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Xaptoypadpnon tov avBpwrivou
VOVL5 L(le.(l'EO(;- Huepounviecg 2tabpot

: Evapén tou HGP
* 1998: oAokAnpwon tnc xaptoypadnonc
: [Mpwtn 6npooisvon tou HGP
: Anpooilevon g

aAAnAouyioc Tou avBpwTitvou YovidLWHOTOC
oTa TtEPLOS LKA KOl

: OAokAnpwon tou
npoypappotoc HGP
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Human Genome Project og aplBuouc

AplBuog Baocswv (ACTG) ~ 6 OL¢
MeyaAUTEPO XPWUOCWHLL 279Mb (1)
MLKPOTEPO XPWHUOCWHA 45 Mb (21)
% GpC 41%

% YoVIOLWUATOG TIOU HETADPALETOL OE TIPWTEIVEC

% yovidLwpatog mou dev petadpaletal o€ MPWTEIVECS
aAAQ elval AELTOUPYLKO

AplOpoc yovidiwv

~ 22.000, 100 disruptive variants in genes, 20
completely inactivated

Mukvotnta yovidiwv

9-14yovidia/Mb

MeyaAutepo yovidlo

2.4Mb (DMD)

SNPs

3-5M (150k not in data bases, 60 not in either parent)

% yovidlwpoartoc mou emavalapBavetol (SINEs, LINEs,
LTRs, DNA transposons)

44.8%




Katovonon Twv AELTOUPYLKWY TIEPLOXWV

* ~3.5% TOU YOVLOLWHATOG AELTOUPYLKO
oAAQ OXL KWOLKOTIOLAGLHO
* PUOLULOTLKEG TTEPLOXEC YOVIOLWV
* \ELTOUPYLKEC TIEPLOXEC XPWLOOCWHLATWV
* AYVWOTECG AELTOUPYLKEC TIEPLOXEC
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MoAvpopdpLopot

Hap Map Integrating common and rare genetic
variation in diverse human populations the
international

HapMap consortium, Nature 2010

38 M SNPs, 1,4 M nKpEC EVOECELC
araloldpeg, >14,000 analoldEc
HEYAAUTEPOU HEYEOOUC

An integrated map of genetic variation from 1,092

human genomes

491: 56-65
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2UMBOAN TNC popLaknc BLoAoylac otnv KAWLKNA
dlayvwon

* EmiBePBaiwon kKAviknc dtayvwaonc
* Alayvwon

* [NpoyeVveTIKOC EAeyXOC - MEVETLKN CUUBOUAEUTIKN
* Emttloyn Beparmeiac/EEatouKEVUEVN Bepareia
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Epyaotnplokn mpoosyyLon:
2TOYELON N capwon

* JTOXEUMEVEC YEVETIKEC AAANQLYEC:
e AViXVEUON OUYKEKPLUEVWV YEVETIKWV aAlaywv octo DNA tou acBevoug
* Aviyveuon/tautomnoinon wyv, pKkpoBiwv

* AYVWOTEC YEVETIKEC AAAOYEC — OAPWON CUYKEKPLUEVWYV YOoVISLwV N
TOU yovidlwpaToc:
* XPWUOOWWLKEC AVWHUOALEC
* EvBéoelc — amaAoldEC HKpOTEPOU HEYEBOUC
* INUELAKEC LETAAAALELC N amaAoLpEC — eVOEDELC LKPOU HeYEBOUG
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Kpttrplo: peyeboc kat el60C YEVETIKNC
aAAayNG

* JNUELAKEC AAAOYEC

* EvBeoeic/amaloldEc

* XPWHOOWWULKEC AAAOYVEC

* MikpoeA\eleLC

* EmavalapBavopevec aAAnAouyxieg

* MeBuAlwoelc

* [eveTikeC avakatatatelc (fusion genes)
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XpWHOOWMLKEC aAAayEC: KapuoTuTmocg
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Resolution: 5-15Mb



Comparative Genomic Hybridization
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Comparative genomic hybridisation (CGH) analysis of a lymph node
metastasis from a renal cell carcinoma

