Managing Objects

Geneticist Assistant 47 ¥ = 7 b OfECEE L Geneticist Assistant N Run 7 — & OALEER
fEBUZAE ] S E T, Geneticist Assistant Tid 11 O 47 2 = 7 b (Chemistry, Instrument,
Pathogenicity, Pathogenicity Status, Sample Status, Panel Group, Coverage Region
Status, Sample Status. Run Status. Artifact Type, Phenotype) #3# T & £ 9, Geneticist
Assistant - > A k — /L FflX Pathogenicity. Pathogenicity Status. Sample Status.
Coverage Region Status, Run Status. Artifact Type 47 ¥ =7 FDfEIZT 7 # /L ME T,
2P = FZA T a v EERALTINGDAT V=l MIAAZ MEEZBINL, 77 4/V MA
DROVICZDAAZ MELBERTEET, MOA TV =7 bOEIF~==2T L TEMLULT
AT £ A,

VAV M
Chemistry = ADY TG S e S A Y =T,
Instrument TNl o AER S T EE T,
Pathogenicity B4R L 7= Variant @ Pathogenicity T34, T 7 # /v b fE X

Deleterious, Likely Deleterious, Unknown, Likely Benign,
Benign T,

Pathogenicity Status =N L7z Variant @ Pathogenicity ZHEIZDOWTDAT —H AT

9, 7 7 4 /L M Pending & Confirmed T,

Sample Status Y TNVDAT—HATT, T 74/ MHEIL New, QC Passed.

Reviewed, Complete T9,

Panel Group HE DO NF VTR S5 FTHEMED & 5 Variant @ Pathogenicity
D7 w7 TT, HlziE, #IR L7 Variant @ Pathogenicity (315
BDOM A3V Tlk Deleterious I[Z5%E ATV ET 23, Cardiac
NV TIE Benign ISR ET H 2 ENTEET, 2 —F — 3K/ 3%
NDTN—T 2B LTk, YR SR & KSR T N— T
oY CTrHrENTEET,




Coverage Region Status

Coverage Region # 7IZII/ S /VINOZFEIKD 8Ly DR &
AT —=BANY A RT v 7SI TWET, 7 74/ MHEIL Passed
7> Failed T, £® Run [ZRESNIZ Ly PRRIEICZ O FEI
2 Pass L CWAH M Fail LTWA 0 &ERLTWET,

[Coverage Regions tab] (192 ~—¥) ZflDZ &,

Sample Group

B DML B IR LA 20 v LD 7 — I S hvE
T, Bz iX, /3L UX° Variant Frequency % Track 5 =2

fa—nY oI N—7T1,

Run Status Run D AT —4% A T3, T 74/ ML New. QC Passed.
Reviewed., Complete T,

Artifact Type W7 Variant OT7 —F T 7 7 NEA T FIRIE—r v
TT7—F 7727 b, TY, 7 74V MEIX None DA TT,

Phenotype Patient @ Phenotype T9,




To add a value for an object

1. Geneticist Assistant A A > A == —® File A == —>Add/Edit Objects %7 U v 7 LT
< 72&Vy, Add/Edit Objects # A 7 v 7R > 7 ANRBHE £,

2-1 : Add/Edit Objects # A 71 7R v 7 A

@ Add/Edit Objects L9 o)
Object: [Select Type... v
Add Value:
Current Values:
Remove Selected | OK Cancel

2. Object Fry7H T U A RNOEZENT 247V =2 Fa@RLTIIZEN,

BRULIEAT7 V=7 MZTTIEPBIMENTWDIHEG, ERITBRLIEA TV =2 bR

T 7 AN FREDEAIL, 26 OfEIX Current Values <A SNIRRINET,
3. Value 7 4 —/VRIZ, A7 V=7 bOEZANLTAAdZ2 U v 7 LT EEN,

B L <BIE 7D Current Values A NIFKRENET,

v ZOfEIZEK 255 LFETT, AR—ARLRHTH AN ARET T,

4. L\ Pathogenicity ZEM L7258, TORICEK TSN TVAHEDY 2 kO IEZ 2
F4%121E, Current Values <A > CIEZER L T2 HME 2L U T Move Up 2> Move
Down %7 U v 27 LTI,

v’ Z iU Pathogenicity D% fx /N> b K E TIEFEIZIE R D DB AT » 7T,

v Pathogenicity OfEZBINT 5355, & Variant <A &V T X T T ZOXATD



Variant Z/~1 7 A N 5052 ETHZ L HAEETT, [To specify the highlighting

colors for variants of a pathogenicity] (56 X—) ZfEDZ &,
5, OK%7 U w7 LTLTEEN,

Add/Edit Objects % A 7 1 7' 7R v 7 A 12 [Saving new objects] A vt —UMNMF/REINFE
T EOBMBKI LTz, XA T el RNy 7 ZEHACET,



