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Introduction Results Conclusions
The Coriell Institute for Medical Research manages several We designed and implemented two user friendly, web-based genetic variation search tools to facilitate the identification of DNA samples with genetic variation profiles needed
National Institutes of Health (NIH) sponsored biorepositories, to serve as positive controls for genetic testing. * These two new web-based search tools
including the National Institute of General Medical Sciences « GeT-RM PGx Search allows users to find DNA samples with specific PGx and HLA annotations. provide easily accessible ways to find
(NIGMS) Human Genetic Cell Repository and the National Human | ¢ SNP Search allows users to search up to 100 variants at a time and find DNA samples with user specified genotype profiles. information about publicly available
Genome Research Institute (NHGRI) Sample Repository for DNA samples that can be used to
Human Genetic Research. GeT-RM PGx Search SNP Search support quality assurance programs of
 The NIGMS Repository distributes DNA samples from An Excel file containing consensus genotypes covering 363 DNA samples characterized A searchable web-based tool of WGS data, SNP Search, is available on the Coriell laboratories performing clinical genetic

patients diagnosed with heritable diseases comprising over during nine GeT-RM PGx or HLA studies for 34 genes/loci (Table 1) is available for Genomic Data Search tool website. Users can search up to 100 genome-wide SNPs testing.

1,000 Online Mendelian Inheritance in Man (OMIM) download on the GeT-RM website. A searchable web-based database tool, GeT-RM in a single query. e Both tools are located on the Coriell

disorders. PGx Search, is available on the Coriell Genomic Data Search tool website. Institute for Medical Research website.

* The NHGRI RepOSitory distributes DNA Samples contributed Figure 1. Screenshot of searchable web-based database, GeT-RM PGx Search. Figure 2. Screenshot of searchable web-based WGS dataset, SNP Search. ° A” reference materials developed by

