[eHeTMUecKUU noanmopPusm

[eHOM YesioBeka
COAEepPXUT 3 MApA Nap
OCHOBaHuM (N.0.)

.GGTIAACTG...

noMMopPPU3Mm

.GGICIAACTG..

N e
JTiogn MoryT umeTb asibTepHaTUBHbIE OCHOBAHUSA B ONpeAesIeHHOM
nonoxeHun AHK:
3TO OAHOHYKNAeoTUAHbIN noaumopdusm (Single Nucleotide
Polymorphism, SNP). B Takom cnyuae, roBopsT 0O Cyl,ecTBOBaHUMN
ABYX BapuaHToB (annenen): T un C.
[eHom yenoBeka cogepxut 1 SNP Ha =300 n.o0.

CocyuwecTtsoBaHue B npegenax nonynaumum apyx (coaepxxawmx SNP)
W HECKOJIbKUX Pas/IMYHbIX HAacNeACTBEHHbIX POPM TOr0 MU UHOrO

reHa - ero BapuaHTOB (ansenen) - HaA3bIBAeTCA reHeTU4YeCckum
noammoppusmom.



4TO HY>XHO 3HATb U3 onpejeneHnm

MYTaLI,VIVI coOMmaTnvyeckme n repmeHTaTuBHbIE

Ma>kopHbI annenb (4acTo (HO He 100%) 3TO OCHOBHOM UIN «AUKUN»
annenb ancestral (wild ) allele)

MUWHOpPHbIM annenb

Minor allele frequency (MAF) yactota BTOpOro no nonyasspHocTu B
nonyasummn. O6bIYHO 3TO PUCKOBBIN ansieb.

PuckoBbiv annenpb

Snp OpaHoHykneoTuAHbIM noanmopdusm (Single nucleotide
polymorphism, SNP— otanumsa nocnegosatenbHoctn JHK pasmepom B
oAuH Hykneotuy (A, T, G uamu C). SNPs Bo3HukaloT B

pe3ysbTaTte ToueuyHbIX MyTaumin. Hanpumep, B rene HTR2A, koTtopbin
oTBeyvaeT 3a 5-hydroxytryptamine receptor 2A onncaHo 0Ko/0 700
snp.

Magnitude - Magnitude is a subjective measure of interest varying
from 0 to 10.



ba3a gaHHbIX SNP

AAna Toro, uto6bI HAMTU HEOOXOAUMBIN NOAUMOPPU3M HYXKHO 3HATD
ero koa (rs), Ho nouTn Bce 6a3sbl NOAAEPXXMBAIOT U MOUCK MO
3aboneBaHuam.

Basbl gaHHbIX SNP cogepXXuT gaHHble O pa3/IMYHbIX Ha3BaHUAX
noammop¢$usma, 4To HeobxoaMMO AN NOMUCKA INTEpPaTYpPbl B APYrUX
6a3ax AaHHbIX

BapuaHTbl AUKOro Tuna u MMHOPHbIX anneneun

/laHHble 0 ceKkBeHMPOBaHWUM y4YacTKa reHa, cogepikallero 3ToT
noammop¢usm

KapTy reHa ¢ ykasaHuem siokasnmsaumm noammopdumsma

PacnpeaeneHune anneneit u reHoTMNoB NoAMmMmopdusma B pasiMUHbIX
nonyasaumax

ZlaHHble 06 NaToreHHOCTU AaHHOro BapuaHTa (6yAab TO MarHuTyAa,
oueHKa waHcos, p value, Evidence details — B 3aBMucMmMocTu ot 6a3bl
AAHHbIX)

