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BaseSpace

Public Data Search ra

> Nextera Rapid Capture Exome Data Sets

Frargetea sequencing | Exome

> MiSeq Cancer Demo

Cancer Research

Genetic Disease

v TruSight One Sequencing Panel MiSeq Trio Data

Repository. These samples are from the CEPH/Utah Pedigree 1463, View
accompanying blog post

Targeted Sequencing

Run TruSight One Sequencing Panel Dataset (11.52 GB)

Project TruSight One Sequencing Panel Dataset ()

This example dataset is a family trio sequenced on a MiSeq using a MiSeq Reagent
Kit, v3. This trio was obtained from the Coriell Institute’s NIGMS Human Genetic Cell

Import

Import

> Hi 2500: N ra Rapid Capture Exom EPH Tri

Resequencing | Exome | Targeted Sequencing

> MiSeq: TruSeq Amplicon (96plex)

Targeted Sequencing

Complex Disease

Microbial Research

Resequencing

Small RNA

Targeted Sequencing
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Start
Project
o 4 HLLNT OV R
New Project 4 B J Ny = / > ‘J/ =a gl i
Open Project... r— f_,)f s Y/ - /—' J\I @ /A H
| Recent |1
B All Posts Segments - Search
trio_mirror
Blog @ Illumina i
. . : Subscribe to Illumina's Blog by
A Bird With No Wings? Email
Sep 16, 2014
The kiwi bird, native to New Zealand, Tweets by @illumina
doesn’t have wings and it doesn't have a
tail. With nostrils at the end of its beak,
it has a great sense of smell, which
makes up for its poor sense of sight. ...
Read more...
L ooking Behind the Curtain at What Controls
I—lﬁ\hl’ Vf“\ll TI"\;H[{ f:lh(‘l I\ﬂnua o
A
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Current Sample:

13

Mew [4 Close 5Save Save As]| Import JAdd Varantq Import
- WVCF to Sample | Folder
Project Samples
A G
Filters RQGen ) = ’
General w "\—]\Ir Qj///f)) (j [y, jﬂj&%‘
Varant W
Gene Variant | Chr | Coordinate
Gene W
¥
Conseguence W
Population Frequency v
Cross Sample Subtraction v

llumina



25 FiR : BaseSpaceMbVCFI 7 € ILDEFHRAIAH

BaseSpace File Browser Form | X |

-~ Hand_On_Lecture -
~ Exome_ AR (2014/11/06 15:24:27) ' \
12878_child_homo.vcf (10.85 MB) Shift=x—7©
12892 _mom_het.vcf (10.79 MB) [ e .
12891_dad_het.vcf (10.71 MB) EELEIRE]
v Exome_dermo AR (2014/10/25 9:54:18)
¥ TruSightOne_Demo_ AR (2014/10/24 3:4...
b TruSightOne_Demo_denovo (2014/10/2...
¥ TruSightOne_denovo (2014/11/06 15:24...
¥ HiSeqg 2000: Tumor Normal WGS (HCC1187 &...
» HiSeq 2500: Nextera Rapid Capture Exome (... ™

Selected File

3 files zelected (32.36 MB).

oK Cancel |
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VCF Import Options

Please select which variants you would ke to import from wour WGF filels) ‘

@ .ﬁ.llvariantsg ’C_(/j/\l)ﬁ.\/ I\ZEJ:I'_E%‘ EEJ\

[ Wariants in exons
Padding |20 % bases

[ Wariants in genes specified by gene list
¥ ‘ Browse.. ‘

1 Wariantz in regions specified by BED file
¥ ‘ Browse.. ‘

| Load hom-ref positions
] A ] | Cancel |

s <
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Current Sample: One_12880

Home Annotation & Classification Reports Help
5 § ] r.. | A M
@ oven [ - (& [
Mew [4 Close Save Save As | Import Add Variants Import
A VCF to Sample  Folder

Dirric—+

General

Variant

Gene

Conseguence
Population Frequency

Cross Sample Subtraction

Family Based

Custom

Classification

Apply Filters ==
Clear Fifters

Sample: One_12880 Genes,Variants: (;

AGRN
AGRN
AGRN
AGRN
AGRN
AGRN
AGRN
AGRN
THNFRSF4
TAS1IR3
TAS1R3
CDK11A
CDK11A
CDK11A

4 A A

\ariants

Variant 1 of 11336
/] Show Population Frequencies Show Transcript Info

Genes

Variant | Chr

C=q/T
T=C/C
A>G/G
T=c/C
T=c/C
G=G/A
=TT
=TT
C=q/T
G=>G/A
T=c/C
C=C/G
T=T/C
T=T/C

e R e e e e S e =

No-Call Regions

Coordinate

976580
977330
981931
982994
984302
086732
987200
990280
1147422
1268987
1269554
1647778
1647814
1647871

