TEXHWYECKUWE XAPAKTEPMCTUKU

[Tpnbop
I\/IiSeqTMDx
Instrument

[lepBbIv NPpKbBOP

ONA ONArHOCTUKM

in vitro metogoM NGS,
pernaMmeHTrnpoBaHHbIN FDA
N NONYYUBLUMNA MAPKNPOBKY
CE-IVD

e [lpocTow B akcnayaTaunm npubop ¢ UHTYUTUBHO
MOHATHbLIM UHTEPdENCOM CEHCOPHOIO 3KpaHa
N aBTOMaTU3NPOBaHHbIM PaboyrM NPOLLECCOM.

o MCKMoUYnMTENbHOE KaYecTBO N HafeXHOCTb [ aHHbIX,
NPOAEMOHCTPUPOBAHHbIE B XO,e BCECTOPOHHEN
NPOBEPKN CUCTEMBI.

o Lunpoknn Bei6Op aHanM30B 415 MOMEKYNAPHOM
OVarHOCTUKK, NnpefgHasHavYeHHbIX 4NA NPOBEAEHNA
B YCNOBUAX KIIMHUYECKMX NabopaTopun.

« [lpnbop npeacTaBnsaeT cobom OTKPbITYO NnatdopmMy AnA
Cco3faHns Nonb3oBaTeNAMN aHannsoB ANA AMarHOCTUKN
in vitro (IVD, in vitro diagnostic) c BO3MOXHOCTbHO
3anycka Apyrux aHanusos B pexunme Research Mode
(PexunmM nccnepnosaHua).

illumina

[ns guarHocTuKM in vitro. [lOCTYMHO He BO BCEX PErMoHax 1 cTpaHax.
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MISEQDX INSTRUMENT

0O630p

Mpubop MiSeqDx Instrument — 3To nepeada nnathopma AnA
CekBeHMpoBaHMA HoBoro nokoneHus (NGS, next-generation
sequencing), pernaMeHTrpoBaHHas YnpasneHnem no
KOHTPOJIKO KayecTBa NULLEBbIX MPOAYKTOB U IeKapCTBEHHbIX
cpencts (FDA, Food and Drug Administration) n nmetowias
MapKNPOBKY COOTBETCTBUSA CTaHAapTamM EBponenckoro
cotosa (CE, Conformité Européenne) Ans anarHoCT KK

in vitro (CE-IVD) (pwc. 1). Mpu6op MiSegDx Instrument,
pa3paboTaHHbIN crieymanbHo ANA KIMHUYECKUX nabopaTopun,
3aHMMaeT HebonbLyto naowanb (0,3 KBagpaTHbIX MeTpa)

n obecneymBaeT NPOCTOM B UCMONBb30BaHMM paboynii npoLecc
1 BbIBO AaHHbIX, aanTUPOBaHHbIN K pa3HO0bpasHbiM
noTPebHOCTAM KNNHNYeCKnx nabopatopuin. Kpome

TOro, BCTPOEHHOE NporpaMmHoe obecneyeHre npnbopa
NO3BOMIAET HacTpanBaTh 3amnyCKu, OTCNexXnBaTb 0bpasLbl,
yNpaBAaTb NOMb30BaTENAMU, BECTU XYPHanbl ayanTa

W MHTEPNPETUPOBaTL peaynbTaTsl”. Mcnonbays npenmMyliecTea
NpoOBEPEHHOro MeTofa CekBeHnpoBaHus lllumina, B ocHoBe
KOTOPOro NeXUT XMMUYeCcKasa peakumns CeKBEHNPOBaHNS
nytem cuHTesa (SBS, Sequencing by Synthesis), nprnbop
MiSeqgDx Instrument obecrneyrBaeT TOYHOCTb K HAAEXHOCTb
CKPWUHWHra 1 AMarHoCTUYeCKNX TeCTOB.

MiSeqDx"

Puc. 1. Mpubop MiSeqgDx Instrument: pernamMeHTUpOBaHHbIN
FDA v nonyumswmnin mapkuposky CE-IVD npnbop MiSegDx
oTNMYyaeTca NpocToTon paboyero npouecca, yaobcTBoMm
NPOrpaMMHOro nHTepdenca 1 NOBbIWEHHBIM YPOBHEM
6e30nacHoOCTH Nnosib3oBaTesnen

* [1nA ueneBbIX aHanNM30B, Taknx kak aHanus TruSight Cystic Fibrosis
139-Variant Assay n TruSight Cystic Fibrosis Clinical Sequencing
Assay, LOCTYNHbI NOAPOOHbIE OTYETHI O pedynbTaTax.
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Mpenmyuwectsa NGS