by thousands of.people Ilvmg.arour)d .the world to facilitate CoT R PCx Senrch Reoulte . . GeT-RM are publicly available from the
StUdleS Of genet|c and genomlc vVa rlat|0n. Gene: [CiPane Allele information: Organism: Homo sapiens This search tool usgs whole genome s.equen?mg data collected from the . ]
: « Allele nomenclature or genotypes are listed as published in each corresponding 1000 Genorne's [.JrOJECt 'Sé'imple collection. This SNP' level data was collected N |G MS a nd N H G Rl Re pOSItO r‘les at the
These CO”eCtionS maintaln and dlStI"ibUte lmmorta“zed Ce” |Ine5 . ,fl‘lil.:sMnZttuiiiludedinthetest panels used for each study may not be reflected in Search Terms: 14 from 3202Im.:llwduaISIng aroundthe world.'Varlant calls we.rfe . . .
Click here to PharmVar annotated pharmacogenes generated using human reference genome build GRCh38. Additional
that provide renewable sources Of derived DNA Samples that can E:?ck here to view NCBI entry A Deﬁni:i::ata Found (7): View List details pertain.ingto samp!es and s‘eql.Jence data collection and analysis Corle” InStItUte for Medlcal ResearCh
ick here to return to the Genomic Data Search page Allel t confirmed by 2 y hown in parenthesis *()* or "(SNV can be found in the following publication:
be used as reference materials for clinical genetic testing. We ’ noecejnn.(:r::n--lrme Of MOTe sesays are showin I parenthests 21 er Not Found (7): View List https://www.sciencedirect.com/science/article/pii/S0092867422009916
g . . e g R . *1tallelef(wil<;1:ype) designation indicates that no variants were identified. There GET-RM PGX Sea rCh SNP Sea rCh
deve|0ped two web-based search tools for the identification of ;‘;‘Zﬁ;‘“’a”a”ts present In the sample that were net tested using the study Please Note: We strongly recommend experimental validation to confirm
DNA Samples Containing SpeCiﬁC va riants. . rsID=R.efSNP accession ID number any variants that are critical for your research.
Click here to view dbSNP entry
Click here to enter a new search
The Genetic Testing Reference Material Program (GeT-RM) is a Viewng - 10of Resis  pagesie| | Alee[s7(a v Bl .-\,
c . port to Exce to Cart
CO”a borat|ve CDC-based program that helps to |mprove the ¢ ID ¢ Description $ Gene $ Genotype 4 Reference % Product 4 Source
availability of genomic DNA reference materials for genetic NATROTO | HURLER SCHETE SYNDROME T Nl ‘ oA Fibroplast 7| viewing1-100r3202Results  pagesizes| v |Rsid[al | Genovypes Al | B - - Bz
NA10005 TRANSLOCATED CHROMOSOME CYP2D6 *17/%29 1 DNA LcL
testing. NA17039 HUMAN VARIATION PANEL - AFRICAN AMERICAN PANEL OF 10 CYP2D6 * /%17 1 DNA LCL s ID = Description S rs1799950 < rs4986850 < rs2227945 S rs16942 S rs1799966 “ rs1800709 s rs4986852
NA17073 HUMAN VARIATION PANEL - PUERTO RICAN CYP2D6 /%17 1 DNA LcL HGO0329  FINNISH IN FINLAND T c/C s T/C T/C A/G T/C . - .
MethOds NA17169 HUMAN VARIATION PANEL - AFRICAN AMERICAN PANEL OF 100 (VE... CYP2D6 *17/%56 3 DNA Fibroblast HG02585  GAMBIAN IN WESTERN DIVISION - MANDINKA /T c/C T T T AG c/C https://www.coriell.org/Ge https://www.coriell.org/
NA18484  INTERNATIONAL HAPMAP PROJECT - YORUBA IN IBADAN, NIGERIA  CYP2D6 /%17 23 DNA LcL HE02537 | GAMBIAN IN WESTERN DIVISION - MANDINKA | T/T crc T T - AG crc TRM/PGxSearch SNPSearch/WGS
GeT-RM PGx Search: created using integrated pha rmacogenetic NA18509 | INTERNATIONAL HAPMAP PROJECT - YORUBA IN IBADAN, NIGERIA | CYP2D6 Ca 23 DNA Lt HG04002 ' INDIAN TELUGU IN THE UK 7T c/c s s 7 A/G T/C
. NA18518  INTERNATIONAL HAPMAP PROJECT - YORUBA IN IBADAN, NIGERIA  CYP2D6 *17/%29 23 DNA LcL NA11832 | CEPHUUTAN PEDIGREE 1350 e o - - - e e .
(PGX) and human leu kOCVte ant'gen (HLA) consensus NA18873 INTERNATIONAL HAPMAP PROJECT - YORUBA IN IBADAN, NIGERIA  CYP2D6 *5/%17 23 DNA LcL GET-RM WEbSlte
annotations for 34 genes/loci Characterized during nine Centers NA19122 INTERNATIONAL HAPMAP PROJECT - YORUBA IN IBADAN, NIGERIA ~ CYP2D6 *2/%17 23 DNA LCL NA12865 | CEPH/UTAH PEDIGREE 1459 kK ce E E o NG e
HGO1684 IBERIAN POPULATIONS IN SPAIN T c/c e e T GIA T
for Disease Control and Prevention’s Genetic Testing Reference Veving - 10cftaResis  ragesos| v | e« 2 HGO1776 | IBERIAN POPULATIONS IN SPAIN 7 cic i i 7 G/A T
i i . . ; HG02895 GAMBIAN IN WESTERN DIVISION - MANDINKA ~ T/T c/C 72 T o G/A c/C
Material Program (GeT-RM) studies. Figure 1. This example displays results for CYP2D6, chosen from the dropdown o P ————————— e o . . " o
* Each sample (N=363) was characterized with a variety of filter on the top of the table. Results for each gene can be filtered by allele. The
. . . . . . . Viewing 1 - 10 of 3202 Results Page Size: |« « 2 3 4 5 » »
methodologies and test platforms in two or more reference for each genotype is provided in the adjacent column. Links to PharmVar
‘ and the NCBI entry for the selected gene are provided. Results can be exported to . : . .
laboratories. _ _ 2 CSV file b cIickirZ N buttogn P P Figure 2. This example displays results for a set of 7 BRCA1 variants, searched by RSID.
* Results were assessed for quality, discordances, and Y gthe s ' Results for each SNP can be filtered by allele. Links to NCBI entry for the searched SNP(s) are
determination of consensus genotype for each sample. i - icki https://www.cdc.gov/lab-quality/php/get-rm/index.html
8 yp P Table 1. Genes/loci in the GeT-RM PGx Search database. provided. Results can be exported to a CSV file by clicking the green button. ps:// gov/lab-q y/php/g /
o CYP1IA1 - CYP2D6 - GSTP1 e SILCO1B1 - HLA-A . HLA-DQA1
SNP Search: created from a dataset of 30x coverage whole ° CYP1IA2 - CYP2E1 - GSTT1 - SLCO2B1 - HLA-B  + HLA-DQBI . .

. S) d I d th H the 1000 - CYP2A6 + CYP3A4 - NATI - TPMT =+ HIAC + HLA-DPAI Available on the GeT-RM Website:
genome sequencing (WGS) data collected through the - CYP2B6 + (CYP3A5 - NAT2 - UGTIA1 + HIA-DRBl* HLA-DPBI + Info about RMs characterized by GeT-RM
Genomes Project (N=3,202 sequenced genomes). e CYP2C8 '+ CYP4F2 - NUDT15 + UGT2B7 * HLA-DRB3 ) o

- CYP2C9 - DPYD - SICI5A2 + UGT2B15 * HLA-DRB4 * Links to GeT-RM publications
o CYP2C19 - GSTM1 e SLC22A2 - UGT2B17 - HLA-DRB5
*  CYP2C Cluster NC_000010.10: g.96405502G>A, rs12777823
C GGCX NM _000821.6:c.214+597G>A, rs12714145 . .
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