XAPAKTEPNCTWKW MPNBOPA

Mpnbop MiSeq Dx
Instrument

[lepBbIVt Nprbop ANA
CEeKBEHMPOBaHMA HOBOIO
nokoneHma (NGS),
pernamMmeHTrnpoBaHHbIN FDA

n nmeroLnin Mmapkmnposky CE-IVD,
ONA ANarHOCTUKW in Vvitro

» [lpnbop NpoCT B aKkcnnyataunm 6narogaps
WHTYWUTUBHO MOHATHOMY MHTEPdENCY CEHCOPHOTO
3KpaHa 1 aBTOMaTU3MPOBaHHOMY npoLeccy paboTbl.

« B xofe kKomnnekcHown NpoBepPKN CUCTEMDI
npoAeEMOHCTPNPOBAHO BblCOYanllee KayecTBO
N HaOeXHOCTb AaHHbIX.

o LUnpokni cnekTp aHanM3oB MOJIEKYAPHOM
OMarHoCTUKKW, paspaboTaHHbIX 414
KIIMHWYEeCKUX nabopaTopum.

« OTkpbiTad nnatdopmMa 415 pa3paboTky
NnoJIb30BaTEIbCKNX aHaNn30B AN
AnarHocTuku in vitro (IVD, In Vitro Diagnostic)

N BOBMOXHOCTb MPOBEAEHNSA APYTMX aHaIM30B
B PEXUME UCCnefoBaHusa.

illumina

Ons gnarHoctuku In Vitro. JocTynNHO He BO BCEX PErMoHax U cTpaHax.
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MISEQDX INSTRUMENT

0O630p

Mpnbop MiSegDx Instrument — aT10 nepBas nnatdopma
[ON51 CEKBEHMpPOBaHNA HOBOro nokonexus (NGS,
next-generation sequencing), pernameHTUPOBaHHasnA
YnpaBneHneM rno KOHTPOSKO 3a KaYeCTBOM MULLEBbIX
NPOAYKTOB W NekapcTBeHHbIX cpeacTs (FDA, Food
and Drug Administration) 1 oTMe4YeHHas 3HakoM
COOTBeTCTBUA CTaHgapTaM EC B EBponenckom corose
(CE, Conformité Européenne) ons AnarHoCTUKM

in vitro (CE-IVD) (pwic. 1). Mpubop MiSegDx Instrument,
pa3paboTaHHbIV creynanbHO 404 UCMOb30BaHUA

B KITMHUYECKNX NabopaTopusx, 3aHMMaeT HeBOoNbLUYHO
nnowanb (0,3 KB. M), 0TNMYaeTcs YAOOHbIM paboynm
NPOLLECCOM 1 CNOCOBEH NPefoCcTaBNATb AaHHble,
oTBeYarLe pazHoobpasHbIM NOTPEOHOCTAM
KNMHMYeckux nabopatopui. Kpome Toro, BCTPOEHHOE
B Mpnbop NnporpaMmMHoe obecneyeHne No3BongeT
BbIMOHATL HACTPOWKY 3amnycka, OTCnexmnsaTb
obpasupbl, yNpaBasaTb NoNb3oBaTeNAMU, BECTH
XYpHan peructpaumnm cobbITU N UHTEPNPETNPOBATL
pesynbTaThl”. Monb3yack NpenMylecTBamm
NMPOBEPEHHOM XMMUYECKOW peakLnn CEKBEHNPOBAHNA
nyTem cuHTesa (SBS, sequencing by synthesis),
paspaboTaHHOM KoMnaHKen lllumina, npndop MiSeqDx
Instrument obecnednBaeT TOYHOE U HAAEXHOE
CKPUHWHIOBOE U INAarHOCTUYECKOE TECTUPOBAHME.

MiSeqDx"

Puc 1. Mpubop MiSeqDx Instrument — pernaMmeHTUpPOoBaHHbIN
FDA 1 nmetowynm mapknposky CE-IVD, obecnednsaeT NpocToTy
paboyero npouecca, yaobcTBo MHTEpdenca NporpaMmMHoOro
obecneyeHnsa 1 NOBbILEHHYHO 3alUTY NoSib3oBaTenemn.

