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Big Picture - Data flow of next-gen sequencing

base calls from the sequencer
[ ]

= =
FASTQ files with base calls
[ ]
= =
SAM with standard alignment
[ ]
e\%
VCF digests variants
[ ]
= =
GVF maps to ontologies
[ ]

B
AR ©lao — —
‘Query Name: TSHR-hyperthyroidism @04:02:27 ‘ B Analysis Types
| |Patient list -
Group 1 o | Group 2 Jle] [ Growp 3 Jx) Eventlist
Dates || Occurs > 0x _|[Exdude| [Dates || Ocaurs > 0x_|[Excude] (Dates || Ocaurs > 0x || Exclude (7| Number of patients De_
Items instence wil besame v | | Itemsinstance willbesame v | | Items instance wil be same = ender patient jow| =
HGNC Gene Symbol [Exact "TSHR'] ] substitution [exon_variant ] Ibstitution [Zygosity Is heterozygous 3l

identified
Data
Warehouse

[ ] v T ] v

Drag terms from Navigate, Drag terms from Nawigate, Drag terms from Navigate,
Find and Workplace into this group Find and Werkplace into this group Find and Werkplace info this group
<

| ] Get Everyone | [ Run Query Above | [Patent(s) retumed: ]
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Importing NGS variant output into i2b2

VCF Variant Call Format
ANNOVAR Gene Annotated VCF
GVF Genome Variation Format

12b2

Observation
fact



Pipeline - VCF to VCF-ANNO

1 1105366 . T C . PASS
AA=T;AC=4;AN=114;DP=3251 GT:DP 1/0:54 VC F

ANNOVAR*

exonic TTLL1O 1 1105366 1105366 T C 1
1105366 . T C PASS

VC F_ AN N O AA=T:AC=4:AN=114:DP=3251 GT:DP 1/0:54

*Wang K, Li M, Hakonarson H. ANNOVAR: Functional annotation of genetic variants from next-generation
sequencing data Nucleic Acids Research, 38:e164, 2010 (www.openbioinformatics.org/annovar)



Pipeline - VCF-ANNO to GVF

exonic TTLL1O 1 1105366 1105366 T C 1
1105366 . T C . PASS VC F'A N N O
AA=T;AC=4;AN=114,DP=3251 GT.DP 1/0:54

chrl VCF SNV 1105366 1105366 : +
G V F . ID=1;Reference_seq=T;Variant_seq=C;Variant_feature=exonic;Gene=TTLL10;
Genotype=heterozygous

*Kong, Sek-Won, Lee, Joon, Boston Children’s Hospital (perl script) modified for ANNOVAR by Lori Phillips
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Pipeline — GVF to I12B2 records

chrl VCF SNV 1105366 1105366 : +

ID=1;Reference_seq=T;Variant_seq=C;Variant_feature=exonic;Gene=TTLL10; G V F

Genotype=heterozygous

1880001024|1000000024|"'S0O:0001483"|"@"|"2010-03-03 00:00:00"|"@"|11|[IIIIIII"GVF212B2"|
1880001024|1000000024|"'S0O:0001483"|"@"|"2010-03-03 00:00:00"|"SO:0000340"|1|"T"|
“chrl"[|||[IIN]I["GVF2I12B2| (chrl)
1880001024|1000000024|"'S0O:0001483"|"@"|"2010-03-03 00:00:00"|"SEQ:Start"|1|"N"|"E"|
1105366||[||[I"GVF212B2| (start position)
1880001024|1000000024|"'S0O:0001483"["@"|"2010-03-03 00:00:00"|"SEQ:End"|1|"N"["'E"|
1105366||[||I"GVF212B2| (end position)
1880001024|1000000024|"'S0O:0001483"|"@"|"2010-03-03 00:00:00"|"S0O:0001029"|1|"T"|
"+"I|NN]"GVF212B2| (+ strand)
1880001024|1000000024|"'S0O:0001483"|"@"|"2010-03-03 00:00:00"|"SEQ:Zygosity"[1|"T"|
"heterozygous"||||||||[I["GVF212B2”| (heterozygous)
1880001024|1000000024|"'S0O:0001483"|"@"|"2010-03-03 00:00:00"|"SEQ:HUGO"|1|"T"|
“TTLLIO"||ININ"GVF212B2"| (associated gene)
1880001024|1000000024|"'S0O:0001483"|"@"|"2010-03-03 00:00:00"|"SO:0001791"|1||
NG VE212B2"| (exonic variant)

