ha
PAA coctasnset 0,34 %5 no cpasHeHuto ¢ 0,30 % ons TpucomMmmn
no xpomocome 2167,

VeriSeq NIPT
Workflow Manager

L] 24,48 unm 96 obpasyos

Tabnuua 1: OCHOBHbIE XapaKTepUCTUKN aHanmn3a
VeriSeq NIPT Solution v2

MapameTp OnuvcaHue

MeTop lMoNHOreHoMHoe CekBEHMpPOBaHME
[MoaroToBka

BUBHMOTEKM bes ncnonb3oBaHua MUP
XUMnyecknmn CekBeHMpOBaHe METOLOM NapHbIX
MeTo[, npoYTEHUN

Yncno obpasyos 24, 48 nnn 96 Ha cepuro

Bpemsa no

~26 yacos
cosfaHuAa oTyeTa

Homep onepaTopa 1

Obpaszey 7-10 Mn (ofHa Npobrpka) MaTePUHCKON KPOBK

BbinonHaembin CTaTyc aHeynnounamm Ang BCex ayTocoM
aHanuns 1 NoNoBbIX Xxpomocom; BYK pasmepom = 7 M6

[1OCTOBEpPHOCTb TECTNPOBAHUA

MeTop VeriSeq NIPT Solution v2 oTnvyaetca NnpeBOCXOAHbIMU
nokasatenAamMm 4OCTOBEPHOCTW pe3ynbTaToB, CKOPOCTN MX
NOMyYEHNSA N YaCcTOTbl OLLIMOOK.

Bblcokaa TOYHOCTb

[na obecneyvyeHna KNMHNYECKOM JOCTOBEPHOCTU U HAAEXHOCTH
pesynbTaToB NposBefeHa Banugauna metopa VeriSeq NIPT
Solution v2. Ina TecTnpoBaHus oTbMpann COOTBETCTBYHOLME
KpUTEepramM nccnefoBanuns obpasubl, NONyyYeHHble y 6epeMeHHbIx
KEHLMH C KITMHUYECKN MOATBEPXAEHHBIMN MCKOMbIMU
aHOManNMAMK nNaoAa. B aTy KOropTy BKAKOYANM XEHLWMWH nocne
LOCTWXeHUsA No MmeHblen Mepe 10 Hegenb rectaunn. Obpasubl
OTNNYaNUCh HN3KOM deTanbHoM dpakumen nnm 6uinm NoayYeHsl
Y XEHLWWH C ABYNNOAHON BepeMeHHOCThO. B xofe aToro
nccnenoBanus 6bin NpoBefeH CKpUHMHE 6onee 2300 o6pasLos,
MOJTYYEHHbIX Y XXEHLLUNH C U3BECTHBIMU UCXO4aMN BepeMeHHOCTH,
TakMMK Kak TpucomMmums no xpomocomam 21, 18 n 13, PAA, BUK
pasMmepoM = 7 M6, a Takxxe AlX. Pe3ynbTaTbl, NONYyYeHHbIe

npu ncnonbdoBaHum VeriSeq NIPT Solution v2, cpaBHuBanu

C pesynbTaTamMu 414 COOTBETCTBYHOLWEr0 KMHUYECKOro
3TaIOHHOro cTan4apTa. Beicokasd 4yBCTBUTENBHOCTb

n cneundunyHocTb pesynetatoB MeTofa VeriSeq NIPT Solution v2
NpPOAEMOHCTPUPOBaHbLI B OTHOLEHWUN PacipOCTPaHEHHbIX
Tpucomnn, PAA, a Takxe BYK pasmepom = 7 M6. NokasaHa
BblCOKas CTeneHb CoOBMNageHnsa nona nnoga, onpefeneHHoro Bo
BPeMA TeCTMPOBaHMA 1 HaBIKOA4AEMOrO KITIMHUYECKN, a TakXe
HM3Kasa YacToTa OWMOOK NpK NepBOM TeCcTUpoBaHMM obpaslia —
1,2 % (Tabnuua 2 v Tabnuua 3).