CcCbINIKU Ha nccne0BaHuU
CcbiIkM Ha gpyrue 6a3sbl JaHHbIX



BansHne noammoppmnamMoB B 3aBUCMMOCTHM OT
NOJIOXKEHWUS B FeHe

BansiHne Ha perynaTopHble
nocneAoBaTe/IbHOCTU-
N3MeHeHMe ypPOBHS
aKcnpeccmm

UHTpOH DK30H 2 -

N3meHeHMe cBA3bIBAHUA
TPAHCKPUMNUMOHHbIX PakTOPOB C  /I3MeHeHme KOAMpYHOLen

nocnegosaTesibHOCTbIO AHK- nocsiea0BaTe/IbHOCTU -CABUM
ycuneHue nam ocnabneHune PaMKN CYMNTbIBAHUA, 3aMeHa
TPaHCKPUNLUn- yBeINYEHNe HYK/J1€0TUAQ U T.4.- CUHTEe3
WA YMeHbLUeHue YpOBHSA U3MeHeHHOro NpoAyKTa

npoAyKTa B OpraHuame



/laHa 3a4a4a nccsie40BaHUA

BoisiBneHne  PakToOpoB  reHeTM4eckou
NpeApacnonoXeHHOCTU K 3abosieBaHuIo



JTanbl paboTbl

Bbibop noanmMopdHbIX y4acTKOB reHOB
(PubMed)

[MoacueT pasmep BbIOOPKM B 3aBUCUMOCTM OT
4aCTOTbl BCTPEYaEeMOCTH annens

Bbibop meToaa nccnegoBaHms

0460p NpanMepoB U peCcTPUKTA3
oa60p ycnosmu

OCTaHOBKa CePUN SKCNEPUMEHTOB



cepsucbl NCBI: GTR, ClinVar, MedGene
(http://ncbiinsights.ncbi.nlm.nih.gov/2014/10/02/ncbis..).

Genetic Testing Registry (GTR) coaep>xuT nHpopmauuto o bonee yem
19000 reHeTUYeCKMX TecTax No Hac/eACTBEHHbIM M COMATUYECKUM
M3MEeHeHUAM Yy YenoBeka. Bbl MoXxeTe yBUAETb CBA3aHHbIe NybanKaumm u
nabopaTopuu, KOTOpble MPOBOAST TECT.

ClinVar — 370 nonbITka cBA3aTb reHOMHble BapuaLmn 1 peHoTunbl. basa
AQAHHBIX COAEPXMUT KaK CBA3U FreHOTUN-GEeOHTUN, Tak M MaTepuansi,
KOTOpble J0Ka3blBalOT 3TY CBS3b.

MedGene — 370 6a3a AaHHbIX MEAUNLMHCKUX CUHAPOMOB, COCTOSIHUMN,
3aboneBaHn. basa gaHHbIX MHTerpupyet nHpopmaumo s OMIM,
GeneReivews, PubMed, Genetics Human References, utobbl BbiBECTU
AaHHble 0 3a601eBaHMAX U CBA3AHHbIX NCC1e40BaAHUAX.



OMIM - https://www.ncbi.nlm.nih.gov/omim «MeHaenesckoe Hacnez0BaHUue y
yenoBeka» (aHrA. Mendelian Inheritance in Man, MIM) — meauuuHckas 6a3sa
AQHHbIX, B KOTOpPOM cobupaetcs uHpopmauus o6 nsBecTHbIX 3aboneBaHUNAX

C reHeTMYEeCKUM KOMMOHEHTOM U reHaX, OTBETCTBEHHbIX 3a UX pa3BuTHe. ITa
6a3a gaHHbIX npegocTaBaseT bubamorpaduio ana byaywmx nccnesosaHum,
WHCTPYMEHTap1N A/1I FTeHOMHOIO aHa/IM3a 3aperMcTpupoBaHHOIO reHa u
NCNO/Nb3YyeTCs B MeAMLUHCKOM inTepaTtype, YTobbl o6ecneuntb eAnHbBIA MHAEKC
AN reHeTuuyeckmnx 3aboseBaHuni.