>

Expert Reviews in Molecular Medicine © 2000 Cambridge University Press

Resolution: 3-10Mb
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Distribution Type: Reference Samples | Exp: OCS-150119
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Movoyovidlaka: mapadeyua CFTR gene

A CFTR % 188.7 kb >
A
e e A0 M~~~
Exon # 123 4 5 6 7 8 9 10 11 1213 14 1516 17 1819 20 21 22 23 24 25 26 27
B Legacy exon # 123 4 56a6b 7 B8 9 101112 13 14a14b15 1617a17b 18 19 20 21 22 23 24
Missense 0N 8 FRIE RURC (RIRICRT BN DAY i RN B RISRULE I AR
Nonsense L0 CEREE LI e P ren e ere e e e s P
Frameshift PN WD 0T e e wn i nmmn v e e v un e v
C In frame in/del | | 11 N I I I | 1 | R
Splicing I e e Foe 1D I Y O 0 U 1 N1
Promoter [
Sequence variations || ||| IIIVETIEW 10 TEOEES0CE R0 THEREREE ERE 0 DR ECRE TP REmE PRt il
Legend Exonregion B Intron region (not to scale) Exon mutation Intron/promoter mutation |
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2UOYXETLON YOVOTUTIOU — pOaLVOTUTIOU

(1) FUNCTIONAL CLASSIFICATION

Class of mutation

NoO symhesis
Protoin is not
synthesized
GlyS42X Argi17His 38494+ 100C T
Main Trp128X Arg347Pro 2789+5G A ‘g""‘""
621+1G—T ArgS60The m snzo.s}s-m ‘;7:'1“2:
(2) CLINICAL CLASSIFICATION
Severe (A) Broad-spectrum (A/B) or
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OL ouYVOTNTEC TWV METAANAEEWV TTOLKIAOUV
avaloya pe toug nAnBucpouc

Asia,
Europe, Europe, America, America, . mainly .
North  South  North South/Central AuStralasia Middle AT Relative
East frequency , ,
Total CF (%) .
chromosomes 21,154 7,281 10,438 758 2,095 608 515 EA}\.GS OL . 80 6 LaCI)O pETLKEg
screened
GS85E 30 14 16 7 0.2 !
RI1TH 62 3 61 7 0 03 HETQ)\)\(I&E lCFSOSdel 53,4% TWV
621+1G—T 97 37 154 27 0.7
T11+1G—T 15 13 21 0.1 ] ’
A S S | aveupebeiowv peTalNagewv
R334W 18 21 12 2 0.1 ’
R347P 55 24 26 1 02 6 2 + S 0 0
e 1+1G>T (5,72%), G542X (3,9%)
ALS0 57 5 20 2 9 0 0.2 ’ 0}, ’ 0}/,
14,866 4,007 6,900 342 2,309 173 351 66.0
17171-GoA 160 65 44 12 3 0.6 N 1303 K (2 63%)
G542X 439 259 234 38 56 27 9 24 ) .
S549N 18 2 5 1 3 0 1 0.1
G551D 356 37 206 1 117 0 1.6
R553X 165 44 96 5 11 0 1 0.7
R560T 40 0 24 3 0 0.1
1898+1G—A 41 10 2 0.1
2184delA 14 7 8 0.1
2789+5G—A 27 10 17 0.1
R1162X 36 68 19 2 03
3659delC 39 1 14 0.1
3849+10kbC—T 23 8 57 16 0.2
W1282X 120 43 245 6 120 2 1.2
NI1303K 209 179 130 11 23 29 8 13
Fraction of 0%
mutations 80.2 66.7 79.9 528 83.7 61.7 722 °
detected (%) world wide
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dF T