Importing a Panel

NPV LT, FEOBIBTRESCHTE R EDH —7 > hE7oTNWDEY ) AEHROE v N TT,
PNEVEEIE LTH LN TWD X —4 y MEAZ EFK LT BED 7 7 4 /LIZ X 5T Geneticist
Assistant (2 z 5N FET,

1. Geneticist Assistant D A A > A ==2—® Panels A ==—> Manage Panels 7 U v 7
LT<L 7 &V, Manage Panels ¥4 72 7Ry 7 AR EEF, Geneticist Assistant 2
TV MIA VR — NEBDISINVENRT A T a Ry 7 AD FEHRICE RSN THET,

4—1 : Manage Panels ¥ {1 7 a7 Ky 7 X

(@ | )
() Select Existing Panel: Build37_CCDS_Exons_MergeQverlaps v | Delete Manage Subpanels...
© Import From Pane! File (*.bed): [ | Bed File Buider... ]
Panel Name: [ Restore Defauit Name |
Assodated Panel Group: Default [ Change Assodated Panel Group. .. I
Set Preferred Transcript from File: ) [ viewedsing | [  DeleteExistng |
Set Preferred Gene from Fie: () [ viewexstng | [  DeleteExstng |
[ Import Panel
Region Name Chrom Region Start Region End %Ooyered | Average Covcrage, Mimum Covcrage
Panels: 5 ok || cancel

2. Import from Panel File #{® Browse "% > %27 Vw7 LT, £ &~ — T2 BED 774
NEFRL TS0,

Geneticist Assistant |37E4R L7 BED 7 7 A /L & B UL RIO N F IV EERR LE T,



(X7 3 >) Panel Name 7 4 —/L R T, RENALEZEH LT IFEW,

IEMEZR SR TN —T NIRRTV 20 E4A . Change Associated Panel Group #7277 Y
7 L Panel Group Association # 4 7 2 7Ry 7 A%EE, FHEAxNV T N—T %
WL TL7EZ&E W,  L< % Add New Panel Group 27 VU v 7 L T Add New Panel Group
AT TRy 7 ZA%ME, LWL T N—TZERL T TEEN,

Import Panel 227 U » 7 LT 7ZE0Y,

Manage Panels # 4 7 2 7R 7 ADERNT v 7T — F 1., RO IVEIBA
DFRRENET, T 74/ b T, JONZFERIND DAL DHIMEIL, Settings #4171
7R v 7 A @ Quality Control % 7 TEF 41TV 5 global values T3, [To specify the

global Quality Control settings] (55 ~—") ZZML T 723V,
RO ENNEITS>TLLTEIN

B L<BIML7Z SR L O Tl Y&, OK %27 U v 7 LT Manage Panels ¥ A 7 2 2
RNy 7 ZA% B U T, Geneticist Assistant A 1 > 7 A » K7D Current Jobs ¥ 7IZHE > T
TEEW, HHIANFNA VAR— FOEITTRERREIET, SFA VAR — RBET LIzt
FDETIET TR ET,

LB LULIE R VORBE TIHEE WG EIE, REIZSCTKRO ENNICEATLE
RN

['To manually set new coverage thresholds for panel regions] ( 87 ~X—7)
['To create a QC Threshold file for panel regions] ( 88 ~—<7)

['To set new coverage thresholds for panel regions with a QC Threshold file] ( 89

)
['To set or delete a preferred transcript list for a panel] ( 90 ~*X—7")
['To set or delete a preferred gene for a panel] ( 92 ~<—7)

['To create a new BED file for a panel by adding or deleting regions] ( 93 ~X—73")



Adding Patients

Run &#E (/I A MY —, HE@ERE) OFBIZMZ T, Run @ Patient ZE 835 Z & & F[HE
T9, HBl Patient ZB019 2 BR1E, F8) THEEL Patient & — £ |Z1BT 5 S5k & Batch Import
Process Zffi > T 1 A7 » 7" CHHL Patient 21T 2 HEO 2 ERH Y £, b, v
7D VCF 7740t L<IE BAM 77 A V47 Patient ID THiE 534, Geneticist
Assistant |3 HBEICH#E Y22 Y0 7L % 2 O Patient ICB#AFIT 5 Z LN TEET,

