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» Variant

NUFZ2VRT | IFIHI;, c.2807+1G>A

ZZIKlE. HERVOIAVRNDOXENADET, OXEBFEYI—TT, ZZiKiE. HERVPIAVINDOXE
MADET, COXBRYI—TT,

NUFZR2 | IFIHI;, c.2807+1G>A

ZZIElE. HERVIAVRNOXENADET, COXEFETI—TT, ZZiciE. HERVPIAVNDOXE
BADEY, COXEEFYI—TT,

NUFZ>VR3 | IFIHI;, ¢.2807+1G>A

ZZICE HERVOAAVRDOXENADET, TOXEEFEYI—TY, ZZIciF, HUERVPIXYMDOXE
MNADEY, CONERFYZI—TT,

NUFP>R4 | IFIH]T;, c.2807+1G>A

ZZICE. HERVOAAVYRDOXENADET, TOXEEFEYI—TF, IZIciF. MERVPTIXVMOXE
NADEY, CONERFYZI—TT,

» Copy Number Variant (CNV)

ZZIKlE. HERVIAVRNDOXENADET, COXBEFYI—TT, ZZiKiE. HERVPIAVINDOXE
NADET, TOXERFTZI—TT,
CNV2 RHD;RSRPI1;,CN:O0 EfzFAZiE . txStart-txEnd

ZZIKlE. HERVIAVRNDOXENADET, OXEBFEYI—TT, ZZiKiE. HERVPIAVINDOXE
MADET, COXBRYI—TT,

RHD:RSRP1,CN:0 (5FM1LE : txStart-txEnd

ZZIlE. HERVIAVRNOXENADET, TOXEFETI—TT, ZZiciE. HERVPIAYNDOXE
BADEY, COXERFYI—TT,
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KCNQ4 FEMEECE A THEBEEEN ERSINTVWSELRF T,
SERESNICEGFELRBEBEORROBSEREH2D00D, —REFIICHERESNIBEEHDE
Yo Ry T TOBAREDERBUIMNCHERIERSINLSAIEENHDET, CHENGNIEL, EIEAN
VeI TREBAWEELEY, £fe. BRRERIODRE BN AT,

HGVD, ToMMo ICIF&H%RL

1000 Genomes Project 0.00559

The Genome Aggregation Database (gnomAD) 0.00484

Exome Aggregation Consortium (ExAC) 0.00138

NHLBI Exome Sequencing Project (ESP) Exome Variant Server 0.00592
The Genome Aggregation Database (gnomAD), exomes 0.00113
Trans-Omics for Precision Medicine (TOPMed) 0.00554

NM_000371.4(TTR) : c.424G>A(p.val1421le)

Interpretation: Pathogenic/Likely pathogenic

Review status: k¥ criteria provided, multiple submitters, no conflicts
Submissions: 23 (Most recent: Feb 21, 2021)

Last evaluated: Jul 30,2020
Accession: VCV000013426.14

Variation ID: 13426
Description: single nucleotide variant

See interpretations for this variant in combination with other variants
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»Variant

IFIH1:, c.2807+1G>A

ENST00000263642.2_.2, chr2:9.163124596C> T
VAF=0.75(12/16)

ClinVar: Benign

ClinVar Allele ID: 516567

dbSNP:
HAEE DB HA A SNP
COSMIC occurence: HGVD: 3.8%
CiViC Highest Evidence: ToMMo 2kJP: 4.3%
JAX CKB: ExAC EastAsia: 0.3%
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IFIH1: ¢.2807+1G>A

ENST00000263642.2_.2, chr2:9.163124596C> T
VAF=0.75(12/16)

ClinVar: Benign

ClinVar Allele ID: 516567

dbSNP:
HABSE DB HZAA SNP
COSMIC occurence: HGVD: 3.8%
CiViC Highest Evidence: ToMMo 2kJP: 4.3%
JAX CKB: ExAC EastAsia: 0.3%

