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W4 Select an Algorithm

Pick an algorithm to run on the project data

Alearithms:

Table type: | Variants

¥ [} Variant
¥ [ Per Sample
8 Genotype Zygosity
8 Frequency Aware Zygosity
[& GT Style Genotype
[8 Compute Fields
[8 Annotate Variants Matching Sample
(@ ACMG Sample Classifier
¥ [ PerTrio
& Mendel Error
¥ [} Project/Cohort
@ Latest Variant Sample Assessments
8 Variant Type
(& CountAlleles
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v [ Gene
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8 Match Panels (Per Sample)
¥ [ PerTrio
[# Compound Het Detection
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[# Aggregate Filtered Variants per Gene
[# Match Genes Linked to Disorders
[ Match Genes Linked to Phenotypes

Documentation
Algorithm: Mendel Error Mersion: 1

4 8.5. Mendel Error

This algotithm computes the Mendel Error status for the child's genotype. The status is
categorized as follows:

Untransmitted: The allele was not inherited by the child.

Transmitted: The allele was inherited by the child

de nove Allele: The child's genotype shows a single de nove mutation that was not
present in either parent.

MIE: Mendel Inheritance Errar The child's genotype cannot be explained by mendelian
inhetitance patterns and is more complex than a single de novo mutation

Missing alleles are considered to be reference

Requirements

Recuires a genotype (GT) sample [evel field

Reguires that the sample have at least one parent

Output

Creates a categorical colurmn on each child sample denoting its Mendel Error status

Previous Mext
4.5.4. Compute Fields 4.5.6. Variant Type
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(Ol 17:41234451
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Show 19 hidden fields

Sample Fields

Sample HD200-rep1
Variant Allele Freq EUeLEpaE]

Read Depths (OF) ki
Show 7 hidden fields | Show 5 hidden samples

RefSeq Genes 105.20220307, NCBI

Gene Names BRCA1

Sequence Ontology (Combined) stop_gained

Effect (Combined) LoF

M of 4 Predicted Splicing Disrupted (Combined) [

Predicted Splicing Disrupted (Combined) 7

Splice Site Effect (Combined) ?

Transcript Mame (Clinically Relevant) NM_007294 4

HGY (Clinically Relevant) NM_007294 4:c4327C=T

HGVS p. (Clinically Relevant) MNP_009225.1:p.Arg1443Ter

Show 24 hidden fields

ClinVar 2023-01-05, NCBI

Reffalt GIA

Variant ID 17675
Classification Pathogenic
Clinical Significance Pathogenic

Agagregate of Pathogenic (42)
Interpr ons from
Submissions

Review Status (3 Stars) Reviewed By Expert Panel
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- AVNNDEOT7Z SRS DR EDEIL TR (R EE R(FT /U
}7\/ I\%—:}Hatlj missense_variant 596 22.00%
synonymous_variant h27| 19.45%
—_— e J— — ~ —_— - ™ R R R
- RefSeqlC&BELTFT/)T—a ATHCED, X R)N)7 > Motk Intergenic_vanant 23| 867%

BEEERNNUPUN (FoEDRTU—LSTNRTSASTRF— /T splice_region_variant 85  351%
tj@'—rnlﬂ'fﬁ/ K‘UT\/ |\7—d:t“) %}Hﬂlﬂjﬁjﬁg non_coding_exon_variant 73 2.69%

3_prime_UTR_variant 55 2.03%
- EEBAY NOS—OBEE TSI T3 77— 33 bR (NN, - ——
J4VIISICRIFB S BB E]EE .

11



BRI EERIETNUTY MOHIH Filgeng

biosciences & nanosciences

Gene Impact 3, -
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Missing I} 2 of 4 Predicted Splicing Disrupted MaxEntScan, PWM donor_loss
113 f
116
M of 4 Predicted Splicing Disrupted & —
0 of 4 Predicted Splicing Disrupted 42
1 of 4 Predicted Splicing Disrupted 3
- < » o als, - “ _ . - .
- RefSeqTl&. In SilicoFRIENIZRT 4> ) BEZFIERIT/NU7O NI U TS, 7 2 of 4 Predicted Spiicing Disrupted ‘
/T—/EI/'HDLtj'()l//?'J//]D‘j 3 of 4 Predicted Splicing Disrupted 1
4 of 4 Predicted Splicing Disrupted 1
w ~ Y ALy s . i
- UTF4EEOTOISATT RN, IVYRFYTREDIT 4> BEAIFERRD Missing 203
N o —_ —_y—
JOUSATFRIN—EUIH DT —IT I )= ELT 3
. Distance to Splice Site (Clinically Relevant) == 20 4 —
v GeneSplicer v MaxEntScan 20 s
v NNSplice v PWM +
Less than 20 44
Equal to 20 3