N DN —



File Window Help

& S—
uery Too emporal Query Too i
“““ @ Query Tool | @ Temporal Query Toal i & |[-e
= ]
@ 'mport NGS Variant Data . |2
L S e =
Analysis details Sample details
L Information related to the NG5S data Information related to the sample =
e
Sample ID:
Specify input file: Browse | | [ J
Sample Type: | TISSUE - i
Input file format: VCF - : e I (||
3 Anatomical Source: | Pericardiurm v| &
e
VCF mapping file: Browse Collection Method: | BIOPSY - e
=l @
Additive: | UNKNOWN -
[2B2 Patient nurnber: | | [ J
Sample Pathology
[2B2 Encounter number: | | Information related to the sample pathelogy
Date of encounter; | | Pathology: | TUMOR N |
Reference genome version: | hgl8 v| Tumor Grade | UNKNOWN v|
Tumor Stage: | UNKNOWN -
[ Submit |
Progress Bar: || ||

5 &8




® i2b2 Workbench EIEI
File Window Help
. Query Tool .Tempural Query Tool r Genomics Import 22 ] T8
&
@ | Import NGS Vvariant Data -l (1
L S :
Analysis details Sample details
o Information related to the NG5S data Information related to the sample =
o
Sample ID:
Specify input file: e
Sample Type: TISSUE i
o Open =
Gu | . v Metwork » phsinfralé » genomics » 1000gencmes » CEUInDels » ANMOVAR - | 4 | | Search ANNOVAR L |
Organize = Mew folder = « [ I@I
* MName Date modified Tyfls
1 Libraries . _ o )
= S| CEU.trio.2010_07.indel.genctypes 2/20/201210:19 AM v
j Documents . i . . . . o
J e L || CEU.trio.2010_07.indel.genotypes.vcf.exonic_variant_fu...  2/20/201310:23 AN EX(
I Music
] || CEUtrie.2010_07.indel.genotypes.vcf.invalid_input 2/20/201210:23 AM INV(=
| Pictures . . i -
58 Vi | CEULtrie.2010_07.indel.genotypes.wvcf 2/20/201210:23 AM - LOv
ideos
E || €EU.trie.2010_07.indel.genotypes.vcfvariant_function 2/20/2013 10:23 AM VA

= CEU.trm.EﬂlU_ﬂ?.map T"."FE: VARIAMT FUMCTIOM File :'2013 10:24 AM Tex

|7 MAT2878. 1880002090 Size: 66.2 MB (2013 2:57 PM I2E.
Date modified: 2/20/2013 10:23 AM

M Computer
&, Local Disk (C)

SMART (\\phsinfral6) (W5 — || NAL28T8.gvf 12013 2:51 PM GV
sinfra :
= P || NA12878.gvf.i2b2log 6/4/2013 2:57 PM 2B
g Documentation Mhinfral.partners.org) (%) o
_ _ |7 NA12591.1880003093 6,/4,/2013 2:58 PM B ™
% build (\\infral.partners.org) (Y] = | m 1 b
File name:  CEU.trio.2010_07.indel.genctypes.vcfvariant_function - ’*-* "’]

| Open | | Cancel |




File Search Window Help Run

=
ulk Loader tatus mport L'ata i
“““ & Bulk Loader & i ® Inport D
=
o | Import NGS Variant Data
...... Analysis details Sample details
= Information related to the NG5 data Infermation related to the sample
e
Sample ID: | |
...... Specify input file: nesh\ CEUExen'\ ANMOVARNCEL exon.20 | Browse
i Sample Type: | TISSUE -
= I file f VCF
nput file format: - :
 J g Anatomical Source: | Pericardiurn v|
o VCF _
...... VCF mapping file: GVF Collection Method: | BIOPSY -]
= 2B2
Additive: | UNKNOWN -
\ [2B2 Patient number: | |
Sample Pathology
[2B2 Encounter number: | | Information related to the sample pathelogy
Date of encounter: | | Pathology: | Lol - |
Reference genome version: | hgld v| Tumor Grade | Sl v|

