Habop peareHTOoB Ans onpegeneHua 25 Mmytauum B reHe CFTR!

MykoBucumnaos-bmno4umn

PY Ne®CP 2012/13785 ot 17.08.2012

BbiCTpbIX TECT Ha 25 myTauumn
U NPOrpamMmmMHbIN aHaNU3 pe3ynbTaToB!

B kauectBe nctouyHuka AHK ana aHanmsa MoXXHO MCNO/Ib30BaTb
COCKODObl BYKKANbHOTO anNnTenuna, KPoBb UM CyXne NATHA KPOBU

FPYNNA KOMMAHWA

' Cystic Fibrosis Transmembrane Regulator AJTTKO P* BL1O
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MykoBucumngos-bmno4un

AKTYaAbHOCTb TECTUPOBaAHUA
Ha myTauuu B reHe CFTR

MyTauumn B reHe CFTR BbI3bIBalOT MYKOBUCLUNA,03 - 60NE3HD,
3HAYUTEIbHO COKpPaLaoLWY0 NPOAO/TIKNTENbHOCTb }KU3HU

MyKOBMUCLMA03 - CAMO€e YacToe MOHOreHHoe 3aboneBaHume,
B Poccmm Kaxkabin 45 yenoBeK AIBNAETCA €ro HoCcUTeNeM

B mmpe onncaHo 6onee 1500 mytaumi,
HabaoaaeTca WKUPOKaa U3MEHYMBOCTb CMEKTPA MyTaLuUi
AAXKe MexKay *KUTeNamm coceaHux cTpaH

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYMINA KOMNAHUA

Ten./dakc: (812) 677-2162, 677-2165 AJTTKO F’* BIO

info@alkorbio.ru, www.alkorbio.ru \__)




MykoBucumngos-bmno4un

LLInpoK1UK cnekTp myTaumu

Ha OCHOBaHMK AaHHbIX POCCUNCKUX U €EBPOMNENCKUX FTEHETUKOB,
6binn oTobpaHbl 25 myTauuu B reHe CFTR, nmerowmnx
BbICOKYO YaCTOTy BCTPEYAaEMOCTM Ha Tepputopumn Poccum:

F508del Dele2-3 W1282X  3849+10kbC>T N1303K

2143delT 2184insA 1677delTA G542X R334W

3821delT G85E 2789+5G>A $1196X 2183AA-G
I1507del 621+1G>T R347pP R553X 1078delT
R347H 1717-1G>A G551D R1162X 3732delA

BbibpaHHblIE MyTaLMK
cneyndPuyHbl ana PO

N cocTaBnAaT A0 95%
OT BCEeX MyTauunmn

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYMINA KOMNAHUA

Ten./dakc: (812) 677-2162, 677-2165 ATJNMTKO F’* BL1O
info@alkorbio.ru, www.alkorbio.ru \_)




MykoBucunpgos-buo4un

[loka3aHUA K TECTUPOBAHMUIO

v [InarHocTuyeckoe TecTMpoBaHmne

v’ BbifiBNE€HNE HOCUTENIbCTBA MYTaLM B cemMbe 601bHOro
v’ lpeHaTanbHaa AMarHOCTMKa

v' CKPUHMHTI penpoayKTUBHbIX Nap U 4OHOPOB rameT

v CKPUHWHT HOBOPOXAEHHbIX

ANArHOCTUKY NMPOBOAAT

Mepguko-reHeTnyeckune

LEHTPbI I'IepMHaTaanble LEHTPDLI

LleHTpbl N1aHUpPOBaHMUA

YacTHble nabopaTtopum
cembU, IKO-KANHUKUN paTop

MonekynspHasa AMarHOCTUKA NO3BONAET YCTAHOBUTb ANATHO3
B KOPOTKME CPOKMN , a TaKKe BbIABUTb HOCUTENEN MYyTaLUN,
CNocobCcTBYA POXKAEHUIO Y HUX 340P0BbIX AETEN

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYMINA KOMNAHUA

Ten./dakc: (812) 677-2162, 677-2165 AJTTKO F’* BIO

info@alkorbio.ru, www.alkorbio.ru \_)




MykoBucumngos-bmno4un

CoBpeMeHHble TEXHONOTUU

ONIMTOHYKNEOTUAHbIE MULLEHU MMMOBUNU3NPYIOTCS
Ha MOBEPXHOCTU MUKpOUMNa c obpa3oBaHNEM
anbAerna-MMMHOBBIX CBA3EN:

NH, N—H N
[ [ > ]
H-C=0 H-C—-OH H-

4-X KPpaTHbIW

NOBTOP MONA aHANM3a,
- FTAPaHTUA BbICOKOW
HaAEeKHOCTU CUCTEMDbI

AVKUIA TUN MyTaLMn

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYNNA KOMNAHWA

Ten./dakc: (812) 677-2162, 677-2165 AINMKO F’* BL1O
info@alkorbio.ru, www.alkorbio.ru \__)




MykoBucumngos-bmno4un

Cneuuduueckana rubpuamsaums

s - Fﬁ
/ /

dnyopecueHTHbIe / dnyopecueHTHbIN

30HAbI Aynnekc
CneunduyHble MULLEHU

Ha MUKpo4une

[Mo3BonAeT AeTEeKTUPOBATb AaXKe MyTalMKn, He pacno3HaBaemMble
no TexHonormn NGS, Hanpumep - 2184insA
(AONONHUTENbHDbIN aAE€HO3MH B TOMOCENTAMEPHOM Y4acTKe):

-G-A-A-A-C-A-A-A-A-A-A-A-C-A-A-T-C-T-

HOpMaJibHaA NnocnenoBaTe/ibHOCTb

-G-A-A-A-C-A-A-A-A-A-A-A-A-C-A-A-T-C-T-

MyTaums

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYMINA KOMNAHUA

Ten./dakc: (812) 677-2162, 677-2165 AINMKO F’* BIL1O

info@alkorbio.ru, www.alkorbio.ru \__)




MykoBucumngos-bmno4un

[lpocTaa meToaAuKa aHaAU3a

Amnandukauma MMbpuagnsauyumsn CKaHupoBaHue

© ©) ©) ©)

1,5 yaca 1 yac 5 muHyT

O6Llee BpeMA UCCAeAOBaHUA — MeHee 3-X yacoB!