B oTnn4yne ot cekBeHnpoBaHus no CaHrepy Ha ocHoBe
KanunnapHoro anekTpodopesa, NGS MoxeT obHapyXMBaTb
bonee wnpokuin cnekTp BapnaHTos [AHK, Bkarouasd BapnaHThbl
C HNU3KOW YaCcTOTOM N cocefiHMe Ga3npoBaHHble BapuaHThl,
¢ bonee BbICTPbLIM NOMlyYeHneM pesybTata U MeHbLUUM
KOMIMYECTBOM MpakTuyeckux aTanos" 2. B xuMmuyeckom
peakumnm SBS lllumina ncnonb3yeTcs eCTeCTBEHHas
KOHKYPEeHLMA MeX Ay BCeMU YeTblIpbMA MeYeHbIMU
HYKeoTuAaMM, YTO CHUXAET BEPOATHOCTb CMeELLEHNA
BCTpavBaHNA 1 N03BONASET Honee HageXHO CeKBEHMPOBaTb
nosTopAoLLMeca 06nacT U TOMOMONUMEPbI MO CPAaBHEHUIO
C APYrUMU CUCTEMaMU CEKBEHMPOBaHUa®. 3Ta TexHonorus
obecneymsaeT HBbICTPOE NONyYEHNE MaKCUManbHO MOSHbIX
pesynbTaToB 6€3 OTHUMAaKOLWUX BPeMS AOMONHNTENbHbIX
aHann3oB, HeOBXOAMMbBIX 418 YTOYHEHWA AnarHosa.

[MpoCcTONn TpexaTanHbIin paboumn
npouecc

AHanusbl, NposognMble Ha npmnbope MiSegDx Instrument,
BbIMOMHATCSA B COOTBETCTBMM C MPOCTbIM TPEX3TanHbIM
MpoLEeccoM (puc. 2), KOTOPbIN HaYNHaEeTCA C BblaeneHuns
reHoMHon AHK (rOHK) 13 o6pasuos neprdepryeckomn
LleNTbHOM KPOBW YenoBeka Un TKaHemn, 3adUKCUPOBaHHbIX
bopMannHom 1 3anuTbix NapaduHom (FFPE, formalin-fixed
paraffin-embedded). [Mocne aToro BbiNoAHAETCSA NOATOTOBKA
K cekBeHupoBaHuto obpasuyoB [JHK nocpeactesom gobasneHuns
npavMepoB N CO3A4aHNA MHOEKCUPOBaAHHbIX OUBANOTEK ANd
OAHOBPEMEHHOr0 3axBaTa 1 aMnAndukaum COTeH Lenesbix
obnacTen B HECKOMbKMX 0bpasyax.

MoAroToBMEHHbIE BUBNNOTEKN CEKBEHNPYHOTCA C MOMOLLBIO
rOTOBOrO K UCMOJSIb30BAHWIO U NpeaBapuTeNbHO 3aN0HEHHOIO
KapTpuaxa c peareHtammn MiSeqDx. Heobxoanmo npocTo
PasMopO3nUTb KapTPUAXK, 3arpy3nTs 6MbIMoTeKy, BCTaBUTb
KapTpuax B npubop MiSegDx Instrument n 3anyctutb
CEKBEHMPOBaHNE HaxXaTnem KHOMKMW.

B xopne NGS Ha npubope MiSeqDx Instrument

NCNoNb3yeTca xuMnyeckan peakyms SBS, paspaboTtaHHas
KoMnaHuen lllumina, B KOTOPOW MacCcoBOE NnapasnsefibHoe
CeKBeHMpOBaHMe MUnNnMoHoB ¢parmeHToB AHK npoucxoant

C MOMOLLbHO 3aMaTEHTOBAHHOIO METOZa Ha OCHOBE 06paTUMbIX
TepMmuHaTopoB. OANHOYHbBIE OCHOBaHUA 0BHapPYXNBaKOTCA MO
Mepe Ux BCTpamBaHua B pacTylime HUTK HK. PacnosHaBaHue
OCHOBaHW BbIMNONTHAETCA HEMOCPEACTBEHHO C YYETOM
nokasaTenen MHTEHCUBHOCTH CUrHaMa BO BPEMSA KaXXA0r0O
umkia. JonoAHNTENBHYO MHGOPMALMIO O XMMUYECKOn
peakuun SBS cM. Ha Beb-canTe illumina.com.

Ona oMarHocTuku in vitro. ﬂ,OCTyFIHO He BO BCeX pernoHax n ctpaHax.


https://www.illumina.com/science/technology/next-generation-sequencing/sequencing-technology.html
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MoarotoBka 6GuGnnoTekn CeKBeHVpoBaHue AHanus aaHHbIX

[ ]

)

- Havano pa6otbl ¢ reHomHol [IHK. - fobaBneHne 6GUGNMOTEKN B rOTOBbIN « MpocMoTp pesynbTaToB 3aBepLUEHHbIX 3anyCKoB
- CoapgaHue 3anycka B Local Run Manager. K UCMOMNb30BaHMIO KAPTPUAXK C peareHTamu 8 Local Run Manager.
- CospaHue NHAeKCUpoBaHHLIX B1bnmoTek. MiSeqgDx. * NHTepnpeTauysi pesynbTaTos.