L

i

Remave

-

Sample Favorites »

Classification

= snv
| sny
= snv
= snv
= snv
=Ny
s oanv
" snv
= snv
| sny
= snv
= snv
s oanv
s oany

|| Select Al

(1 Copy

|| Column Order

Genot...

het
het
hom
het
het
het

A

Exonic | Fitters

yes
yas
yes
yes
yes
yes
yas
yes
yas
yas
yes
yes
yas
yes

PASS
PASS
PASS
PASS
PASS
PASS
PASS
PASS
PASS
PASS
PASS
PASS
PASS
PASS

A

Layout

Quality

345.29
2880.59
6800.75
3549.67
1659.51
1788.53
3474.23
3358.84

663.7

802.16
4540.01

589.74

633.38

375.19

GOX

Show Custom Annotations Show ClinVar Show Cosmic
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1 Tllumina VariantStudio

Home Annotation & Classification Reports Help

Dmenﬁﬁﬁi ;

Current Sample: One_12880

4

Mew [4% Clgse S@ve Save As | Import Add Variants Import Rem
- VCF to Sample Folder 8 gam
Project a Samples
Filters 1 || Gene View
General v JIS EI_ %;k-' L)) 7/ _J.’ . / l ~ Z
’}1, //\‘j'J“//j %\ X N /7ﬁ_/’ /._)
Variant v i N o + M=IE
. Case Samplez R
Gene W
¥
Conseguence W
F AGRN C=C/T 1 a76580
Population Frequency W AGRN T=C/C 1 977330
Cross Sample Subtraction v AGRN A>G/G 1 981831
AGRM T=C/C 1 082904
Family Based v AGRN T=C/C 1 084302
Custom " AGEMN G=G/A 1 Q86732
AGEM C=T/T 1 87200
Classification v AGRN r~TIT 1 Qan?an
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Population Frequency
Cross Sample Subtraction
Family Based

Custom

Classification

| Apply Filters == |

| Clear Filters |

» AGRN
AGRN
AGRN
AGRN
AGRN
AGRN
AGRN
AGRN
THMFRSF
TAS1R3
TAS1R3
CDK11A
CDK11A
CDK11A

[LLIE L I |

T
Variant 1 offl1536 L

C=C/T
T=C/C
A=G/G
T=C/C
T=C/C
G=G/A
C=T/T
C=T/T
C=C/T
G=G/A
T=C/C
C=( }
T="

I R = T = T e e T e e S S T S S =

976580
977330
981931
982994
984302
986732
987200
990280
1147422
1268987
1269554
1647778
1647814
1647871

Show Population Frequencies Show Transcript Info

Varignts

| Filter History |

Genes

Mo-Call Regions

Sample: One_12880 |Genes,Varants: (3034, 11536) -> (3034, 11536) |

%27 W EDEEFR, 130T M
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© Tlumina VariantStudio -
Home Annotation & Classification | Reports Help o @
¢ 3 a] 3 ! 3
@ 5 5 5
A e @ & S o) 2y
Annotate Custom Custom Gene Annotation Set Default | Apply Classifications View Classification  Classification
- Annotation  Annotation Options Transcripts from Database Database Settings
Annotate " Classification "
Filters n || Gene View n
& cr = 35 2Hb
Variant ~ \) E ! " n I d
// 7/ 4( )) E,521,004
e Genot... Exonic Fiters  Quality  GQX -
Pass Filter & ‘ . \ U
> —_— - |
£ = e
[ Read Depth =0 (=] - J =, J_.— I_,———U 18t yes SB
[ Alt Varant Freq =0 ESPN A=AC 1 6505867 -1 het yes Low..
ESFM A=alC 1 6505871 - snv het yas Low... 97.18
7] Show only variarts: ESPN A=A/C 1 6505872 - snv het yes 5B 1556 99
ESFM T=T/C 1 6505874 - snv het yas Low... 17.41
Inside genss ESPN G=G/C 1 6505875 - snv het ves  Low...
In conserved regions ESPN A=A[C 1 6505881 E- 1Y het yas Low...
TAS1R1 A=G/G 1 6635231 = sV hom yes PASS 1142.39
(71 Only variants without dbSHP 1D CAMTAL -oT 1 7723588 - snv het yes PASS 91021 99
_ _ _ _ CAMTAL G=G/A 1 7723957 - snv het yes  PASS 1451.6 99
[] Only variants with Cosmic annotatio
CAMTAL C=C/a 1 7724742 - snv het yas Low... 7.1 7
where matches mutant allele
CAMTAL A=AlG 1 FI37799 = sV het yes PASS 361.81 a9
PER3 T=C/C 1 7870048 - snv hom yas PASS 995.7 75
[ Apply Fitters == l PER2 . G=G/A 1 7887248 SN het ves PASS 384.09 o9 T
WO 4 Varant 43 of 11536 v wow o4 N
Clear Fiters Show Population Frequencies Show Transcript Info Show Custom Annotations Show Clinvar Show Cosmic
Fitter History
Sample: One_12880 Gend b