To add new patients one at a time

1 >® Patient Zi BT 5HFE, @ Patient A D ID & & $1Z, Patient 4, AFEH H, 5%
FEET& £9, £72% D Patient |22 T Relationship D iBNN=° Phenotype Z#5 €922 & b

1. Geneticist Assistant X A > XA = =2 —® File A = =2 —>Add Patient ZiEHR L T Z X\,
Add New Patient # 4 70 7'~ v 7 A03BA& £9, £9 Add Patient % 7 23V T\ E T,
5—1 : Add New Patient # 1 7 1 77K v 7 A, Add Patient ¥ 7

8 ~dd New Patient -8 |

Add Patient |_Batch Import |

External ID:
First Name:
Last Name:

Birthday: 1/1/2000 —~ Gender: lFemaIe - | Is Related to Existing Patient
Phenotypes:

Add Phenotype: [Lungean: ~ | Add [ivew prenotype...|

Phenotype Comment

()




2.  #i Patient DIFHRAE AN LTI,

FTva v AL
External ID Patient 1 H ID T,
First Name Patient D7 7 — A h X — AL TT,
Last Name Patient ® 7 A h % —ALTT,
Birthday Patient O4FA HTF, HEEZFEHNRIRL THDH, ~=a27 /L THL
WEEZADTEET, b LFETRF—2MHTEES,
Gender Male % L < % Female #38R L T 72 &0,

3. YT 554 HH Patient @ Relationship % 5 E 7 2 1214, Is Related to Existing Patient
ZBEIRL T L, WEIToTLIEI N

® Relationship type (Sibling (57 #/V k). Child, Parent) Zi#ER L T 7Z&EWy,
® = O Relationship ®EEAF Patient 233K L T 72 &0,
® Add%xZ7 VU vyZ7 LTLKIZEN,

Relationships About to Be Added U A Z, #i#l Patient (57 L 7= Relationship 7335
ShET,



5—2 : Add New Patient # A 7 1 77K v 7 A Relationship A7 =

& roa vew roners 1] T =

Add Patient Batch Import
External ID:  ABS-0017
FirstName:  Jane
LastName:  Public
Brthday: 8221962 |+ Gender: [Female ~ [¥] 1s Related to Existing Patient
Phenotypes:
Add Phenotype: |Lungcam ] | add [Neuphenotype s |
Phenotype Comment
Relationshiop:
Is (select relationship type) : [Sibiing = | Of (select existing patient): |TD_17 v | Add
Al Patients:
S External ID First Name Last Hame Date of Birth
_m T
GEH_17 Hindopie 17171974 Male
3 18 Sal mp\ 18 1/1/1965 Fem:

»

Relationships About To Be Added:

Related Patent  Relationship Type
TD_17 Sibling

[I]JI

4. Step 3 4V iIK L CTHEZ)G U T Patient (2 Relationship 2B L TL 72 &0,

5. %Y 9 544, Patient |Z Phenotype % iEB/MI9 %121%, Add Phenotype K> 7 Z Y
A )25 Phenotype Z &R L THH Add 227 Y v 7 LTSN, ZOAT v FIIMEIC
Jin U EEC 0 3K L CTH#E4 D Phenotype B/ T& £97,

1B L7z Phenotype % Phenotype ~XA NZFERINFET,

v #Y)72 Phenotype MFIH TX 72V 41X, New Phenotype #7 V v 7 LTH L\
Phenotype ZiB7 5 Z LN TX £, £7- Manage Objects #§#E % i > C Phenotype
ZiBIN4 % Z & HAEETY, Managing Objects] (49 ~<X—) D= &,

6. Phenotype |22 A A BT HI2IF RO HENNPEFATL TS 7EE W, b LL 1T Step
TIZHEA TS TEE N,

® Comment 74— /L RT2EI VI NIV w7 LT, aAL R EANLTHLEL, 74—
IWERHDOEZNE T ) v 7 LTI,

® Phenotype #2457 Vv 7 LTHEZ U v/ A=a2—%BM%, Add Patient Phenotype
Comment #7 U » 7 LT 7230,



7. OKz7Z7 YUy LTLIEEN,

Add New Patient # 14 7 a 7Ry 7 AN L E£9,



Adding a Run

Run /%, Geneticist Assistant 7 —# X—2|Za— K L7, BAM 77 A4 /v& VCF 7 7 A /L, &
L VCF 77 A VDHEZRLTHET, Run BT HFEX. £ Run & 7 /LVORE

(FIARY— HE, VI 7 LA SRV NRAVTN—=T2E) 1T LERDHY £7,
Flern—RTD27 7 ANVEERTDULERDHY £9, THHOREIE Run HAL, LT
TNUHALTITWE T, D & bR VCF 7 7 A LD r— RRMKETE, 73T, "3
NEPFHDO NV v EREEGT BAM 7 7 A Ve — RT52 L HA[EETT,

