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CFTR Solution

ANArHOCTUKA VI CKPUHUHT
HOCUTeNIbCTBA MYKOBUCLMAO3a
Metogom NGS

YCTaHoBNeHVe reHeTnyeckoro AnarHo3a
«MYKOBMCLMA03» CTaso OCOOEHHO BaXHbIM

C NOABNEHVEM TapreTHOW Tepanuu.

MyKOBMNCLMNL03 MOXET ObiTb BbI3BaH COTHAMM
PasNMYHbBIX MyTaumii B reHe CFTR, cekBeHupoBaHue
PEKOMEHAYeTCA 419 MOATBEPXAAtOLLLEN
ANArHOCTUKW 1 aHan3a norpaHnyHbIx ciyvaes.!

PerncrpaunoHHoe yaoctoBepeHumne
M3 P® P3H 2021/15858

>700 MYTALLUIA 3A OHO

/ WNCCNEAOBAHUE
@

[AeTtekumns 6onee 700 MyTauuni, BKIOUaSA
CFTRdele2-3 v rannotun poly-T/TG.

ABTOMATUYECKWIA
“ AHANN3 AAHHbIX

AHaVI3 1 OLEHKa KaYecTBa aHHbIX, BKIO4Yas
KOHTPOJ/Ib KOHTaMWHALMMX 1 onpeseneHue nona
obpasua 8 M0 VariFind ™ CFTR Software.
AHHOTALMS KIVHNYECKM 3HAUVMBIX BApPUAHTOB
CO CChIIKaMM Ha BHeLUHWe 6a3bl JaHHbIX.

® BCE HEOBXOAUMBIE
" PEATEHTbI B KOMMNJEKTE

& — B coctas Habopa BK/IKOUeHbl peareHTsl A5

y N cekBeHVpoBaHNa Ha npubope MiSegq™ B Tpex
BapvaHTax Npon3BoOANTEebHOCTY — OT 24 10 384
00pasLoB 3a 3amyck.

KOMNJIEKCHOE
rOTOBOE PELLEHUE

® YHUBEPCA/IbHAS
‘”‘ NPOBONOAMOTOBKA BUB/INOTEK

Habopbl COBMECTUMEI C peareHTamu ANa CO3AaHUs
616AMNOTEK aMANMKOHOB Prep&Seq™ U-target IL
library kit (P3H 2021/15840).

THalMoHaNbHbIV KOHCEHCYC (2 -e n3gaHne) «MyKoBMCUMAO3: ONpeaeneHine, AnarHocTnyeckme kputepum, Tepanua»2018/ Moa pegakumen E.N. KoHapateesoi, H.HO.
Kawwupckoi, H.M. KanpaHosa - M.: 000 «KomnaHua BOPIEC»., 2018, 356 c.
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KnuHnueckmne pekomeHgaunm

MonekynapHo-reHeTnyeckoe nccnegosaHue reda CFTR pekoMeHL0BaHo™ 2

[ HOBOpO>K,£I,eHHbIM C NONOXNTENBHBIM NPT 1 NONOXUTENBHBIMU UK MorpaHNYHbIMA 3HaYeHUAMMN NOTOBOW I'Ip06bl,

MeKOHNEBBIM N1eyCOM,;

@ [auyeHTam C KIMHNYEeCKNM npodaBaeHnemMm MyKoBCUMAO03a NN ceMelHbIM aHaMHe30M;

@ MNauneHTaM npu CFTR-accouMmMpoBaHHbIX 3a001eBaHNSX;

® [loHopam 2KO.

CekBeHupoBaHue reHa CFTR pekomMeH0BaHO! Ha BTOPOM 3Tare MOeKy/IAPHO-reHeTNYeCKoro TeCTMpoBaHua rnocne

nomcka Hanbosee YacTbIxX BapraHTOB B nonynAuunn.

