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Background

The NHGRI Sample Repository for Human Genetic Research (NHGRI Repository) housed at the
Coriell Institute for Medical Research facilitates studies of human genetic and genomic
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Table 1: 1000 Genomes Project Population Samples

. e . . African A in SW, USA 2 in Tokyo, J 120
variation by establishing, characterizing and distributing a large (n>3,700) and diverse rican Ancestry in SW, US © Japanese in Tokyo, Japan
publicly available collection of renewable biospecimens obtained from people living around African Caribbean in Barbados 120  Kinh in Ho Chi Minh City, Vietnam 124
the world, including biospecimens associated with the 1000 Genomes Project collection.
Participants who generously donated to the NHGRI Repository consented to their Bengali in Bangladesh 144 Luhya in Webuye, Kenya 120
biospecimens ar?d associated data belng used for a wide range of geperal r.esearoh and to British from England and Scotland 100 Maasai in Kinyawa, Kenya 505
broad data sharing of largescale genomic data collected from their biospecimens. Through
the 1000 Genomes Project, the majority of this collection has been characterized with publicly Chinese Dai in Xishuangbanna, China 102 Mende in Sierra Leone 128
available whole genome sequencing data and other large-scale genomic data.
Colombian in Medellin, Colombia 136 Mexican Ancestry in Los Angeles, CA, USA 71
We recently launched a user-friendly and Integrated search tool
(https://catalog.coriell.org/1/Browse/Genomic-Data-Search) that allows catalog users to Esan in Nigeria 173  Peruvian in Lima, Peru 122
namicall ry the 1 nomes Project Ph whol nom ncing data® b
.dy .a. cally quety t e 1000 Genomes Project ase 3 ole genome sequencing d Y Finnish in Finland 103 Puerto Rican in Puerto Rico 139
individual SNP (rsid), or by gene (HUGO symbol) and to search the GEUVAUDIS gene
expression data? by gene to more easily identify biospecimens with variation profiles of Gambian in Western Division, Mandinka 179 Punjabi in Lahore, Pakistan 158
interest for a range of research applications.
_ _ Gujarati Indians in Houston, TX, USA 109 Sri Lankan Tamil in the UK 128
1The 1000 Genomes Project Consortium, Nature 526: 68-74 (2015).
2 Lappalainen et al., Nature 501: 506-511 (2013). Han Chinese in Beijing, China 120  Toscani in ltalia 114
Han Chinese South 163 Yoruba in Ibadan, Nigeria 120
SNP Search
Iberian Populations in Spain 157 Chinese in Metropolitan Denver, CO, USA 129
rs4244285
Indian Telugu in the UK 118 CEPH Collection * 186

Organism: Homo sapiens

* Samples available from the NIGMS Repository

Chromosome: 10

Position: 96541616

Alleles: G/A
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CYP2C19 - Show entries Search:
() = ID = Description = Genotype $ Product $ Source $ Sex [y individual sex population gene_name gene_id seqnames start end width strand gene_type metric value
O NA20412 INTERNATIONAL HAPMAP PROJECT - AFRICAN ANCESTRY IN SOUTHWEST USA G/G DNA LCL Female 1 HGooigé  male  FIN e e e 96447911 96613017 165107 + protein_coding  CPM 0.52
2 NA20502 female TSI CYP2C19 ENSG00000165841 chr10 96447911 96613017 165107 + protein_coding CPM 0.41
O NA20362 INTERNATIONAL HAPMAP PROJECT - AFRICAN ANCESTRY IN SOUTHWEST USA G/A DNA LCL Male N
(J NA20359 INTERNATIONAL HAPMAP PROJECT - AFRICAN ANCESTRY IN SOUTHWEST USA G/G DNA LCL Female GER T e " B FHCIOIEREAT il P eIt ey protein-codng P o
FIN 4 NA20517  female TSI CYP2C19 ENSG00000165841  chr10 96447911 96613017 165107 + protein_coding  CPM 0.32
(J NA20357 INTERNATIONAL HAPMAP PROJECT - AFRICAN ANCESTRY IN SOUTHWEST USA G/G DNA LCL Female :;E:J 5 HGOO171 RN, CYP2C19 T 06447911 96613017 165107 + orotein_coding  CPM 0.28
(J NA20356 INTERNATIONAL HAPMAP PROJECT - AFRICAN ANCESTRY IN SOUTHWEST USA G/G DNA LCL Male TSI 6 NA20774 female TS CYP2C19 ENSG00000165841 chr10 96447911 96613017 165107 + protein_coding CPM 0.27
Sex 7  NA20531  female TSI CYP2C19 ENSG00000165841  chr10 96447911 96613017 165107 + protein_coding  CPM 0.26
male
. . . . . . 8 NA12751 female CEU CYP2C19 ENSG00000165841 chri10 96447911 96613017 165107 + protein_coding CPM 0.24
Flgu re 1- Sea rC h by rS I d to retu rn a n I nte ra Ctlve ta b I e Of ea C h S u b-l eCt’ S u bJ eCt o:(:\r::/llitric 9 HG00284 male FIN CYP2C19 ENSG00000165841 chr10 96447911 96613017 165107 + protein_coding CPM 0.23
afﬂ I |at| on , ge N Otype’ an d Sex th at can be f| Ite red or expo rted to an EXCGI f| |e . CPM - 10 NA19235  female YRI CYP2C19 ENSG00000165841  chr10 96447911 96613017 165107 + protein_coding  CPM 0.23
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s Rsid s Gene $ Chromosome & Position S Alleles $ Annotation o
rs189138634 CYP2C19 10 96583925 T/A intron-variant e .
emale 3
rs4277036 CYP2C19 10 96533050 A/T intron-variant Count Metric ;
rs4291603 CYP2C19 10 96532545 G/A|T intron-variant cPM 7
rs189174550 CYP2C19 10 96559926 G/A intron-variant
rs189196673 CYP2C19 10 96539561 C/A intron-variant
CPM
rs149770890 CYP2C19 10 96600403 G/A intron-variant _ _
Distribution Summary
rs4362080 CYP2C19 10 96537389 A/G intron-variant
Min. 1st Qu. Median Mean 3rd Qu. Max.
rs10509676 CYP2C19 10 96523045 AT intron-variant 000000 000000 0-02545 0. 08763 007915 0.51712
rs10509677 CYP2C19 10 96576110 T/C intron-variant F 3 S h b '['_ d . ” d | A t bl t L.
rs10509678 CYP2C19 10 96576190 A/C intron-variant Igure ) ea rC y gene O ynam|Ca y ISp ay ) a a e Con alnlng gene
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Figure 2. Search by gene to return an interactive table of each variant, selected samples

chromosome and position, alleles, and functional annotation that can be
filtered or exported to an Excel file The NHGRI Sample Repository for Human Genetic Research is supported by the

National Human Genome Research Institute (U24HGOO87306).
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