Whole Genome Sequencing:
Ancient DNA

Neandertal
Svante Paabo has completed about 60% of the genome
using 454 technology. The previously published the
sequence of 1million bases of sequence in 2007. Over
4 billion bases with GAIll and 454 reads

Wooly Mammoth
4.17GDb of individual reads from two wooly mammoth
species.
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Miller et al., Nature 456:20 (2008)



Genomic Sequence of the AML
Genome: The Numbers

Table 1| Tumour and skin genome coverage from patient 933124

Tumour Skin
Libraries 4 3
Runs 98 34
Reads obtained 5,858,992,064 2,122,836,148
Reads passing quality filter 3,025,923,365 1,228,177,690
Bases passing quality filter 98,184,511,523 41,783,794,834
Reads aligned by Magq 2,729,957,053 1,080,576,680
Reads unaligned by Maq 295,966,312 138,276,594
SNVs detected with respect to hgl8 (no Y) 3,811,115 2,918,446
SNVs (chr 1-22) detected with respect to hgl8 3,681,968 (100.0%) 2,830,292 (100.0%)
SNVs also present in dbSNP 2,368,458 (64.3%) 2,161,695 (76.4%)
SNVs also present in Venter genome 1,499,010 (40.7%) 1,383,431 (48.9%)
SNVs also present in Watson genome 1,573,435 (42.7%) 1,456,822 (51.5%)
SNVs not in dbSNP/Venter/Watson 1,223,830 (33.2%)

SNVs not in dbSNP/Venter/Watson/skin

925,200 (25.1%)

591,131 (20.9%)

HQ SNPs 46,454 (100.0%) 46,572 (100.0%)
HQ SNPs where reference allele is detected 42,419 (91.2%) 38,454 (82.6%)
HQ SNPs where variant allele is detected 43,164 (92.5%) 39,220 (84.2%)
HQ SNPs where both alleles are detected 42,415 (91.2%) 38,454 (82.6%)

Assessments are shown of the haploid and diploid coverage of the tumour and skin genomes from AML patient 933124.
Chr, chromosome; hg18, human genome version 18; HQ, high quality.
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Gorilla Sequencing Stats

Table 1 | Assembly and annotation statistics

Assembly Annotation

Total length 3041976,159bp Protein-coding genes 20,962
Contigs 465,847 Pseudogenes 1,553
Total contig length 2829670843 bp RNA genes 6,701
Placed contig length 2,712844129bp Gene exons 237,216
Unplaced contig length 116,826,714 bp Gene transcripts 35,727
Max. contig length 191,556 bp lincRNA transcripts 498
Contig N50 11.8kbp

Scaffolds 22,164

Max. scaffold length 10,247,101 bp

Scaffold N50 914 kbp

N50: 50% of the genome is in fragments of this length or longer; lincRNA: long intergenic non-coding
RNA.




SureSelect Exome Capture
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Disease Genes Discovered by Direct Whole Exome
Sequencing®

MYH3
SLC26A3

DHODH
FLVCR2
FLNA
GPSM2
HSD17B4
MLL2

ABCG5
WDR62
PIGV
WDR35
SDCCAGS8
STIM1
SCARF2
C200rf54
MASP1
ABCC8
BAP-1
ACAD9
DYNC1H1
RAB39A
YY1
DEAF1

Freeman-Sheldon Syndrome
Bartter Syndrome

Miller Syndrome

Fowler Syndrome

Terminal Osseous Dysplasia (TOD)
Nonsyndromic Hearling Loss (DFNB82)
Perrault Syndrome/DBP

Kabuki Syndrome

Hypercholesterolemia

Brain Malformations

Hyperphosphatasia Mental Retardation (HPMR)
Sensenbrenner Syndrome
Nephromophthisis-related Ciliopathies

Kaposi Sarcoma

Van Den Ende-Gupta Syndrome
Brown-Vialetto-Van Laere Syndrome
Carnevale, Malpuech, OSA and Michels Syndromes
Neonatal Diabetes Mellitus

Metastasizing Uveal Melanomas

Complex I Deficiency

Mental Retardation

Mental Retardation

Mental Retardation

Mental Retardation

*As of 23 Nov. 2010
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Targeted Re-sequencing

The ability to capture specific sequences in the genome

Microarrays

Long range PCR

Solution capture on Biotin labeled oligos
RainStorm from RainDance



Genomic Capture of Breast Cancer

Relevant Genes Followed by Next-Gen

Sequencing.
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Walsh T et al. PNAS 2010;107:12629-12633
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Something Very Cool.