To add a run

1. Geneticist Assistant A A/ > A ==2—® File A ==2—>New Run #7 U v 7 L TL &
W, New Run A 7 a2 7R v 7 AHRHE F1,

¥ 5—34 : New Run 1/ 7 a7/ 7R v 7 R

& NewRun [ el
Run Name:

Required Settings: Optional Settings:
o i — #un Date/Time: 4382016 11:24:13 AM :

Liser Group: Supervisor =
Instrument: | default ~) [heweee ] I EE [E—
Reference: [Mumen3z =] subpane: )
. i  nanenarent.. |

(/] Identify Patient 1D from Sample by Separator

Panel Group: default
] Import Pathagenicity from YCF
[ Multiple Samples in VCF \‘Selecl Variant andfor Coverage Files...| 7] Submit Hotspots
Accepted VCF fiters: all Edit
ok || canel

2. FHE Run OAFIZAN LT TEEN,



3. Run#ZTEAEITHo T &,

—

T

B

Required Settings

Chemistry HUT L7 IA M) —BEATERVEAIX, I AR
U—zBMT252nT&ET, New 27V v 7 LT
Add New Chemistry A4 7 a2 7K v 7 A%, Hill
FIAR)—ZBIML TSN,

Instrument YT LIEENMEMN TERWGEIT, EELZBEMT S Z

ENTCEET, New #27 U v 27 LT Add New
Instrument %A 7 2 VR v 7 A& P& HHAEE 2B
LTLIZEN,

Reference Files

BT DY T L AT rANANMERTELRWEAIL,
U777V AT 4 L7 MU ERET 20, LERY 77
VVAT 7 ANEZDT 4 V7 R UICBINT 5 0ER S
HA[EEMENH Y £ 7, [ Specifying your Geneticist

Assistant Settings] (53 X—) ZfEDO Z L,

Panel

SNANVEBIR LT, ARV 7 — T H BRI S

. ZO4¥ Panel Group 7 1 —/V RIZERENF

T

VAT LORRAREHTERWGSIE, SRV EE
m+22eNnTEEST, New 27U v 27 LT
Manage Panels % 4 7 12 7R v 7 A% B & | MER
SNENEA VHE—FLTLE S, [Importing a

Panel] (85 ~—¥) ZDZ &,

Multiple Samples in VCF

BEEY 7 I)VE KD Variant 25t VCF 7 7 A L& 1
— R AH8E8. ZOF 7 arEERLTLIFEN,

Optional Settings




Run Date/Time

Run Date/Time ®F 7 # /b MEIZHEIED HEFIC /25T
WETA, HEITS U TEFREARETT,

User Group

77 4V R TR HEE LSO 2 — =13 H 537 submit
L7z Run @7+ L 7> Read/Write T& £¥ A, Z® Run ~
fthDEEE LSO 2 —HF —73 Read/Write TX 5 K5I
T2100F, @R —F = —TERIRERE LT
S,

Sample Group

FFarTd, —EHBICOE > TV IRL TRE L
WY AD S —FIER AN E T,

Subpanel

Z® Run [ZERE TV D SR LN O E DGR D 71

Ny VEMERT DX, W7 S x Lz @R LT

IEEW,

v OBIRL TR T RN EREN TV
A1, Subpanel ke vy 77X YA MDA T3
VIR TEE A, T AARAERIZON T

[Adding a Subpanel| (99 X—¥) DO Z L,

Identify Patient ID from Sample

by Separator

T 74NV P TCEBRSATWVWET, =Rl I A7
7 ANDT 7 A V4 Patient ID NEENDHBHE, T D
Patient ID % 7 7 A LA H OO SLTFH & ED K HIZX
BapERL TSN Bl 7o x == (O, Ry
b () L), ZRIZEVFY T AnsticT 5 Patient
[ BB DL E T,

Import Pathogenicity from VCF

Pathogenicity 8% &1 VCF 7 7 f V22— KL T,
= OfEH % Geneticist Assistant 57— & ~X— 2|21 VR

— FML7EWEES, Z0F T a rEZRIRLTL &N,

Submit Hotspots

17— R L7 VCF 7 7 A LN ® Allele Frequency 7’ 0(£
) @ Variant % Geneticist Assistant 7 — & ~X— 2 |Z

submit T2H AN L TS ZE W,




Accepted VCF filters Yo TINT AN Ea— RLIERICHEHCTE£9, Step

5D &,

4.