- ZTFASIERINSOIBNELY T Mot § 32T RADRT 513> )RS S
IR T NedE S BB AR

Missing i
47 12



RENU7> bMDBRE

Filgen

Remaove Benign

Benign

Caonflicting
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Likely Pathogenic

Likely Pathogenic/Likely Risk Allele

Other

Pathogenic

Pathogenic/Likely Pathogenic/iLikely Risk Allele
Pathogenic/Likely Risk Allele
Pathogenic/Pathogenic, Low Penetrance
Uncertain Risk Allele

Uncertain Significance

Uncertain Significance/Uncertain Risk Allele

Missing
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ClinVar(c&E#FENTWa/\U7> b3 5BIEHR T, [Benignl&lLikely Benign]
E—EURVWBDRIIZII - IS

ClinVar®fXhbi(cVSClinical ACMG Classifier (BE7RAHHRE) AW
BET. ACMGHA RS> TRMEHIMTENIZINUT > NebRETBEET]EE

GlinVar 2023-01-05% NGBI

Ref/ 1t Wariant [0 Clazzification Clinical Significance Feviem Status

G/T 41549 Benign Benign (2 Stars) Reviewed By Expert Panel

B B B B B

GiA 1475824 Uncertain Significance Uncertain significance (1 Stars) Criteria Provided, Single Submitter

? ? ? ? ?

C/A 1486292 Uncertain Significance Uncertain significance (1 Stars) Criteria Provided, Single Submitter

G/A 17675 Pathogenic Pathogenic (3 Stars) Reviewed By Expert Panel

AGMG Sample Glassifier for ACMG Sample 1

Fef Al Gene Mame  Gene Inheritance  Sequence Ontology Clazzification  ACGMG Claszification Criteria
T/C PRDM1E Dominant missense_variant Benign B&1,EBPE
7 7 7 7 7 7
ASC PRDM1& Dorminant missense_variant  VUS Weak Pathogenic PM2
ASG PRDM1E Dominant intron_variant Benign BA1,B52 BP4,BPT
GfA PRDM16 Dominant intron_variant Likely Benign PM2 BP4,BPT
ASC PRDM1& Dominant intron_variant Likely Benign PMZ BP4,BPT

=
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0.533 FlG4 f HP:00...
7

Global developmental delay
?
¥
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Matich
7

FlG4
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Zygosity (Current) is Homozygous Variant 3

Heterozygous
Homozygous Variant
Reference

Missing

Zygosity (Mother) is Heterozygous
Heterozygous

Homozygous Variant

Reference

Missing

Zygosity (Father) is Heterozygous
Heterozygous

Homozygous Variant

Reference

Missing

544
164

0

0

164
Ea=
36

107

0

21

a6

A -

< BEHDESH

< BHOESH

«— KPS

NI AREAR

- VCFI7AIUCGTI4=)L R (1/1, 0/172&E) HESAFNTL\DES

Filgeng

biosciences & nanosciences

(&, N7

> hT— 7)LLHomozygous\ HeterozygousiREDIES T —ADI1—ILR

7@__’43_%2?__[ A

- NA (BEEEFR) REOEIY O TINOVCFI7/ IV E5mHAH. \UT7> K
F=IIIEB I TINDT R RESEBIET. EY>TIDZygosity T4 —)L R

CECTLIINA—

IEB%ZFRTE3

Proband (P12878)

VAF DP Zygosity

1 56 Homozygous Variant

1 86 Homozygous Variant

1 62 Homozygous Variant

1 64 Homozygous Variant
0.982759 59 Homozygous Variant
0.088889 90 Homozygous Variant
1 44 Homozygous Variant
0.818182 33 Homozygous Variant
1 67 Homozygous Variant

1 103 Homozygous Variant

1 250 Homozygous Variant

VAF
0.506024
0.4
0.454936
0.53012
0.4760923
0.475728
0.4a

0.4
0.342466
0.326087
0.471311

DP
250
145
233
250

65
103

77

36

75

46
244

Mother (M12892)

Zygosity
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous

VAF

0.5

0.5
0.491228
0.402778
0.426667
0.421687
0.521127
0.54386
0.608108
0.495495
0.532

DP
42
88
57
72
75
83
71
59
4
111
250

Father (F12891)