illumina

I'Iepuon OT nony4YyeHUAa oﬁpaaua 00 3aBeplleHVA aHanu3a cocTaBnAeT ~1 AeHb

C6op o6pasLoB

OTAeneHHe NNaaMb Beigenenne HK

MoAaroToEKa GHGNNOTEKH

CeKBeHMpOEaHHE AHanus

PucyHok 1: MonHbin pabounin npouecc HAMT ana guarHocTtuku in vitro: VeriSeq NIPT Solution v2 npegycmaTpusaeT Bce Heobxogvmoe ansg HAMT
¢ ncnonbsoaHneM NGS, Bktoyas peareHTsl Ans Bolaenennsa AHK, noarotToBky 6UGNNOTEK 1 CEKBEHNPOBAHUSA; CpeACcTBa A8 aBToMaTu3aunm
NOArOTOBKM 6GUBNANOTEK U CEKBEHMPOBAHMA C MOMOLLLIO MPOrPaMMHOro AucneTyepa paboymnx NpoLeccoB; NOKanbHbIN CepBep ANA HaLEXHOro
XpaHeHWA 1 aHanmaa faHHbIX; a TakXe NporpamMmmHoe obecneyeHrie aHanmsa aHHbIX C BOSMOXHOCTbIO CO3[jaHUs OTYETOB, NPeACTaBNAOLLMNX

KayeCTBEHHble pe3ybTaThbl.
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[Ons gnarHocTukn In Vitro. JoCTynHO He BO BCEX PeruoHax n ctpaHax.
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Tabnunuya 2: KnnHndeckasa adpdekTmBHOCTL VeriSeq NIPT Solution v2:

Tpucomusd no
Xpomocome 21¢

Tpucomusd no
Xpomocome 18

TpucomMuna no
Xxpomocome 13

BYK pasmepom

PAA¢ >7 M6

JTtobast aHomanua®

YyBcTBUTENBHOCTL? > 99,9 % (130/130) > 99,9 % (41/41)

> 99,9 % (26/26)

96,4 % (27/28) 74,1 % (20/27) 95,5 % (318/333)

2-CTOPOHHUN

95%-4 D 97,1 %, 100 %

91,4 %, 100 %

87,1 %,100 %

82,3%,99,4 % 55,3%,86,8 % 92,7 %, 97,3 %

99,90 %
(1982/1984)

99,90 %

CneynduyHocTb (1995/1997)

99,90 %
(2000/2002)

99,80 %
(2001/2005)

99,80 %
(2000/2004)

99,34 %
(1954/1967)

2-CTOPOHHUN

95% - Qb 99,63 %, 99,97 %

99,64 %, 99,97 %

99,64 %, 99,97 %

99,49%,99,92% 99,49 %, 99,92% 98,87 %, 99,61%

a. [aHHble 06 oGGeKTUBHOCTI 6a30BOr0 CKPUHUHIA NPeACTaBNeHbl AN TakuX aHoManui, kak Tpucomun (T) T21, T18 1 T13, 1 He BKKOUaKOT AaHHble 16 06pasLos
C NOATBEPXAEHHBIM MO3auNL3MOM 1 49 06pasLioB C aHOMaNUAMW, BbISBAAEMbIMU TOMBKO NPV MOMHOrEHOMHOM CKPUHWHTE; pe3ynbTaTbl MONHOreHOMHOTO CKPUHUHTa

npeacTasneHbl 4na PAA 1 YaCTUYHBIX AynnvKauum n geneymn.
. JoBepuTenbHbIn nHTepsan (W), paccymTaHHbIn no meToay Yuncoxa.

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

® Q0T

. B Tabnuuy He BKNOYEHbI AaHHbIe CeMU CyyaeB ABYNNOAHON GepeMeHHOCTI, A8 KOTOPbIX aHOManus Hbl1a NpaBunbHO onpedeneHa kak T21.