@ RainDance

Technologies



ChlP-Seq,

Cross-link whole cells
with formaldehyde

genomic
DNA

Sonicate DNA to
produce sheared,
soluble chromatin
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Reverse cross-links,
purify DNA and
prepare for sequencing

Figure 1 | Workflow of Chip-seq. DNA and proteins are cross-linked and purified; then bound DNA is
analyzed by massively parallel short-read sequencing.

Johnson et al., Science 316:1497 (2007)
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ChlP-Seq
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Methylation profiling

Whole genome bisulfite sequencing
MeDIP (Methylated DNA-IP)

Reduced Representational Bisulfite Sequencing
Specific Capture methods

Bisulfite-mediated conversion of cytosine to uracil
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Cytosine to 5-Methylcytosine to Thymine conversion
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MeDIP-Seq ,
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Figure 1 | Workflow of Chip-seq. DNA and proteins are cross-linked and purified; then bound DNA is
analyzed by massively parallel short-read sequencing.

Johnson et al., Science 316:1497 (2007)
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Ogenic MICroorganisms that lterally share our body space”
(Lederberg and McCray 2001). Initial efforts to determine the
numbers of microbes in a community and their phylogenetic re
lationships comprised analyzing the relatively well conserved 168
TRNA genes in mixtures of organisms (Woese and Fox 1977; Stahl

'A complete list of authors and affiliations appears at the end of
the paper, before the Acknowledgments section. See also, http:/
nihroadmap .nih.gov/hmp/members.asp.

2Corresponding author.

E-mail jane peterson@nih.gov; fax (301) 480-2770

Article published online before print. Article and publication date are at
http://www.genome.org/cgi/doi/10.1101/gr.096651.109. Freely available
online through the Genome Research Open Access option

The early studies examining the microbiome stimulated i1
undertak ng a large s ale investigation of the human i
microbiome. An international meeting was held in Par
vember 2005 to disc ss su h an effort. This meeting, host
French National Institute for Agricultural Research (IN
chaired by Dusko Ehrlich, led to the recommendation tt
man Intestinal Metagenome Initiative (HIMI) be under
define more completely the human intestinal microt
health and disease. The meeting attendees also recommer
an International Metagenome Consortium be formed
together common efforts rom around the world to ac
the goals of the HIMI (http //human microbiome.org).
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would no longer denne tne biology at tne site as

was-done-in-order-to-reduce-the-number-of -exch
make it, in the clinicians’ opinion, possible to rec
There was concern that recruitment using a prot
volunteers who were “healthy” at each site (as
sample site experts) would have so many exclusi
recruitment would be very slow or impossible.
Spedial attention was paid to the informed cor
that potential sample donors were adequately infc
benefits and risks associated with participation in
resource” project. A template for an informed co
developed and then adapted for use at the twc
sampling took place (Baylor College of Medicine a
University; see http://hmpdacc.org/clinical.html fox
Particular attention was given in the consent prc
ing donors about how their privacy would be pr«
limitations of the available protections. Donors
thatthe microbiome data from the study of their sa




Global patterns of 16S rRNA diversity at a depth of
millions of sequences per sample

). Gregory Caporaso?, Christian L. Lauber®, William A. Walters®, Donna Berg-Lyons®, Catherine A. Lozupone?,
Peter J. Turnbaugh®, Noah Fierer®®, and Rob Knight*""

Target gene:
5 3
+ strand
.. . CTTCCACTTAAATGAGACTT GTGCCAGIMGCCGIGETAA .. ... . iiiiiiieennnannnnannnnnnns amplicon....... ATTAGAWACCCBDGTAGTCC ATACAGGTGAGCACCTTGTA. ..
- . -GAAGGTGAATTTACTCTGAA CACGETCOKCGGLECCATT .. ... iiiiiieennennnananns o amplicon........ TAATCTWTGGGVHCATCAGG  TATGTCCACTCGTGGAACAT... strand
3 ’ 5 ’

Amplification primers with annealing sites:

. .CTTCCACTTAAATGAGACTT GTGCCAGEMGCCOCOETAR .. .o o oot e e e amplicon. .. .. .. ATTAGAWACCCBDGTAGTCC ATACAGGTGAGCACCTTGTA. . .
“————— TAATCTWTGGGVHCATCASG (A CTGACTGATTGCGTGCGATCTAGAGCATACGGCAGAAGACGAAC
Rewprimer  po |iker Rev.Pad  RCof RC of + strand 3'
Forward PCR primer construct barcode lllumina Adapter

+strand §' llumnaAdapter  For:Pad  For Linker Reverse PCR primer construct
Forward primer

5
AATGATACGGCGACCACCOAGACGTACCTACGET crercAGEMGCCGCGETAA N

- . . GAAGGTGAATTTACTCTGAA CACGGTCOKCGGCGCCATT .. ... iiiernnnnnnnnnnnnn e amplicon........ TAATCTWTGGGVHCATCAGG  TATGTCCACTCGTGGAACAT. . .



MSA after forward primer
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C:\Users\ranjit\Desktop\morrow-working-files\RDP\bacterial65_508_modsS.stk N )
File Edit Select View Format Colour Calculate Web Service B ) )
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. ' . 1 ' ' 1 ' 1 ' ' ' ' . '
+«GGUGCOGAGCOGUUAAUCGGAAUUACUGGOCOGUAAA-GAGUACGUAGGUGGU - UUGUUAAGUCAG- AUGUG - AAAUCCCUGAGCUCAACUUAGGA - ACUGBCAUUUG &
--GGUGCGAGCGUUGUCCGGAAUVUACUGGGCGUAAA-GAGCUCGUAGGUGGU - UUGUCGCGUUGU-UCGUG - AAAUCUCACGGCUUAACUGUGAG - CGUHCGGGCG
- -GGUGCAAGCGUUAAUCGGAAUUACUGGGCGUAAA-GCGCACGCAGGLGGU-UUGUUAAGUCAG- AUGUG -AAAUCCCCGCGCUUAACGUGGGA-ACU‘G:CAUUUG
+~GOGUGCAAGCGUUAUUCGGAAUGACUGGGCOUAAA-GCGCACGCAGGUGGU - UUUAUAAGUCAG-GUGUG - AAAUCCCUGGGCUCAACCUAGGA:- AUUGICAUUUG

NC_007292/1-1566 ClUGCCAGCAGCCGCGOUAAUACGGAG -
NG _008769/7-1532 CGUGCCAGCAGCCGCGGUAAUACGUAG -
NC_008800/1-1543 CGUGCCAGCAGCCGLCGGUAAUACGGAG-
NC_009446/1-1833 COUGCCAGCAGCCGCGOUAAUACGGAG -

NC_008767%/1-1541 CGUGCCAGCAGCCGCGGUAAUACGUAG- - - - - GGUGCGAGCGUUAAUCGGAAUUACUGGGCGUAAA-GCGGGCGCAGACGGU~UAEUUAAGCAGG-AUGUG-AAAUCCCCGGGCUCAACCCGGGA-ACU‘G:CGUUCU
NC_009495/1-1488 CGUGCCAGCAGLCCGCGOUAAUACGAAG- - - - - GGGGCUAGCGUUGCUCGGAAUCACUGGGCGUAAA - GGGUGCGUAGGLGGG - UCUUUAAGUCAG-GGGUG- AAAUCCUGGAGCUCAACUCCAGA .- ACUBICCUUUG
NC_009493/1-1699 COGUGCCAGCAGCCOGCGGUAAUACGUAG - - - - - GUCCCGAOCGUUGUCCGOAUUUAUUGOGCGUAAA~GCGAGCGCAGGCGOU-UUGAUAAGUCUG-AAGUA-AAAGGCUGUGGCUUAACCAUAGU-AC“():CUUUGG
NC_009992/1-1549 CGUGCCAGCAGCCGCGGUAAUACGUAG- - - - - GUCCCGAGCGUUGUCCGGAUUUAUUGGGCGUAAA-GCGAGCGCAGGLCGGU - UUGAUAAGUCUG- AAGUA- AAAGGCUGUGGCUUAACCAUAGU - AC-GICUUUGG
NC_0094419/4-151¢ CCGUGCCAGCAGLCCGLGGUAAUACGGAG- - - - - GAUCCAAGCGUUAUCCGGAAUCAUUGGGUUUAAA-GGGUECGUAGGCGOU-UUAGUAAGUCAG-UGGUG-AAAGCCCAUCGCUCAACGGUGGA-ACGkS:CCAUUG
NC_00909% 11467 CGUGCCAGCAGCCGCGOUAAUACGGAG - - - « - GGGGCUAGCGUUAUUCGGAAUUACUGGGCOUAAA~GCGCACGUAGGCGGA-UCGGAAAGUCAG-AGGUG-AAAUCCCAGGGCUCAACCCUGGA-ACUHCCUUUG
NC_003959/1-1520 CGUGCCAGCAGCCGCGGUAAUACGUAU- - - - - GUCACGAGCGUUAUCCGGAUUUAUUGGGCGUAAA-GCGCOGUCUAGGUGGU - UAUGUAAGUCUG- AUGUG- AAAAUGCAGGGCUCAACUCUGUA - -UU,G:CGUUGG
NC 00836911528 CGUGCCAGCAGLCCGLCGGUAAUACGGGG - - - - - GGUGCAAGCGUUAAUCGGAAUUACUGGGCGUAAA-GGGUCUGUAGOUGGU - UUGUUAAGUCAG- AUGUG - AAAGCCCAGGGCUCAACCUUGGA - ACUGICAUUUG