* ToapobHble OTYeThl 0 pe3ynbTaTax 4OCTYNHbI ANA aHaNn30B,
NpVYIMEHAEMbIX B pamkax 3afay Lien1eBoro cekBeHMpoBaHus,
Takmx kak TruSight Cystic Fibrosis 139-Variant Assay
1 TruSight Cystic Fibrosis Clinical Sequencing Assay.
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[Mpenmyuectsa NGS

B cpaBHeHUN C CeKBEHNPOBaHMEM METOLOM
KanunnsapHoro anektTpodopesa no CaHrepy, NGS
NMo3BOJIAET BbIABNATL 60/1€€ WNPOKUI CNEKTP BapnaLum
B CTpyKType OHK, BktoYas pefiko BCTpevaroLmecs
BapuaHTbl U cocefHne GasnpoBaHHble BapuaHThl,

npwn 3TOM COKpaLLaeTca BpeMs noflyyeHns pesynsraTa
N YMEHbLLAeTCA KONNMYeCTBO paboumx onepaumnin'2.

B xumMnyeckon peakuuu lllumina SBS ncnons3sosaHa
eCTeCTBEHHasA KOHKYPEHLMA Mexay BCeMN

4eTbIpbMA MeYEHbIMIN HYK1IEOTUAAMN, UTO CHUXKAeET
BEPOATHOCTb OLWMOKN BCTpanBaHna 1 obecneynsaet
bonee HafeXHoe CeKBEHNPOBAHWE NOBTOPAOLLMNXCH
obnacten B reHoOMe 1 FOMOMOIMMEPOB MO CPAaBHEHUIO
C APYTUMUN CUCTEMaMU CEKBEHUPOBaHNA®. Takon MeTo[
obecneumBaeT H6bICTpOE NonyyeHne NoapPOoOHbIX
pesynbTaToB, U36aBnAsa OT HEOOXO4MMOCTH

NPOBOANTL AJINTENbHbBIE Y TOUHAOLLME aHaNN3bI.

[TpoCcTOW TpexaTanHbIN
pabouunn npouecc

AHanusbl Ha npubope MiSeqDx Instrument BbINOIHAOTCA
B COOTBETCTBUM C NMPOCTbIM TPEX3TAMNHLIM NPOLLECCOM
(pwvic. 2), KOTOPbIN HAYMHAETCA C U3BEYEHNSI TEHOMHOW
OHK (rOHK) 13 06pa3uoBs LenbHon nepndepmnyeckoin
KPOBW YesioBeKa Nnn TKaHew, 3aPpUKCUpPOBaHHbIX
bopManunHom 1 3anuTbix NapadunHom (FFPE, formalin-
fixed paraffin-embedded). 3atem o6pasubl AHK
noAroTaBNMBakOT K CEKBEHNPOBaHUIO, [,0OaBAA
nparMepsbl 1 Co34aBas MHAEKCUPOBAHHbIE BUBINOTEKM
L5 OLHOBPEMEHHOro 3axBaTa 1 aMnandukaLmm coTeH
3a/jlaHHbIX 0bnacTen B HECKONbKMX 0bpasLiax.

MoaroToBneHHble BUBNNOTEKN CEKBEHNPYHOTCA

C NOMOLLIbIO FOTOBOIO K MCMOMb30BaHWNIO,
npeLBapuTENbHO 3amno/IHEHHOIrO KapTpuaxa

C peareHTamu MiSeqDx. [JocTaToyHO MPOCTO
PasMOpPO3UTb KapTPUAXK, 3arpysnTb BUBANOTEKY,
BCTaBUTb B Npnbop MiSegDx Instrument 1 3anyctuts
CEKBEHMPOBaHME C MOMOLLBIO OAHOM KHOMKMW.