21
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BIEHRATORYAH (BEREEKSHEER)

There are two possibilities for recessive transmission.

1 A single gene contains a variant that is:
Heterozygous (0/1) in the mother
Heterozygous (0/1) in the father
Homozygous (1/1) in the affected children

Autosomal Recessive Transmission Logic #1

= @

| Unaffected reference
| Unaffected carrier
B Affected

Mutation

VariantStudio v2.2
Software User Guide

llumina
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) Tllumina VariantStudio

Home | Annotation & Classification Reports Help
(] .
‘ ‘ = Open 3 2 IT; I"l [ select Al =
) Current Sample:| One_12880 - ] [H Copy .
Mew | [4 Close S@ve Save As | Import Add Variants Import Remove Filter A | Layc
- VCF  to Sample  Folder Sample | Favorites~ | || Column Order -
Project i Samples a Table Options
Filters 1 || Gene View
& Chr 1 KIF1E
— ~1 | | RN 1 I AT A RATRA/ A1
10,270,764
¢ Use Family Based Filtering Genae Varant Chr | Coordinate Classification Tvne Genot...  Fxonic  Filters | Oualit
Type: [Autosorml Recessive v]— 6 If H R) = J
| r (S J ‘/ |
erected I fA UTtOsSoma ecessilV e ,r ,N
. - —] .
Mother: |One_12878 (] j 7 \ — @) 7/} | I 1: = '_',__'J
- - EL 73 DY Fé JE
Father: |One_12877 0 L /J =3, /- /) j ar J’ Elj N )
ad. =
ZLIE One_12680 AGRN T=C/C 1 984302 *osNY hom PASS 1659,
Affected Siblings AGRNM G=GfA 1 986732 - snv het yes PASS 1788,
AGRM C=T/T 1 487200 snv hom yes PASS 3474,
AGRM C=T|T 1 990280 snv hom yes PASS 3358,
THFRSF4 C=C/T 1 1147422 snv het Yes PASS B6.
[ Edit Affected Sbings | TASIR3 G=G/A 1 1268087 snv het yes  PASS 802,
o TAS1R3 T=C/C 1 1269554 snv hom yes PASS 4540,
LTIEEEL SI CDK11A c>C/G6 1 1647778 snv het yes PASS 589,
COK11A T=T/C 1 1647814 snv het Yes PASS 633,
Apply Filters == CDK11A . T=T/C 1 1647871 sy het yes PASS 573,
Mo 4 Varant 1 of 8701 0 M MM 4

23

Fitt

8,703 => 1,976 /N T (445 ;
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< Tllumina VariantStudio

Annotation & Classification

Reports

@r@r

Custom Custom Gene Annotation
Options

Annotation  Annotation

Set Default
Transcripts

A 2 F ==k 29 LT VariantStudio
— X |ZiziE (%)

3l
&7

(

Apply Classifications  View (

from Database

Dz

Eeneml )//Té J/T_ 9’

|
\Variant v

Gene

Gene v

?
Conseguence v

»  AGRN
Population Frequency v AGRNM
Cross Sample Subtraction v AGRN

AGRN

Varant

C=C/T
T=CfC
A=G/G
T=C/C

Chr

— e

Coordinate

976580
977330
081931
082004

llumina
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ACTGATGGTATGGGGCCAAGAGATATATCT -
CAGGTACGGCTGTCATCACTTAGACCTCAC van
CAGGGCTGGGCATAAAAGTCAGGGCAGAGC

ClinVar aggregates information about sequence variation and its relationship to

CCATGGTGCATCTGACTCCTCAGGAGAAGT  human health.
GCAGGTTGGTATCAAGGTTACAAGACAGGT
GGCACTGACTCTCTCTGCCTATTGGTCTAT

NIH®D 7 —42A~R—X : http://www.ncbi.nim.nih.gov/clinvar/

RELEETLEIN) T RDT—EIR—X

CLIAFKEE & 5 LMIISO1589D SR CEMIN-EEFHAEE L THE S
NEERMIZCEELGN) Tk

MEJOSY FO—EEL T, EFTRIESNI=/ANY T2k
mXh o LB\ 72 b (GWASIEEFLLY)
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28

