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Co3BaHa ACMNIOMADCKaR KOHbepeHuus,
PerNaMEHTHPOBaBLIA PaGOTY C
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CMiTa co3nana CUKTUIO — nepebiii TEHOMHOTO DEAaKTUPOBaHMS
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GDIAAM3M C NOAHOCTLIO CHHTETHIECKOM
XPOMOCOMOA.
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[TLIP B peanbHOM BpEMEHN
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[TLIP B peanbHOM BpEMEHN

Amplification Plot

Allelic Discrimination Plot
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e OnpegeneHne oaQHOHYKNEOTUAHbIX NONMMOPOU3MOB




CekBeHupoBaHue rno CaHrepy
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CekBeHupoBaHue no CaHrepy

SeqStudio
4 Kanunnsapa

3130/3130xL 3500/3500xL
4/16 Kanunnsapos 8/16 KanunnspoB



CekBeHupoBaHue no CaHrepy

ABTOMaTUYECKNN KanunnapHbIN anekTpodopes
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CekBeHupoBaHue no CaHrepy

O
HO
>0

BapwuaHT chr7:103159789 C>T
[ ]
’ :45 [17 bp] 321
297 299 300 301 302 303 3@4 305 306 307 308 309 310 311 312 313 314 315 316 317 318 319 320 321 322 323 324 325 326 327 328
AC T GG T AT AGAAALALATCSCTCCLE AT G AGCA GG TTE

RELN BbigBieHa B
990000000000002000000000000000009

rOMO3UIrOTHOM OOopMeE

305 7 bp] 32
299 300 301 302 303 304 305 306 307 308 309 310 311 312 313 314 315 316 317 318 319 320 321 322 323 324 325 326 327 328
T TIATERAG AADLNIALINTCECTCECCECATE A|IGEC A GGEGTT

297
T A CT G G



CekBeHupoBaHue no CaHrepy

chr12:112915524 A>G, PTPN11 B chrX:70444013 CT>C, GJB1
retepo3nroTHou popme B reTepo3nroTtHon goopme
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CekBeHupoBaHue no CaHrepy

OTarnbl NoAroToBKM 0Opa3LoB:

e Bbigenenmne IHK - 1 yac

e [lonbop npanvmepoB — 1 4ac

e CMHTE3 NpanmMepoB — 2-4 OHA

e [lonbop onTmanbHOM TeMNepaTypbl OTXKura — 1-3 Yaca

e AMnnndukaumsa Heobxogmmoro doparMmeHTa 1 ero o4nucTKa — 2
yaca

e AMNNMdUKauna nepen cekBeHMpoBaHNEM C
ONOEe30KCUHYKNeoTuaamm n cekBeHmpoBsaHue — 24 yaca



CekBeHupoBaHue no CaHrepy

[Tpobnemei:

e CITO)KHOCTb NpPU NPOXOXOEHMNE FOMOMNONMMMEPHbIX
nocrieaoBaTernbHOCTEN

2 324 326 328 330 332 334 336 338 340 342 344 346 348 350 352 354 356 358 360 362 364 366 368 370 372 374 376 378
ATCTAAAAAAAAAAAAAAAAAAAAAAAAAACCCCCGCCCCCCCAAAAAAAAGTTTCA



CekBeHupoBaHue no CaHrepy

A —————— C

l Match l Mismatch

m—

B 5

PCR product generated No PCR product generated

Annenb cneundunyHble Npanmepsl - Npy NonagaHnm
OOHOHYKIeoTnaHoro nonmmopduama B 3’ obnactb
npanmepa



MynbsTunnekcHas amnnudukaumns nmras-cessaHHbIX Npoob
Multiplex ligation-dependent probe amplification (MLPA)

[NeHaTypauns (MUHYTHI)

L - v
N o

[Mbpmnansaumns (16-20 4Yacos)

IlurmposaHme (20 MUHYT)

[MUP (1,5 vaca)

dparmMeHTHbIN aHanus (2
yaca)