Onsa seinonHeHnsa NGS Ha npubope MiSeqDx
Instrument ncnonb3yeTcsa xumMmnyeckas peakuyma
lllumina SBS, npn KOTOPOM NPOUCXOLNT MacCOBOE
napannenbHoe CEKBEHNPOBaHME MUNTMOHOB
¢parmMeHToB [AHK ¢ NOMOLLBHO 3anaTeHTOBaHHOroO
MeTofa, OCHOBAHHOIO Ha NUCMOJb30BaHUM 06pPaTUMBIX
TepmMumHaTopoB. OBHapyXXeHne 0OQHOHYKNEOTUAHbIX
OCHOBaHWI NPOUCXOOUT NO Mepe UX BCTpanBaHus

B pacTyuwune Hutu HK. PacnosHaBaHne 0CHOBaHUM
npon3BOANTCHA HEMOCPEACTBEHHO Ha 6a3e n3MepeHui
WHTEHCMBHOCTW CUrHana B XOAe Kaxaoro uukna. bonee
NoAPOBHO O XUMNYECKON peakLmn SBS MOXHO y3HaTb
Ha canTe illumina.com.

Ons gpuarHocTuku In Vitro. JocTynHO He BO BCEX PErMOHaX U CTpaHax.


https://www.illumina.com/science/technology/next-generation-sequencing/sequencing-technology.html 
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MoaroToBka 6MbNNOTEKN CekBeHupoBaHue AHanu3 gaHHbIX

* HayHuTe ¢ reHomHon OHK.
- Cospaitte 3anyck B Local Run Manager.
« Co3panTe NHAEKCUPOBaHHbIE BUBNMOTEKN.

« [lo6aBbTe 6MGNMOTEKY B rOTOBbIN
K UCNOMb30BaHUIO KapTpuax
¢ peareHTamu AnA MiSeqDx.

« MpocMoTpuTe pesynbTaThl 3aBEpPLIEHHbIX
3anyckos B Local Run Manager.
* iHTepnpeTupyiiTe pesynbTathl.

« 3arpyaute B MiSeqDx 1 Ha4HWUTe 3anycK.

Puc 2. TpexaTanHaa npoueaypa aHanmsa Ha npnbope MiSegDx Instrument — npubop MiSeqDx Instrument ncnonesyeTcs B cocTaBe

BCTPOEHHOW Npoueaypbl, BKOYaoLWen NoaroToBKY 6MBINOTEKN 1N aHann3 AaHHbIX 4158 MONEKYNAPHbIX AMarHOCTUYECKMX NCCNenoBaHNA.

|_|O,D,pO6HbIe OTYeTbl O pe3ynbTaTaX AOCTYMHbI TONbKO ANA aHaIM30B, NPUMeEHAEMbIX B paMKaX 3aay LeneBoro CeKBeHNpoBaHUA, Taknx
Kak aHanus TruSight Cystic Fibrosis 139-Variant Assay 1 aHanus TruSight Cystic Fibrosis Clinical Sequencing Assay.

BcTpoeHHOE nporpamMmmMmHoe
obecneyeHne CUCTEMBI

B npnbope MiSeqDx Instrument nmeeTcs NOMHOCTbIO
BCTPOEHHOE MporpamMmMHoe obecneyeHue,

LOCTYM K KOTOPOMY OCYLLECTBAETCHA C MOMOLLbIO
CEHCOPHOro aKpaHa € yaoObHbIM MHTephENCOM.
3anycKkn CEKBEHNPOBAHWA MOXHO NaHMpoBaTh

N OTCMIEXMBATL C MOMOLLbIO XYPHANOB perncTpaumm
COBbITUI, UICMONb3YA NPOrpaMMHoOe obecneyeHne
Local Run Manager, koTopoe nogaepxusaeT
oTCnexvBaHve 6UbnnoTek 1 3afaeT NnapameTpsbl
3anycka cekBeHVpoBaHus. lNporpaMmMHoe obecrneyeHune
Local Run Manager 3anyckaeTca Ha KOMMbloTepe
npubopa, NO3BOSAA NOIb30BATENAM KOHTPOIMPOBaTh
XO[, BbIMOMIHEHWA 1 NPOCMaTPMBaTL pesybTaThl
aHanmaa ¢ pyrnx KOMnbOTEPOB, MOAKITFOYEHHbIX K TOV
e ceTn. [10 OKOHYaHUM cekBeHnpoBaHna Local Run
Manager aBToMaTUYeCKM 3anyckaeT aHana JaHHbIX
C NMOMOLLbIO OAHOrO N3 HECKONBKNX AOCTYMHbIX
aHanuTU4yecknx moaynen. [1ng BbipaBHUBaHUA

1N onpefenieHnsa KOHKPETHbIX Bapuayui um
YCTaHOBJIEHHbIX NOMIb30BaTENEM LeneBbix obnacten
NMEKTCA aHaNnUTU4Yeckmne Moaynu, cneunpuyHble
ONA KOHKPETHOr O aHanmaa.