-~ GGAGCUAGCGUUGUUCGGAAUUACUGGGCOUAAA-GCGCGCGUAGGCGGC- UAUUUAAGUCAG-GGGUG- AAAUCCCGGGGCUCAACCCCGGA- ACUki:CCUUUG
--GGUGCAAGCGUUGUUCGGAAUUAUUGGGCGUAAA-GGGCGCGUAGGLCGGU-GCGGUAAGUCUC- UAGUG - AAAUCUCCGGGCUCAACUCGGAG - CCU:G:CUAGGG
- -BGUGCGAGCGUUGUCCGGAAUVUUACUGGGCGUAAA-GAGCUCGUAGGUGGU - UUGUCGCGUCGU-CUGUG- AAAUCCCGGGGCUUVAACUUCGGG - CGU‘G:CAGGCG

NC_007722/4-1486 CGUGCCAGCAGCCGCGGUAAUACGGAG -
NC_008009/1-1502 UGUGCCAGCAGCCGLCGGUAAUACAGAG -
NC_003450/1-1524 CGUGCCAGCAGCCGCGGUAAUACGUAG -

NC_002771/1-16256 UGUGCCAGCAGCCGCGOUAAUACAUAG - - - - - GGUGCAAGCGUUAUCCGAAAUUAUUGGGUGUAAA-GAGUUCGUAGGUUGU-UUGUUAAGUCAG-AAGUU-AAAUCCCGOGGCUCAACCCUGGC-CC-IG:CUUUUG
NC_005966/1-1538 UGUGCCAGCAGCCGCGGUAAUACAGAG- - - - - GGUGCAAGCGUUAAUCGGAUUUACUGGGCGUAAA-GCGCGCGUAGGLCGGL- CAAUUAAGUCAA- AUGUG- AAAUCCCCGAGCUUAACUUGGGA- AUUGCAUUCG
NC_ 00943911536 CGUGCCAGCAGLCCGCGOUAAUACGAAG- - - - - GOUGCAAGCGUUAAUCOOAAUUACUGGGCOUAAA-GCGCGCGUAGGUOGU-UCOUUAAOUUOO-AUGUG-AAAGCCCCOGGCUCAACCUGGGA~ACUb:CAUCCA
NC_009438/4-16¢3 CGUGCCAGCAGCCGCGOUAAUACGGAG - - - - - GGUCCGAGCGUUAAUCGGAAUUACUGGGCGUAAA-GCGUGCGCAGGCGGU-UUGUUAAGCGAG~AUGUG-AAAGCCCUGGGCUCAACCUAGGA-AUA:G:CAUUUC
NC_009437%/1-154¢ CGUGCCAGCAGCCGCGGUAAUACGUAG- - - - - GUGGCGAGCGUUGUCCGGAAUUACUGGGCGUAAAvGGGUGCGUAGGCGGC-UAUGCGAGUUAA-GCGUG-AAAGCCUUAGGCUCAACCUAAGG-AUU‘G:CGCUUA
NC_004129/4-1538 UGUGCCAGCAGCCGCGOGUAAUACAGAG. - - - - GGUGCAAGCGUUAAUCGGAAUUACUGGGCOGUAAA-GCGCGCOUAGOUGGU - UUGUUAAGUUGG - AUGUG - AAAGCCCCGOGGCUCAACCUGGGA- ACUGCAUCCA