£

Filter History
Sample: FC1

C - |[o][ x
J Home | Annotation & Classification Reports Help AT
5 (iCa] | Select Al
HomM L (4 4 W I Bocn
J Current Sample: FC1-NA1287... ~ ] [l Copy )
Mew [4 Close Save Save As | Import Add Variants Import Remove Filter ‘A | Layout
- VCF  toSample  Folder Sample | Favoritesv | || Column Order -
Project 4 Samples 4 Table Options
Filters 1 || Gene View o
Variant ~ I
} . P i | = : Inherited Ak Var =
Gene Variant | Chr Coordinate Classification Type Genot... Exonic | Fiters Qualty = GOQX 7
Pass Fiter From Frec ||
= Quality =0 z M
1 Read Depth =0 - b ONJA A=T/T 1 324822 snv hom no PASS 2757.34 99 father £
=l Alt Varant Freq > 0 e N/A A=TT 1 187610852 *snv hom no PASS  3138.56 99 both
N/A A=G/G 1 187611003 - snv hom no PASS 2335.34 99 both
[E] Show only variarts: N/A T=G/G 1 202956340 e hom  no  PASS 273514 99 both
N/A T=C/C 1 219706428  sny hom no PASS 1436.15 99 both
TEREEEES N/A A=G/G 2 3488502 - sy hom  no  PASS  1097.04 81 both
In conserved regions /A G=C/C 2 10959475  sny hom no PASS 1067.83 81 both
NfA A=G/G 2 131672950 * sy hom no PASS 2419.38 99 both
[C] Only variants without dbSNP D N/A C>T/T 2 131673316 . hom no  PASS  431.14 36 both
) ) ) ) N/A T=C/C 2 132229720 e BNV hom no PASS 084.72 84 both
[ Only variants with Cosmic annotation
NfA& C=G/G 3 136739406 SNV hom no PASS 588.87 45 both
where matches mutant allele N/A
where not matches mutant allele
N/A C IJ'J — 5 ‘ , Ij =) | U
4 ’ —
e Ty CliNValrw KeALB) g
Only variants with ClinVar annotation / v/ J | ¥_, [ \ L \’ (/] U7
[7] where matches mutant allele
N I k
[7] where not matches mutant allele = /A 9@‘ J ﬁ N U =7/N [N == - i]r] ILLl[ :
/A j = // y P AT J EE
= ! A"_ = ._l .. ¢ n
NJA AZATR/ISTY [P |RASLES —J — J L— IF—-:U
/A G A 6 32223632 PASS 1407.03 99 both -
Apply Filcers == / ) A hom ne o
M4 4 Varant1of 5606 b W M4 "

1,976 => 41 /X7 >k (20 3

BE{LF)
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29

ASN.1 terms ClinVar and VCF
0 — unknown Uncertain significance
1 — untested not provided (includes the cases where data are not available or unknown)
2 - non-pathogenic Benign

3 - probable-non-pathogenic Likely benign
4 - probable-pathogenic Likely pathogenic

5 — pathogenic Pathogenic

6 - drug-response drug response

T — histocompatibility histocompatibility

255 - other other
confers sensitivity
risk factor
association
protective

http://www.ncbi.nlm.nih.gov/clinvar/docs/clinsig/
ClinVar@ 5580 5 B "Pathogenic* (JRIRMED) /NU T 2 FEHKY AL

llumina
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30

Gene View n
Gene <« Variant | Chr Coordinate C"”"‘.';.Tp‘:"me Sig%“r;;ar: e T Clinvar Disease MName .
3 pathogenid
A2M T=C/C 12 9232268 germline otheaan-patho... ALPHA-2-MACROGLOBULIN_POLYMORPHI
ASPM G=G/T 1 197070442 nom enic Primary_autosomal_recessive_microcephal.
ASPM T=T/C 1 197070697 naon Eenic Primary_autosomal_recessive_microcephal,
ASPM G=G, cephal.
ASPM u:::>c,- C Jun \/arrf S |gn|nﬁ” mtd’_] 7_A —l_ ( cephal.
ASPM cephal.
ASPM T:=-T, Ve jp’atfhj@g nm r ) t /_K jjl cephal.
ASPM A=A =/ cephal.
ATPYB C=C/T 13 52508979 germiing non-pathogenic Vilson's_disease
ATP7B G=>G/A 13 52511606 germline non-pathogenic Wilkon's_disease
ATPTE A=A/G 13 52515354 germiline probable-non-pat... Wison's_disease
ATP7B C>CiT 13 52520507 germline non-pathogenic Wilkon's_disease

x [/ Contains([Clinvar Significance], 'pathogenic’) -

MO 44 4 Varignt 0 of 24

L

PIA-ERE .
-—/ .

llumina



PathogenicZ/N) 7> DR Y ;A H

O 74L8— IF 48 Tl
And ©
- [ClinVar Significance] Contains pathogenic &

7 28— I7 % [x |
And ©

..................