[MporpamMmMmHoe obecrnevyeHne ons
yrpaBreHnst Nonb3oBaTeNAMM

C uenbto obecneyeHna NPaBuIbHOro UCMONb30BaHNSA
cucTteMbl npubop MiSegDx Instrument ocHaleH
BCTPOEHHOW CUCTEMOW yNpaBieHWa Nonb30BaTeNAMMN.
OHa faeT BO3MOXHOCTb flabopaTopusm
KOHTPONMPOBAaTb N OTCNEXMBATL OCTYM K CUCTEME,
rapaHTUPYA, YTO BbIMNOHATL aHann3sbl OyAeT TONbKO
YNOIHOMOYEHHbIN MepcoHar.

Ons gpuarHocTuku In Vitro. JOCTYNHO He BO BCEX PErMOHaX U CTpaHax.

[ocTynHble aHann3abl
N peareHTbl

B HacTosLee BpeMst AOCTYMHO MHOXeECTBO
aHaNM30B 1 peareHToB 418 AUarHOCTUKM

in vitro, npegHasHa4YeHHbIX ANA NCMOSIb30BaHUA
¢ npnbopom MiSegDx Instrument?.

« AHanus TruSight™ Cystic Fibrosis 139-Variant
Assay crnocobeH BbigBUTb 139 KIMHNYECKN
3HaYMMBbIX U QYHKLMOHANBbHO NOATBEPXKAEHHbBIX
BapuaLuui B reHe perynatopa TpaHcMeMbpaHHON
NpPOBOAMMOCTU Npn MyKoBucumnaose (CFTR,
cystic fibrosis transmembrane regulator),
KOoTopble onpeaeneHbl B 6aze aaHHbIx CFTR24.

« AHanus TruSight Cystic Fibrosis Clinical Sequencing
Assay BblgBNAET MyTaLMK B 06NacTAX KOANPOBaHNA
6enKa 1 Ha rpaHunLax MHTPOH/3K30H reHa CFTR.

« Habop TruSeqg™ Custom Amplicon Kit Dx — 370
pelleHne Ha OCHOBE CEKBEHUPOBAHMA aMMINKOHOB,
KOTOpOe Mo3BOMAET Nofib3oBaTeNnaM pa3pabaTbiBaTb
aHanu3bl, NpefHa3HauYeHHble ANd onpefeneHns
Hanbonee BaXHbIX A7 HUX FEHETMYECKMX BapuaLmm.
Monb3oBaTenu MOryT co3[jaBaTb COOCTBEHHbIE
OJIMIOHYKIEOTUAHBIE 30HAbI, CcneunduyHble ANd
ncecnepyembix obnacten, a 4nd NoArOTOBKM
6UBANOTEK 1 CEKBEHMPOBAHMA UCNONb30BaThb
peareHTbl, BaMAMPOBaHHble ANA paboThl
c npnbopom MiSeqDx.

AHannabl lllumina gna noAroToBKy OUBINOTEK,
npegHasHayeHHble 4119 NCNO0Ib30BaHMA C CUCTEMON
MiSeq System Ha npunbope MiSeqDx Instrument

npw ero 3anycke B pexunme Research Mode

(Pexxnm nccnenoBaHuns), NO3BONAT paclMpUTb
OYHKLUNOHANIbHOCTb CUCTEMBI.