TrANEO— KT BT, RET-oTLEEW .

®  Select Variant and/or Coverage Files #7 U »» 7 L Select Files # 4 7 a 7K v 7
AZZBNTL &N,

® Select Files ¥4 70/ Ry 7 AT, u—R+%5BAM # L v Y77 ALt VCF 7
7ANEBERLTOpen &7 Y v 7 LTLIEEW,

B—=RTL7 7 ANVEERT DT, WOZ LIZERLTIEE N

B Run D72 12 submit 54D VCF 7 7 A L BAM 7 7 A V%, #H Run (2o —
RCxFET, PUo7NARFRLEFICLTES IS, BEZIGUTERTAHZ L]

Dp &b R VCF 7 7 A LD v — RSBETE, A7 a T ROl 1
v UERE T BAM 7 7 A LA — RT5 2 & b alfETT,

0— RT3 TNVN—D2TVCF 77 A4/ BAM 7 7 A VIRENEND T 7 A VL4 H
RIS T D LTI EEERVGEA, Open 27 Vv /558 207 7 A T 7o
YN =D R T 4=V RICRRESNET, @7 7 A NV Z A T DD Browse R
2l %70 v LCEOF I MTHIEH T 7 7 A BB — R 52 ERTEET,
BlzI1E. BAM 7 7 A V& — RLIcGa, £OY 7 v U —O Variant 7 7 A /L
(*vef) 7 4 —/ FHED Browse R vl 2270 v LT, Bz H 710 VCF
TrANER—RTHZERARETT,

B— KT 5% TAREETVCF 7 7 A& BAM 7 7 A AIRENEND T 7 A L4 H
(X T D LT HNE B ERWGE, Ctrl ¥ —%2 M L7225 VCF 7 7 A /L £721X BAM 7
7 ANEBNERL TS Open 227 U v 7358, H7 74 NMEEOY T L2
M) —lzFEmanEd, Y7Ly b =220, @k 7 A V¥ A T OO
Browse A% el 27 0 v 7 LTHIEMT 7 7 A VB — T2 2 LT ET, iz
IX.BAM 7 7 A V& v — R LEHAE ZOH 7z b Y —0 Variant 7 7 A /L(*.vef)
7 4 —/b 4D Browse R ¥ Ll 22V v r LT, MERZOHF LT LD VCF 774
NEBr— RT5Z ENAIETT,




VCF 774 /v& BAM 7 7 A )Vili iz — KL TEY, 77 A NLHFITHIET 5 3055
EETHA. Ctrl ¥ —&# L7285 VCF 7 7 A /L& BAM 7 7 A Lililf 28R L TH D
Open 27 Vw735 W77 AMIEOY Ty M) —OidiR 7 4 —/L RiZ—
FEICFRSNET, FRIZ 2D VCF 77 A /VIBAM 7 7 A Dt v b b L 1THEEK
VCF 77 A /VIBAM 7 7 A VDt > bEr— R TEET, ST DL4RB64T Hiviz%
VCF 7 7 A VIBAM 7 7 A vty MIHIn T oV 7oy b =3RS ET,

—ODY T MATONTHEERD BAM 7 7 A Vb 59613, % BAM 7 7 A L% ffl]
(2 submit L CEh 5 %[E UY > 7L Patient |Z assign 92 M2 (372 < 8 D 12 Merge
BAM Files V— V&AL T, £ BAM 7 7 A V&2 —D2D 7 7 A MIHEA LT, —2D
TN LTEDT 7 A /L% submit 5 Z & A AIEETT, [Merging BAM Files with
the Merge BAM Files Tool ] (288 ~—°) #ZHL T 7Z&0),

F 74V N TlX. VCF 7 7 A VAT o AL DBHRESNET, VCF 7 7 A V4 134
IV M) =D EEICERIRENE T, U TN EERRETY,

iE->TH Iy A vea— NLEHAE VY74 %57 U v 27 LT Remove this
sample 7 U v 7 LT 230,

HOY T MTT 7 AN —REND L XEDT7ANDTINT 4 L7 BURZ(T 4 b

7RV ET7ANE) X New Run #A 7 a0 Ry 7 ATFEHOEKEY Ty ) —DiH

Y727 4= RiZERrENET, K5-35 (163%—2) 2O &,

v

BEDT 4 L7 NI DB H TN T A vEa— KL%, BAM 7 7 A VG ENRT
WHEE. O BAM 77 A VIEZOT 4 L7 b UK TOWRITIUTIWIT 8 A,
ZDT7 7 A0 Run ~® submit B3 L7tk b, ZiLH D BAM 7 7 A V& RIOT
4 V7 FNVICBEITLZ EILTEEE A,