. B kaTeroputo nobbix aHOManumn BKNOYEHbI faHHble 06pasLoB 6a30BOro 1 MONHOFEHOMHOIO CKPUHUHIa Ha AlMX.

Tabnuua 3: COOTBETCTBME PE3YNbTAaTOB ONpefeneHna nofa ninoaa, NoflyYeHHbIX Npu NCnofib30BaHMM MeToaa
VeriSeq NIPT Solution v2, 3TanoHHbIM KIMHUYECKUM pesynbTaTam’

dursnyeckn
PesynbTaTbl, MONYYEHHbIE C MOMOLLbIO

HabnogaeMbln non

PesynbTaThbl LUTOreHeTUYEeCKOro aHanmnsa

meTogna VeriSeq NIPT Solution v2 HeBepEEIre
XKeHckun My>xckom XX XY X0 XXX XXY XYY
MpoueHT cooTBETCTBMA 100 % 100 % 100 % 100 % 90,5 % 100 % 100 % 91,7 %

BbiCTpbIV pesynbTat

Metop VeriSeq NIPT Solution v2 nossofifet NposoanTb
TeCTMPOBaHMeE C UCMOMNb30BaHNEM BbICTPOro TPEXaTanHoro
paboyero npowecca, KOTopbi obecneynBaeT nonyyeHne
[IOCTOBEPHbIX Pe3y/IbTaToB MPUMEPHO 3a cyTKM (Tabnua 4).
Bnarogapsa npocToMy aBTOMaTU3MPOBaHHOMY paboyemy
npoLeccy oAuH onepatop MOXeT NpoaHan1M3npoBaTb

24-96 06pasLoB MeHee YeM 3a 8 YacoB, NpY 3TOM Bpema paboThl,
Tpebyrollen HeNOCPeACTBEHHOMO yYacTus Yenoseka, byaet
MUHUManbHbIM. 18 TapreTHOro CeKBeHMpPOBaHNS 1 METOA0B
Ha OCHOBE MacCUBOB, KaK NpaBuIo, NCNoNb3yroTcs bonee
MaclTabHble NabopaTopHble MPOTOKOMbI, A5 BbINOMHEHNS
KOTOpbIX TpebyeTca 6onblue BpEMEHW akTUBHOIO

y4yacTua nepcoHana.

Tabnuua 4: BoinonHeHne HAMT npun nomouin
VeriSeq 3aHMMaeT 4y Tb 60fblle CyTOK

Bpema
aKTVUBHOIO Obuiee
JTan BT Bpems
y BbINOJIHEHUA

nepcoHana
MoarotoBka obpasla ~2 yaca ~8 Yacos
M NOAroTOBKa bubnmoTekn
CekBeHupoBaHue ~15 MUH ~14 yacos
AHanns AaHHbIX 1 CO3[aHne oTyeTa H/M ~4 yaca
Oblee BpeMs BbINONHEHUA ~2,25 yaca ~26 Yyacos

dakTnyeckoe BpeMa MOXeT OT/IMYaTbCA B 3aBUCUMOCTY OT MpoLeayp
KOHKpeTHoI nabopatopuw. H/M — HenpuMeHUMo.
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Hnskas YyacToTa OWMOOK TECTUPOBAHUA

OWnBKM TECTUPOBAHUSA, NPU KOTOPbIX HEBO3MOXHO pacnosHaTb
ONCOMUN NN aHEeYNIONANN, — BaXHbIN GaKTop, BIUSAKOLWNA Ha
HaLEeXHOCTb U KIMHWYeCKYH LeHHocTb HUTT. YacToTa owmnbok
TeCTMPOBaAHWA CYLLECTBEHHO Pa3finyaeTca B 3aBUCMMOCTU