T MNoapobHble 0TUYETbI 0 pesynbTaTax 4OCTYNHbl ANA aHann3o0B.,

NpVYIMeHAEMbIX B pamKkax 3afay Lien1eBoro cekBeHMpoBaHus,

Takmx kak TruSight Cystic Fibrosis 139-Variant Assay

1 TruSight Cystic Fibrosis Clinical Sequencing Assay.
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TexHnyeckue xapakTepnucTnkn nprnbopa
MiSegDx Instrument

KoHourypauna npubopa

IHGopMaLuna Ona 3akasa

OTcnexnBaHme pacxo4Hblx MaTepranoB C MOMOLLbHO
pagnoYacToTHOM aeHTudunkaumnm (RFID)
MporpammHoe obecneveHne npnbopa MiSeq
MporpammHoe obecneyeHmne Local Run Manager

YnpaBasoLwmii KoMnbtoTep Nprbopa (BHYTPEHHWMI)

CuncteMHbIn 6nok: Intel Core i7-7700, LM 2,9 'y
MamaATb: 2 x 8 'b DDR3 SO-DIMM

XecTkum gnck: HeT

TeeppoTenbHble ancku: 2 x 1 Tb SATA
OnepaunoHHag cuctema: Windows 10

Csetoawog (LED)

520 HM, 660 HM

Pasmepsl

W x I x B: 68,6 x 56,5 x 52,3 cM (27,0 x 22,2 x 20,6 f10/1Ma)
Macca 54,5 kr (120 GyHTOB)
Macca ¢ Tapou: 90,9 kr (200 ¢yHTOB)

TpeboBaHWsA K 31EKTPOMUTAHUIO

90-264 B nepem. Toka npun 50/60 Iy, 10 A, 400 BT

PagnoyacToTHbIN naeHTudrkatop (RFID)

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

HpOI/IBBO,D,I/ITeJ'IbHOCTb

3anyck Ha 1-96 06pa3LoB B 3aBUCUMOCTN OT aHanun3a

[MapamMeTpbl MPON3BOAUTENBHOCTH

MakcumanbHasa gnvHa npoyteHns: oo 2 x 300 n. o.
(cneundunyeckme xapakTepPUCTUKM KOHKPETHOIO aHanmsa
yKasaHbl Ha NUCTKe-BKNaable)

O6beM BbIXOAHbIX aHHbIX (3anyck Ha 2 x 150 n.0.): 2516
KonnyecTBo NPOYTEHNIN, MPOXOAALLMX Yepes GUNbTPbI:

> 15 MUANIMOHOB

MokasaTens Q30 (Npu AnnHe npoyTeHna 2 x 150 n. 0.): 2 80 %
TOYHOCTb Pe3ynbTaToB A5 3aPOAbILEBON NNHNNE:

OPA: > 99,9 %" OTHOCUTENbHO 3TaNOHHbIX AAHHbIX.

TOYHOCTb Pe3ynbTaToB A1 COMATUUYECKNX KITEeTOK®:

OPA: 100 % OTHOCUTENbHO 3TaNOHHbIX AaHHbIX
BocnponsBoanMMoCTb pesynbTaToB A5 3apOAbILLEBON NUHUMNE:
OPA: 99,88 % OTHOCUTENbHO 3TANOHHbIX AaHHbIX
BocnponsBoaMMOCTb pesynbTaToB A1 COMaTUYECKMX
Knetok®: 99,6 % 0T OXMAaeMOro pacnosHaBaHus Ang
06pasLoB ¢ MyTayumamu

a. PesynbTaTbl NONyYeHbI C MOMOLLBIO Pernpe3eHTaTUBHOMO aHanvaa
Ha ocHose TruSeq Amplicon, npefHa3Ha4YeHHOro AN N3y4eHNs pasnnyHbix
reHoB, oxBaTblBaroLMx 12 588 ocHOBaHWI B 23 pasHbIX XPOMOCOMax
c ncnonbsosaHvem 150 aMnINKOHOB.
b. OPA: nokasaTenb obLen cornacosaHHocTu (Overall Percent Agreement).
. PesynbTaTbl OCHOBbIBAIOTCA Ha aHanM3e Ha MyKoBucLmaos (CF-139).
d. PesynbTaTbl OCHOBbIBAOTCHA Ha penpe3eHTaTUBHOM 2-reHHOM aHanmse
Ha 6a3e aHanu3sa TruSeq Amplicon.