Zygosity
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
Heterozygous
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biosciences & nanosciences

=

Variant Info Proband (HG02024) Mother (HG02025) Father (HGD2026)

Gﬁr:F‘Ds Refs &t WaE OpP Mendel Errar | Inherited From Eyengity WaF DF Mendel Errar Inherited From EyEnsity WAF DOF Mendel Error - Inherited From EyEngity
1:1225553 OT  0.6e6EEET 12 Transmitted Father Heterozygous i i i i 7048387 31 i i Heterozygous
1:1225558 T/C Q214286 14| de Move Allele 7 Heterozygous 7 7 7 7 7 7 7 7 7 7
1:1225563 -fCC 0.25 12| de Novo Allele i Heterozygous i i i i i a i i i i
1:1225579 G/c 0.5 24 Transmitted Maother Heterozygous 1 73 B ¥ Homozygous Variant  0.438596 57 B B Heterozygous
1:1225612 GfA 1 71 Transmitted Both HomozygousVariant 0398496 133 7 7 Heterozygous 0472222 100 7 7 Heterozygous
1:1225641 oA 1 a2 Transmitted Both HomozygousVariant 0378698 169 7 7 Heterozygous 1 127 7 7| Homozygous Variant
1:1225959 [ 04375 144 Transmitted Father Heterozygous 0461279 298 i i Heterozygous 1 24 i ? Homozygous Variant
111226102 GfA 7 7| Untransmitted 7 70433526 173 7 7 Heterozygous 0439716 143 7 7 Heterozygous
11226221 AfG 1 28 Transmitted Both Homozygous Variant 1 70 ¥ ?| Homozygous Variant 1 70 ¥ ?| Homozygous Vanant
De Novo/\U7> b

Variant G- Compound Het Genes for Proband (HG02024) VYariant Info Proband (HG02024) Mother (HG02025) Father (HG02026)

Gene Mames Has Compound Het?  Inherited from Father Inherited from Mother 6hr:F‘u:us Ref/alt Wi F DF ZyvEosity Wi F DF Iyangity WaF DF Ivgozity  Gene Mames

AHMAK True 1 1 11:62289513 oT 0.477212 373 Heterozygous ? i ? 0.542403 569 Heterozygous AHMAK

FLG True 3 1 11:62299482 e 0.475 522 Heterozygous 0.469641 808 Heterozygous ¢ ¥ g AHMAK
KRT4 True 1 1
MUCSAC True 3 2
MUCSE True 1 1
PCDHGA1 True 1 1

HANTOESHE
17
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Project Template
Folder: Project Templates

* | )

ACMG Guidelines Gene Panel

ACMG Guidelines Trio

Advanced ACMG Guidelines Gene Panel |
Cancer Gene Panel Starter Template
Comprehensive Cancer Template

Exome Trio Template

Hereditary Gene Panel Starter Template
My Cancer Panel Template
Tumar-Normal Template

Empty Project

Inheritance Model
de Movo Candidate
AltAllele Freq (AF) = 0.01 OR miss
(0][o

Effect (Combined) is (LoF, Missen
(@ Updated inputz are |E|

Mendel Error (Current)is de Novo, % =

Reset Browse..

Exome Trio Template
Abasic template for exome trio analysis.

Author

Galden Helix Inc.

Notes

The Exome Trio Template is a basictemplate for trio analysis. Included are
filter chains for:

* de Movo Variants

* Dominant Heterozygous Variants

* Compound Heterozygous Variants

*Recessive Homozygous Variants

* ¥-linked Variants (Excludes PAR)

* Pathogenic in Incidental Finding Genes

Please note thatvariants passing the X-linked filter chain are only valid ifthe
probandis male. If a female proband is being analyzed, we recommend
deleting this filter chain.

L Dominant Heterozygous
A 0O -1 Alt Allele Freq (AF) = 0.005 OR missing
3,754
A4 0O Effect (Combined)is (LoF, Missense)
0| 149 @ Updated inputs are available which may produc

Either Parent is Heterozygous

MIE 0 Father Het A Mother Het
Transmitted 144 Zygosity (Father) is Heterooyg & O
Untransmitted I @ 0f 132
de Movo Allele 0 Zygosity (Mother) is (Referenc &, O
Missing 1] @ 0f 105
[0][0] o [0][n] 108