OK(0) | HFwutul(C) || EFA(A) |I

31
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PathogenicZEZ/AU 7 > FDREY AAAFER

. . . ClinVar i . . Inherited
Gene Variant = Chr Coordinate significance ClinVar Disease Name From
DHODH G=G/A 16 72050942 pathogenic Miller_syndrome father
DHODH C>C/T 16 72057435 pathogenic Miller_syndrome mother
x /] Contains([Clinvar Significance], 'pathogenic’) - I -EEE

41 => 2 YTk (1 EEF) DY A A ZHK T
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Unaffected Siblings CEP4

Edit Unaffected Siblings HBG1

7] Use only passing variants in relatives

| Apply Filters == | AP

| Clear Filters | MM 4 |- 265/

Variants | Genes | N

I Fitter History I
Sample: One_12880 homo GenesVariants: (3034, 11538) -> (445, 1976)
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Filter History =
Num Genes Mum Variants Filter Name Filter
1 3034 11538 Iy -
2 2821 8703 [ Filters.ToUpper == PASS ]
3 445 1976 [ Recessive One_12878_het, One_12877_het AND Filters. ToUpper == PASS ]
4 20 41 [ Recessive One_12878_het, One_12877_het AND Filters.ToUpper == PASS AND ClinVarlD = ] 1
5 1 2 [ GeneDisease contains 'Miller' AND Recessive One_12878_het, One_12877_het AND Filters. ToUpper == PA_. 3
] 445 1976 [ Recessive One_12878_het, One_12877_het AND Filters. ToUpper == PASS ]
Filter History
Sample: One_12880_homo  Genes,Variants: (3034, 115338) -> (445, 1976) 2

Apply TEED EEIZES

32ELa—=rDTApplyl&2')y7F & ET
T/ T—2avizhsEtEITES
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OMIM

OMIM is a comprehensive, authoritative compendium of human genes and genetic
phenotypes that is freely available and updated daily. OMIM is authored and edited at
the McKusick-Nathans Institute of Genetic Medicine, Johns Hopkins University School
of Medicine, under the direction of Dr. Ada Hamosh. Its official home is omim.org.

NCBI®DT—42~R—X : http://www.ncbi.nim.nih.gov/omim

Number of Entries in OMIM (Updated October 10th, 2014) :

Prefix Autosomal X Linked Y Linked Mitochondrial Totals

© (Gene description 13,963 683 48 35 14,729

+ Gene and phenotype, combined 88 2 0 2 92

# Phenotype description, molecular basis known 3,930 287 4 28 4 249

% Phenotype description or locus, molecular basis unknown 1,542 134 ] 0 1,661
Other, mainly phenotypes with suspected mendelian basis 1,730 113 2 0 1,845
Totals 21,253 1,219 a9 4] 22,596

RECLPRBEEEET SELTOT/ LFROT—E~N—2
AUTIVRE. BRFREICHHG
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o
=
=

RV /) T—23AY

PubMed <« GeneReviews Disease o

7
A2M Alzheimer's disease; Alzheimer disease, type 3; Alzheimer disease, type 4; Ak™ Rlpha-2-macroglobulin
ABCA1Z2 MBK1420 =N Autosomal recessive congenital ichthyosis 4B; Autosomal recessive congenita™ | TP-binding cassette,

»: ABCA3 Disorder of lung; Pulmonary alveolar proteinosis; Respiratory distress; Congen ™ flTP-I:uinding cassette, |
ABCAT TP-binding cassette,
ABCB4 Cholecystitis; Cholestasis of pregnancy; Jaundice, familial obstructive, of infan™ B TP-binding cassette,
ABCCO MBK1309 N atrial fibrilation familial; Prirary dilrted cardiomyopathy; Arrhythmogenic right™ R TP-binding cassette,
ABCGSE MBK131810 =lSitosterolernia; Gallbladder disease 4 * RTP-binding cassette,
ABC BO blood group (tran
ACACB cetyl-CoA carboxylase
ACBDS cyl-CoA binding dorma
ACDZ2 Infantile cerebelar-retinal degeneration * Rconitase 2, mitochont
ACSE3 Combined rmalonic and methylmalonic aciduria * Boyl-CoA synthetase fa
ACVRIC ctivin & receptar, typ
ADAMTS16G DAaM metallopeptidas:
ADAMTS17 Weil-Marchesani-lke syndrome = RDAM metallopeptidas:
ADAMTSZ Ehlers-Danlos syndrome; Dermatosparaxis * RDAM metallopeptidas:
ADARB1 denosine deaminase,
ADCY9 denylate cyclhse @ ~