o
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Napenue
no Katanory

Mpnbop MiSeqDx Instrument DX-410-1001
Habop peareHtoB MiSegDx Reagent Kit v3 20037124
Habop TruSeq Custom Amplicon Kit Dx 20005718
Habop 4718 MOAroTOBKM BMBNNOTEK
TruSight Cystic Fibrosis Library Prep
(nopoepxuBaeT aHanusbl TruSight Cystic 20036925

Fibrosis 139-Variant Assay 1 TruSight
Cystic Fibrosis Clinical Sequencing Assay,
96 TecToB)

[ononHnTenbHaa nHeopmMauma

Mpunbop MiSegDx Instrument: illumina.com/miseqdx

MonekynsapHasa gnarHocTumKa:
illumina.com/clinical/diagnostics

JlntepaTtypa
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2. Precone V, Monaco VD, Esposito MV, et al. Cracking the Code
of Human Diseases Using Next-Generation Sequencing:
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2015;1616438.

3. Bentley DR, Balasubramanian S, Swerdlow HP, et al.

Accurate Whole Human Genome Sequencing using Reversible
Terminator Chemistry. Nature. 2008;456(7218):53-59.

4. Clinical and Functional TRanslation of CFTR (CTFR2).

cftr2.org. [lata obpalenuns: 23 despana 2021 .

Ons gpuarHocTuku In Vitro. JocTynHO He BO BCEX PErMOHaX U CTpaHax.


https://www.illumina.com/systems/sequencing-platforms/miseqdx.html
https://www.illumina.com/clinical/diagnostics.html
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4401116/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4401116/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4401116/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4668301/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4668301/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4668301/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2581791/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2581791/
https://cftr2.org/
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3aaBneHne o npegnosaraeMom
NCMONb30BaHNM

MNpepnonaraemoe Ucnofb3oBaHme Npnbopa
MiSeqgDx Instrument

[Mpnbop MiSeqgDx Instrument npegHasHayeH 414
L|eNeBoro cekBeHnpoBaHusa bubnmnotek HK

13 reHoMHon [IHK yenoBeka, BblAeNeHHOW 13 LieNbHON
nepudepmnyeckon KpoBu NN 3adrkCUpoBaHHOM
dopmanuHom 1 3annTon napaduHom (FFPE,
formalin-fixed, paraffin-embedded) TkaHu, koTOpblE
NCMONb3YTCA A5 NPOBOAUMbIX Ha NPUbope aHannm3os
ANsA ouarHocTuky in vitro (IVD, in vitro diagnostic).
[Mpnbop MiSegDx Instrument He NpegHa3HayeH

L1151 NOJTHOrEHOMHOI O CEKBEHNPOBAHNA NN
cekBeHnpoBaHua de novo. Mpubop MiSeqDx Instrument
HaO1eXUT NCMOMb30BaTb C 3aPErncTPUPOBaAHHbLIMU

N KaTanorn3vpoBaHHbIMK, NPOLEeALLVIMI MPOBEPKY

VNNV Y TBEPXKOEHHBIMW peareHTamMu Ans AnarHoCTUKN

in Vitro N aHanUTUYeCKUM NPOrpPaMmMHbIM 0becnedyeHeM.

MNpefnnonaraeMoe NCNoOnb3oBaHWe Habopa peareHToB
MiSeqDx Reagent Kit v3

Habop peareHToB MiSeqDx Reagent Kit v3

KoMnaHuu lllumina — 970 Habop peareHToB

N PaCXOHbIX MaTepuanoB, NpegHa3HauYeHHbIX

LN CEKBEHMPOBAHNA B1MBNMOTEK 06PasLoB Npu
NCNONb30BaHMM C BaNUAMPOBaHHbIMM O/19 3TOM

Luenn aHanmsamm. Habop peareHToB MiSeqDx

Reagent Kit v3 npefHasHayeH 18 NCNoNb30BaHNA

¢ npnbopom MiSegDx Instrument n COOTBETCTBYOLINM
aHaNMUTUYECKMM NPOrpaMMHbIM 0becneyeHnem.

Ons gpuarHocTuku In Vitro. JOCTYNHO He BO BCEX PErMOHaX U CTpaHax.