MynbsTunnekcHas amnnudukaumns nmras-cessaHHbIX Npoob
Multiplex ligation-dependent probe amplification (MLPA)

REFERENCE SAMPLE 1

Fluorescence

Probes sorted by Iength (nt)




MynbsTunnekcHas amnnudukaumns nmras-cessaHHbIX Npoob
Multiplex ligation-dependent probe amplification (MLPA)

[Tntochbl:

e [103BONSAET OAHOBPEMEHHO AETEKTMPOBATL OOSbLLOE KONMMYECTBO MyTaLnmn
nnn Hann4ne/oTcyTcTemne onpeneneHHbix ydactkoB HK (4o 50) (SNP,
oeneuun, gynnukaumm, YACno Konum reHoB, aHanns3 MeTunnpoBaHug,

aHeynnongum)
e [losBonsieT paboTtaTb ¢ gerpagnposaswien HK
e Hn3Kas CTOMMOCTb peakuunm

MuHyCbI:

e HeobxoaMmMo MMETb KOMMEPYECKNE rOTOBLIE HAbOPbI

e CIIOXXHOCTb U ANUTENBLHOCTL B pa3paboTke

e HeT BO3MOXXHOCTW onpeaenaTb coanaHcUpoBaHHbIE TPaHCIOKaUun



MeToaobl aHanm3a OnuHbl
TPUHYKNEOTUOHbLIX MOBTOPOB

e OCHOBHbIM METOOM AABJISETCA e PORPImEX A

[TLP-aHann3 nonmmMmopHbIX o OO CHHH -
NOBTOPOB C NocneayoLen R -OHHH -
BMU3yanusaumen npoagyKToB T EhE ; B
amnnudpukaunn. NLP e e e 2 e ez
NPOBOAAT C UCMOSb30BaHNEM Ol e, BIEL |
npanmMepos, KOTopble Rl @ e e e - e
dnaHKnpytoT obnacTb NOBTOpPA. # A& ss sc ad e

300 | —

e [lanee cnenyet nnobo
anekTpodgopes, NnMbo
doparMeHTHbIN aHanus.

EtBr-stained agarose gel



MeToaobl aHanm3a OnuHbl
TPUHYKNEOTUOHbLIX MOBTOPOB

0 KR00023-2primer_F07_2009-09-09_1.fsa Analyzed Data
140 180 220 260 300 340 380 420 460 500
5000 1 1 ;- i ) 1 4 1 i — T Il 1 1 1 VS I |
l FMR1_F_(CGG)n
4000 M\b\—b
3000 <+—
] 1R FMR1_R_FAM
2000 Hun
1000 i l l l
04 ‘ ! ijlliiil&ilﬁilti:;xi‘.xx.._s ot R
(0 KR00023-2primerAnch_F08_2009-09-09_1.fsa Analyzed Data
140 180 220 260 300 340 380 420 460 500
5000 il 1 1 i 1 — 1 5 I I i " N i L 1 1 —
i FMR1_F_(CGG)nA
4000 A
3000- 32CGG F «—@
- 42 CGG FMR1_R_FAM
2000 , 92 CGG
1000 i MAJAA‘
0- My 1 - o ; Sl
H:4907 H:3773 H:1650
A42570|  [A34101 A:1970.3
$:23015|  [5:259.77 S:405.79
D:2999 D:3284 D:4704
C: C: C:

dparmMeHTHbIM aHanm3 obpasuos naumneHTta ¢ CuHgpomom MaptuHa — benna
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JULLLVIVI | I[JVIHLI,VII 1110410V 10UbRVI
ononmnoTek
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 BbigeneHne reHomHon [IHK
 OparmeHTtauuna OHK