5—=35: Vo IN Ty AN Ea—RLEZNewRun #1472/ Ry 7 A

8 NewFun [ ===
Run Name:  80040Z.igv-sorted_Output_Mutation_Report1 fitered

Required Settings: Optional Settings:

— [Gefoui S Fun Date/Times 4282016 1134018 AM |5
User Group: Supervisor -

frument: default

s e m— e —

Reference: |Human 37 = Subpanel: -

- T

V] 1dentify Patient 1D from Sample. by Separator

Panel Group: default
] Import Pathogenicity from YCF
[ Multiple Samplesin VCF |Select Variant and/or Coverage Files...| 7] Submit Hotspots
Accentad VCF fiters: Al
800402 igv-sarted_Output_Muttion Reportl fitered: 1
| Run y a7 z
Sample Name: 800402.igv -sorted_Output_Mutation_Report1_fitered | Default | Exic e '.41‘23]2016 R
| sempleGroup | =)
Fie(*.vef}: 5 | . it ———.
Variant File(®.vcf}: /80040 2.igv-sorted_Output_Mutation_Reportl_fitered.vcf [ai ] b -
Coverage/Pie Up File{=.bam) aticist_Assistant/Demo_data/B00402igv-sorted_Outputbam (..o | Patients: [ =)
Reference: oz ] b bk
] Submit Hotspots
Panel: | Canicer panel -Comprenensive | Panel Group: default e :_Eﬁt ]
| <1 1, ]
=

5. VoI nNT7rANEr— KL%, Accepted VCF 7 4 V2 —DEfEET 7 4V MED F F
124575, Edit #27 Y v 2 LT Select Accepted Filters ¥4 7 /R v 7 AZH&, n—
RL7ZVCF 77 ANMERT 27 ANZ—%fRETDHIEMTEET, 74 VF—DRGE

fEIZ G o 7= Variant O &% Geneticist Assistant (24 VR — K S FE T,

TANE—EFRN LT OK %7 Y v 7 LT Select Accepted Filters # A 712 7R v 7 A
LT IES N, BRULIET7 4V Z—13T 740 MEICRET Z L bAalieTd, X 537

(154 =) BRRDOZ &,

5—36 : Selected Accepted Filters %1 71 77K v 7 A

|8 select Accepted Fiters (o=

Select Accepted Filters:

T pass
1 sefie

o J[ coms |

5—37 : Selected filters specified for a VCF file on the New Run dialog box



Accepted VCF fiters: | Edit

(A7 vay) Ko TN HONT, BBEIWZIE U TR ENd, b LLITETEIT-oTL 2
YA

® YUTINAEEETD,

® F 74T, 7LD Reference, Panel, RunDate/Time, Sample Group.
Import Pathogenicity from VCF Ofi%, Step3 TIEE L7 Run MHDETT, Zh
SOMIF 1 T NABMTERETE £,

®  Patient &V 7 UICEENT T D I2iX. Patient Ka v 7 & 7 U X kS Patient &
IR L TL &,

® STV RTiX, MHE® Variant 7 4 VX —RH55H,. ZNHD 7 4 V% —% Run
LoULTCapply SIVET, 7T accept 47z Variant 7 4 V¥ —EfRET DI
X, Bdit 27 U » 27 L THh 5 Select Accepted Filters ¥4 72 /Ry 7 ATT 4 VK
—BRREEHE L TEENN,

OK%ZZ7 Vw7 LTLIZEN,

Current Job # 7B E, 7 7 A /v v— NEfTZ/~7 Progress N—EKRINET, 77
ANDE— RR5ETT 5L Progress /S—23{H 2 Runs # 72 Y | 8 Run 78 Run # 7
ICRRENET, ZHT Run OF—FZLEa—FTHZENTELHLIECRD ET,
Chapter 6 [Geneticist Assistant Data Review - Runs Tab] (155 ~<—°) #&M L T<
ZENN,



Overview of the Runs Tab

Geneticist Assistant A A > 71 > RURKANZEAL & &, Runs ¥ 70 FRINET, Runs #
71X Runs A V' DOHIHRER SN TEY | Geneticist Assistant TFEIT 72 Run IO\ T
HHRNEFREINET,

® EEEOYEIEL. Runs A T AETO—H —» 5 Geneticist Assistant 7 — & X— X
IZ submit SN2 TO Run BERINET, 7 740 FTIE, BAICH 7B & &,
submit SI7ZEHFHD 30 D Run NFRINET, 25D Run X Run ID ITL>TY—
TATSRTVET,