AVIXVEUON OCUYKEKPLUEVWV (YVWOTWV)
VEVETIKWV QALY WV

PCRs

Oligonucleotide ligation assay (OLA), transcription-mediated — —
amplification (TMA), nucleic acid sequence based o o
amplification (NASBA), rolling cycle amplification (RCA), ligase o [ Sarw [ SeeiooT
' i : e o 4 Fren Il nex
chain reaction (LCR), and strand displacement amplification + B Nk e
5 M.WI282X s M.3849+ 10kbC T
(SDA)... o b, ¢l umem
. 8 M. AI507 8 M.A4SSE
Real time PCR o Mmam el Miomer
DIGESTION WITH RESTRICTION ENZYMES 1 M.390SinsT n M.365%deIC
12 M.SI25IN 12 M.R3W
b 13 M.Q552X 13 M2183AA-G
14 MI120+1G-A 14 M.2184declA
; 15 M.I48T 15 M.E6OX
' 16 M.1898+1G—>A 16 M.2143deIT
17 W.AFS08 = W, 17 M. 711+5G-A
18 AlSO7 18 W.621+41G-T
19 W.G542X 19 W.RIITH
20 W.G551D 20 W.RII62X
21 W.NI1303K 21 W.R347P
22 W.wi2s2x 22 W.38494 10kbC T
23 W.RS53X 23 W.394delITT
24 W.AT17-1G-A 24 W.GSSE
25 W.RS560T 25 W.A4S5E
26 WI+1G-T 26 W.1078delT
27 W.3905insT 27 W.2789+5G-A
28 W.SI125IN 28 W.3659deIC
29 W.Q552X 29 W.R334W
30 W312061G-A 30 W.2183AA-G = W.2184delA
31 W I148T 3: \‘z-fbﬁ(‘m
WIS IO-A :; w:'.l:l;sc—m
M marker line
35 5T
36 T
37 9T
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AVIXVELON AYVWOTWV YEVETIKWV QALY WV

DGGE

- exon 17b

—exon 14b
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AUTOUATOTIONEVO oLOTNA AAANAOUXLONCG

@ Reaction mixture NH;
> Primer and DNA template > DNA polymerase e 9 9 <,N Y
» ddNTPs with flourochromes > dNTPs (dATP, dCTP, dGTP, and dTTP) Ho—f-ofroTfon L S
OH
Pl’i mer Deoxyadenosine triphosphate

5'llllllllls’ NH>
o o o N x
ool ol o oW
e Y b on b :O: N
Template
d d NTPs Dideoxyadenosine triphosphate
ddTTP -@
Eﬁﬂﬁ: ® Capillary gel electrophoresis
ddGTP —® separation of DNA fragments

@ Primer elongation

Capillal el
and chain termination 1 pllay 9

5 T 3 Laser H
S N B e e e e e e e e
5’ rrrrrrrrrira ,3’
5 T T T e 3 J
5 rr T rrrrrvra , 3’
Sl S B e e e e e e e e e e <
@ Laser detection of flourochromes

5 e re————— 3 and computational sequence analysis
5’ 1 I 1 ] T T ] ] 1 ] ] 1 1 1 ] 1 ’3’
5 e —————— 3’

Chromatograph
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AvVIYVELON ONUELOKWY LETAAANAEEWV KO
LLLKPOU pNKouc amaAoldpec & evBeoeLC
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& nuceorise LS - <\ ==L
T ———— * ™ o ﬂ

€« C' | [) www.ensembl.org/Homo_sapiens/Transcript/Exons?db=core;g=ENSG00000012048;r=17:43044295-43125483;t=ENST00000357654