Mpegnonaraemoe ncnonb3oBaHme aHannaa TruSight
Cystic Fibrosis139-Variant Assay

AHanus lllumina TruSight Cystic Fibrosis 139-Variant
Assay npefcTasnaeT cobon cuctemy nposeneHna
Ka4eCTBEHHOrO aHanmsa gnas guarHoCTUKN in Vitro,
NCNOMNb3YEMYHO A1 OQHOBPEMEHHOr0 06HapYXeHNA
139 KIMHNYECKU 3HAUYUMbIX, ABAAKOLWLMXCA NPUYMHON
MYKOBMCLMA03a, MyTauui 1 Bapuauuii reHa
perynsatopa TpaHCMeMbpaHHOM MPOBOANMOCTMN

npwn mykosucumaose (CFTR) B reHomHon [HK,
BblAEeNEHHON 13 06pa3LOB LenbHOW nepudepmnyeckon
Kposwu yenoseka. K Takum BapnayamM OTHOCATCA
pekoMeHO0BaHHble AMEePUKaHCKOW Komnernemn
MeauunHckom reHetrkn (ACMG, American College

of Medical Genetics) B 2004 ' n pekoMeHO0BaHHbIe
AMepUKaHCKOW Konernem akywepos 1 r’MHEKONOroB
(ACOG, American College of Obstetricians and
Gynecologists) B 2011 r2. 9TOT aHanM3 npegHasHayeH
ONA NpoBefeHUA CKPUHUHIA Ha HOCUTESIbCTBO reHOB
Cpefn B3POC/bIX UL, penpoayKTUBHOIO BO3pacTa,
0719 NOATBEPXAatWNX AMarHOCTUYECKUX aHann30B

Yy HOBOPOXEHHbIX U fieTel, a TakxXe B KauyecTBe
HayanbHOro aHanMsa B paMkax BCNoOMOraTeibHON
ONArHOCTUKK Y UL, C MOAO3PEHNEM Ha MyKOBUCLINA03.
PesynbTaTbl 3TOro aHanmM3a AO0/IKEH MHTEPNPEeTnpoBaTh
cneumanncT, NoayYMBLLNN NPodeCCnoHanbHyro
cepTudunKaLmo No MONEKYNAPHOM FreHeTUKe, Nnn
npodeccroHas aHanormMyHoro YpoBHA; KpOMe TOro,

nx cnepyeT oueHVBaTb B KOMMIEKCe C Apyrown
LOCTYMHOW NHGOpMaLMen, Moy4YeHHOM B pesynbTaTte
nabopaTopHbIX aHaNMU30B U KIIMHUYECKUX HabmogeHUI.
[aHHbI aHann3 He peKoMeHA0BaH 4718 NPUMeHeHUs
NPV CKPUHUHTE HOBOPOXAEHHbIX, AMArHOCTNYECKUX
obcnenoBaHuax Nnoaa, NnpeanMnaaHTaunoHHOM
TECTUPOBAHWNK, a TakXe B Ka4eCTBE CaMOCTOATESNIbHOIo
MeToa ANarHoCTUKK. AHann3 npegHasHadeH anq
NCNonb3oBaHnA Ha Npubope MiSegDx Instrument
KomMnaHuy lllumina.

IntepaTypa no aHanusy Ha mykosucumaos TruSight
Cystic Fibrosis 139-Variant

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.
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MISEQDX INSTRUMENT

MpepnonaraemMoe UCNonb3oBaHne aHanmsa TruSight
Cystic Fibrosis Clinical Sequencing Assay

AHanus lllumina TruSight Cystic Fibrosis Clinical
Sequencing Assay npegcTasnaeT cobon
AVArHOCTUYECKYHO CUCTEMY A4 LIeNeBoro
CEKBEHMPOBAHWA in Vitro, NO3BONAIOLLYHO BbINOHATb
NMOBTOPHOE CEKBEHUPOBAHNE KOANPYHOLLNX