OT UCMOJb3YyeMOoro TecTa. TeCTbl, B KOTOPbIX UCMOMIb3yeTCH
TapreTHbIN NOAXOA UNW onpefeneHe OAHOHYKNeOoTUAHbIX
nonumopduamos (OHM), oTAnyaroTCs 601ee BbICOKON 4acTOTOM
OWKMBOK Npu NepBoM TecTupoBarun, yem NGS8. B meToae VeriSeq
NIPT Solution v2 ncnonbayetca WGS, 4To No3sonseT NoayyYnTb
[aHHble 417 BCEX XPOMOCOM B JOCTAaTOYHOM ob6beMe 6e3 yuiepba
[OCTOBEPHOCTMN, a Tak>Xe 6e3 NOBbILLEeHNA YaCTOTbl OLNOOK

M 4aCTOTbl NOSTYYEHNUS TOXKHOMOMNOXUTENbHbBIX Pe3YNbTaToB.

B KnvHMYeckoM nccnefoBaHum Banvaaumm MeTofa yactota
OLWKMOBOK NpY NepBOM TeCTMPOBaHWUK 0bpasua cocTtanana 1,2 %'
B nabopaTtopHom npakTuke oAnH obpaseL, KpoBM No3BoaseT
NONYYNTb AOCTAaTOYHOE KOTMYECTBO MJ1a3mbl, YTOObI Npu
HeobXoANMOCTM MOBTOPUTL pabounn npouecc HUMT meTonom
VeriSeq®. MNpn NOBTOPHOM BbIMOSIHEHWM TECTUPOBAHNA YacToTa
NnepBUYHbIX OLIMBOOK 415 OAHOMO M TOro Xe 0bpaslia CHUXanachb
c2%po01,3 %"

[lpocTOe aganTyBHOE pelleHne
ANA AMarHoOCTUKWM in vitro

VHTerpupoBaHHbin meTop VeriSeq NIPT Solution v2 obecnednsaet
BCe HeobxoAmnmoe And 3anycka aHannsa. ABTOMaTU3NPOBaHHbIV
pabounit npouecc Nerko agantTupyeTca ANns aHannsa 24, 48 nnun
96 06pa3LoB 3a OAVH 3amnyck, No3BoAA 3GGEKTUBHO U TMOKO
MCNonb3oBaTb Pecypchl B Xxo4e aHanmsa. Anga kaxaoro obpasua
MOXHO Bbl6paTh NMM60 6a30BbIN, MNOO MONHOTEHOMHbIV CKPUHUHT.

[Ons gnarHocTukn In Vitro. JoCTynHO He BO BCEX PeruoHax n ctpaHax.
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ABTOMaTU3NPOBaHHbLIN pabodnit npoLecc

Mpyn NpoBeAEHNM MONHOCTbLI aBTOMAaTM3MPOBAHHOMO aHanunsa
MeTtofoMm VeriSeq NIPT ncnonbsyetca npocTon pabounn npowecc,
KOTOPbIZ MUHUMUN3NPYET BPEMSA, 3aTpayrBaeMoe NepcoHanom,

N CHUXaeT BEPOATHOCTb OWNBOK. [1nA BbINONHEHMS NPOTOKOa
Heobxoanmo 7-10 M MaTtepuHcKom nepnudepryeckon LenbHom
KpOBW, COBPaHHOW B PEKOMEHA0BaHHYO NPOBUPKY A8 B3ATUA
Kposu (BCT, Blood Collection Tube) Streck. OnTuMmM3npOBaHHble
Habopbl 4NA NOArOTOBKM 06pasLa ANA aHanunsa metogom VeriSeq
NIPT cofepxaT peareHTbl 1 3TUKETKW AN1A NOATOTOBKN BUBNMNOTEK
ceKkBeHMpOBaHua cBoboaHo Lmnpkynupytowen AHK (cuAHK). Takune
aTanbl, Kak oTAeneHne nnasmol, BoigenexHne cuHK v nogrotoska
6nbnnoTekn 6e3 nonmmepasHon LenHorn peakyun (MLUP),