Zygosity (Current) is Heterozygous

o) o

- D-7J0-%RIRERBLICIO T EROBEGHERICEL DTN = R
(CR1T

- VarSegiZEE&HDL T XA RDO-IJO0-%2FHI2ELT. I-Y-BBT
J—HJ0—-%¥EEE 9 2w E <, De Novo/ 77> MMBMEATO - SMHREN
V7>~ EENTOIBESAROXETH) V7> M F e T I3 ER]EE

A
A O
[0][0] =710
Ao
[0][] 182
N -
Al

[+ Zygosity (Mother) is Heterozyg & O

[1][a] 26

[ Zygosity (Father) is (Reference 3, O

) o
@) o
[n][a] 108

A O
[0][a] 105

[0][o] 105

@ Updated inputz are a

Recessive Homozygous A |
] AltAllele Freq (AF) = 0.01 OR missing % O

[0][0] =754

[~ Effect (Combined) is (LoF, Missense) % O

[0](] 149

Recessive Inheritance Model A~

[ Zygosity (Current) is Homozygous ' & O
[0][0] o

[ Zygosity (Mother) is Heterozygous 3, O
[0][0] o

[ Zygosity (Father) is Heterozygous & O
[ o

ook

o) o

Compound Heterozygous Q|

AltAllele Freg (AF)=0.01 OR miss & O

[0][a] 2758
Effect (Combined)is (LoF, Missen 4 O
@ Updated inputs are |E| 0f 144

Compound Het? (Current)is true & ~

True 0
False 149
Missing 1]
[W]fo] o

[8)fe] o

¥-Linked

Mot In PAR regions

AltAllele Freq (AF) = 0.01 OR missing

Filgeng

biosciences & nanosciences

A

) o

4 0O
ook

] Zygosity (Current) is (Hemizygous, Hom %

Hemizygous
Heterozygous
Homozygous Variant
Reference

Missing

0
I

[pl8
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AF (Current) == 0.05
nns

Less than 0.05
Equal to 0.05
Greaterthan 0.05

Missing

AF (Mormal) = 0.01 OR missing
noi

Less than 0.01
Equal to 0.01
Greater than 0.01

Missing

= o +|—

4,50

4,501

+F

4,397
103

104

< [EEEmO
N7 RPULIVEEE

< IEFHE®&ED
N7 PULIVERE

RETE — IE SRR T AR

biosciences & nanosciences

- [EEMER. IEER#OmY > TIVOVCFIr A IV eigidaAdr. N7 > =T
([CEY>IINOFT—FeFRRESEDIIET, ENETNOINI7Y RPUIVBEE I —ILR

ZECTMNA-TREZERR TED

- ESHEBE> TV TRINUT S MNP UIBEENKREC MOIEEHE#T TV TE
RV (FRER&E) N7 Metii g 52T, ARHERR/ (DT> bR HYE]

LE
Be

Variant Info

Ghr-Pos
39920151
310088404
3:32031995
241278119
3:46009157
375714024
31007705596
3100170598
3100170600
3148599775

Ref/filt
G/A
aT
T/C
C/A
C/A
C/G
T/C
aT
AT
G/C

op
200
163
62
249
a9
250
17
120
122
184

Tumor (T990005)

AF
0100503
0.228395
0483871
0.325301
0.130435

01684
0.119658
0.116667
0139344
0.238342

Mormal (N990005)

DF

I R B I TR I RN B RS ]

&F GeneMames SequenceOntologyCore:

7

B I B I I R S RN N |

CIDEC
FAMCD2
ZNFBE0
CTNMNB1
FYCOn
FRG2C
LMP1
LMNP1
LNP1
cp

missense_variant
Synonymous_variant
missense_variant
missense_variant
missense_variant
missense_variant
missense_variant
Synonymous_variant
missense_variant

intron_variant

F

EffectCom:.
Missense
Other
Missense
Missense
Missense
Missense
Missense
Other
Missense
Other

=
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~

'] Watched? is true A =
True 7
Falze fi
Missing I

-

Summary of CIViG---

Matched?
True
False
True
False
True
False

True

CIVICG — Region Clinical Evidence Summaries 2023-01-01. WUSTL

Mutation Tvpe Tumar Tvpe

Fusion,Fusion, Fusion,F... Mon-5mall Cell Lung ...
[ 7
Coding Mutation,Codi... | Bowel, Colorectal Ade...
[ 7
Coding Mutation, Codi... Medulloblastoma, 7
7 7

Fusion,Fusion, Fusion,F... Mon-5mall Cell Lung ...

Ohcotree Tizsue Tvpe Gene Mame

Lung,Lung,Lung,Lung,L... ALK ALK ALK..
7 [

APCAPC
7 [
CNS/Brain PTCH1,PTCH1
? 7

RETRETRET...