6enok obnacTen 1 rpaHnL, MHTPOH/3K30H reHa
perynartopa TpaHCcMeMbpaHHOW NPOBOAUMOCTH

npu mykosucunaose (CFTR) B reHomHon [HK,
BblAENEHHON 13 06pa3LOB LenbHOW nepudeprnyeckon
KpOoBW YenoBeka, oTobpaHHbIX B Npobupkn ¢ K2EDTA.
STOT aHanNn3 NO3BONAET BbIABUTL OAHOHYKNEOTUAHbIE
Bapvauumv n Masble MHCEePLUNOHHO-AeNeLOHHbIEe
MyTauumn B npefenax cCekBeHnpyemMom obnactu,

a TakXe npefocTasnfaeT MHGOPMaL Ko O ABYX
rNYyBOKNX MHTPOHHbBIX My TaUMAX 1N ABYX KPYMHbIX

neneunax. AHanms npenHasHa4dyeH anda NCnoJib30BaHNA

Ha npubope MiSegDx Instrument komnanuu lllumina.

Mpennonaraetcd, YTO AaHHbIV aHanns byaet
NCNOMNb30BaTbCSA B Ka4eCcTBe BCMOMOraTebHOro
MeTo4a ANarHOCTUKM MauMeHTOB C NOA03PEHNEM
Ha MykoBucumnaos (MB). Hanbonee LenecoobpasHo
NpPOBOANTL 3TOT aHanMs, Korga y nauneHTa
HabNaaTCA HETUMNYHbBIE UV HeKlacCuYecKkmne
nposineHna MB nnu korga obe Bbi3biBatoLne
3aboneBaHne MyTaUun He yaanochb BbISBUTb

C MOMOLLbIO APYrnX NaHenen onsg onpeaeneHns
MyTaunin. PesynbTaTbhl 4aHHOIO aHanmaa AoKeH
NHTEPNPEeTNPOBaTb CNeLmanucT, NonyYnBLIniA

npodeCcCcuoHanbHyr cepTudrKaL o No MONEKYIAPHON

reHeTuke, UM npodeccmnmoHan aHanornyHoro ypoBHs,
KpOMe TOro, Ux crnefyeT oleHnBaTb B KOMMIEKCe

C opyrov 4OCTYNHOW NHGOPMaLMen, B TOM Yucne
KNUHUYECKUMN CUMNTOMaMK, pesynbtataMmn Opyrinx
ONAarHOCTUYECKUX TECTOB U CEMENHBIM aHaMHE3OM.

[aHHbI aHann3 He pekoMeHA0BaH AJ15 NCMNOoNb30BaHNA

B KayecTBe CaMOCTOATENbHOMO MeToAa ANarHOCTUKM,
0N AMarHoCTUYecKnx obcnenoBaHni Nioaa,
npeavMnAaHTaUMoOHHOro TeCTUPOBAHWSA, CKPUHMHTA
Ha HOCUTENbCTBO rEHOB, CKPUHMHIa HOBOPOX AEHHbIX
N MONYNSLMOHHOTO CKPUHWHTA.

illumina

Mpegnonaraemoe ncnonb3oBaHme Habopa TruSeq
Custom Amplicon Kit Dx

Habop TruSeq Custom Amplicon Kit Dx koMmnaHuu
lllumina npeacTaBnsaeT cobom KOMMNEKT peareHToB
N PaCXOLHbIX MaTepunasios, NCMOMNb3yEMbIX

ONA NOAroTOBKM 6ubnuoTek obpasyos 13 AHK,
13BIeYEeHHOW N3 LiebHOW Nepndeprnyeckon Kposm
yesioBeka 1 TKaHW, 3adpUKCUPOBaHHOM GOPMaNIMHOM
1 3anuTon napaduHom (FFPE, formalin-fixed
paraffin-embedded). [1na nogrotoBku 6MbANOTEK,
HaueneHHbIX Ha KOHKPETHble nccnenyemMble obnactu
reHoma, TpebyroTCAa peareHThbl, cneunduyHblie

LN aHanuTa, KoTopble Nonb3oBaTeNto creayeT
npuobpecTu oTaenbHO. Co3faHHble BUBNNOTEKN
06pasuoB NpegHasHadeHbl 419 NCMONb30BaHNA

Ha BbICOKOMPON3BOANTENBHbIX cekBeHaTopax OHK,
BblMyCKaeMblX KoMnaHunen lllumina.

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