« JlurmpoBaHme agantepos

« [IUP

* [lornHOreHoMHoe CEKBEHMPOBAHME
« (OboeaweHue

« TapeemHoe cekeeHuposaHuUe
 O@parmeHTaums

e OkpalumBaHue - MevyeHune

* [mMbpmnamnsayms Ha Ymnax

* [lpombiBKa, MevyeHune

« CkaHupoBaHue

NGS




BbigeneHne HyKNnemnoHBbIX KUCNOT

* Jlnsuc knetok o =
. PaspgeneHnue a3 u/d Yy w
o  OKCTpaKuus \

P Y AL
OyeHb BaXHbIN 3Tan! S U

e OT 30 MUHYT 0 2 CYTOK

* Ou4eHb BaXHO BblaenunTb kKadectBeHHyo OHK

* Heobxoammo npenoctaBnaTb OMONOrM4YecKknm
MaTtepuan

« O0sa3aTernbHO B3anMMOOENCTBUE C nabop =~ E
NCnoniHnTENeM npu npegocrtasneHun Ll

A260/280=1,8
[C]: oT 50 Hr/MKn (Qubit)

Ve AT ON RAV T




DbICOKONPOn3BOoANTEIIbHOE

CEKBEHNPOBaAHNE
g e
« OparmeHTaumsa OHK W] LB
» JlurmpoBaHue aganTepos S e s
« [IUF ST T O

OyeHb BaXHbIX 3Tan! 308 -

* Heobxognmo nonyynTb s ——
cmecb pparmeHToB [IHK B 00 - ——
onpeneneHHoOM guanasoHe 400 -
OVH (OLEHUTb Ha dhopese) ol

» bBonbLue Bcero ownbok Ha o

cTaaun oparMmeHTauum



DbICOKOINPON3BOAUTEIIbHOE
CEeKBEHMPOBAaHME

Transposomes
SR o A L L " NN 4
AT/ é\ ;, AN AN AN Y “ l oA\
AN AN NS XN AN INF N SN Xy .'.LA N/ AN,
e A s o IR AT
AT AT AT AT AU ALY
AN/ AN/ NS RN/ AN AN NN/ EEr oEEE \ ' I l \ it
e ol
i [ h IR
!

() A0YANY

| s INTERPRETATION |

CeKBEHUPYEM TO, YTO XOTUM NpoaHanuanposatb. Oborawaem



DbICOKOINPON3BOAUTEIIbHOE
CEeKBEHMPOBAaHME

SureSelect

HaloPlex Nextera SeqCap
gDNA gDNA - gDNA gDNA
Restriction Enzyme

Sonication ; : Hansposase Sonication

Y legestlon vDigestion + Adapters Y
2 Adapter

Adapter Ligation Probe 5'Index 3-Index | PCR +Index Ligaﬂon

Y V Hybridization Y Y
_____HaloPlex B
Motif

PCR Targete q 1st Probe Hybridization PCR + Index

Y Y Y Index
Capture — -/
' ' O — ™
Sequences — m—
Probe Hybridization ¢2nd Probe Hybridization ¢Probe Hybridization
PCR
—— , ——
—— Probe /l Primer "'-"___-"___ —
Index

PCR + Index PCR ¢PCR S
Y — Y . g
v v '

Sequence Sequence Sequence Sequence



MHoOrMm naumeHTam MONEKyNsAPHbIN
ANarHo3 He MOXeT ObITb NOCTaBNEH
OPYrMM cnoco6omM B pa3yMHbIe CPOKU U
Npu pasyMHbIX 3aTpaTax.

MpPUYNHLI: reHeTUYeckasi reTepPoreHHOCTb,
OTCYTCTBME YacCTbIX MYyTaLNA, KPYMNHbIE FEHbI.

CekBeHupoBaHme ro
CoaHrepy

[[eHHble naHenu



DbICOKOINPON3BOAUTEIIbHOE
CEeKBEHMPOBAaHME
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DbICOKONPOn3BOoANTEIIbHOE

CEKBEHNPOBaAHNE
lllumina: Life Technologies:
 ToyHOCTbL conocTtaBuma C * bBbICTPbIV CUKBEHC
CeKBeHMUpPOBaHMEM MO « Bblicokas
CaHrepy, 0.1% npousBs eNbHOCTb
* OuyeHb BbICOKad e [nuHa ~@» MOXET
Npon3BOANTENBHOCTb gocturaTb 490 n.H.
 Hwuskaa ctommocTb Ha « [omononumepobl
HyKneoTung e TOYHOCTb 1%
* [lapHble npoyTeHUS « Her I'Iaprl)il'lpOHTeHl/ll‘/'I
« [Jloporue npubopsbl n
peaKTVBbI OpHa 13 MPU4MH
. [lonruit npouecc orpaHnyeHnn metoga
CEeKBEHUPOBaHUS — npoyTeHunsa 150-400

M.H.