- 3arpyska B MiSeqDx, Hayano 3anycka.

Puc. 2. TpexaTanHbI npolecc aHanusa Ha npubope MiSeqDx: nprbop MiSeqDx Instrument aBnAeTCA 4aCcTbio UHTErPUPOBAHHOTO
npouecca, BKIYakoLWero noAroToBky 6ubnnoTekn 1 aHanus faHHbIX 415 MONEKYNAPHbBIX AUarHOCTUYECKMX NCCneoBaHni. ToNbKo
ONA UeneBbIX aHann3oB, Takmx Kak naHenb Extended RAS Panel, ananusbl TruSight Cystic Fibrosis 139-Variant Assay un TruSight Cystic
Fibrosis Clinical Sequencing Assay, LOCTYMHbI NOAPOGHbBIE OTUYETHI O pesyfibTaTax

IHTerpnpoBaHHOE NporpaMmmHoe
obecneyeHne cucTembl

Mpubop MiSegDx Instrument cogep>XuT NOMHOCTLIO
NHTErpmpoBaHHOE BCTPOEHHOE NporpaMMHoe obecneyeHune,
LOCTYN K KOTOPOMY MOXHO MNOyUYNTb Yepes yaoOHbIN
NHTEepdENC CEHCOPHOro aKpaHa. 3anyck CEKBEHUPOBaHMA
MOXHO MNaHUPOBaTh K OTCNEXMBATL C MOMOLLBIO XYpPHaNoB
ayauTa c UCNonb30BaHWeM NporpamMMHoOro obecneyeHmna
Local Run Manager, KoTopoe NoagepXunBaeT OTCexnBaHne
6nbnnoTek 1 onpegeneHne napaMmeTpoB 3anycka
cekBeHMpoBaHus. MNporpammHoe obecneyerune Local Run
Manager 3anyckaeTcs Ha KOMMNbroTepe Nprubopa, No3BoNAs
nosib3oBaTeNndaM OTCNEXMBaTb X0 3amnycka U npocMaTpusaTh
pes3ynbTaTbl aHanmsa ¢ Apyrux KOMNbOTEPOB, MOAKIOYEHHbIX
K TOM Xe ceTu. [locne 3aBepLlleHna CEKBEHNPOBAHNA

Local Run Manager aBToMatnyecku 3anyckaeT aHanms
OaHHbIX C MOMOLLbK OAHOMO U3 HECKOMBKUX AOCTYMHbIX
aHanUTNYeCcKnx MOAyNen. VIMeroTca aHannTnyeckmne Mogynm
ONA KOHKPETHbIX aHaIM30B, MO3BOJIAOLWME BbIMOMHATD

BblpaBHMBaHME N paCrno3HaBaHWe KOHKPETHbIX BapuaHTOB UK

onpenesieHHbIX No1b30BaTeNeM LefieBblX obnacTei.

[MporpaMMHoe obecneyeHne Oong
yrnpaBAeHns Nonb3oBaTeNaAMN

[ns obecneyeHnsa NpaBuIbHOITO UCMOIb30BaAHWA CUCTEMBI
npnbop MiSegDx Instrument oCHallleH MHTEerprUpPOBaHHOWN
CUCTEMOW yNpaBfeHnsa Nonb3oBaTensaMn. 3To NO3BoIAeT
nabopaTopmsaM KOHTPONNPOBaTb M OTCNEXNBaTb 4OCTYN

K cucteme, 4Tobbl 4OCTYN K 3aMyCKy TECTUPOBAHUA UMEN
TOJNbKO YMONTHOMOYEHHbIV MNepcoHan.

ﬂ,OCTyI'IHbIe dHalln3bl N PE€areHThbl

B HacToALee BpemMA JOCTYMHO HECKObKO aHaNn3oB
N peareHToB AN AnarHocTuky in vitro (IVD),
npeaHasHaYeHHbIX 418 UCMOMb30BaHUsA Ha Npubope MiSeqDx™.

« AHanua TruSight™ Cystic Fibrosis 139-Variant Assay
No3BOAAET BbIABUTb 139 KNMHUYECKM 3HAUYNMBbIX
N QYHKLMOHaNbHO NOATBEPXKAEHHbBIX BAPUAHTOB reHa
perynaTopa TpaHCcMeMbpaHHOM NPOBOANMOCTH NMpK
mMykoBucumaose (CFTR, cystic fibrosis transmembrane
conductance regulator), onpeneneHHbix B 6ase

LOaHHbIXx CFTR24.