Cneyundunkayus
NMAPAMETP

AHanusnpyemsblie 3a60/1€BaHUsl U FeHbI

AHanusmpyemble y4acTkiu

OrpaHu4yeHus

Brnonormnyeckui MaTepuman

KonnuectBo amMninKoHOB
Konnuecteo o6pa3LioB 3a 3anyck
AnviHa npouTteHwus

Buonornyeckun naeHtudukartop (BID)

CocTaB

CoBmecTMMas npobonoAroToska

MonHoe BpeMs L0 NosyyeHus
pesynbTaTta

CoBMecTUMble NAaTHopMbl

SHAYEHUE

CFTR (OMIM:219700, MyKOBUCLIMA03)

Koavpytowime nocneposatensHoct AHK (CDSs),

CanTbl cnnancuHra; aeneuns CFTRdele2-3; rannotun poly-T/TG;
3"~ n 5-HeTpaHcvpyemble 0bnactu (UTRS) 1 HekoTopble raybokme
NHTPOHHbIE 06NaCcTW.

Habop He npeaHa3sHauyeH ans aetekuum CNV (kpome CFTRdele2-3),
MPOTAXEHHbIX STR 1 FOMOMONMMEPHBIX BapUaHTO

FeHomMHada AHK uenoseka, BblAeNeHHas 13 Lie/IbHOW KPpOBU
(KanuNNAPHON UM BEHO3HOW), BYKKaNBHOIO 3MUTENNSA UAN CyXX
NATEH KPOBW.

67

24/96 /384

300 n.H.

BKNtOUEH

KomMnnekT ana TapreTHoro oboraleHms

KomnnekT Ang cekBeHpOBaHNS

MporpammHoe obecneyeHne «VariFind™ CFTR software»

Habop peareHTtoB «Prep&Seg™ U-target IL library kit»
(NprobpeTaeTcd OTAENbHO )

26-34 yacoB

FeHeTnyecknii aHanmsatop MiSegq™ (lllumina Inc.)

T HaumoHanbHbIN KOHCEHCYC (2 -e 13gaHne) «MyKoBMCLMAO3: ONpeseneHne, AMarHocTuyeckmne kputepun, Tepanna»2018/ Moga peaakuyvein EV. Korapatsesor,
H.O. Kawwnpckon, H.M. KanpaHosa - M.: 000 «Komnarus BOPIEC»., 2018, 356 c.
2 KnuHunyeckne pekomeHaaumv «KuctosHelin druopos (Mykosumcumaos)y, 2021, 225 c.
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MporpammHoe o6ecneveHme VariFind™ CFTR Software

MMNOPT AAHHbIX
N METAMH®OPMALUN @ He TpebyeT y4acTua 61UoHPOPMAaTVIKa.

® ABTOMAaTNYeCKas O6pa6OTKa AAHHBIX! TOUMMWHT,
BblpaBHVBaHWe, I/I,CI,eHTMCbI/IKaLI,I/Iﬂ BapnaHTOB 1 aHann3
MOKPbITUA.

AHAIN3 N KOHTPO/Tb @ ABTOMATNYECKNA KOHTPO/Ib KaYecTBa JaHHbIX U
KAYECTBA AAHHbIX NAEHTUUKALMA KOHTAMVHALIWN.

® BapuaHTbl MPOaHHOTVPOBAaHbLI B COOTBETCTBIN C

KprTepnaMm «PyKoBOACTBa MO MHTeprpeTaunn AaHHbIX

nocnegosatensHocTy AHK venoseka, nonyyeHHbIx
AHHOTALVA N nyTeM MacCcoBOro napaane/ibHoro CeKBeHMpoBaHNg»'
BI/I3YAJ1I/I3AL|,|/IFI n «HaUMOHa}'IbeIM KOHCeHCYyCOM «MyKOBVICLI‘M,ZI‘OBZ

onpegeneHne, AMarHoCcTnyeckne Kputepum,

Tepanung».?

@ BCTpOeHHbI reHOMHbIN 6pay3ep Ana BM3yanmsaumm

pesynbTaTos.
FEHEPALLLA

OTYETA @ DKCMOPT 06paboTaHHbIX AaHHbIX (BAM/VCF).