obnactb npumeHeHns dbSNP https://www.ncbi.nlm.nih.gov/snp/ Bknovaer
Bbi3biBalolwme 3aboneBaHne KIMHUYECKME MYTaLMK, @ TaKXKe HEUTpasibHble
nonumop¢usmbl. B gononHeHune k ngeHTudPukaTopam 3anmcen,
npucBanBaemMbiMm Kak otnpasutenem, Tak u NCBI, 3anucn dbSNP 3anucbiBatoT
nH$opMaLuIo 0 NOC/eA0BaTe/IbHOCTM BOKPYT NoiMMop¢u3mMa, KOHKpPETHbIe
yCNOBUSA SKCNEePUMEHTa, HeobxoauMmblie A5 NpoBeeHUSA SKCNEPUMEHTA,
onucaHusa NonyasauuMn, cogepixallein Bapuauuio, U tHPopmMaLmio 0 YacToTe B
3aBMCUMOCTU OT MONYAALMUN UIN OTAE/IbHOro reHoTuna. ,
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*123260
C-REACTIVE PROTEIN, PENTRAXIN-RELATED; CRP

Gene map locus 1q21-q23
TEXT
CLONING

Oliveira et al. (1979) reported that the CRP protein contains 187 amino acids, but Lei et al. (1985) and Woo et al. (1985) determined that CRP contains an 18-amino acid signal
sequence and a mature protein of 206 amino acids.

CRP and serum amyloid P protein (APCS; 104770) are members of the family of proteins known as pentraxins (see 600750). CRP is a ubiquitous protein found in both vertebrates
and invertebrates phylogenetically spanning 400 million vears of evolution. Originally CRP was defined as a substance, observed in the plasma of patients with acute infections, that
reacted with the C polysaccharide of the pneumococcus. It was discovered by Tillett and Francis (1930) and studied by Abernethy and Avery (1941). It is one of the plasma
proteins that are called acute phase reactants because of a pronounced rise in concentration after tissue injury or inflammation; in the case of CRP, the rise may be 1000-fold or
more. CRP is composed of 5 identical, 21.500-molecular weight subunits. It is detectable on the surface of about 4% of normal peripheral blood lymphocytes. Acute phase reactant
CRP is produced in the liver; CRP detectable on lymphocytes is produced by those cells (Kuta and Baum, 1986). Kilpatrick and Volanakis (1991) reviewed the molecular genetics,
structure, and function of CRP. | [x] 30 PubMed Neighbors

GENE FUNCTION

On the basis of in vitro and in vivo experiments, it has been proposed that the function of CRP relates to its ability to recognize specifically foreign pathogens and damaged cells of
the host and to initiate their elimination by interacting with humoral and cellular effector systems in the blood. Thus, the CRP molecule has both a recognition and an effector function

(Kilpatrick and Volanakis, 1991). | E 30 PubMed Neighbors
|

Robey et al. (1984) demonstrated that CRP binds with high affinity to chromatin. It has been proposed that one of its major physiologic functions is to act as a scavenger for
chromatin released by dead cells during the acute inflammatory process.

Interleukin-6 (IL6; 147620) and tumor necrosis factor alpha (TNFA; 191160) are inflammatory cytokines and the main inducers of the secretion of C-reactive protein in the liver.
CRP is a marker of low-grade inflammation that may have a role in the pathogenesis of atherosclerotic lesions in humans (Blake and Ridker. 2002). The effects of TNF-alpha are
mediated by 2 receptors: type 1 (TNFR1; 191190) and type 2 (TNFR2: 191191). The Nurses' Health Study (NHS) and the Health Professionals Follow-up Study (HPFS) are
prospective cohort investigations involving a large number of U.S. female registered nurses and U.S. male health professionals. respectively. Pai et al. (2004) examined plasma levels
of soluble TNFR1. soluble TNFR2, interleukin-6. and C-reactive protein as markers of risk for coronary heart disease among women and men participating, respectively, in these 2

studies. Among participants who provided a blood sample and who were free of cardiovascular disease at baseline. 239 women and 265 men had a nonfatal myocardial infarction or

€ VHTepHeT | 3aLumniLeHHbIi peskun: Bi. # 100%

v
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Reference SNP(refSNP) Cluster Report: rs1130864

RefSNP
Organism: human (Homo sapiens)
Molecule Type: Genomic
Created/Updated in build: 86/130
Map to Genome Build: 36.3
Citation: PubMed

SNP Details are organized in the following sections:

Variation Class

RefSNP Alleles:
Ancestral Allele: C
Clinical Association:

Allele

. SNP:
* single nucleotide polymorphism

o)

unknown

[ Submission | __Fasta | Resource | GeneView | _Map | Diversity | Validation |

[l Submitter records for this RefSNP Cluster

>

m

HGVS Names
NG_001016.4:g.1389C>T
NM_000567.2:c.*224C>T
NT_004487.18:9.10173446G>A

Links , Linkout

The submission ss43986576 has the longest flanking sequence of all cluster members and was used to instantiate sequence for rs1130864 during BLAST analysis for the current build.