® 2 UH—Ra—HF—DHAIE, HS T Geneticist Assistant 7 — & ~X— 2 |Z submit L7z
2 7T? Run, b LMD —HF =75 submit Z4v, B LT < &b Can Read
Permission 23FF Al S TWDRTO Run BRAINET, 7 7 4V FTIK, &HIITHF 7 H
IS &, 2B 20072 F Run © 5 B, HHD 30 @ Run AF/R &4, Run ID IZ &
STY =T 4 VT ENTWET,

X 6—1: Runs ¥ 7

@B Geneticist Assistant E=R(E=E 5

File Panels Views Reports Filters Tools Backup Help

Refiesh | Sample/Run/Pane| PaneiGroup/SampleGraup Patint/Gene /dhrom:start-end | Search | [ LimitRunsby Number: 10 [+ [ LimitRuns by RunDateTime:  5/12/2015 10:3500 AM 4] 6/11/2015 10:35:00 AM [+

Runs [

Run Demo2' sample ‘800474, variants. filter' Current Jobs

" Name Run Date Time Add Date Time Chemistry Instrument #Regions # Passed Regions Status

39 Test 6/9/2015 2:35:52 PM  6/9/2015 3:36:08 PM 154 151

36  RainDance Cancer Panel Test 2 4/29/2015 2:16:24 PM  4/29/2015 2:16:58 PM 194 194

32 Demo? 10/19/2014 2:08:22 PM 10/18/2014 217:46 PM 616 608

31 Demo 10/19/2014 1:54:08 PM 10/19/2014 2:04:08 PM bal 759

13 Control0625 6/25/2014 1:50:50 PM  7/22/2014 10:08:18 AM 462 156

12 Control0702 7/2/2014 1:46:03 PM  7/22/2014 9:56:05 AM 162 156 -
Runs 10 Registered Version 1.1.6 Release Build 18 Revision 8441, Build Date: Jun 42015

Runs # 7 CIIU T & FATTE £ 4 ¢
® Runs ¥ 7DOFERELEFLET, %D [To change the Runs tab display] &0 Z &,

® {# % Run Z#H#E L £9, [To modify values for a selected run] (158 ~X—3) HD Z
&

® Run F—FERF LA T ar DAY Y v/ A=a—%F%X$£%, [The Runs Tab
Context Menu] (159 X—) D= &,



Overview of the Run Tab

Run # 72X, Runs # 7 CEBIR EIN=—2D Run DFRPFRENET, Run ¥ 7 %< I
X, RO ENNEIToTLTEEW

® Runs # 7 CRun %47 Y v 7 L Run Details 23R L T 7Z &\,
® Runs 7 TRun%2%Z7127 10 v LTLLIEEN,

K7—1:Run ¥~

@ Geneticist Assistant [E=8 (SR ==

File Panels Views Reports Filters Tools Backup Help

Refresh Sample Run/Panel Pan=lGroup [SampleGroup Patient/Gene fchrom:start-end [ Search
| Runs | Run DemoZ [ | Sample '800474. variants. filter' ] Current Jobs |
isamples of 'Demo2": B
D Name Run Date Time Add Date Time Run Panel Panel Group Reference # Regions # Regions Pas:

800474 variants.filter 10/19/2014 5:08:36 PM 10/19/2014 2:19:31 PM Demol DLMP  default Human 37 154 153
800458, variants filter 10/19/2014 5:08:36 PM 10/19/2014 2:18:55 PM Demo2 DLMP  default Human 37 154 152
800463.variants.filter 10/19/2014 5:08:36 PM 10/19/2014 2:18:20 PM Demol DLMP  default Human 37 154 151
800466.variants filter 10/19/2014 5:08:36 PM 10/19/2014 2:17:46 PM Demo2 DLMP  default Human37 154 152

Run's Status Changes:

Type b Value User Date Comment
Run Status Change New Administrator 4/3/2015 9:31:17 AM
Run Status Change Reviewed Administrator 6/11/2015 3:05:59 PM

Reports of ‘Demo2':
D Report Name User Create Date Time  Note
3 Runs_Report_Demo2 Administrator 6/11/2015 7:09:29 PM

Kl | jﬂ

Samples 4; Run's Status Changes 2; Reports 1 Registered Version 1. 1.6 Release Build 18 Revision 8441, Build Date: Jun 42015

Run # 72X EDDIEIZRD 8 DDA U RBH 0D £ ;
® Sample ~21 > [Sample pane (Run tab )],
® Run's Status Changes 21 > [Run’s Status Changes pane] (212 ~X—7),