« AHanms TruSight Cystic Fibrosis Clinical Sequencing Assay
No3BOMSAET BbIABUTL MyTaL MM B 0611aCTAX, KOANPYHOLNX
6enokK, 1 Ha rpaHnLax MHTPOH/aK30H reHa CFTR.

e Habop TruSeq™ Custom Amplicon Kit Dx — pelweHune gns
CEKBEHNPOBaHNA Ha OCHOBE aMMJIMKOHOB, MO3BONAKOLEE
nosb3oBaTenaM co3faBaTb aHaNn3bl, NpefHa3HaYeHHble
LONA BbIABNEHNA Hanboee BaXHbIX C VX TOUKU 3PEHUA
reHEeTUYECKMX BapnaHTOB; MOIb30BaTENN MOTYT
Cco3[aBaTb CBOM COBCTBEHHbIE ONTUTOHYKNEOTUAHbIE
30HAbI, cneynduyHbie 4Na nccnefyemMblx obnacTten, a ang
noAroTOBKM BUBMOTEK U CEKBEHUPOBAHMA NCMOIb30BaTh
BanuamMpoBaHHble And npubopa MiSeqDx peareHTbl.

» [laHenb Extended RAS Panel — nepBas ogobpeHHasd FDA
naHenb 414 IVD Ha ocHoBe NGS, ncrnofib3yemas B kayecTBe
BCMOMOTraTelbHOrO MeTOAa BbIABNEHUS MALNEHTOB
C KONopeKTalbHbIM PakoM, COOTBETCTBYHOLMX KPUTEPUSM
fleyeHna npenapaTtom BekTnbuke, nocpeacTsom
OLHOBPEMEHHOW OUEHKIN 56 MyTauunm B reHax RAS,
Hannyre KoTopbIX ABNAETCA MPOTUBOMOKA3aHUEM
K Tepanuu npenapaTtom BekTnbukc; BCTpoeHHoe
nporpaMmmMmHoe obecneyeHne No3BoNAET NOAYYNTb
NEerko Yntaembin otyeTt,

T [nA ueneBbix aHanM30B, Taknx kak aHanus TruSight Cystic Fibrosis
139-Variant Assay n TruSight Cystic Fibrosis Clinical Sequencing
Assay, LOCTYNHbI NOAPOOHbIE OTYETHI O pedynbTaTax.

T Ha gaHHbI MOMEHT AOCTYNHO ToNbko B CLUA.

Ons gpuarHocTukw in vitro. [JocTynHO He BO BCEX PErmoHax U cTpaHax. M-NA-00005 RUS, Bepcusa 2.0 | 3
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Mprbop xapakTepnsyeTcs pacnMpeHHON GYHKLNOHAIbHOCTbHO:
npu 3anycke B pexume Research Mode (Pexxum nccnenoBaHmns)
MOXHO MCMOMb30BaTb aHannabl lllumina ¢ NOAroTOBKOM
6rbnuoTek, paspaboTaHHble ANA UCNONb30BaHUA B CUCTEME
MiSeq System Ha npubope MiSegDx Instrument.

TexHMYeckme xapakTepUCTUKK nprbopa
MiSegDx Instrument

KoHourypaumna npubopa

OTcnexmnsaHne pacxofHblx MaTepranioB C MOMOLLbI TEXHOMOT UK
paamnoyacToTHOM naeHTndukaumm (RFID)

MNporpaMmHoe obecneyeHne npubopa MiSeq

MporpaMmmHoe obecneyerne Local Run Manager

YnpaBnsaoLwmin KoMnbroTep Nprubopa (BHY TPEHHNI)

CuctemHbin 6nok: Intel Core i7-7700 2,9 Ty LM
MamaTte: 2 x 8 '6 DDR3 SO-DIMM

XXecTkui guck: Het

TBepaoTenbHble HakonuTenu: SATA, 2 x 1Th
OnepauymnoHHas cuctema: Windows 10

CeToamnon,

520 HM, 660 HM

Pasmepsbl

WxTxB:68,6cMmx56,5cMmx523cMm
(27,0 pronmoB x 22,2 aronma x 20,6 gronma)
Macca: 54,5 r (120 ¢pyHTOB)

Macca c obpelueTkon: 90,9 kr (200 ¢yHTOB)

TpeboBaHWSA K 9N1eKTPONUTaHMIO

100-240 B nep. Toka npu 50/60 Ty, 10 A, 400 BT

PagnoyacToTHbIN naeHTudmkatop (RFID)

YacToTa: 13,56 MI'y
MouwHocTb: 100 MBT

[Mpon3BOANTENBHOCTbL

1-96 0bpasuoB / 3anycK B 3aBUCMMOCTM OT aHann3a

SKCI'IJ'IyaTaLI,I/IOHHbIe napaMeTpbl

MakcumaneHas AnunHa npouTenns: o 2 x 300 M. 0. (TexHnyeckne
XapaKTePUCTUKN KOHKPETHOrO aHannaa yKkasaHbl Ha IMCTKe-
BKNagbiwe)