DbICOKOINPON3BOAUTEIIbHOE
CEeKBEHUPOBAaHME

* [loBTOpPHDI

* [lokpbiTe <10x
e (CbanaHcmpoBaHHbIe TpaHCNoKaLUnm, NUHBEPCUN

* To, YTO HE NOKPLITO NaHenbko
* CNV
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Nextera Rapid Capture Enrichment Workflow

° Tagment Genomic DNA
Reagents: 50 ng gDNA, SPB, ST, TD, TDE1,
Tris-HCI 10 nM, pH 8.5

° Clean Up Tagmented DNA
Reagents: RSB, SPB, Fresh 80% EtOH

Amplify Tagmented DNA
" Reagents: Index 1, Index 2, NLM

Optional Overnight Incubation

Clean Up Amplified DNA

Reagents: RSB, SPB, | resh 80% LtOH
Safe Stopping Point

Hybridize Probes
Reagents: CEX/EEX/RCO, EHB, RSB

Capture Hybridized Probes
Reagents: EE1, ET2, EWS, HP3, SMB

Safe Stopping Point

NGS: noyemy Tak gonro?!

Perform Second Hybridization
Reagents: CEX/EEX/RCO, EHB, RSB

Optional Overnight Incubation
Perform Second Capture
Reagents: EE1, ET2, EWS, HP3, SMB

Clean Up Captured Library
Reagents: RSB, SPB, Fresh 80% EtOH

Safe Stopping Point
Amplify Enriched Library
Reagents: NEM, PPC

Optional Overnight Incubation
Clean Up Amplified Enriched Library
Reagents: RSB, SPB, lF'resh 80% LCtOH

Safe Stopping Point

@ Pre-PCR @ Post-PCR

A NOTOM CEKBEHMPOBaHME 1-2 CYTOK...

...0bpaboTKka gaHHbIX 1-2 CYTOK...
OT nony4eHns buomaTtepuarna 4o rotoBbIX K aHanm3ay gaHHbIX
npuMepHo 7-10 AHeW (ecrnn Bce XOPOLLO)



DbICOKOINPON3BOAUTEIIbHOE
CEeKBEHUPOBAaHME

CekBeHupoBaTtb 1 obpasel — rnyno
Cobupaetca «nyn» obpasLos,
KaXkObl N3 KOTOPbIX
bapkogmpyetcs. Bce ato
CMELUNBAETCH B OAHY NMPOBUPKY U
CEKBEHUPYETCH BMECTE
OpgHoBpeMEHHO B riabopaTtopumn
npoueccmnpyeTcst orpoOMHOE
KONn4ecTBO 0bpa3LoB

Pa3nun4yHblie KOHTPOSIN Ka4yecTBa -
QC

MHOro MOMEHTOB, Ha KOTOPbIX YTO-
TO MOXET NOUTU He TaK...




OOpaboTKa AaHHbIX

|

Picard

Picard

GATK

GATK

KapTupoBaHue Ha
pedepeHc (fwd.
reads)

MpeobpasoBaHue B

CopTupoBka u
KOHBepcusa B BAM

MapkupoaHue MNLP-
KOMWI cpeaun puaoB

Mounck yyacTkoB
WHCepuwui/aeneuni

BbipaBHuBaHne
BOKPYT
VHCepuwnii/oeneuni

MNpeoGpasoBaHue B Perl,
dopmar fastq (x2)

SRA toolkit

KapTtupoBaHue Ha

pedepeHc (rev. reads)

BWA

Onpegenexnne nap
NPOYTEHWUN

BQSR: pekanubpoBka
nokasarenen
KayecTea

BrisiBneHne SNP,
MHCepLuMi 1 geneumn

dunsTpauus
MyTaLummn no
[0OCTOBEPHOCTK

Cnncok SNP

BWA

Picard

GATK

GATK

GATK

AHHOTALUWA }

NMonynsuMoHHbIE YacTOTbI:

* «1000 reHOMOB»

* ESP6500

* Exome Aggregation Consortium (~60 000 4ern.)