Progress Bar:

Tumer Stage: | LIMEMNOWMN

Submit




File

Search Window Help Run

(@ Bulk Loader Status ” @ Import Data
p

Import NGS Variant Data

Analysis details Sample details
Information related to the NG5 data Information related to the sample
Sample ID: |
Specify input file: mes\CEUExen AMMNOVARNCEUY exon.20 | Browse
Sample Type: | TISSUE -
Input file format: VCF-ANMOVAR. - _ : :
Anatomical Source: | Pericardium v|
VCF mapping file: ANNOVAR!CEU.exon.2010_03.map.tt | | Browse Collection Method: | BIOPSY -
Additive: | UNKNOWN -
I2B2 Patient nurnber: | |
Sample Pathology
12B2 Encounter number: | | Information related to the sample pathology

Date of encounter: | | Pathology: | TUMOR

Tumor Grade | UMKMOWHR

Reference genome version: | hgl8 - |

Tumor Stage: | UNKNOWN

[ Submit |

Progress Ban |' 'J




Mapping file

##genome-build hgl8

##file-date 2010-07-07
#sample|patient_numj|encounter_num
NA12878/1000000090|1880003090
NA12891|1000000093|1880003093
NA12892(1000000094|1880003094




i . OTFEDEnC

Eile Window Help

K. Query Tool (.' Temnporal Query Tool M

Analysis details

Specify input file:

Input file format:

VCF mapping file:

[2B2 Patient number:

[2B2 Encounter number:

Date of encounter:

Reference genome version:

Progress Bar:

VCF ANMNOVAR to GVF stepe

Information related to the MGS data

Import NGS Variant Data

o = 51 ......
=
o
Sampledetais |
Information related to the sample =
Sample ID: | | =
elsWANMMNOVAR,CELLtro.2010_07.indel. | Browse [ J
Sample Type: | TISSUE - i
VCF-ANNOVAR - e I (| |
Anatomical Source: | Pericardiurm v| &
e
SANMNOVARNCEU tric. 2010 07 map.bt | Browse Collection Method: | BIOPSY v| o
L
| | Additive: | UNKNOWN - 4
Sample Pathology E
| | Information related to the sample pathelogy
| | Pathology: | TUMOR -
| hgla ] Tumer Grade | UNKNOWN -]
Tumor Stage: | UNKNOWN -
| Submit |
LR ll
Converting VCF line 8000

88




Window Help

K. Query Tool (.' Temnporal Query Tool M

Analysis details

Specify input file:

Input file format:

VCF mapping file:

[2B2 Patient number:

[2B2 Encounter number:

Date of encounter:

Reference genome version:

Progress Bar:

VCF ANMNOVAR to GVF stepe

MNAL2878.gvf to i2b2 step:

Import NGS Variant Data

Information related to the MGS data

elsV AMMOVARNCEU.trio.2010_07.indel. | Browse

VCF-ANNOVAR -

SANMOVARNCEU trio.2010_07.map.td | Browse

£ Submit {

VCF-ANMOVAR. to GVF complete

Converting GVF line 4000

Sample details
Information related to the sample

Sample ID: |

Sample Type: | TISSUE

Anatomical Source: | Pericardium

Collection Method: | BIOPSY

Additive: | UNKNOWN

Sample Pathology
Information related to the sample pathelogy

Pathology: | TUMOR

Tumear Grade | UMEMOWMN

Tumoer Stage: | UMNEMOWMN

0000

88




File Window Help

""" f. Query Tool (.' Temnporal Query Tool w Bulk Loader Statuq

Analysis details

Specify input file:

Input file format:

VCF mapping file:

[2B2 Patient number:

[2B2 Encounter number:

Date of encounter:

Reference genome version:

Progress Bar:

VCF ANMNOVAR to GVF stepe

GVF to i2b2 step:

Import NGS Variant Data

lnform ation related to the NGS5 data

elsV AMMOVARNCEU.trio.2010_07.indel. | Browse

VCF-ANNOVAR

SANMOVARNCEU trio.2010_07.map.td | Browse

Submit |

VCF-ANMOVAR. to GVF complete

All GVF to i2b2 complete

Sample details

Information related to the sample

Sample ID: |

Sample Type: | TISSUE

Anatomical Source: | Pericardium

Collection Method: | BIOPSY

Additive: | UNKNOWN

Sample Pathology
Information related to the sample pathelogy

0000

Pathology: | TUMOR

Tumear Grade | UMEMOWMN

Tumoer Stage: | UMNEMOWMN

88




Bulk Loader Status

' o) =

® i2b2 Workbench

File Search Window Help Run

i — T
£ Genomics Import Fr' Bulk Loader Status &7 8
Bulk Load Status
[ Search By Upload ID || Search By User ID | Refresh |
UploadId Status Rows Process.. Rows Loaded Date Loaded  File Mame |
372 COMPLETED 2349938 2349938 6/13/2013 Wphsinfral&\genomics\1000genomes\ CEUInDels\ ANMNOVARNMNAL 2892 1880003094.i2b2 4
371 COMPLETED 2381626 2381626 6/13/2013 Yiphsinfral&genomics\1000genomes\ CEUInDels\ ANMNOVARNMAL 2891 1880003093.i2b2
370 COMPLETED 2475996 2475996 6/13/2015 Wphsinfraléhgenomics'\1000genomes\CEUInDels\ANMNOVAR\NAL 2878 1880003090.i2b2 -




Bulk Loading Observations

2. Tell the CRC 2
the file is ready

to load
3. SSIS package
SSISY |oads the i2b2 file to
observation_fact table
%gmm_ i e e e 3
m = om

1. Send the i2b2 file to the FR
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Navigating NGS Variant Data

E

@ Navigate Terms i (2] | oF 5

4 @ Sequence Ontology Yariants
» E complex substitution
» E copy number variation

; E deletion
. [Al indel

5 E insertion
5 E inversion
- [3 Mne

» E Reference genome

4 SMV/SMP

& 3 prime UTR variant
QO 5 prirne UTR variant
& Chromosome

& downstream gene variant
& exon variant

& HGMNC Gene Symbaol

& intergenic variant

& intron variant

& Sequence End (base pair)
& Sequence Start (base pair)
& splicing variant

& upstreamn gene variant
& Tygosity

&l point_mutation
&l sne

ﬁ transition

ﬁ transversion

. E translocation

S

m

1

with Sequence Ontology

Combination of concepts and modifiers to
identify:

An SNV/SNP located on a 3'UTR

An SNV/SNP associated with a certain
gene

An SNV/SNP of specified zygosity
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| = The common PPARgamma Prol2Ala po.. | + |

é & wwow.nchinlm.nih.gov/ pubmed /10973253 "E‘."‘."':'E P ¥+ H B~
=
1

Resources [¥] How To [+

PublfQed o PubMed - [ scarch

US Mational Library of Medicine
Mational Institutes of Health Advanced HE||]

Display Settings: [~] Abstract Send to: | genenics I

Nat Genet. 2000 Sep;26(1).75-30.
The common PPARgamma Pro12Ala polymorphism is associated with decreased risk of
type 2 diabetes.

Altshuler O, Hirschhorn JM, Klannemark M, Lindagren Ch, Vohl MC, Memesh J, Lane CR, Schaffner SF, Bolk 3, Brewer C,
Tuomi T, Gaudet O, Hudson TJ, Daly M, Groop L, Lander ES.