EOAESEREERLOZUACY VEEEERER EEED  AD,
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IFIHT: c.2807+1G>A

ENST00000263642.2_.2, chr2:9.163124596C> T
VAF=0.75(12/16)

ClinVar: Benign

ClinVar Allele ID: 516567

dbSNP:
HABIE DB HZAA SNP
COSMIC occurence: HGVD: 3.8%
CiViC Highest Evidence: ToMMo 2kJP: 4.37%
JAX CKB: ExAC EastAsia: 0.3%
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IFIH]: c.2807+1G>A

ENST00000263642.2_.2, chr2:9.163124596C> T
VAF=0.75(12/16)

ClinVar: Benign

ClinVar Allele ID: 516567

dbSNP:
HABEE DB HZAA SNP
COSMIC occurence: HGVD: 3.8%
CiViC Highest Evidence: ToMMo 2kJP: 4.3%
JAX CKB: ExAC EastAsia: 0.3%
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»Copy Number Variant (CNV)

8.00 v -
6.00: ¥

= gain
= loss
= aurPD

RHD:RSRP1: CN- O

BIEFAME :
CNV ARV IRY 3> chr1 25595000-25657000
R&: 62000
Pathogenic DB T kY : dbVar:nssv15128607

RHD:RSRP1: CN- O

BIEFANLE :
CNV ARV RY>3> 0 chr1 25595000-25657000
R 62000
Pathogenic DB T kY : dbVar:nssv15128607

RHD:RSRP1: CN- O

BIEFANLE :
CNV ARV RRY 3> 0 chr1 25595000-25657000
&< 62000
Pathogenic DB T kY : dbVar:nssv15128607




Structural Variant (SV)

chr3

chr10
chr17
chr17
chr17
chr17
chr17
chr17
chr17
chr17
chr20
chr20
chr20
chr20

o,

33,055,547
51,387,762
35,479,452
37,595,417
37,607,291
37,793,484
38,243,107
48,943,419
57,232,492
57,970,686
45,852,970
56,886,179
56,964,574
57,227,144

chr3

chr10
chr17
chr17
chr17
chr20
chr17
chr17
chr17
chr17
chr20
chr19
chr17
chr20

32,483,331
51,732,773
37,374,425
48,548,388
53,218,671
53,259,996
46,371,709
35,880,751
34,863,763
47,021,336
34,078,463
17,256,207
37,934,020
55,929,088

GLB1-CMTM7
TIMM23B-LINCOO843
ACACA-STAC2
MED1-ACSF2
MED1 - STXBP4
STARD3-DOK5
THRA-AC090627.1
TOB1-SYNRG
SKA2-MY019
RPS6KB1-SNF8
ZMYND8-CEP250
RAB22A-MYO09B
VAPB-IKZF3
STX16-RAE1
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»Quality Information
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Coverage : x22.71
QC #&Y—R&EEFE: 636,336,362(81.26%)
Ny 7U—R#: 528.3M
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* dbNSFP 3.2c (https://sites.google.com/site/jpopgen/dbNSFP)

° COSMIC 81 (http://cancer.sanger.ac.uk/cosmic)

*EXAC 1 C(http://exac.broadinstitute.org/)

°Clinvar 2019-09 (https://www.ncbi.nlm.nih.gov/clinvar/)

* JAX CKB Variants 20200110 (https://ckbhome.jax.org/)

°*HGVD 2.3 (http://www.hgvd.genome.med.kyoto-u.ac.jp/)

°* ToMMo 2kJPN Chttps://ijgvd.megabank.tohoku.ac.jp/download 2kjpn/)
°* CIViC (https://civic.genome.wustl.edu/)

°* GENCODE 31 (https://www.gencodegenes.org/releases/25Lift37.html)
°*DisGeNET 2021.4.30 (https://www.disgenet.org/home/)
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