Cnang MMKpo4YMna MMeeT CTaHAAPTHbIe pa3mepbl
M COBMECTUM C 6O/bLUMHCTBOM CKaHEpOB:

v' LuxScan 10K (Capital Bio) @ v° PowerScanner (Tecan)
v" InnoScan 710 (Innopsis) v" ScanlR (PerkinElmer)

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYMINA KOMNAHUA

Ten./dakc: (812) 677-2162, 677-2165 AINMKO F’* BIL1O

info@alkorbio.ru, www.alkorbio.ru \__)




MykoBucumngos-bmno4un

BapuaHTbl pe3yAbTaToB

MyTaunm Hocutenb
He OBHapyXeHbl MYKOBMCLUMA033

F GH I J F GH I J

HOpMa retepo3urota F508 del

. BonbHOM ' BonbHOM

F GH I J

romo3suroTa F508 del reTeposurota F508 del/del 2-3

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYMINA KOMNAHUA

Ten./dakc: (812) 677-2162, 677-2165 ATJNMTKO F’* BL1O
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MykoBucunagos-bmno4un

Aerkafa uHTepnpertauua

Pe3ynbTaTbl MOryT ObITb NPOAHA/IN3NPOBAHbI N1abOPaHTOM
CaMOCTOATENbHO, MO0 C NOMOLLbIO CneumranbHO pa3paboTaHHON
nporpammbl «Mactep-Mukpouumnn»:
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«MacTtep-MuKpounn» cpaBHMBAET MHTEHCUBHOCTHU
CUIFHANOB NOJIEN «AMKOTO TUMA» U «MyTaLUNY,
N, B Cy4ae obHapyXKeHUs MmyTauum, genaet 3aKkto4yeHne
O 3UFTOTHOM COCTOAHUN aNnens

192148 r. CaHkr-Tetepbypr, a/a 44 FPYMINA KOMNAHM
Ten./dakc: (812) 677-2162, 677-2165

AINMKO F’* BL1O
info@alkorbio.ru, www.alkorbio.ru
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MykoBucumngos-bmno4un

Heobxoaumoe obopyaoBaHue
M MaTepuanbl

v NUP-60Kc (2 wr)
v AMnandukartop ana nposeaeHus MNUP ¢ HarpeBaeMoi KpbILLKOM

v UeHTtpudyra/soprekc Tmna « Mukpo-cnuH FV-2400»
(Makc. ckopocTb BpaweHus 2400 06/MnH)

v IMneTkn nonyasTomaTMyeckmne of4HOKaHaIbHble CO CMEHHbIMMU
HAaKOHEYHUKAMM C U3MeHAEMbIM 0O BEMOM 0TOOpPA *KUAKOCTEN: Ha
0,5-10 mkn; Ha 5 - 50 mKn; Ha 20 - 200 mkn 1 100-1000 mKn

v/ CTrepunbHble npobupku Ha 0,2 ma u Ha 0,5 ma ana MNLP
v Mpobupku TMna «anneHgopd» Ha 1,5 mn

v’ WTatne ana npobupok 0,2 namn 0,5 mn

v HaKOHEYHMKM K NUNeTKam-403aTtopam ¢ puabTpamm

v/ Bofila amny/iMpoBaHHas Uan AeMOHM30BaHHas

v’ MNepuaTku pesnHoBble 6e3 06ChbINKK

v’ XonoannbHuK papmavestmyeckuii (0o -22°C)

v BoaaHana 6aHa (v rubpmamsantmoHHan cTaHums)

v’ CTeKNAHHbIN cTakaH o6bemom 50 ma uam 100 mn

v CKaHep /19 MUKPOUNOB

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYMINA KOMNAHUA

Ten./dakc: (812) 677-2162, 677-2165 AINMKO F’* BIL1O

info@alkorbio.ru, www.alkorbio.ru \__)




MykoBucunpgos-buo4un

XapakTepucTtuku Habopa

Konnyectso umnos B Habope 5
Konnuyectso onpegenaembix myTaumn 25
AHannTMyecKaa 4yBCTBUTENIbHOCTb 1 Hr/MKN
[narHoctnyeckaa 4yBCTBUTENIbHOCTb 95 %
[MpoaoNKNTEeNbHOCTb UCCNEea0BaAHUA 5u.
CpOK rogHoOCTH 6 mec.
Ycnosua xpaHeHuA -18...-22°C

[JONONHUTENBbHYIO MHPOPMALMIO MOXKHO NOJYYUTD,
No3BOHMB no TenepoHam (812) 677-2162; (812) 677-2165
MM OTNPaBKB Bonpoc Ha info@alkorbio.ru

192148 r. CaHkT-lNeTepbypr, a/f 44 TPYMINA KOMNAHUA
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