BKJ/ItOYasA CO3[aHMe NNaHLWeToB AN5 KONNMYECTBEHHOro aHanumsa,
KONNYEeCTBEHHbIN aHanna bnbnnoTek n obbeanHeHne 6MbNNoTeK,
aBTOMaTU3NPOBaHbI MPY NCMNONb30BaHUN NabopaTopHOM

paboyeir ctaHumm VeriSeq NIPT Microlab STAR (cuctema Microlab
STAR koMnaHum Hamilton, HacTpoeHHasa cneunanbHo ANA
1ncnonb3oBaHms ¢ pabodmm npoueccom VeriSeq NIPT). Yao6HbIN
ancnetyep pabounx npoueccos VeriSeq NIPT Workflow Manager
KOHTPONMpPYeT BCe acnekTbl MOArOTOBKM 0bpa3slia, BKIKYas
oTcnexunsaHne obpasLos.

CekBeHMpoOBaHue

Obpasel, MaTEPUHCKOM KPOBU COAEPXUT dparmeHTbl cudHK
pasnuMYHOM ANWHbI; bonee ANnHHbIE GparMeHTbl, Kak NpaBuio,
ABNAKOTCA YaCTbto MaTepuHckon AHK, a 6onee kopoTkne —
deTanbHon AHK (PucyHok 2)°. Mpu nomoum meToaa VeriSeq
NIPT Solution v2 MOXHO 6bICTPO 1 3hdEeKTUBHO ONpeaennTb
OnuHy Bcex ¢parmeHToB cu/lHK B ogHOM 06pasue, npu aToM
B aifOPUTME aHaNn3a Ha OCHOBE CEKBEHNPOBAHMA METOLOM
napHbIX MPOYTEHUN, BbINONHAEMOro B cucteme lllumina
NextSeg™ 550Dx System, 6onble BHUMaHUA ByaeT yaeneHo
6onee KopoTknuM ¢pparmeHTam cyJHK, yto onpepenset

3 deKTUBHOCTb cucTembl NGS, oTnnyatoLencs BbICOKOM
NPOM3BOANTENBHOCTBIO M AOCTYMHON B HACTOIbHOM GopmaTe
(Tabnuua 5).
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Pa3smep ¢pparmeHTos

PucyHok 2: CpaBHeHue paamepoB dparmeHToB cUHK maTepu
v nnopa. CekBeHMpoBaHne MeToLOM MapHbIX MPOYTEHNUN
anboeperHunpyet ¢parmeHTol cuHK no pasmepy. Kak npasuno,
VNCTOYHMKOM Bofee ANNHHBbIX PparMeHTOB ABNAETCA MaTh, a bonee
KOPOTKMX — MNOA.
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Tabnuua 5: TpeboBaHNA K XapaKTePUCTUKaAM
npnéopa ansa NGS

MapameTp Cneundukayma
[OnvHa npoyTeHuna 2 x36n.o0.

Tun panna “
CEeKBEHVpPOBaHMA ®aitn gopmara .BCL

BbIxoAHbI HHbI .
OAHbIE Aa € 400 MSIH NpOYTEHNN

CEeKBEHVpPOBaHuA
B
pemMsa BbINONHEHWSA 14 4acos
3anycka
MynbTnnekcnpoBaHmne 24 nnn 48 o6pasLoB Ha 3anyck

AHanns Ha paboyemMm MecTe

AHann3 faHHbIX BbINONHAETCA Ha chneunansHoM cepaepe VeriSeq
Onsite Server v2 ¢ NOMOLLbKO NPOrpaMMHOro obecneyvyeHua ons
anarHocTuku in vitro VeriSeq NIPT Assay Software v2. Cepsep
aBTOMaTU4Yeckn obpabaTbiBaeT AaHHbIE CEKBEHUPOBAHMA.

B ouepenb AnA aHannsa Ha 04HOM CepBepe MOXHO f06aBUTb
HEeCKOJbKO NapTum obpasyos. OTCYyTCTBUE HEOOBXOAUMOCTH

B OTNpaBKe JaHHbIX 417 aHann3a sKOHOMUT BPeMSA 1 N03BONAeT
He naeHTMdMUMpoBaTb 06pasLbl.