Bowel Bowel

Lung,Lung,Lung,Lung,L...

' Oncotree Tissue Type is (Bowel Bre 3, —

Adrenal Gland
Biliary Tract
BladderiUrinary Tract
Bane

Bowel

Breast

CMNS/Brain

Cervix

0
0
0
0

N

CIViC

UserAnnotations im

GiCICHNNC)G)C)CANC)C IANG)C Il C)C NS C AN C ) C Al C

Extended Fields

? ?
@ [

Project Data @

KRAS
RCIELIT-N G13

v
Vv
Vv
Vv

OD®
R
>>)>
I <<
< I<I<

Cancer Hotspots

Type single residue
Rl D, C G, V.E R A
UserAnnotations im Acids

UserAnnotations im

Amino
Acid
Counts

214,32,6,6,3, 2,1

Qwvalue |
EEINWEEY 264
Tumor
Types

liver, ovary, testis

Tumor
Type 1,1
Counts

Style Fixed Color #1245d6

bowel, lung, stomach, blood, uterus, pancreas,
unk, biliary_tract, cervix, bladder, lymph, skin,
soft_tissue, ampulla_of_vater, brain, breast,

B DNASHT-IN-AILLB7)T—>3>

- WA E U T —IR—ZANZE A
BaINTHED, 77— 4313 0I4)L5)
SHSERETES

- CIVICT(E. HACBHEULERFOHE

£BI1)AU> TV alEE

130,57,17,12,12,7,5,4,4,3,3,2,2, 1,1, 1,1,

ofiFs - BEIET X IEEHR. Cancer
Hotspots TIFZEE DRy NARY MEBAZIC
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Allele Frequencies ==05 4

05 | b m EERO7LIVADY B

o
e tan s - - BHOYYTIWVCFIP IV ERBSCHHAALSER. BT TUZ AT IIVERRO 7> N
ikt . EDTUNAOSERERFHEL. AU RIS BLI AR

Greater than 0.5 ! YO INEREEEOTIN—T T BIIN—TEHD> MITIEETTEE

Miz=ing 437

a3z
Variant Info ERR1949557 ERR1949559 ERR1949561 ERR 1949563 ERR1949553 ERR 1949555 Gount Alleles
Bhr:Pos Ret/ Al WaHF [l WaF DP WEF [l WiF WaF DF WAF DP Allele Counts Allzle Frequencies # Blleles # Het # Homoar # Samples
1:928475 G/- 0.975936 375 1 121 0.942623 367 1 0.9559184 45 0.976471 171 17 0.566667 20 11 3 14
1:9258478 G/C {0.970509 374 1 122 0.242308 367 0.964286 0.958333 48 1 169 19 0.633333 30 1 4 15
1:928501 G/- 046729 1285 0.452736 403 0.452074 1236 0.529138 0.632995 497 0.599232 7a1 15 0.5 30 15 o 15
1:925504 G/C 0.46087 1270 0445154 3492 0.455907 1205 0.525547 1 478 0.605538 T4 15 (153 30 15 4] 15
1:928520 AG 1 1205 1 345 1 1260 1 1 507 1 808 29 0.966667 30 1 14 15
1:928578 G/A 1 1315 1 404 1 1261 1 0.960507 215 1 829 28 0933333 30 2 13 15
1:925836 T 1 21 1 17 1 29 1 1 14 1 30 20 0.666667 30 2 9 11
1:925983 -fC 0.903226 E1} 0.869565 23 0.240298 &7 0.956522 1 38 0.867931 60 18 0.6 30 B 5 13
1:929190 AG 1 16 1 20 1 67 1 1 36 1 48 24 0.8 20 2 11 13
1:929316 T 1 15 1 14 1 47 1 1 32 1 48 25 0.833333 30 1 12 13
1:929321 ASC 1 14 1 15 1 46 1 0.9375 32 1 47 24 0.8 20 2 il 13
1:929327 ANG 1 15 1 15 1 46 1 1 32 1 48 25 0.833333 30 1 12 13
1:921014 AG 1 177 1 52 1 144 1 1 124 1 188 28 0.933333 30 2 13 15
1:931730 NG 1 13 ? ? 1 58 1 1 17 1 18 18 0.6 30 2 8 10
1:932111 ASC 0.736842 19 1 14 0.769231 169 0.769231 1 42 0.8 56 15 0.5 30 1 2 13
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dbMSFP Functional Predictions and Scores 4.2, GHI