M 44 4 873 /447 b bk Wb — & o W 4 R
. I

'l.l'anantsl - 3 @ Iq' )) 9/ 7 @F /)\: TR|
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£} IMumina VariantStudio

Home Annotation & Classification Reports Help
L [ | . B
| ] &open | = e
_ Current Sample:| One_12880_...
Mew [4 Close Save Save As | Import | Add Variants | Import
- VCF to Sample Folder
Filters n
I Gene ~ I
' iternal | Ambig... Custom Gene
Disease Milled wriants | Variants Annotation
: / ;
(
[ Include List [:::::::::] b 1 0
[7] Exclude List Lo ] 1 0
7] Min Variart Alleles 2 = 1 o
1 5
[] where custom gene annotation 2 0
contains: 1 0
i 2 1
@ AND OR ) :
[ where optional gene annotation
1 1]
contains: 1 0
= 1 0

U3
Remove
Sample

w

PubMed

Fitter
Favarites =

GeneRevie

MBK1420

MNBK1309
MBK1321810

llumina
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. . . ClinVar i . . Inherited
Gene Variant = Chr Coordinate significance ClinVar Disease Name From
DHODH G=G/A 16 72050942 pathogenic Miller_syndrome father
DHODH C>C/T 16 72057435 pathogenic Miller_syndrome mother

1,976 => 2 N7k (1 BIEF) DY IAHIZETS
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FIRTOD LU FEERK

N T 2 b a—JL(VCF) & A IAH

11,538 /\YF7 2k

DAV T 4IXRT 4 )LA

8,703 /N Tk

Q@ FHIMD/N) T2 bDEFER

RT7 T AT LIVEETRY AH
BIGFRIIC X DR Y A H

1,976 /N Tk
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Filter History =
Num Genes Mum Variants Filter Name Filter
1 3034 11538 Iy -
2 2821 8703 [ Filters.ToUpper == PASS ]
3 445 1976 [ Recessive One_12878_het, One_12877_het AND Filters. ToUpper == PASS ]
4 20 41 [ Recessive One_12878_het, One_12877_het AND Filters.ToUpper == PASS AND ClinVarlD = ] 1
5 1 2 [ GeneDisease contains 'Miller' AND Recessive One_12878_het, One_12877_het AND Filters. ToUpper == PA_. 3
] 445 1976 [ Recessive One_12878_het, One_12877_het AND Filters. ToUpper == PASS ]
Filter History
Sample: One_12880_homo  Genes,Variants: (3034, 115338) -> (445, 1976) 2

Apply TEED EEIZES

32ELa—=rDTApplyl&2')y7F & ET
T/ T—2avizhsEtEITES
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& — (o ][ x
Home Annotation & Classification | Reports Help AT
r oy &9 '—F‘m i =9
i~ 5 5 5
S e e Qg & e &y
Annotate Customn  Custom Gene Annotation Set Default | Apply Classifications  View Classification  Classification
- Annotation  Annotation Options Transcripts from Database Database Settings
Annotate Classification
Filters n || Gene View o
Consequence W
Population Frequency AI ) ) ) ) ) ’ ) *
Gene Varant | Chr Coordinate Classification Type Genot... Exonic Fiters Qualty = GOQX
Bl Global Frequency < | 100 W
[ American Pop | 100 = b NA 4 no PASS  2757.34 o
SN = —m —
Asan Pop Frequency < | 113 —)/7 *f// —'7)/ «E—r [‘_'JT ,/lJ @/ J\/j\J |<‘ no  PASS  3138.56 O
— 1 2 4
[F] African Pop Frequency | 100 / =z — 0) 245, J no  PASS = 2335.3¢ o
B European Pop | 100 - N/A I>G/G 202956340 5w hom no  PASS 273514 o
@ EVS Frequency < | 1002 MfA T=C/C 1 219706428 RRE- 1 hom no PASS 1436.15 ot
MfA A=G/G 2 3488502 =8Ny hom no PASS 1097.04 8:
Set all to: Set Al /A G>C/C 2 10959475 - snv hom  no  PASS = 1067.83 8
MfA A=G/G 2 131672950 =8Ny hom no PASS 2419.38 ot
My A C=T/T 2 131673316 - h PASS 431.14 3t
Cross Sample Subtraction v / >T/ s om ne
MfA T=C/C 2 132229720 =8Ny hom no PASS 084.72 8¢
Farrity Based v N/ A C=G/G 3 136739406 - snv hom no PASS 588.87 4
Custom . MfA C=TT 3 195467853 =8Ny hom no PASS 856.13 6t
MfA G=AlA 4 5990339 - 5N hom no PASS 1481.95 o
MfA A=G/G 4 5990791 =8Ny hom no PASS 5862.59 ot
Apply Filters => MfA T=C/C 4 5991384 - snv hom no PASS 1753.22 o
e« Varant 1 of 5606 » w4 L5
Clear Filters Show Population Frequencies Show Transcript Info Show Custom Annotations Showr ClinVar Showr Cosrnic
Fitter History
Sample: FC1-NA12878-01_5 A