MporpammHoe obecneyveHune VeriSeq NIPT
Assay Software v2

MporpammHoe obecnedeHne VeriSeq NIPT Assay Software v2
BbINOMHAET GUNBbTPaLMIO U KapTUPOBaHWE NPOYTEHUI Ha
pedepeHCHbI FreHOM. YCOBEPLUEHCTBOBAHHbIV anrOpUTM
onpefenseT NI0THOCTb NMPOYTEHMIA Ha XPOMOCOMY (CErMeHT)
1N NOMOraeT onpefenaTb U AnddepeHUmnpoBaTh aHeynIonanto
n BYK. Kpome Toro, nporpaMmMHoe obecneyenHune NnpoBoanT
OLeHKY deTanbHOM GpakLmm 4NA KaxXAoro obpasua 1 co3gaet
COOTBETCTBYHOLWMNIN OTYET. [JNA OLLEeHKN cTaTyca aHeynnonanm
[aHHble 0 deTanbHOM GpakLnn 06 beANHATCA C AaHHbIMU

00 OxBaTe CEKBEHUPOBAHUA U APYIrMMU CTAaTUCTUYECKUMN
NCXOLAHBIMY AAHHBIMU, MONTyYEHHbIMU BO BPEMSA CEKBEHVPOBAHNA.

[lns LOCTUXEHUS H3KOWM YaCTOThl OLUMBOK NPU TECTUPOBAHUN
nporpammHoe obecneyenue VeriSeq NIPT Assay Software v2
OCHaLLEeHO TakMM NnokasaTeneM OLeHKIN kayecTBa obpasua,

KaK UHAVBUAYaANU3NPOBAHHbLIN KPUTEPUIN LOCTOBEPHOCTH
BblABNIEeHHOWM aHeynnouann nnofa (iFACT, individualized fetal
aneuploidy confidence test). Kputepuin iFACT nokasbiBaerT,
obecneymnn N1 aHann3 4OCTaTOYHbIN OXBAT CEKBEHUPOBaHNSA
LANA pacno3HaBaHNsA aHeynIouany U YacTUYHOM Ay nankaumumn
N geneumnm, yunTbiBasa oueHky detanbHom Gpakymm A4aa Kaxaoro
obpasla, Aaxe B clyyae 06pasLoB C HU3KON GeTanbHom
bpakymen. bnarogaps Takon AUHaMUYECKOn OTcevke
nporpammHoe obecneyenue VeriSeq NIPT Assay Software v2
co3/aeT OTYeT No obpasuam C HU3KoW deTansHom Gpakunen,
YTO MO3BOJIAET AOCTUYb CHUXEHMA YaCTOThl OLLINMBOK'.

CosfaHune oT4yeTa

Mocne aHanusa faHHbIX NporpaMmmMmHoe obecneyeHune VeriSeq
NIPT Assay Software co3gaeT 0TYET 0 NONOXUTENBHOM UK
oTpuLaTenbHOM pesyfbTaTe 0bHapyXeHna aHeynnonanm —
Aneuploidy Detected (AHeynnonauna seiasneHa) nnu No Aneuploidy
Detected (AHeynnovaunsa He BbifiBNeHa) — A7 XPOMOCOM,
NPOTECTUPOBaHHbIX B KaX oM obpasue. Ecnv obHapykeHa

BYK, B oTueTe byayT 0TOOpaxeHbl ee TOYHblEe KOOPAMHATbI

B reHome. [laHHble ByayT npeAcTaBneHbl B Buae danna popmaTta
.CSV € BO3MOXHOCTbBIO MHTErpauum ¢ UMetoLencs cuctemom
ynpasneHua nabopaTtopHon nHdopmaumen (LIMS, Laboratory
Information Management System), 6narofaps 4eMy Ux MOXHO
byneT ncnonb3osaTh AN5 CO34aHUA UHAUBUAYANBHOMO
KMHWYeCKOoro oTyeTa.