< C @ stagecttrparseq.pro " &
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NMPEAOCTABJIAETCA BECMJ/IATHO MPU NOKYTNKE HABOPA VARIFIND™ CFTR SOLUTION

T Peixkosa O.11., KapasiMoH O.J1.,, Mpoxopuyk E.B., KoHosanos ®.A., MacneHHukos A.b., CtenaHos B.A,, ApaHacbeB AA., 3aknsasbmuHckad E.B., Pebpukos [.B.,
CaBocTbaHoB K.B., notos A.C., Koctapesa A.A,, Massios A.E., lonybeHko M.B., Mongakos A.B., Kyues C.M. PykoBOACTBO MO MHTEpnpeTaunm AaHHbIX
nocnegosateneHocty AHK yenoseka, noay4eHHbIX METOAaMM MacCOBOIO Mapasie/lisHOro cekBeHnposaHua (MPS)

(pepakuma 2018, Bepcua 2). MeanumHckasn reHeturka 2019; 18(2): 3-23
2 HauVoHanbHbIN KOHCEHCYC (2 -e n3aaHne) «MyKoB1CLMAO3: ONpeAeneHie, AnarHocTyeckme kprtepun, Tepanua»2018/ Moy pepakumeit E.V. Korgpateesoi, H.HO.

Kawwnpckon, H.M. KanpaHosa - M.: 000 «KomnaHusa BOPIEC»., 2018, 356 c.
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Habop peareHToB «VariFind™ CFTR solution» gns kauecTBeHHOro onpegeneHus KAMHNYeCKU 3HaYUMbIX BapuaHTOB
reHa CFTR c Lienbto AMarHoCTUKU WA CKPUHMHIA HOCUTEeNbLCTBa MYKOBUCLAA03a

P3H 2021/15858

BAPUAHT KO/-BO HA
MCNONMHEHUA 3AMNYyCK
VF-CFTR-24 24 obpasua
VF-CFTR-96 96 0bpasuos
VF-CFTR-384 384 obpasLia

OMMNCAHUE

Habop and onpeseneHus KMHUYECKM 3HaUVMbIX FTEPMUHATUBHbBIX BAPVAHTOB reHa
CFTR MeTOZ0OM BbICOKOMPOM3BOAUTENBHOMO CEKBEHUPOBAHNS A1 ANATHOCTUKA 1
CKPUHWIa HOCUTENBCTBA MYKOBMCLMAO3A.

CopepXnT: KOMMNAEKT NPaiMepoB A5 TApPreTHOro 0boralleHms, KOHTPObHBbIN
obpaseL, KapTPUAX 1 A4elky Ana cekBeHnpoBaHus, AocTyn k 110 VariFind™ CFTR
Software.

Habop peareHTOB 419 NOArOTOBKM b1buoTek «Prep&Seq™ U-target IL library kit»
nprobpeTaeTcs oTAeNBHO.

Ha6op peareHToB «Prep&Seq™ U-target IL library kit» ans cozgaHna 6méanoTek aMnaNKOHOB AJ151 NOC/ieAytoLLero
TapreTHoro BbICOKOMPOU3BOAUTENIbHOIO CEKBEHNPOBaHUSA

P3H 2021/15840

ncnonnus  SAPKORY
UTK-IL-96-1 A-H, 1-12
UTK-IL-96-2 I-P, 1-12
UTK-IL-96-3 SA-SH, S1-512
UTK-IL-96-4 SI-SP, S1-512

ToproBble Mapku VariFind™ v Prep&Seg™ sBnsitoTca cobcTBeHHOCTbI0 OO0 «MAPCEK J1AB».

OMMNCAHUE

Habop and oborauieHus Lenesbix y4actkoB [AHK meTogom MynsTunaekcHow MLP ¢
MCMOBb30BaHMEM YPaLI-COePKaLLMX NaHenen npanMepos 1 Co3aaHus 61banoTek
aMM/IMKOHOB.

CO,ELep)KI/ITZ KOMTMIEKT ANA MpUroToBAeHNA 61bANOTEK, KOMMNEKT ANA MOJTIeKYyNAPHOro
6apKO[J|I/IpOBaHI/IF|, KOMMAEKT AnAa OYNCTKM Ha MalrHUTHbIX YaCTuLax.

PaccumTaH Ha 96 06pa3uoB.

Toproeasa Mapka MiSeq™ aBnseTca cobCcTBeHHOCTLIO lllumina Inc.