O6beM BbIXOAHbIX AaHHbIX (3anyck Ha 2 x 150 1. 0.): 2 516
KonnuecTBO NpoYUTEHUN, NPOXOAALLNX Yepes GunbTp: = 15 MAH
MokasaTtens Q30 (Npu ANvHe npouTeHns 2 x 150 n. 0.): 2 80 %
TOYHOCTb, 419 BapnaHTOB 3apoabllieBor NuHum®: > 99,9 % OPAP
OTHOCUTENbHO 3TaNOHHbIX fJaHHbIX; TOYHOCTb, 418 COMaTUYECKMX
BapunaHToB? 100 % OPA OTHOCUTENbHO 3TaNOHHbIX AaHHbIX
BocnponssoamMMocTb, 418 BApMaHTOB 3apOAbILLEBON MHUNE:
99,88 % OTHOCUTENBHO 3TANOHHbIX AaHHbIX
BocnponssoamMMocTb, 4NA cOMaTUYecknx BapnaHtos®: 99,6 %
MPOrHO3MpPYEMbIX pacno3HaBaHuim Ans 06pasLoB ¢ MyTalamm

a. PesynbTaTbl NONyYeHbl C MOMOLLbIO aHanmsa TruSeq Ha oCHoBe
AMMJINKOHOB, NpefHasHa4YeHHOoro A4 NoONCKa pAfAa reHoBs, NOKPbIBAOLWKMX
12 588 ocHOBaHU B 23 pasnnyHbIX XpOMOCOMaX C UCMONb30BaHNEM
150 aMnAvKoHOB.
b. OPA— nokasaTenb obuie cornacoBaHHocTu (overall percent agreement).
c. PesynbTaThl NonyyeHsl ¢ NoMoLbo aHanuaa Cystic Fibrosis (CF-139) Assay.
d. PesynbTaTbl NONYYEHbI C MOMOLLbIO PENPe3eHTaTUBHOMO ABYXMEHHOMO
aHanusa TruSeq Ha OCHOBE aMM/IMKOHOB.

IHGopMaLuna Ona 3akasa

Homep no
N3nenue

Katanory
Mpnbop MiSegDx Instrument DX-410-1001
Habop peareHToB MiSeqDx Reagent Kit v3 20037124
Habop amnnunkoHos TruSeq Custom Amplicon 20005718

Kit Dx

Habop ana noarotosku 6ubnnotek TruSight

Cystic Fibrosis Library Prep (nogaepxvBaetcs

aHannsamu TruSight Cystic Fibrosis 139-Variant 20036925
Assay n TruSight Cystic Fibrosis Clinical

Sequencing Assay, 96 TecToB)

MaHenb Extended RAS Panel (paccumTaHa

Ha 2 3anycka, Bkntovarowmx o 10 obpasuos
MAKC 2 KOHTPOJIbHBIX 06pa3sLia Ha 3anycK nnm
20 0bpasyoB Ha Habop)

20012431

[ononHntenbHasa nHdopmMauma
O npubope MiSeqDx Instrument: illumina.com/miseqdx.

O MonekynspHon anarHocTuke: illumina.com/clinical/
diagnostics.
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3aaBfeHne o UeneBom
MCMNONMb30BaHNN

LleneBoe ncnonbsoBaHne npubopa MiSeqDx
Instrument

Mprbop MiSeqDx Instrument npegHa3HaveH 414 LeeBoro
cekBeHunpoBaHunga omnbnmnotek JHK 13 reHomHon JHK
4yefloBeka, BblAeNeHHON U3 LieNbHOW Nepudepmnyeckom
KPOBW NNV 3adpUKCUPOBAHHON GOPMANMHOM 1 3aNNTON
napaouHom (FFPE) TkaHu, KOTOpble MCMONb3YTCA B XO/e
NPOBOAMMbIX Ha NPUBope aHann3oB ANA ANArHOCTUKM

in vitro (IVD, in vitro diagnostic). Mpn6op MiSeqDx Instrument
He npefHa3HayeH ANA NOSHOreHOMHOro CEKBEHVPOBAHNA
UK cekBeHnpoBaHus de novo. Mpubop MiSegDx Instrument
HaL1eXNT NCNONb30BaTb C 3apPerncTpPUPOBaAHHLIMY

N KaTanornm3npoBaHHbIMU, NPOLUEALNMU NPOBEPKY

NN Y TBEPXAEHHBIMY peareHTamMmn 1 aHanTU4eCcKnm
nporpamMmMHbiM obecnedernnem ana IVD.