< BLAST®
~ | Home || RecentResults || Saved Strategies | Help

Login/Register

» NCBU BLAST/ blastn suite Standarg ) : :
BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mimors B - Search Human... Q
blastn | blastp | blastx | tblastn | tbiastx |
Enter Query Sequence NS e Human (GRCh38.p3) ¥ | Location: 17:43,044,295-43,125483 | Gene: BRCA1 = [RIEUE(HI:I o .\ K1)}
. q ~ ~ Transcript-based displays N
Enter accession number(s), gi(s), or FASTA sequence(s) & Clear Query subrange & Summary TranSCrlpt: BRCA1-001 ENST00000357654
From F Supporting evidence
B Sequence Description breast cancer 1, early onset [Source:HGNC Symbol; Acc:HGNC:1100]
To Exons
Y cDNA Synonyms BRCC1, FANCS, PPP1R53, RNF53
Or, upload file T e e e Protein Location Chromosome 17: 43,044,295-43,125 370 reverse strand
;/ B External References . . . . . . o
Job Title ‘ ‘ General identifiers About this transcript This transcript has 23 exons, is annotated with 40 domains and features, is associated with 4214 variations and maps to 59 oligo probes.
Enter a descriptive title for your BLAST search @) Oligo probes Gene This transcript is a product of gene ENSG0000001204
|-/ Align two or more sequences & - Ontology s e
B Genetic Variation
Choose Search Set x::::g: ]‘fnfige Show |[ETIKE entries Showlhide columns n)
Delsbes H“ma‘n gemmif +transcript’ @Mouse genamic + franscript’ @ Othersi (nretc.k Population comparison Name TranscriptiD ~ bp = Protein = Biotype cCcDs UniProt RefSeq
) { Nucleoide collecton (o) '@ Comparison image BRCA1.001 ENST00000357654 7094 1863aa | Protein coding CCDS11453%  P38398@ | NM_007294@  TSLA
Organism [rero e — sl 8 Exclude & P";}e‘tﬂ Information NP 009206 | -
rotein summary . -
Enter organism common name, binomial, or tax id. Only 20 top taxa will be shown @ F Domains & features BRCA1-005 ENST00000471181 6936 = 1884aa | Protein coding CCDS11456¢ | P38398& —_NAF’J ggggg?g
Exclud Jreulturadlonyi | Variants - - ———
el e RE) L LB & Extmal data BRCA1.006 ENST00000493795 5732 1816aa | | Protein coding CCDS11459% | P383%8@ | NM_007297@
Limit to () Sequences from type material ‘ L Personal annotation NP_009226&
gpuonalo ‘ \You o RPN & 1D History BRCA1-007 ENST00000468300 3273 699aa | Protein coding CCDS11455¢ P38398& NM_007299&
ntrez Query Create custom database Transcript history NP_009230¢
ortionet B E e ) Protein history BRCA1.014 ENST00000491747 2379 75%aa | | Protein coding CCDS11454@ | ADAR24RIVOE | NM_0072%83
= NP_009229#
OPFOQFa:: Selection BRCA1.012 ENST00000354071| 4497 = 13%9%aa | Protein coding - QsYLB2@ - TSL:1  GENCODE basic
timi A
A ® Highly similar sequences (megablast) BRCA1029 ENST00000352993 | 3668 721aa |Protein coding : ADAD2IR1Z8@
More dissimil disconti blast;
S;’:ew'f‘:'l":;;:r::z:i:S's(:; Lf)” SRmEEEE BRCA1.011 ENSTO0000470026 2108 ETEWNS@
Choose a BLAST agoritm @ BRCA1.004 | ENST00000477152 1980 E9PHG8®
BRCA1-009 ENST00000478531 1972 623aa |_E‘rotel() cgdlng - ETEUM2&
BRCA1.008 ENST00000493919 1948  572aa | Protein coding - B7ZA85&
Search database Nucleotide collection (nri Megablast (O for highly simil { R+ Bookmark this page
‘ f’:’:w:":““:i —— (nrfni) using (Optimize for highly similar sequencet BRCA1.013 ENSTO0000494123 1612 47322 IP - Q3B891@
@ Algorith . BRCA1-015 ENST00000484087 1495  498aa - HOY8B8&
#JAlgorithm parameters
BRCA1-024 ENST00000591534 1282  354aa | Protein coding - KTEPCT &
BRCA1-018 ENST00000473961 958 = 319aa |Protein coding - HOY8DB&
K of the Netional Librery of Mecicine BRCA1-019 ENST00000487825 800 = 266aa HoY881@

BRCA1.023 | ENST00000586385 781 | 173aa
BRCA1-003 | ENST00000497488 779 | 177aa
BRCA1-017 ENST00000476777 769 = 222aa
BRCA1.022 | ENST00000461574 726 | 242aa
BRCA1-027 ENST00000618469 718 23aa
BRCA1-025 ENST00000591849 563 %6aa
BRCA1-016 ENST00000489037 =455