PyHKUMOHaNbHaA aHHOTaLus1 Mo BCEM
TpaHcKpunTam reHa (RefSeq)

MNMpeackasaHue NnaToreHHOCTH:

* SIFT, PolyPhen2 v ap. — 4Ng 3aMeH aMUHOKUCIOT
* NHTerpmnpoBaHHble nokasartenu (SVM, LR)

OBOSIIOLUMOHHaA KOHCepBaTUBHOCTb

O6HapyXeHue B KayecTBe COMaTUYECKUX My TaLun
npu onyxonsax (COSMIC)

KnuHu4yeckasa aHHoTauums (Clinvar, HGMD, gpyrue
06a3bl)



Cuctema Genexus — HOBOE pelueHue ot Thermo Fisher Scientific ans

KIMTMHNK




Noninvasive Prenatal Testing (NIPT)
NIPT is a prenatal screening test

that can be performed beginning
around the 10th weex.of p .eg_nancy\[f

HWIT- meton ans ouexkn pucka
XPOMOCOMHOW NaTonorMm y nrnoga.

Fetus

\ _Placenta

Small fragments of cell-free
DNA from the placenta enter

(he mother's bloodstream.— AR N3 BbliNoSIHAeTCA no [HK nnoaa,
BblOeNneHHON U3 KpoBM MaTepu

Cell-free DNA in a sample of the
mother’s blood is analyzed for evidence
of extra or missing fetal DNA segments.

© American Medical Association
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OBPABOTKA OAHHDBIX

Onpep,eneuue npuHaaAnNexXHoCTn Kaxgoro cbparmem'a coo*rae‘rc*rsyromeﬁ
XpoMOoCcomMe, NnoacHeT ux KonmyecTsa 1 CTaTUCTUYHECKUIA aHANU3

cffDNA

I Il D I DS N I I S .
Il I D I I I IS S S .
e B G B e B ) 1 ) B e B ) 1 ) 1 ) B ) |
1 2 3 - 5 6 7 8 9 10
I N I I I I I I .
B N N D I N EE EE I e
(B, BN, (D, D, (NN , (O, DN (DN, DN
n 12 13 14 15 16 17 18 19 20

JononHutenbHbie dparMeHTbl
xpoMocombl 21 Nnpu ee TpPUCOMMM
y nnopa

—
-
N—

—
~
xI
—
r~

N
-t
N
N
<

Panorama :>

MeTtoauka aHanun3sa no

{——3 HuNC

OBPABOTKA AAHHbBIX

Jns pacyeta pucka XpOMOCOMHOM NATONOMMK UCNONB3YIOTCA ToNbKO dparmenTol BHAHK nnoga.

SNP-AHAJIMU3

O, | S, S, S, , S, S, , S, . S S,

1 2 3 - 5 6 7 8 9 10

Oy (g o O , NN o NN g o Uy o GO o S SO S

n 12 13 14 15 16 7 18 1% 20

|
— JononHutensHble dparMeHTh
= XpoMocoMbl 21 Npu ee TpUcoMum
. Y Mnopa

Pasnuume B KOnuyecTee XpoOMOCOMHbBIX
dparmeHTOB NpU TpUcoMumn cocraensietr = 50%



HNOKOCTHAYA BMorcmda

MoneKkynapHbi Npodunb onyxonm

B npouecce HeKpo3a 1 anonTo3d KOK HOPMCBHBIX KNETCK
ORIAHMIMA, TAK W QMY XONeBbIX KNEToK ¢parMerHTsl OHK

KugrocTHasa éuoncua npeacTasnseT co60i MeTeR
BblCBOéO)K,ElOlOTCFI M3 A0PA 1 MOryT NONAAUTE B KPOBOTOK.