llumina
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BEEFHREICEEZEZSN\VT Y FOBRYAH

Polyphen: # VNV BEDILHEEICEEZEZ 54 /N FHEWVETE
(BE7KE% E) Damaging& 3 %,

SIFT: 3 N\ 8 277 3 1)—CHILWIZREENGWNT I /EBEIZE
Deleterious & 93,

llumina
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BEFHREICREZEASN\VT Y FOBRYAH

© Tllumina VariantStudio (= J[a[x]
Home Annotation & Classification | Reports Help o 6@
i xl xl e | ) xl
(@) 5 5 5
A e e @ g & o ey
Annotate Custom  Custom Gene Annotation Set Default | Apply Classifications Wiew Classification  Classification
A Annotation  Annotation Options Transcripts from Database Database Settings
Annotate a Classification P
Filters r || Gene View n
Consequence o
Show only variants that are: Gene Variant | Chr Coordinate Classification Type Genot... Exonic Fiters Qualty = GQX
Missense | R | 2
o RN VB B -
m 3 " = //{l |
SIFT "deleterious T _/J J J_f J J J 7/ = X ) 6 ac
[] Frameshif Uil e b ";»-4 — Kz < E'I7>+—=J E = I
[T] Stop gained M/ \; é/J r7 N l)“IE”‘ ~—| I]_'|1/ /Er I f K /' 2 8
P g fr/ 1T JI A ’J‘/ EU—' -_jj_' L, J
[ Stop lost N/ 7 3 it
L NYT S NESDMETE  :
M ) - o \ 9 62
[ Inframe insertion /! J _J,_: / —t
M/ 7 5 o
[ Inframe deletion
NiA A=G/G 14 106610469 snv hom no PASS 2889.52 ot
L] Splice MY A C>T/T 14 106610509 snv hom no  PASS  2252.86 Ot
Select Al M/A T=A/A 14 106610535 v hom no  PASS 183540 g
NiA A=G/G 14 106791119 = sV hom no PASS 2861.8 Ot
NiA C=G/G 14 106815944 RERE- 11 hom no PASS 1078.98 8.
NfA A=G/G 15 22482858 = sV hom no PASS 1779.39 Ot
I Apply Filrers == I MiA ) A>G/G 13 22483277 E -l hom no PASS 790.92 el ™
W44 yariant 1 of 1572 ¢ w4 ) ¢
Clear Filters Show Population Frequencies Show Transcript Info Show Custom Annotations Show ClinVar Showr Cosmic
Filter History W I ~
S 679 => 257 /\YT7 bk (17E1E
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PubMed

L e Y
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m'UD
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T

KIAAT462

KIRZDL4
MUC3A
MUC4
MUCSB
MYO18B
MBPF1
NPHS1
VXA

ZAN
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S osb

EEFICREET 2RBFOFR

GeneReviews Disease

MBK1309 ; MBK ™ Primary dilated cardiomyopathy; Arrhythrmogenic right ventricu™

Systemic lupus erythematosus -

MBK1146 : MBK = Thyrotoxic perindic paralysis; Hypokalemic periodic paralysis 1; =