® Reports ~< > [Reports pane (Run tab)] (213 ~<—),



To compare family data

Run oW > 7N FiER KOV 7 D4, Family Comparison 473 a V&~ T, &4
» 7 )v® Relationship & Phenotype (ZHSWNWTH U A2 TE £, LD RWEAT

b 2% 7% Parent & LT, 1 %270 % Child & L GER LT HITWITER A,
1. Run # 7 #BWNTL 730,
2. Samples XA T Ctrl F—2M LN B HETAFKET — X 2R L T,

3. BRLAEVY U Trolnhnats7 Y »27 LT Family Comparison #7 U v 7 LTLZE
VY, Family Comparison ¥ 70 7R v 7 ANREE £7, BN L7=H 7L Patient &
HESWTUWBEA., Relationship Ke w7 % 7 2 U 2 Z Patient Relationship (Father,
Mother 72 &) 2A#REN £, Patient &3V TV ARWIEA L Y) 72 Relationship 4 13
WLURITFIUTNNT EHE A, [FAERIZ, Patient f5#HIZ Phenotype N E ENTWDGAE, £ D
7L ® Phenotype K v 7% 7 U X MZ% @ Phenotype 2 HEIJICE RINET,
Phenotype Fu v &7 2 @ Affected 3% D Patient 23% @ Phenotype # H 22
& . Unaffected 1% @ Phenotype % & 7272\ 2 & 278 L TV £ 9, Phenotype 73 H #HJIC
FoREN 2 WHEAITE D72 Phenotype #3&IR L TL 72 &0y,

7—10 : Family Comparison # 1 7 2 77K v 7 A

' ™y
. Family Comparison M
Phenotype: [Phei = ]
Inheritance pattern: [Autxm'rﬂ Recessive - ]

"] Compound heterozygous
Show columns: AF V] Cov [ re
Filter variants by panel: (Buid37_cCDS_Exons_MergeOverlaps -
Sample Sample Patient g - _
o Ext D Relatonship  Phenotype Zygosity

33 UDP3168_Mutation_Reportl Filtered UDP3168 | Father + |[Unaffected v | Heterozygous
34 UDP3165_Mutation_Reportl_Filtered UDP3165 | Mother ~ |[Unaffected v | Heterozygous
35  UDP2753_Mutation_Reportl Filtered UDP2753 | Son v |[ Affected + ] Homozygous
32 UDP2755_Mutation_Reportl_Filtered UDP2755 |Daughter v |[ Affected ~ | Homozygous




PVBIZE L TR ENnEiTo T TZE 0

@ X AT ul iRy Ak EEIZH D Phenotype R vy 7 X7 U R0 L RO
Phenotype Z 3R L T 7230y,

® Inheritance pattern K2 v 7" 7 U X "W DZOFEOWU)MELE RN L, EHT
= 2484, IR L7- Inheritance pattern (25 U C Compound heterozygous % &R L

TLTEENY,

® HEFERICRRINDT 740 MIUADHZE R L T ZS v (AF : Allele

Frequency. Cov : Coverage. RB : Read Balance),

0 HKYL TN oONT, BIRLIEARILTT 4 NVE Y 7 LT-4A Variant ZFE 5T 51T
1%, Filter variants by panel %% L. Panels K1 v 7# U 2 kbl x
JVERIRLTLIZEW,

OK%ZZ7 Vw7 LTLIZEN,

FET — 2 QMR FEIT S, Family Comparison % 7 23 HE 7, 7 L —OHEORTHE
2O E SN ET, Z£MIIE Family Comparison Results ~21 > CTHY o 7 /LA OFFE
23, FHANZIE Variant OFEME AR R S E T, #EERI1T Standard Pedigree Symbol % H
WTHERENTWHWET, 730 T 5 Patient 73 Affected D354, Pedigree
symbol (% shade TJ, Unaffected D355 shade TixdhH D A, SO~y HX—ITH—
YNEGDED LBER LY 7 ofe Ml cE Ed, K711, 7-12ZRo L,



7—11 : Family Comparison Results T & #[HE

7—12 : Family Comparison Results ~~-1 >~
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PAFDY 7 033 User Manual X &# X7 a— R TEx £,

https://www.bio-upload.com/usermanual

HAGEE R SR RO I3, BT Y > 7 ORMOAbE7 +— AL 0 ZOFIBH LiA#<
ZEW,

https://www.bio-upload.com/support

Batits KO OBRE N L OFRINEZ B L LIcBHIARDEE ., BitoHEIC X
VBT ENTINET, TOITHEILZIVY,


https://www.bio-upload.com/usermanual
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