SIFT Score  SIFT Converted Rankscore SIFT Pred MutationTaster Score  MutationTaster Converted Rankscore  MutationTaster Pred
dobMSFP Functional Prediction b 0.024 0.47745 D 1 0.08575 M
SIFT Predis D A | N of & Predicted Damaging is 3 | 0,001 07849 D 0.9959736 0458535 D
1 0 of 6 Predicted as Damaging I 0.001 07849 D 0.641085 Q.32877 D
D 2 1 of 6 Predicted as Damaging I ! 0.00964 T | 0.08875 P
19 021144 T 0.98494 0.24755 M
T 1 2 of 6 Predicted as Damaging 1
Missing I 3 of 6 Predicted as Damaging I deSFP 4-2

4 of 6 Predicted as Damaging 1

5 of 6 Predicted as Damaging 1 dbNSFP Functional Prediction Yoting

& of 6 Predicted as Damaging il M of & Predicted Tolerated M of & Predicted Damaging SIFT Pred (C) Polyphen2 HVAR Pred (C)  MutationTaster Pred (C)
Missing i 0 of & Predicted as Tolerated 6 of & Predicted as Damaging Damaging Possibly damaging Damaging

1 of & Predicted as Tolerated 5 of & Predicted as Damaging Damaging Probably damaging Damaging

0 of & Predicted as Tolerated 6 of & Predicted as Damaging Damaging Possibly damaging Damaging

2 2 0 of & Predicted as Tolerated 6 of & Predicted as Damaging Damaging Probably damaging Damaging
9 2 of & Predicted as Tolerated 4 of & Predicted as Damaging Damaging Possibly damaging Damaging

2 of & Predicted as Tolerated 4 of & Predicted as Damaging Damaging Probably damaging Damaging

2 of & Predicted as Tolerated 4 of & Predicted as Damaging Damaging Possibly damaging Damaging

1 of & Predicted as Tolerated 5 of & Predicted as Damaging Damaging Probably damaging Damaging

m REEREFAODE

- U7 RO INIE DR

=)

B/%BB
s —

dbNSFPF—AX—-XTT7J)F—>a 45+

- N

~w

-~

dbNSFP 3.0

%, YOI\ BIREE

7= EEECY | DE LN IRIFE 2R 2 RT0J S LA TFHIEL

IEZERDOLODTOT SATHEEEHESNDEVSRETIILA) T HETEE

3>4.2TIF30FFFEA_EO7IN TV LAOFHEHERZE BT ILIU> T U N

—23>3.0TETOTS AFETEFEOH TN,
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PHRED Score == 20 OR REVEL == 0.2 3 -

PHRED Score ==20 % | REVEL ==0.2 A | CADD Scores 1.6 REVEL Functional Predictions 2016-06-03, GHI
|20 |l [ 02 | L Ref/Alt Raw Score  PHRED Scare Estimated? Ref/ it fifs Ref B Alt REVEL
+ + T/G 3,85956 26.6 False T/G F v 0.872
Less than 20 0 Less than 0.2 0 A/G 47157 32 False A/G E G 0.736
C/G 2.85034 23.2 False C/G R P 0.166
Sl 0 || Equalto0.2 L TG 2,6005 227 False TG H P 0.374
Greater than 20 a Greaterthan 0.2 3 ASG 1.01983 13.56 Falze ASG 5 p 0.075
s sing i s i T/C -0.703073 0.019 False T/C K R 0.015
T 1.85472 18.67 False T R K 0.153
3 4 G/C 2 76662 23.1 False G/C A G 0.393

B REEAITZOHE

- AVNIBENORZERADTEUILT —INR-RELT, CADD (BET7RACHE) EREVELLFIFIEIEE

- CADDIFIRTOSNVEETHIDINDelsICHt U, £ NTPL YRS ) A ETEDEZE/NF—>D)\U7> bD5>)7%1 - 99DEEET
PHREDAO7¢ELTEH (EA710%T(EPHREDRIZH'10. L£71%TIdF20. £470.1%T(F30)

- REVELIFEZER/WW7> NIIHU T, SIFTIPolyphen-2/2ED 1 3EIDMEREFRITOI S ANSOXT 7 DIAFENRICEDE
WIRMEZ FRILUZEDT. 0 - 10FBEOAI7HELEIND
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BEIVEDEE : TV RA ST
TEL: 052-624-4388 (9:00~18 : 00)
FAX: 052-624-4389
E-mail: biosupport@filgen.jp
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