Llenesoe ncnonb3oBaHne Habopa peareHToB
MiSegDx Reagent Kit v3

Habop peareHTos lllumina MiSegDx Reagent Kit v3
npeacTaBnseT cobon Habop peareHTOB U PACXOAHbIX
MaTepuranos, NpeAHa3HaYeHHbIX 019 CEKBEHNPOBaHNA
61bnroTek 0bpasLoB Npu NCMNOMb30BaHMN

C BaNMAVpPOBaHHbIMK aHannsamMmu. Habop peareHToB
MiSeqDx Reagent Kit v3 npefHa3sHayeH 419 UCMONb30BaHWA
c npubopom MiSeqDx Instrument 1 aHaNNTUYECKUM
nporpamMMHbiM obecnedyeHnem.

LleneBoe ncnonbsoBaHne aHanusa TruSight Cystic
Fibrosis 139-Variant Assay

AHanuna lllumina TruSight Cystic Fibrosis 139-Variant Assay
npeacTasnseT cobon cUCTeMy NPoBeAEHNSA KAYECTBEHHOIO
aHanusa Anaa AMarHoCTUKN in Vitro, Cnofib3yemyto And
OAHOBPEMEHHOTO 06HapyXeHMA 139 KNMHUYECKM 3HAaUMMBbIX
MyTaluuii 1 BapuaHTOB, BbI3blBatOLWMX MyKOBUCLMAOS, B reHe
CFTR reHomHon IHK, BbigeneHHoM n3 06pasLoB LenbHom
nepudepunyeckon Kposn Yenoseka. K Taknum BapuaHtTam
OTHOCATCH peKoMeH0BaHHble AMEPUKAHCKOW Konnernem
MeaununHcknx reHetukos (ACMG, American College of Medical
Genetics)1 B8 2004 1. 1 AMepUKaHCKON KoNnerven akywepos

n ruHekonoros (ACOG, American College of Obstetricians

and Gynecologists) B 2011 r2. TecT npefHasHayeH Ans
BbIAB/IEHUSA HOCUTENBCTBA CKOMBbIX FTEHOB CPpean B3POCIbIX
penpoayKTUBHOMO BO3pacTa, NPOBEeAEHUA NOATBEPXK AAOLLMX
ONarHoCTUYECKUX aHan30B Y HOBOPOXAEHHbIX

N AeTewn, a TakXe B KayecTBe NepBOHaYanbHOro

TecTa B paMKax BCMOMOraTesibHbIX METOA0B

ONarHOCTUKN Y UL C MOAO3PEHNEM Ha MYKOBUCLNAOS.
PesynbTaTbl 3TOr0 TeCTa NognexaT nHTepnpeTaLmnm
cepTUOULNPOBAHHBIM KITMHUYECKUM MONEKYNAPHBIM

Ona AnarHocTukm in vitro. ﬂ,OCTynHO He BO BCeX permoHax n ctpaHax.

reHETUKOM UM CNeunanucToOM aHanorMyHoro ypoBHs
N LOJIXHbBI UCMOMb30BaTbCA BMECTE C APYrov AOCTYMHOW
NabopaToOpPHOM N KNNHMYECKON MHDOpMaLmen. 3ToT TeCT

He NpefHasHadyeH 415 UCMOb30BaHNSA C LieNb0 CKPUHWHTA
HOBOPOXAEHHbIX, AVArHOCTNYECKNX 0bCNeoBaHMI Nnoaa,
npeavMnIaHTaUnoHHbIX 06CNef0oBaHNN, a Takxe Kak
OTLENbHbIV METOA AMarHOCTUKN. [JaHHbIN TeCT NpefHasHavyeH
ONA ncnonb3osaHua Ha npubope lllumina MiSeqDx Instrument.

IntepaTypa no aHanusy TruSight Cystic Fibrosis
139-Variant Assay

1. Watson MS, Cutting GR, Desnick RJ, et al. Cystic fibrosis
population carrier screening: 2004 revision of American
College of Medical Genetics mutation panel. Genet Med
2004;6(5):387-391.

2. American College of Obstetricians and Gynecologists
Committee on Genetics. ACOG Committee Opinion
No. 486: Update on carrier screening for cystic fibrosis.
Obstet Gynecol. 2011;117(4):1028-1031.