NC_009936/4-1690 CGUGCCAGCAGCCGCGGUAAUACGGAG -
NC_009434/1-1537 CGUGCCAGCAGCCGLCGGUAAUACGAAG -
No_008268/1-1518 CCGUGCCAGCAGCCGCGGUAAUACGUAG -
NC_008752/1-15289 CGUGCCAGCAGCCGCGOGUAAUACGUAG -
NC_008751/1-1599 CGUGCCAGCAGCCGCGGUAAUACGGAG-

+-GGUGCAAGCGUUAAUCGGAAUVUACUGGGCGUAAA-GCGCACGCAGGCGGU-CUGUCAAGUCGG - AUGUG - AAAUCCCCGGGCUCAACCUGGGA - ACUb:CAUUCG
- -GGUGCAAGCGUUAAUCGGAAUUAEUGGGCGUAAA-GCGCGCGUAGGUGGU-UCGUUAAGUUGG-AUGUG-AAAGCCCCGGGCUCAACCUGGGA-ACUp:CAUECA
+«GOGUGCAAGCGUUGUCCGGAAUUACUGGGCGUAAA-GAGUUCGUAGGCGGU-UUGUCGCGUCGU-UUGUG- AAAACUCACAGCUCAACUGUGAG-CCUGICAGGCG
. -GGUGCAAGCGUUAAUCGGAAUUACUGGGCGUAAA-GCGUGCGCAGGCGGU-GAUGUAAGACAG~AUGUG-AAAUCCCCGGGCUCAACCUGGGA-ACU’G:CAUUUG
- -GGUGCGAGCGUUAAUCGGAAUCACUGGGCGUAAA-GCGCACGUAGGCUGC-UUGGUAAGUCAG-GGGUG-AAAGCCCGCGGCUCAACCGCGGA-AUUHCCUUUG

NC_007792/1-1542 CGUGCCAGCAGCCGCOGOUAAUACGGAG. -« - - « GGUGCAAGCGUUAAUCGGAAUUACUGGGCOUAAA-GCOUACGCAGGCGOU-CUGUUAAGUCAG- AUGUG - AAAUCCCCGOGCUUAACCUGGGA- ACUGICALUUG
NC_008760/1-1643 CGUGCCAGCAGCCGCGGUAAUACGGAG- - - - - GGUCCGAGCGUUAAUCGGAAUUACUGGGCGUAAA-GCGUGCGCAGGCGGU-UUGUUAAGCGAG-AUGUG-AAAGCCCUGGGCUCAACCUAGGA-AUAP:CAUUUC
NC_008358/1-1955 CGUGCCAGCAGCCGCGOGUAAUACGAAG- - - - - GGGGCUAGCGUUGUUCGGAAUUACUGGGCGUAAA-GCGCACGUAGGCGGA- CUUUUAAGUCAG-GUGUG- AAAUCCCGAGGCUCAACCUCGGA- ACUGCAUUUG
NC_004088/1-1648 CGUGCCAGCAGCCGCGOUAAUACGGAG . - -« - GOUGCAAGCOUUAAUCGGAAUUACUGGGCOUAAA - GCOCACGCAGGCOGU - UUGUUAAGUCAG - AUGUG - AAAUCCCCOGCGCUUAACGUGGGA . ACUBCALUUG
NC_007677/1-1540 CGUGCCAGCAGCCGCGGUAAUACGGAG- - - - - GGUGCAAGCGUUGUCCGGAAUCACUGGGUGUAAA-GGGUGUGCAGGCGGG-GCAGCAAGUCGG-AUGUG-AAACCCCAUGGCUUAACCAUGGA-GGUF’:CAUUCG
NC_003047/1-1485 CGUGCCAGCAGCCGLCGGUAAUACGAAG- - - - - GGGGCUAGCGUUGUUCGGAAUUACUGGGCGUAAA-GCGCACGUAGGCGGA-UUGUUAAGUGAG-GGGUG-AAAUCCCAGGGCUCAACCCUGGA-ACU‘G:CCUUUC
NC_005957/1-1562 CGUGCCAGCAGCCGCOGOUAAUACGUAG - ««GUGGCAAGCOGUUAUCCGGAAUUAUUGGGCOUAAA-GCOGCGCGCAGGUGGU - UUCUUAAGUCUG - AUGUG - AAAGCCCACGGCUCAACCGUGGA-GOGUCAUUGE
NG 005956/%-1988 CGUGCCAGCAGCCGCGGUAAUACGAAG- - - - - GGGGCUAGCGUUGUUCGGAUUUACUGGGCGUAAA-GCGCAUGUAGGLGGA- UAUUUAAGUCAG- AGGUG - AAAUCCCAGGGCUCAACCCUGGA- ACUBICCUUUG =
secondary structure - € Y - > ; » . 1 v { - IR (A | B A | R ST - % < 5o < = > LR