841 up
23/11/2015
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Next Generation Sequencing (2" generation)

Avvatotnta
aAAnAoUxLon¢ pLeyaiou
aplOpou SLadopETLKWV
aAAnAouxltwv DNA
(uadikn mapaAAnin
aAAnAouyxion)

H texvoloyia NGS
eAEyXeL TN SLadoxLkn
npooonkn
voukAeotdlwyv o€
OKLVNTOTIOLNEVAL
urtootpwpata DNA

SOLID4
3 hq

Applied Blosystems
SOLDE [Uife Technologies)

(Mb/run) Hiymina HSeq2000 o

Illwmina GAIX ©
l E+6 Applied Biosystems (Life Technologies) SOLID3
lluména GAIl

Applied Biosystems (Life Technologieh) SOLD2 Q

|E+5
dmina GA
|E+4 J 0
Roche GS Roche FLX
0
1E+3
1E+2
ABI3730X1
|E+]

2003 2004 2005 2006 2007 2008 2009 2010 2011 (Year)
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[Teploplopol Sanger Sequencing

Exon 1 Exon 2 Exon3

e : ~1000 Baoelc/avtidbpoaon

oo - <__(Blefion. F eeeeeeee- - - -

* ETEPOYEVELQ LOTOU T —

* CNVs

(]

G T G
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Chromosome 1
PCR products

Chromosome 2
PCR products

total PCR proclucts



Next Generation Sequencing (2" generation)

a Genomic DNA

D><{ID><AID<C
* OAgg oL MAOTPOPUEG araLtouv tn dnuioupyia
FLB)\LOGF}KI’]Q £ite pe MOANATTAQOLAOHO |rragmemuoosoobm
amplification) eite pe ouvdeon (ligation) pe
eldlkouc ouvdeTec (linkers) /“’i\
* KaBe tpunpa tng BBAloBnkng noAamiaaotaetal igate acapters
o€ pia otabepn enpaveLa ou Gepet eLOIKOUG 8
OUVOETEG TTOU UBPLOLLOVTAL LE TOUG AVTIOTOLOUG — —

OUVOETEC TNC BLBKLO BnKng

* Apeon avixveuon Twv VOUKAEOTISLwV Tou o
gvowpatwvovtal o€ kKABe MoOANATAACLA{OHEVO —

TUA A TNGS KABE BLBALOOAKNC
* MoA\Eg avtdpaoelg/neipapa=padikn mopaAAnin

Generate clusters

aAAnAouyxion o
quence first e
* Eva YndLakod onpa EMITPETEL TNV AUEDT —\......
TTOCOTLKOTIOLNON
* MikpOtepOU pAKoug SLafacpato o€ oXeon UE TO Seduonca pared and

Sanger P2

oooooo A
I
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Paraffin Block

01— Cellularity (60%)

."—>Tum0rarea

FFPE Slides
(-
' Genomic
Blood DNA

[

M

g% g AR
= - AR
WY
AR
,qﬁgj’m\ AV

Fragmented DNA Indexed Libraries

= 52 T200
probes
Mooy M AW
Hybrid Capture
library-probes Amplified DNA

L]

———

Sequencing

Data Analysis
Alignment
Mutations

CNV's

Determine if alterations
in actionable genes

!

Determine functional
consequences of alterations

!

Prioritize mutations/targets
Identify potential targeted therapies

!

FDA-approved genomically-matched
therapy in same tumor type?

Consider clinical trials using
genotype-relevant drugs

DNA Isolation

Library Prep and Capture

Sequencing and Data Analysis

Determining Therapy
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System Sequxt Help

Sequence 155 / 150280005

LIS

SegNext

Joining
Worklist
Sequence

-

Poollist

Archiving

@

Mutation
[master file]

[master file]

ROI Groups
[master file]

[master file]