VWhitehead Institute/MIT Center for Genome Research, Cambridge, Massachusetts, USA.

m

Abstract

Genetic association studies are viewed as problematic and plagued by irreproducibility. Many associations have
been reported for type 2 diabetes, but none have been confirmed in multiple samples and with comprehensive
controls. We evaluated 16 published genetic associations to type 2 diabetes and related sub-phenotypes using a =
family-based design to contraol for population stratification, and replication samples to increase power. We were able

to confirm only one association, that of the common Pro12Ala polymaorphism in peroxisome proliferator-activated

receptor-gammalFPFARgamma) with type 2 diabetes. By analysing over 3,000 individuals, we found a modest

(1.25-fold) but significant (P=0.002) increase in diabetes risk associated with the more common proline allele {(85%

frequency). Moreover, our results resolve a controversy about common variation in PPARgamma. An initial study

found a threefold effect, but four of five subsequent publications failed to confirm the association. All six studies are

consistent with the odds ratio we describe. The data implicate inherited variation in PPARgamma in the

pathogenesis of type 2 diabetes. Because the risk allele occurs at such high frequency, its modest effect translates

into a large population attributable nsk-influencing as much as 25% of type 2 diabetes in the general population.

PRID: 10573253 [PubMed - indexed for MEDLINE]

«
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«

LinkOut - more resources
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Gene Association Modifier

& 2b2 Workbench
Eile

Window Help

[#-[ SNV/SNP-Diabete @11:56:47 [06-17 »
SNV fS-5MV/5-Disbe @11:55:23 [06-—
[ SMV/5-5Mv/S-Diabe @11:25:43 [06-

- SMY/SMP-SMY /SNP @11:24: 30 [06-1 7

4 n | b

Input file format:

VCF-ANMOVAR

Sample Type:

Anatomical Source:

- = = 3 | e |
& rin [@cdi | Hae 2 5 || 4 Query Tool 23 & Temporal Query Tooq o | g 8
ﬁ_l b L
= |Duler3-I Mame: | @ Analysis Types
[» ﬁ inversion - [ |Patient list -
[ ﬁ MNP Group 1 |E] | Group 2 |@ | Group 3 :Event st —
[ ﬁ Reference genome [Dates ][ Occurs > 0x ][Exdude] [Dates ][ Occurs = 0x ][Exdude] [Dates ][ Occurs = 0x ]E [ |Mumber of patients
4 ﬁ SMVSMP Treat Independently Treat Independently Treat Independently ; Gender patient breakdow| -
© 3 prime UTR variant | SNV/SNP [HGNC Gene Symbol ] _|vital Status patient brezks
3 5 prime UTR variant L_| Race paltent breakdown
& Chromosome L] Age |:|.at|er1t breakdown
. + [TimeLine o
& downstream gene varial _ p «_m__] "
O exon variant || Choose modifier value of SNV/SNP || = ) Query Tring
| ® HGMC Gene Symbol | - .
& int - ant @ Treat all groups indepent .
pe INtErgenic vanan You are allowed to search within the narrative text assodated | |7 Selected groups occur in lﬂ
intron variant The: term : H | Items instance will be sar' =
& Sequence End (base pai then int= with the term SNY/SNP. i
: Selqu_ence SFarI;(base pa « | (:j Mo Search Requested [] 4 [T 3
splicing varian = -
¢ . — I [[] Get EY () By abnormal flag ] |Pahent{s}| returned: |
@ Previou 32 @ Patient | — 1 |[€ Genomi @) pearch within Text » =0
9@ | 58 | Import Containing > | il
Search By MName A
:Conmining - Analysis ¢
= = Informat oK ” Cancel ” Gene Assist b the sample
oy oy
Specify input file: els ANMNOVARNCEULtrio.2010_07.inc '

TISSUE

ericardium
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# | Genomic Help Browser

HGNC

HLMGO Gene Nomendature Commitbee

Home Search Genes Downloads

Search symbols, keywords or IDs for:

Results that ' equal @ begin ' contain

pisplay 50 |~/ hits

PPAR QL
Total hits: 11
Approved
roved Name

Symbol o
PPAR-~withdrawn symbol withdrawn, see PPARA

PPARA peroxisome proliferator-activated receptor alpha

PRARD peroxisome proliferator-activated receptor delta

PPARG peroxisome proliferator-activated receptor gamma

PPARGCLA peroxisome proliferator-activated receptor gamma, coactivator 1 alpha
PPARGCLE peroxisome proliferator-activated receptor gamma, coactivator 1 bata
MED1 mediator complex subunit 1

PPARAL~withdrawn | entry withdrawn
ANGFTLS angiopoietin-like 4

FAM1Z0B8 family with sequence similarity 1206

L1

Location

22q12-q13.1
6p21.2
3p25
4pi5.1
5q33.1
17q12

19p13.3
6q27

Gene Families HCOP Useful Links About ContactUs

Best Match

Approved Symbol:
Previous Symbols:
Approved Symbol:
Approved Symbol:
Approved Symbol:
Approved Symbol:
Previous Symbals:

Approved Symbol:

PPAR-~withdrawn
PPAR

PPARD

PPARG

PPARGC1A
PPARGC1E

PPAREF
PPARAL-~withdrawn

MName Synonyms: PPARG angiopoietin related protein

Name Synonyms: PPARgamma constitutive coactivator 1

m
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Specifying Gene Association Modifier

| £ Choose modifier value of SNV/SMNP | = || (=] ||ﬁ|

You are allowed to search within the narrative text assodated
with the term SNV /SHP.

(") No Search Reguested
(") By abnormal flag

@ Search within Text

Exact - | PPARG

QK || Cancel || Gene Assist
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Building a Translational Genomic Query

Groupl: SNV/SNP with HGNC Gene Symbol modifier of
“PPARG”

]
& Query Tool 2 (2] | o5
|Query Mame: | E] Analysis Types
Group 1 |E] | Group 2 |E] | Group 3 E:::?E:tst

[Dates ][ Occurs = 0x ][Exdude] [Dates ][ Ococurs = 0x ][Exdude] [Dates ][ Occurs = 0x ][Exdude]
Treat Independently Treat Independently Treat Independently
" Gene Symbol [LIKE[exact] PPARGT

Numl:uer of patients
Gender patient breakdown
1.-'ita| Status patient breakdow
Race patient breakdown
.ﬁ.ge patient breakdown

Ad

Gro imeLine
|
Query Timing
P | m |y i@ Treat all groups independen
) — - - () Selected groups occur in the

The terms of this group are joined Cirag terms from Mavigate, Cirag terms from Mavigate, = - wilb

then intersected with other groups Find and Workplace inte this growp Find and Workplace into this growp (0) Ttems instance will be same
4| 0 [ b

| [] Get Everyone | [ Run Query Above ] |F‘aﬁent{s}l returned:
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family-based design to contraol for population stratification, and replication samples to increase power. We were able

to confirm only one association, that of the common Pro12Ala polymaorphism in peroxisome proliferator-activated

receptor-gammalFPFARgamma) with type 2 diabetes. By analysing over 3,000 individuals, we found a modest

(1.25-fold) but significant (P=0.002) increase in diabetes risk associated with the more common proline allele {(85%

frequency). Moreover, our results resolve a controversy about common variation in PPARgamma. An initial study

found a threefold effect, but four of five subsequent publications failed to confirm the association. All six studies are

consistent with the odds ratio we describe. The data implicate inherited variation in PPARgamma in the

pathogenesis of type 2 diabetes. Because the risk allele occurs at such high frequency, its modest effect translates
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PRID: 10573253 [PubMed - indexed for MEDLINE]

«

Publication Types, MeSH Terms, Substances

«

LinkOut - more resources



—.