AUAFHOCTUKH COMUTUMECKUX MYTULUK B LUPKYNUPYIOLLEN
onyxonesoi AHK {uoHK) B Kpesu nayueHTa Takyo cBoGoaAHO LMPpKYNUpyowyic B Kpobrn AHK MOXHO
ASTEKTUPOBQTL, BLIAENSTL U USyUaTh!

OTKyaa bepeTtca uupkynupyrowan AHK?
A P LMpPKynmpytolias [l MpoBeaeHMe XXUAKOCTHON BMoncum

MOXXeT ObITb PeEKOMEeHOO0OBAHO
cnegayoumiMm naumeHTam:

. [MNCUMEHTOM € ANAMHOCTUROBCHHBIM DAKOM B CNydde
OTCYTCTBUA MATERUCNC QNYXOM C UMLK NOUCKC My TALKA
1 NooSoPa ONTUMANEHOKW TERANMN.

a Q Q +  [OUMEHTOM B NPOLECcee NEYSHUS AN AUCFHOCTUKM MyTALIWMK,

AnonToa/Hekpos AnonToa/Hexkpo3 oéycnoen MEBQIOWNX PE3UCTEHTHOCTD K TORIMETHOW Tepdanum
AnomTos/Hexpos \ (myTaums T790M 8 rene EGFR

Meracras

Onyxons
3Q0POBAR TKaHL

¢ MNoUMEHTOM Nocne YAGNEHWS OMyXOonu UK B CTCAKWK
PeMUCChK C UeNbd MOHUTORKWHIA U RAHHETO BhldBNeHUA
BC3MOXHOIo peyngned

7 Umprynupyrowas
Hopmanswas AHK /

CpoK BbinofiHeHUs: 10-14 paGounx aHen




MukpomaTpuyHbIn aHann3

Affymetrix Microarrays
photolithographic synthesis of oligonucleotide on microarrays

RNA fragments with fluorescent tags

Affymetrix — 25 mers are in situ sythesized
on a glass wafer nucleotide by nucleotide
using photolitography

128 cm

Actual size of GeneChip~

= fluorescently labeled
sample mRNA

Millions of DNA strands
build up in each cell

500 thousand cells in each array S HiBbe, IS A lohe



MwukpomaTpu4HbIN aHaNn3

Day 1 -
Ends at ngation )

.I
Day2 -
Starts with PCR
and ands with
Quantitation
R

Genomic DNA
Stage 1 Inr
Digestion (30 min hands-on)
A\
Stage 2 ane
Ligation (30 min hands-on)
v
Pi:lt?gsitn 1 hr hands-on
Pre-PCR Room
Maln Lab
A
Stage 38
PCR
PCR || PCR || PR || PCR 2hr
| I [ I »QC Gel 1
¥
Pcnsl;::agf?c:uon 2 b Innds-on
v
Qusa:?gteatslon 30 min hands-on

Day3 —
Starts with
Fra;n'entatlon
and ands with
Hybridization

Day 4 '
Wash, stain, ‘
scan

Stage 6 1.5nr
Fragmentation (20 min hands-on)
¢ »QC Gel 2
Stage 7 Shr
Labeling (20 min handas-on)
L
Srt:?e 8 16-18 hr
Hybridization {20 min hands-on)
L 4
Stage 9A It
Wash and Stain (20 min hands-on)
L
Stage 98 15 min hands-on
Scanning (~32 min per amay to an)

e 1 nayueHT = 1 MuKkpomaTpuua

« HeT HEeobxognmocTu B
TECTUPOBAHUU N NOAOOPE XUMUU

« HeT maHeBpoOB ONA yaeleBreHuns
npoLecca nyTem ontumMmnsauunm



N\

[ Chromosomal microarray analysis (Thermo Fisher). 11024 samples processed to date

v

. Ultrasound |
[ MCA ] [ MR/ID ][ ASD ] [Epllepsy] [ RPL ][ markers ][CancerJ

(oiooa ) (s )| (o ) ([coratooa ) (ve ) (e ) ((roc )
n

o) (=] (o) (o] (o
&

[ CNVs ] [ Triploidy ] [ Mosaicism ] [ Tumor markers ]
LOH/AOH Origin of Maternal cell
aberrations contamination

n

Clinical diagnosis Research




N5 Coverage of clinically important regions in

different microarrays
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o Comparison of marker distribution In different arrays &
X platforms