Raadwu

Administration

order | protocol | Family |

all 124 |distinct 23| other 56| homopolymer 45] filter 0|

(" all Genes (@ selected Gene

Order No: 150280005 Print | mut DB | In... I Gene | Name I Location I Pos. I Type I Nuc Change I Coverage I AA Change »
Patient: P-155 [ 0o 43 TSC1  TSCI-E14-T1-2  El4 56 (1389) / 1bp [chr9:g.135782167 (hg19)] I1(Dup) T (het) 6% (14) [9% (12) / 2% (2)] [STOP] AA 4€
DNA No.: 155 [ O 44 TSC1  TSC1-E14-T1-2  El4 93 (1426) / 1bp [chr9:g.135782130 (hg19)] I(Dup) A (het) 6% (12) [9% (12) / 0% (0)] [STOP] AA 47
Date: e [ [ 45 TSC1  TSCI-E15-T1-2  E15 -21/1bp [chr9:g.135781547 (hg19)] D T (het) 14% (32) [11% (10) / 17% (22)]
ate: 128/ PR [ (| 46 TSC1  TSC1-E15-T1-2  E15 364 (1802) / 1bp [chr9:g.135781163 (hg19)] D C (het) 5% (13) [5% (6) / 6% (7)] [STOP] AA 62 = |
Settings: [ (] 47 TSCl  TSCI-E15-T1-2  E15 +47 [ 1bp [chr9:g.135780921 (hg19)] D T (het) 8% (21) [14% (17) / 3% (4)]
Barcode: ACGCGTCTAGT (RL6) - o ™ 48 TSCl  TSCI1-E16-T1-2  E16 -46 [ 1bp [chr9:g.135779887 (hg19)] D T (het) 54% (137) [49% (64) / 60% (73)]
/ Settings / = [ (| 49 TSC1  TSC1-E16-T1-2  E16 -46..-44 [ 3bp [chr9:g.135779887_135779885 (hg19)] Indel TCT -> C (het) 10% (25) [7% (9) / 13% (16)]
Single / double direction analysis / [ [ 50 TSC1  TSCI1-E16-T1-2  El6 -13/1bp [chr9:g.135779854 (hg19)] D A (het) 5% (14) [10% (13) / 1% (1)]
Both dir. min abs. cov.: off [ a 51 TSCl  TSCI-E17-T1-2  E17 -66 / 1bp [chr9:g.135779270 (hg19)] D G (het) 7% (19) [2% (2) / 12% (17)]
Both dir. min % cov.: off - [ (m] 52 TSCl  TSCI1-E17-T1-2  E17 -59 / 1bp [chr9:g.135779263 (hg19)] D G (het) 8% (20) [13% (17)/ 2% (3)] L
M m 52 T&C1 TSC1-F17-T1-2 F17 -21 /1hn_[rhr:a 1235770225 (haia\l n € (hat) S04 (14) T304 (4) / 704 (101
State: compl. < | »
i ‘N i | | o
Intron 16 TR eentr Intron 17
File I Organism I Bases
1 file : I6SVG7U... hg19 24092
« i b
T.V. I M.V.I -------------------------------------------------------------------------------------------------------------------------------------------------------------------------------------------------------------------------
—ROI Groups L H N Q L oL Y E R F K R Q -
Name | Ba... | cNv | var. | con | gene LoL PR = ] g Lo 7 E R E Dk R =
24... 43 /... . A € T 6 € A €C A A € € A 6 T T A ¢ T C¢c T|A|]T 6 A 6 ¢ 66 T T T A A G A 6 6 C A G
combined sea ' ' ' ' ' ' '
e A C T 6 € A C A A €C C A 6 T T A ¢ T ¢ T[A]T 6 A 6 ¢ 6 T T T T A A 6 A 6 G C A G
4 m g reverse A € T 6 € A € A A € C A 6 T T A ¢ T ¢ T|lA]lT 6 A 6 ¢ 6 T T T T A A G A 6 G C A G
! ! ] ; 45.9% / 50.2% . ! :
T.V. I M.V.I - ' i 0 : :
-------------------- AVAVAVAVAVAVAVAVAVA NS D D
—Genes / Chromosomes
Gene | Ba... | Var. | Cond... | I | I | I | | | | | | [ ‘ | | | | Tﬂ |
TsCL 12... 23/101 9 A ¢Cc T c A C A A € € A G T T T ¢ T | A c T T T T A G A G G
TSC2 11... 20/77 8 A ¢ T e cC A € A A € € A G T T A c T € T T s A e (33 e T T T T A A G A G G c A G
4 A ¢ T 6 € A € A A € € A 6 T T A € T C T |mmmsms A 6 ¢ 6 T T T T A A G A 6 G C A G
< [I' » 2 A € T G € A € A A €C € A 6 T T A € T C TN G A 6 ¢€C 6 T T T T A A 6 A G G C A 6
3 A C T 6 € A €C A A € € A 6 T T A ¢ T ¢ T|lA|lT 6 A 66 ¢ 6 T T T T A A 6 A 6 G C A G
3 A ¢C T 6 €C A C A A C € A 6 T T A € T C T |IBEEWG A G ¢ G T T ' ;
T.V. | M.V.I : : : : L | : ' =
IExon/Intron v I 50 55 80 &5 70 75 20 85
= ROIS/ Locations 1/Exon 17 TSC1/Exon 17 TSC1/Exon 17 TSC1/Exon 17 TSC
|combined L’ < >
Name | Bases | Va » —
TSC1-E13-T1-2 215 0/ —Comments —Show — Functions
TSC1-E14-T1-2 244 0/ ‘
TSC1-E15-T1-2 70 1/F reading check web +mutRef, | _ Erevious | Next |
TSC1-E16-T1-2 198 1/ |3 LI Iweb + m'LI L” 1 L’
TSC1-E17-T1-2 286 1/ ,— ﬁ X
TSC1-E18-T1-2 27 0/ e ot _ T'V'l M'V'l print... |
< m » edite et pos. mism.
| mv.| ] [l oo ] [ 18 > | Protocol |
TV.| MV Summary Extras -> o
[ ,ﬁ anna lcamnt |
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Edapuoyn Amplicons, targeted gene | Everyday genome, WES, RNA-seq | WGS
panels