[Ons gnarHocTukn In Vitro. JoCTynHO He BO BCEX PeruoHax n ctpaHax.



VERISEQ NIPT SOLUTION V2

MMonHasa nogaep>xka npu NnpuMeHeHnm

[Ons 6ecnpenatcTBeHHON MHTerpauyum metoga VeriSeq NIPT
Solution v2 co cpefon nabopaTtopun NpeyCcMoTpeHbl ycTaHOBKa
BCeW CMCTeMbl KBaMMOULMPOBAHHBIM CEPBUCHBIM UHXEHEPOM
KoMnaHuu lllumina n obyyeHne nepcoHana Ha paboyem MecTe.
Hay4yHble coTpyaHUKNM KOMMaHuu lllumina BMecTe C nepcoHanom
nabopaTopuy MO3TaMNHO BbIMONMHAKOT BblaeneHvne JHK 13
obpasuya, NoAroToBKY BUBNNOTEKN, CEKBEHUPOBaHWE N aHanns
(Tabnuua 6). Mocne 3aBeplUeHna HaCTPONKK BCEX CUCTEM

1 Havyana Ncnonb3oBaHUs LaHHOro MeToAa COTPYLHMKM CNy>XObl
TexXHMYeCcKom noaaepXxKu komnaHuu lllumina npefoctaBnaoT
NOCTOSHHYHO MOALEPXKKY.

Tabnuua 6: Oby4yeHune no VeriSeq NIPT Solution v2

Tema MoapobHas nHbopmauns

Ha ceMuHape paccmaTpuBatoTcs paboynin
npouecc 1 aHanus
* PyKOBOACTBO NO

BCrMomoraTtenibHOMy 060pyA0BaHMIO
« PyKOBOACTBO MO pacxXxofHbIM MaTepranam
« [poToKON NonyyeHna obpasua KpoBu
« [IpOTOKON OTAENEHNS NNasMbl

O3HakoMneHne
c meTofoMm VeriSeq
NIPT Solution v2

ObyueHune paboTe ObyyeHune Ha paboyem MecTe

Cc npnbopom * HeobxoaMM yCcTaHOBAEHHbIN Npnbop
TpebyeT noaATBEPXAEHNA Ha paboyem MecTe
Nposepka « YCcTaHoOBKa

BCMomMoraTenbHOro 060pyaoBaHna
* Hannune HeobXxo4nMbIX peareHToB
« [oakntoYeHne KOMNOHEHTOB CUCTEMbI

pabouero mecTa

BbINofHeHe aHannsa HayYHbIM

COTPYAHUKOM KOMMNaHuu lllumina

« [peagBapuTenbHO NPOTECTUPOBAHHbIE
06pasLibl N1a3Mbl C U3BECTHBIMU paboynmu
XapakTepucTukamu (NpeaocTaBnstoTCA
KoMnanuen lllumina)

« [l0aTanHoe BbINOMHEHNE aHanunsa,
HayvHasa ¢ oTAeNeHUs NnasMbl 40 paboThbl
C NpnbopoM 1 aHanmsa gaHHbIX

« ObyyeHre aHannsy gaHHbIX

Oby4yeHue Ha
pabouem mecTe

BbinonHeHne aHannsa

Mposepka nepcoHanom nabopatopmm
NONYYEHHbIX « [peaBapunTeNbHO NPOTECTUPOBAHHbIE
3HaHWUM Ha 06pasubl NasMbl C U3BECTHBIMU PaboymMun

XapakTepucTtukamu (npefocTaBnsaoTes
KoMnaHwuew lllumina)

pabouem mecTe
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Pes3tome

MeTtog VeriSeq NIPT Solution v2 BbiBen OCTYMHOCTb, HAAEXHOCTb
1 BO3MOXHOCTU HMMT Ha HOBbIN ypoBeHb. Tenepb nabopatopuu
MOFYT MCNONb30BaTb TexHonorno NGS, yTobbl nony4daTtb
BbICTPbIE, HAAEXHbIE U BbICOKOTOYHbIE pedynbTaTthl HUMT

C HM3KOW 4aCTOTOM OLWNBOK.

