Supplementary Fig.1 Number of variants per clinical significance

a In the Clinical significance box, the number of variants per clinical significance is displayed for 1,052,579 ClinVar
variants in TogoVar. Note that the number is counted for each significance when two or more clinical significances are
assigned to one variant.

b The number per clinical significance for 123,160 variants included in the five datasets of JPN_UNION is displayed.
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Supplementary Fig.2 How to access individual-level genome data in JGA

a Identify the allele frequency dataset (GEM-J WGA) that contains the variant of interest. b Focus on hum0184
among the six individual-level genomic datasets of GEM-J WGA. ¢ Obtain an overview of the hum0184 dataset in
the NBDC human database. d Submit a data-use application.

a
mVAR A comprehensive Japanese genetic variation database (EN®1kYAd Home|( Datasets )| Downloads APl Terms Contact About History Help
TogoVar datasets (GRC
Variant frequencies for which you can apply for use of individual-level data*" to the NBDC human databases*?
Click the links at the Included controlled-access datasets to apply for use of individual-level data
3 Analysis Target Healthy Affected Sample "“l""" of Included controlled-
Variant dataset name " . . 2. variants
method population subjects subjects size 2 access datasets
(# of sites)
GEM Japan Whole Genome 95,863,463
Aggregation (GEM-J WGA) Panel ~ V6S Japanese 7609 (90280,248)
JGA-NGS WES Japanese 4 v 125 4,679,025 7 datasets
JGA-SNP SNP-Chip Japanese 4 v 183,884 1,249,724 3 datasets
+1 : fastq/bam/cel files and/or lists of genotype data etc.
+2 1 Japanese Genotypt Archive (JGA) ' / AMED Genome group sharing_Database (AGD),
b WGS datasets used for joint variant calling [Controlled access]
If you would like to use the datasets, apply for data use of them whose ID begins with "JGAD" and "AGDS" to the NBDC Human database = and the
AMED group sharing database (7, respectively.
Dataset ID " - Sample .
(NBDC research ID) Study title Participants slze Data provider
JGAD000220#  The Tailor-made Medical Treatment Program The cohort participants registered .
(hum0014#)  (BioBank Japan: BBJ) in the BBJ from 2003 to 2007 768 BioBank Japan
NAANY T - Tv ) DBE - B AT
AGDS_00000000005 {LEEFRDERICEA T IRB/NA AT —D—R DEHEE. BHNA GEESE 2089 BioBank Janan
(agd0008 %) R N " P
(English page is under construction)
JGAD000117#  To investigate genomic alterations of Japanese Biliary tract cancer (non-tumor RIKEN Qenter fqr
g s 4 17 Integrative Medical
(hum0103 %) biliary tract cancers tissue) Sci
ciences
) . . . . RIKEN Center for
JGAD000228 (7 1_’0 investigate genomic alterations of Japanese Liver cancer (non-tumor tissue) 220 Integrative Medical
(hum0158 7) liver cancers Sci
ciences
JGAD000233 =  To investigate genomic alterations of Japanese Esophageal squamous cell RIKEN Qenter fqr
. 4 . & 20 Integrative Medical
(hum0160 7) esophageal squamous cell carcinomas carcinoma (non-tumor tissue) Sciences
JGAD000338 i
JGAD000339#  Construction of Japanese Whole-Genome database General residents 4,495 E?h;):iuzxiiﬂcal Megabank
hum0184 ) ] g
Total 7,609
Note: Those datasets above provide fastq/bam file formatted data. The result data will be shown in our database soon. The sample size of each
dataset indicates the sample number after quality control in this current study.
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Aims: Tohoku University Tohoku Medical Megabank Organization (ToMMo) and Iwate Tohoku Medical Megabank Organization (IMM) were founded
to establish an advanced medical system to foster the reconstruction from the Great East Japan These lizati are ing a
biobank that includes medical and genome information for supporting health and welfare in the Tohoku area. In the first stage, the part of our mission
was to sequence the 4,000 individuals to construct Japanese whole-genome reference panel.

Methods: Whole genome sequencing
Participants/Materials: 4,566 Japanese general residents

URL : https:/jmorp.megabank.tohoku.ac.jp/
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JGAS000239 NGS (WGS) Controlled Access (Type Il) 2020/09/01
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MOLECULAR DATA

JGAS000239
Participants/Materials: 4,566 Japanese general residents
Targets wGs

Target Loci for Capture Methods

Platform llumina [HiSeq 2500, NovaSeq 6000]
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