Output range 0.3-15Gb 20-120Gb 1.6-1.8Tb

Max Read length | 600 300-400 300

Run time 5-65H 15-30H <3 days

Reads per flow 25 Million 130-400 Million 3 billion

cell
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KAwvikd dppovtiotiplo 1: Epyaotnplakr Avépoloyia




Ertldoyn epyaotnpLakne mpooEYyLonG

* Whole genome sequencing (WGS)
* AyvVWwOTN YEVETIKA altloAoyia
* AUOKOAN N a&LoAoynon Kol N EpUNVELD TWV OMTOTEAECUATWY
* MBavotnta avevpeonc LETAANAEEWV 1 YEVETIKWV aAAaywVv Ttou dev oxeti{ovTal LE TO VOO
* MeydAo 1o KOOTOG Kal 0 XpOvog emnetepyaociog Twv Sedopevwy
 Whole exome sequencing (WES)
* AyvVWwoTN YEVETIKA altloAoyia
* XoapnAotepo kootog ano WGS kat peyaAltepn amodoon o€ UIKPOTEPO XPOVO
* o otoxevpévn avalntnon
* AUOKOAN N a&LoAoynon Kol N EPUNVELD TWV OMTOTEAECUATWY
* Custom Capture (PANELS)
* JUYKEKPLUEVO VOO0l — CUYKEKPLUEVEC OAAOYEG TTOU avLXVEUOVTOL
e XopnAOTEPO KOOTOC
* ALyOTEPOC XPOVOC

100 MaveAAnvio Zuvédplo Avdpoloyiag
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Moore's Law

National Human Genome
Research Institute

genome.gov/sequencingcosts

$1K
2001 2002 2003 2004 2005 2006 2007 2008 2009 2010 2011

$ 100M
6-8 xpovia

$ 10-50M

$ 4-6 K

e 2-3 NUEPEC
2012 2013




Understanding Understanding Understanding Advancing Improving the
the Structure of the Biology of the Biology of the Science of Effectiveness of
Genomes Genomes Disease Medicine Healthcare
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1990-2003
Human Genome Project

2004-2010

2011-2020

Beyond 2020
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