[ononHuTenbHaa MHGopMauma

lllumina VeriSeq NIPT Solution v2

VIHbopmMauma oNna 3akasa

e
y

Habop gna noarotosku obpasyos VeriSeq NIPT

Sample Prep Kit (24 samples) 20025895

Habop ana noarotosku obpasuyos VeriSeq NIPT

Sample Prep Kit (48 samples) 15066801

Habop ansa noarotosku ob6pasuos VeriSeq NIPT

Sample Prep Kit (96 samples) 15066802

MporpammHoe obecneyerune VeriSeq NIPT Assay

Software v2 20047024
) ) 20047000

Cepsep VeriSeq Onsite Server v2 PTYP

Mpobupka AnAa BolgeneHns cBoboaHO

unpkynupytolein HK Streck BCT (CE) 15073345

Mpunbop NextSeq 550Dx Instrument 20005715

Habop peareHToB NextSeq 550Dx High Output 20028870

Reagent Kit v2.5, 75 cycles

[Ons gnarHocTukn In Vitro. JoCTynHO He BO BCEX PeruoHax n ctpaHax.


https://www.illumina.com/products/by-type/ivd-products/veriseq-nipt.html?scid=2017264vu1

VERISEQ NIPT SOLUTION V2

3aaB/ieHne o NpeanonaraeMom
NCMNOTb30BaHUN

VeriSeq NIPT Solution v2 npegcTtaBnaeT cobon metos
LVarHOCTUKWM in Vitro, KOTOPbI NpefHasHauYeH 418 CKPUHUHIOBOTO
TeCTUPOBaAHMA HEPEMEHHbIX XEHLLNH CO CPOKOM recTauunu He
MeHee 10 HeieNlb U UCMONb3YeTCA 417 BbIABNEHNA XPOMOCOMHbIX
aHOManui nnoga Npu NOIHOreHOMHOM TEeCTUPOBaHWM MaTepuana,
MONTYYEeHHOro 13 06pasLoB LeflbHOW nepndepmnyeckon Kposu
MaTtepu. Cuctema VeriSeq NIPT Solution v2 ncnonbdyet WGS ans
BbIAB/IEHNA YaCTUYHbIX AYNAVKaUUi 1 aeneumin Ans Bcex ayToCoMm
M cTaTyca aHeynnonanu 4ns BCex XpoMoOCoM. TeCcTupoBaHue
npefycMaTpuBaeT BO3MOXHOCTb 3anpoca coobLleHns 06

AlMX. PesynbTaTbl, NONYyYEHHbIE C MOMOLLbIO AaHHOW CUCTEMBI,
HesNb3A MCMOoNb30BaTh B Ka4ecTBe eAMHCTBEHHOIO OCHOBaHWA
L5 NOCTaHOBKM AMarHo3a U NpuHATUS APYTrUX pelleHni

0 BefeHNN 6epeMeHHOCTH.

B cuctemy VeriSeq NIPT Solution v2 BXxogAT: AgucneTtyep paboumx
npoueccos VeriSeq NIPT Workflow Manager v2 gnsa paboyen
cTaHuun VeriSeq NIPT Microlab STAR, Habopbl 415 NOArOTOBKMN
obpasyos VeriSeq NIPT Sample Prep Kit v cepsep VeriSeq Onsite
Server v2 ¢ nporpaMmHbiM obecnevyeHnem VeriSeq NIPT Assay
Software v2. Cuctema VeriSeq NIPT Solution v2 npegHasHayeHa
LA NCNONb30BaHWA C CEKBEHAaTOPOM HOBOIO MOKOMNEHUA.
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