LleneBoe ncnonssosaHue aHannaa TruSight Cystic
Fibrosis Clinical Sequencing Assay

Ananuna lllumina TruSight Cystic Fibrosis Clinical Sequencing
Assay npefcTaBnaeT cobom CUCTEMY LieNeBoro
CEKBEHMPOBaHNSA 415 ANArHOCTUKN in Vitro, NO3BONSOLL YO
BbIMOMHATL PECEKBEHNPOBAHNE KOAUPYHOLWMX Benok
obnacTen 1 rpaHunL MHTPOH/SK30H reHa perynaTopa
TpaHCcMeMbpaHHOM NPOBOANMOCTHY NPU MYKOBUCLNA03E
(CFTR) reHomHon [AHK, BblaeneHHom n3 06pasLoB LieibHON
nepudepmnyeckorn KpoBm Yenoseka, 0ToOpaHHbIX B MPOBUPKN
Cc K2EDTA. STOT TeCT N03BONAET BbIABUTL OAHOHYK/1E0TUAHbIE
BapuaHTbl 1 Hebonblne NHAENbI B CEKBEHMPYEMOW 061acTy,
a Takxe npefocTtaBnaeT MHGOpPMaLMO O ABYX ryHOKMUX
WHTPOHHBIX MyTaUWAX 1 ABYX KPYMHbIX geneumnax. JaHHbin
TEeCT npefHasHayeH ANA UCNOoNb30BaHMA Ha Npnbope
Illumina MiSeqgDx Instrument.

TecT npefHa3HadyeH AN UCNONb30BaHWA B KayecTse
BCMOMOraTeNlbHOro CpeAcTBa AMArHOCTUKIA Y L,

C Nof03peHNeM Ha MyKoBMcLnao3 (MB). 3ToT aHanus
Hanbonee LenecoobpasHo NPOBOANTL, KOTAa Y NaLUneHTa
HabNoAATCA HETUMNYHbBIE UV HEKITaCCUYEeCKUe NPOABIIEHUA
MB nnu xe Korfa Hv 0fiHYy 13 Bbi3blBatoLLMX 3aboneBaHne
MyTauui He YAanoCh BbISBUTbL C MOMOLLbLE APYTX

naHenewn gna onpefeneHnd MyTaunn. PesynbtaTel 3TOro
TecTa noAfnexat uHTepnpeTauum cepTuduLMpoBaHHbIM
KJTMHNYECKUM MONEKYNAPHBIM FrEHETUKOM U CNeLmnanncTom
aHaNoOrMYHOro YPOBHA U [O/KHbBI UCMNOMb30BaTLCA BMECTe

C Apyrown 4oCTynHon nHbopmMaLunen, BKaoYasa KInHnudeckme
CUMNTOMBbI, pe3ynbTaTbl APYrUX ANArHOCTMYECKMX TECTOB,

a Tak>XXe CeMEWHbIN aHaMHe3. ATOT TeCT He NpefHasHavyeH Ans
NCMONb30BaHMA B Ka4eCTBE OTAENBbHOIrO MeToa AMarHOCTUKY,
C L|eNbro NPOBEeAEeHUsA AnarHoCTUYecKkux obcrnesoBaHni
nnoga, NnpeAnMnIaHTaunoHHbIX 06cnefoBaHui, CKPUHWHTA
AN5 BbIABIEHUA HOCUTENEN, CKPUHWMHIA HOBOPOXAEHHbIX UK
CKPUHWHIa Nonynsymu.
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MISEQDX INSTRUMENT

Llenesoe ncnonb3osaHne Habopa aMnINKOHOB .
TruSeq Custom Amplicon Kit Dx

Habop amnnunkoHoB lllumina TruSeq Custom Amplicon Kit Dx °
npencrtasnaeT cobom Habop peareHToB 1 PaCXO4HbIX

MaTepranos, NCNOoMb3yeMbIX 417 NOATOTOBKN 6MbAnoTek

obpasuyos n3 AHK, BbigeneHHoN 13 LenbHon nepudepmnyeckomn

KpOoBW Yenoseka 1 3adpUKCUpoBaHHON GOPMaNMHOM 1 3aNNTON
napaduHoM (FFPE) TkaHuu. [1na noaroTosku 6ubnunoTexk,

HaLeNeHHbIX Ha NpeACcTaBAOLWME NHTEPEC KOHKPETHble

obnacTn reHoma, TpebyroTca aHanuT-cneynpunyeckme .
peareHTbl, nprobpeTaemMble nons3oBatenem. CosfaHHble
6nbnnoTekn 0bpasLoB NpeaHasHayeHbl 415 NCNOb30BaHNA

Ha BbICOKOMPOU3BOAUTENbHbLIX cCekBeHaTopax OHK,

BbINyckaeMblx KoMmnanuen lllumina.