Building a Translational Genomic Query

Group 2: SNV/SNP with exon variant modifier
m Note that “Items instance will be same” is selected on the panels

r Query Tool 2 (2] | oF 5

|Query Marme: | E] Analysis Types

[ |Patient list
Group 1 |E] | Group 2 |E] | Group 3 |E] Event list
[Dates ][ Occurs = 0x ][ Exdude] [Dates ][ Oocurs = 0x ][ Exdude] [Dates ][ Occurs = 0x ][Exdude]

Numl:uer of patients
~ Itemsinstance will be same  « | | Itemsinstance will be same  « | | Items instance will be same v GEI'I':'EF patient breakdown
" Gene Symbaol [LIKE[exact] PPARGT] | | SMV/SMP [exon variant ]

1.-'ita| Status patient breakdow
Race patient breakdown

ad [ |Age patient breakdown
Gro imeLine
I
Query Timing
4 [ 1 b (7} Treat all groups independen
) . ] — - (™ Selected groups occur in the

The terms of this group are joined The terms of this group are joined Drag terms from Mavigate, = " wilb

then intersected with other groups then intersected with other groups Find and Warkplace into this group @ Ttems instance will be same
‘| 1] F

| [] Get Everyone | [ Run Query Above ] |F‘ah’ent{s} returned:
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Building a Translational Genomic Query

Group 3: Diabetes Mellitus
m Select “Treat Independently” for this panel

&)
L ] Query Tool &2 L2l | ot
|Quer¥ Name: | [E Analysis Types
I |Patient list
Group 1 |E] | Group 2 |E] | Group 3 [T|Event list
[Dates ][ Ocours > 0x ][Exdude] [Dates ][ Occurs = 0x ][Exdude] [Dates ][ Occurs = 0x ][Exdude] Numl:uer of patients
~ Itemsinstance wilbe same  w | | Itemsinstance wil be same | | Treat Independently v ["|Gender patient breakdown
C Gene Symbol [LIKE[exact] "PPARGT | | SMNV/SNP [exon variant ] ﬁ Diabetes mellitus [ |vital Status patient breakdow
Ral:e patient breakdown
Ad .ﬁ.ge patient breakdown
Gro imeLine
|
Query Timing
4 | m— (71 Treat all groups independen
) . - — ) — 7 Selected groups occur in the
The terms of this group are jeined The terms of this group are jeined The terms of this group are jeined = - .
then intersected with other groups then intersected with other groups then intersected with other groups @ Items instance will be same
< | m [ b

| [] Get Everyone | [ Run Query Above ] |Paﬁent{s} returned:




Run the query

£3)
( ¥
& Query Tool 2 \*2 | 2 5
|Query Name: SNV/5-SNV/S-Diabe@11:55:23 | [ﬂ Analysis Types
| |Patient list -
Group 1 |E] | Group 2 |E] | Group 3 '-_]E\.rent list
[Dates ][ Ocours > 0x ][E}(dude] [Dates ][ Ocours > 0x ][E}(dude] [Dates ][ Occurs = 0x ][Exdude] ,/_ Number of patients
: Items instance will be same  w Items instance will be same - Treat Independently - _ Gender patient breakdow: =
" Gene Symbol [LIKE[exact] PPARGT] | | SMV/SMP [exon variant ] E Diabetes mellitus ;--Jv'tal Status patient breakq
__|Race patient breakdown |
add | |1 Age patient breakdown
Growp | |75 .
Query Timing
4 [ 1 [ » Treat all groups indepent
i — - — - — ) Selected groups occur in |
The terms of this group are joined The terms of this group are joined The terms of this group are joined - il be —
then intersected with other groups then intersected with other growps then intersected with other groups © Items instance wi sar =
Ll « [_m )
| [] Get Everyane | [ Run Query Above | IPatient(s) returned: 7
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Summary

A Genomics plug-in was created to create observation-fact
files from VCF files.

A bulk loader was written in native (SQL Server) code to allow
for the rapid loading of 2-5 million rows / patient into
observation-fact table.

Sequence Ontology (available at NCBO) that is associated
with GVF format can be used to query the next generation
sequencing data that was imported into i2b2.
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