Miller syndrome -

Dentinogenesis imperfecta - Shield's type II; Dentinogenesis ir™

Facioscapulohumeral muscular dystrophy -

Idiopathic fibrosing alveolitis, chronic form -

Finnish congenital nephrotic syndrome; Focal segmental glome™

“Genes”2 T z1E IR

Description

aldo-keto reductase family 1, member C3
BCL2-associated athanogene 3

B-cell scaffold protein with ankyrin repeats 1

calcium channel, voltage-dependent, L type, alpha 15 ...
dihydroorotate dehydrogenase (gquinone)

dentin sizlophosphoprotein

FSHD region gene 1

KIAA1462

kiler cell immunoglobulin-ike receptor, two domains, ..
mucin 34, cell surface associated

mucin 4, cell surface associated

mucin 58, oligomeric mucus/gekforming

myosin XVIIB

neuroblastoma breakpoint famity, member 1

nephrosis 1, congenital, Finnish type (nephrin}

variable charge, X-inked 34

zonadhesin

llumina
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VariantStudiofgft7—% 7 A —73

N : D BEDEERBEENY) Tk - BEF
Loy FEER DS

2 1\YFUk (LEEF)
N T 2 b a—JL(VCF) & A IAH

11,538 /\YF7 2k

DAV T 4IXRT 4 )LA

8,703 /N Tk

Q@ FHMD/N) T2 CDERER

RT7OT7 AT LILEHETRY AH

BRI & R YA H

679 /\)T7 2k
1,976 /N Tk

B FRE~NDEETRY AH
257 N\YF bk (178IEF)
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VEP v2.8 (Ensembl)
— http://asia.ensembl.org/info/docs/tools/vep/index.html

— McLaren W, Pritchard B, Rios D, Chen Y, Flicek P, Cunningham F. Deriving the consequences of
genomic variants with the Ensembl APl and SNP Effect Predictor. Bioinformatics 26(16):2069-
70(2010)

PolyPhen
— http://genetics.bwh.harvard.edu/pph?2/

— Adzhubei IA, Schmidt S, Peshkin L, Ramensky VE, Gerasimova A, Bork P, Kondrashov AS,
Sunyaev SR. A method and server for predicting damaging missense mutations. Nat Methods
7(4):248-249 (2010).

SIFT
— http://sift.jcvi.org/
— Kumar P, Henikoff S, Ng PC. Predicting the effects of coding non-synonymous variants on protein
function using the SIFT algorithm. Nat Protoc. 2009;4(7):1073-81.

Clinvar Version September 5, 2013 (NCBI)
— www.ncbi.nlm.nih.gov/clinvar/

— Landrum MJ et al. ClinVar: public archive of relationships among sequence variation and human
phenotype. Nucleic Acids Res. 2014 Jan 1;42(1):D980-5.
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TruSight One User Guide’s &

http://support.illumina.com/sequencing/sequencing Kits/trusight one kit/documentation.h
tml

TruSight One Data Sheet’i £
http://support.illumina.com/content/dam/illumina-
marketing/documents/products/datasheets/datasheet trusight one panel.pdf

TruSight One Bz F—&
http://products.illumina.com/content/dam/illumina-
marketing/documents/products/gene lists/gene list trusight one.zip

TruSight One BaseSpace Public data
https://basespace.illumina.com/datacentral

BaseSpace’

Public Data
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http://support.illumina.com/sequencing/sequencing_kits/trusight_one_kit/documentation.html
http://support.illumina.com/sequencing/sequencing_kits/trusight_one_kit/documentation.html
http://support.illumina.com/sequencing/sequencing_kits/trusight_one_kit/documentation.html
http://support.illumina.com/sequencing/sequencing_kits/trusight_one_kit/documentation.html
http://support.illumina.com/content/dam/illumina-marketing/documents/products/datasheets/datasheet_trusight_one_panel.pdf
http://support.illumina.com/content/dam/illumina-marketing/documents/products/datasheets/datasheet_trusight_one_panel.pdf
http://support.illumina.com/content/dam/illumina-marketing/documents/products/datasheets/datasheet_trusight_one_panel.pdf
http://support.illumina.com/content/dam/illumina-marketing/documents/products/datasheets/datasheet_trusight_one_panel.pdf
http://support.illumina.com/content/dam/illumina-marketing/documents/products/datasheets/datasheet_trusight_one_panel.pdf
http://products.illumina.com/content/dam/illumina-marketing/documents/products/gene_lists/gene_list_trusight_one.zip
http://products.illumina.com/content/dam/illumina-marketing/documents/products/gene_lists/gene_list_trusight_one.zip
http://products.illumina.com/content/dam/illumina-marketing/documents/products/gene_lists/gene_list_trusight_one.zip
http://products.illumina.com/content/dam/illumina-marketing/documents/products/gene_lists/gene_list_trusight_one.zip
http://products.illumina.com/content/dam/illumina-marketing/documents/products/gene_lists/gene_list_trusight_one.zip
https://basespace.illumina.com/datacentral
https://basespace.illumina.com/datacentral
https://basespace.illumina.com/datacentral
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