LleneBoe ncnonbsosaHne naHenu Extended RAS Panel

MaHens Praxis” Extended RAS Panel npeacrasnsaet

cobOoM KayeCTBEHHbIN TECT AN ANarHOCTUKK in Vitro

C MCMNOMb30BaHMEM LIEIEBOI0 BbICOKOMPON3BOANTENBHOMO
napanenbHOro CEKBEHNPOBAHMSA C Liefblo OOHapyXeHns

56 cneunduyecknx mytaunn B reHax RAS [KRAS (3K30HbI 2,
31 4) n NRAS (ak30Hbl 2, 3 1 4)] B AHK, BbigeneHHoM 13
3aPUKCMPOBaHHbBIX GOPManMHOM 1 3aNnUTbiX NapaduHOM
06pa3sLoB TKaHW KonopekTanbHoro paka (KPP). MaHenb Praxis
Extended RAS Panel npefHa3Ha4yeHa ANA UCNONb30BaHWA

B Ka4eCTBE BCMOMOraTe/lbHOro MeTOAa BblABEHMSA
nauneHToB ¢ KPP, COOTBETCTBYROLWMX KDUTEPUAM fIeYeHUA
npenapatoMm BekTnbukc (naHntymymabom) Ha OCHOBaHMM
pesynbTaTa TecTa, NOATBEPXKAAOWEro OTCYTCTBUE My Tauni.
[aHHbIN TeCT NpefAHa3HayeH 419 MCNONb30BaHMA Ha Npubope

[llumina MiSeqDx Instrument. 2.

MpenynpexaeHns 1 orpaHuyeHns, Kacarolmecs 3.

naHenwn Extended RAS Panel

e [1n9 UCNOJSIb30BAHNA TOMBLKO MO npegnncaHnro Bpada.

« [1na onTvManbHOro BbINOMHEHWSA TecTa C 06pasLom
cnegyet obpallaTtbCsi B TOYHOM COOTBETCTBUM
C UHCTPYKLUWMEN Mo NPUMEHEHWIO.

illumina

Ten.: +1 800 809 45 66 (6ecnnatHo ans CLUA) \ +1858 202 45 66
techsupport@illumina.com | www.illumina.com

3aktoyeHune tecta Extended RAS Panel copepXuT TONbKO
NHGOPMALIMO O HAaNIUYNUM UM OTCYTCTBUN NEPEYNCIIEHHbIX
B NINCTKe-BKNaablwe?* MyTauuit B reHax KRAS n NRAS.

[na o6pasLos, COOTBETCTBYHOLWUM KPUTEPUAM
nposefeHns aHanmsa [AHK cornacHo TpeboBaHMAM,
OMUCaHHbBIM B UHCTPYKLUMUAX MO NPUMEHEHMUIO, YacToTa
HeLenCTBUTENbHbIX Pe3yNbTaToB ANA aHann3a cocTasndet
6,9-14,5 % cornacHo oueHkaMm, BbINOSTHEHHbBIM B XOe
PETPOCMNEKTUBHbIX KITMHNYECKUX NCCnefoBanHuii

N NCCnefoBaHNM TOYHOCTM COOTBETCTBEHHO.

Pucku, obycnoBfeHHble NCNONb30BaHMEM NaHenu
Extended RAS Panel, cBA3aHbl C BO3MOXHOCTbIO
HenpaBWIbHOIO Ha3HaYeHUA TeYyeHna naymeHTam

Ha OCHOBaHUW NOXHbIX PE3Y/IbTaToOB TecTa.
JI0OXXHOMONOXUTENbHbBIN Pe3ynbTaT TecTa MOXET
NPMBECTU K OTMEHE NeyeHrs nayreHTa npenapaTtom
BekTrbuKc, KOTopbIt MOT Bbl MOYYNTL OT HEFO NOb3Y.
JIoXHOOTpULaTeNbHbIN pesynbTaT TeCTa MOXeT NPUBECTU
K HasHayeHuto Npenapata BekTUOMKC nauneHTy, KOTOPOMY
Takoe fleyeHne He NPUHeCeT NoMb3bl U NMPU 3TOM

MOXET Bbl3BaTb HeXenaTeNbHble NOB0YHbIe 3G deKThI,
CBfi3aHHble C Tepanuen, a TakXe K TOMY, YTO nauneHT
MOXET He MONYyYnUTb APYroro NekapcTBeHHOro CpeAcTBa,
noaxoasuwero emy 6onblue, Yyem BekTnbukce.

JTaBopaTtopun fomKHbI cCoObntofaTth Npasuia TEXHUKU
H6e3onacHocTy, MOCKOJbKY HEKOTOPbIE KOMMOHEHTbI
copepXat noTeHynanbHO onacHble XMMU4YeCkne BellecTBa,
KOTOpble NpW BAbIXaHWW, NpornatbiBaHWK, nonagaHnn Ha
KOXY W B rfasa MOryT BbI3blBaTb MOBPEXAEHNA TKaHEN.

Nntepatypa no naHenn Extended RAS Panel

Vectibix. Prescribing information. Amgen; 2017.
[ata obpatyerus: 2 mapta 2021 .

Extended RAS Panel. Package insert. lllumina; 2017.
[aTa obpalleHus: 2 mapTa 2021T.

Extended RAS Panel. FDA Summary of Safety and
Effectiveness Data. lllumina; 2017. laTa obpateHus:
2 MmapTa 2021 T.
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