Cytoscan HD — 2 696 550 marker deldp; different samples, chr4

WES -214 115 markers

]
-
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XMA: OrpaHnyeHus

e CbanaHcnMpoBaHHble XPOMOCOMHbLIE NEPECTPOUKN
(TpaHcnokauun, UHBepcun)

e [O4KOBble MyTaLWUK
e bones3Hn aKkcnaHCcun TPUHYKNEeOoTUAHbIX MOBTOPOB

e Mukpooeneunn/mmkpoaynnmkaumm, pasmep KOTopbiX MEHbLLE
paspeluatoLen cnocobHOCTU MMKpOMaTPULIbI



MwukpomaTpu4HbIN aHaNn3

pia S W

i

Clat b

HoBble MukpomaTpuLbl XON cMOryT 3amMeHnTb MLPA?



byayulee MonekyndapHoro
KapuoTUNMpPOBaAHUA




TexHornornsa monekynspHom MHBEPCMOHHOMN NPOOLI
Genomic ( IVI I P) Genomic

homology PCR Primer PCR Primer homology
region 1 site 1 site 2 region 2

MIP probe BT Y T T T >
before inversion

.......... © Annealing
y Cleavage site 2

Probe annealed , © Gapfill

to genomic DNA © Ligation

@ Exonuclease digestion
and inversion

o 00
G
SNP Site
4]
Inverted MIP probe ~ @ «ceeeeeeees [ G devereaseese =D

Assay Panel
300,000 probes

Genomic
ONa '1

y

)'_

Mixing Assay Detection Analysis

G+C




OHKoCKaH
(XpOMOCOMHbIN MUKPOMATPUYHbIN aHaNn3)

e 220 000 snp mapkepoB

* [lonMHOreHOMHbIVN aHann3 Yncna Kornum reHoB U
XPOMOCOMHbIX CETMEHTOB, a TakXXe y4acTKOB C NoTepeWn
reTepo3nroTHOCTU

* 900 reHOB, accoUNNPOBaHHbIX C pa3BUTUEM OMNYXONK Ha
mMarepuare ogHoro obpasua

* AHaNN3 MOXeT NPOBOANTLCA Ha obpas3sLiax ¢ CUITbHO
gerpaguvposaHHon [1HK

« [1na aHannaa Tpebyetcs Bcero 80 Hr AAHK

e 74 myTauun B reHax KRAS, NRAS, BRAF, EGFR, IDH1, IDH2,
PTEN, TP53, PIK3CA — 4YyBCTBUTEJNTIbHOCTb 20%



Hay4yHas paboTa

e Hay4HbIV cepBUC 4NA Pa3fIMYHbIX FOCY4apPCTBEHHbBIX N KOMMEPYECKNX
yupexaeHum

e PaspaboTka npoekTa akcrnepumeHTa, ero BbiNOSIHEHWE, aHaNn3 JaHHbIX,
KOHCYIbTaLWM Ha BCeX 3Tanax

KowknH dunmunn AnekcaHapoBuy research@genomed.ru



CECAHA - odouumanbHbIN NOCTaBLLUMK
obopyaoBaHus U peareHToB AN
nccneagosaHuU B 0bnacty MonekynsipHou
OUNONOrMn N reHEeTUKU

sales@sesana.ru

ThermoFisher
SCIENTIFIC

6 ) opentrons H .
P Isoheli TwisT SWifty =1l

1A Sampling

SSSSSSSSSSSS
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Cnacnb6o 3a BHumaHue!

dp@genomed.ru

+7 915 050 55 56