reference positions cGUGcc AGCAGe e GCGGUAAUACggaG . . . . . GgggCaaGlGuugucCGGAAUUACUGGGCGUAAA GaGeglGecAgGeGGe . cogeccAaBGuegg.-guGeg . AAAuucceggGeUuAACceggga . Aacglacecg

Consensus

CGUGCCAGCAGCCGCGOUAANBCGGAG - + - - - GGUGCAAGCOUUAUUCGGAAUUACUGGGCGUAAA - GCOCGCOGUAGGCGGU- UUGUUAAGUCAGUAUGUG - AAAUCCCCGGGCUCAACCUGGGA- ACUGCAUUUG




Microbiome at UAB
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Gut Microbiota in Human Adults with Type 2 Diabetes
Differs from Non-Diabetic Adults

Nadja Larsen'*, Finn K. Vogensen', Frans W. J. van den Berg', Dennis Sandris Nielsen', Anne Sofie
Andreasen®, Bente K. Pedersen?, Waleed Abu Al-Soud®, Soren J. Sorensen’, Lars H. Hansen®, Mogens
Jakobsen'

1 Dopartment of Food Sclance. University of Copenhagen, Frederksberg, Denmark, 2 Department of Infectious Diseases and CMRC, University Hocpital Rigshospitalet
Copenhagen, Denmark, 3 Department of Biology, University of Copenhagen, Copenhagen, Denmark

gThe proportions of phylum Firmicutes and class Clostridia were significantly
reduced in the diabetic group compared to the control group (P = 0.03).



Sequencing RNA



RNA Applications

« MRNA Sequencing (RefSeq, RNASeq)
e microRNA Sequencing
 RNA-IP-Sequencing
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RPKM: reads per kilobase of exon model per million
mapped reads

FPKM: fragment of reads per kilobase of exon model
per million mapped reads (usually 25bp fragments).
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Amplification Curves
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Fluorescence (483-533)

Lipase Maturation Factor 1 (Lmf1)

Amplification Curves
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Fluorescence (483-533)

Lysophosphatidic acid receptor 3

Amplification Curves
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Fluorescence (483-533)

Insulin like growth factor binding protein 3 (Igfbp3)

Amplification Curves
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Exon 16 of Ncapg

Sequence L d TTCAATAGGACTAATCAGGAGTGCTTTGAAGAAGCCTTTATTCCAACTGTGCAAACACTGGCCAATGCCCCAGTGTCATCTCCTTTAGCTGAAGTAGATGTCACAAATGTTGTTGAATTGCTTGTTGATCTGACAAGACCAAGTAGA
R T N'OQO EFC FIE EJA FRID PIT VIO TIE AINNAMP VESY SIP LA EVM DIV TIN VIV ETEI LIV DIE T IR P ISH R
lefseq genes
Neapg

0129
Galaxy29_R28_DMBA.bam Cove

-4
Galaxy71_WT_DMBA.bam Coverl

-

|

T-C mutation resulting in a Val-Ala change in the protein



DNIIR

WT

Sequence Confirmation of Ncapg mutation

*
CAATGCCCCAGCGTCATCTCC

CAATGCCCCAGTGTCATCTCC]

T>C mutation resulting in an Ala>Val change at
position aa784 in the protein. The other
mutations were a polymorphic T>C change at
aa242 and an A>G change at aa347 resulting in a
non-synonymous change from Arg>Lys.



Alternative Exon Usage
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Alternative splicing
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Summary

Several different platforms exist utilizing different
technologies.

Generate between 500 million to 600 Billion bases of
sequence information per run.

Several applications including Whole genome
sequencing, Targeted genomic seq., ChlIP-Seq and
MRNA-Seq, among others.

Data files are very large =21Tb of information.

Personalized medicine via genome sequencing is not
far away.