NCBI
Assay ID

551524229
554328240

Handle|Submitter ID

LEE|[384059
PGA-UW-FHCRCICRP-003014

SEARCH

RELATED SITES

554359369 SC_JCM|AF442818.1_19204

CSHL-HAPMAP|CSHL-HuDD-
200402.chr1.NT_079484.1_6132923

SSAHASNP|WGSA-200403-chr1.chr1.NT_079484.1_6132923
JDRF_WT_DIL|DIL6221

ABIIhCV7479332

ILLUMINA|Human1-rs 1130864
PHARMGKB_PARCI|PS204914_PA135135990_3014
5574866263 ILLUMINAJILMN_Human_1M_rs1130864

5597977558 HUMANGENOME_JCVI|1103675238127

55108626778 1000GENOMES|CEU trio.12.15.2008_168997_chr1_157949715

5519107439

5520578406
5528514829
5543986576
5565732749
5569366357

[l Fasta sequence (Legend)

Validation
Status

;<

sstors

Orientation Alleles

[Strand
fwd/B
fwd/B
fwd/B

reviT

reviT
reviT
reviT
fwd/B
fwd/B
fwd/B
reviT
reviT

Ccr
cT
CT

AIG

AIG
AIG
AIG
CT
(o)
CT
AIG
AIG

>gnl|dbSNP|rs1130864|allelePos=301|totalLen=601|taxid=9606|snpclass=1|alleles="C/T|mol=Genomic|build=130

5" Near Seq 30 bp 3' Near Seq 30 bp

gtctgggagctocgttaactatgotgggaaa ggtccaaaagaatcagaatttgag
gtctgggagctcgttaactatgoctgggaaa ggtccaaaagaatcagaatttgag
gtctgggagctocgttaactatgotgggaaa ggtccaaaagaatcagaatttgag

aaacacctcaaattctgattcttttggace tttcccagocatagttaacgagcto

aaacacctcaaattctgattcttttggace tttocccagocatagttaacgagocto
aaacacctcaaattctgattcttttggacc tttocccagocatagttaacgagocto
aaacacctcaaattctgattcttttggace tttocccagocatagttaacgagocto
gtctgggagctocgttaactatgotgggaaa ggtccaaaagaatcagaatttgag
gtctgggagctocgttaactatgotgggaaa ggtccaaaagaatcagaatttgag
gtctgggagctocgttaactatgotgggaaa ggtccaaaagaatcagaatttgag
aaacacctcaaattctgattcttttggace tttcccagocatagt taacgagcto

aaacacctcaaattctgattcttttggace tttcccagocatagttaacgagcto

m




Ba3a gaHHbIXx SNP

5565732749 ILLUMINA|Human1-rs1130864

5569366357 PHARMGKB_PARCIPS204914_PA135135990_3014

5574866263 ILLUMINA[ILMN_Human_1M_rs1130864
§597977558 HUMANGENOME_JCVI|1103675238127

55108626773 1000GENOMES|CEU .trio.12.15.2008_168997_chr1_157949715

B Fasta sequence (Legend)

fwd/B
fwd/B
fwd/B
reviT
reviT

Cr
CT
CIT
AG
AG

>gnl|dbSNP|rs1130864|allelePos=301|totalLen=601|taxid=9606|snpclass=1|alleles="C/T|mol=Genomic|build=130

CTAATGTCCT
CCCAGCTGTG
CGCATGGGCC
ACGTCTCTGT
CAGCGCCTGA
¥

GGTCCAAAAG
TCTTGGAGAT
GATGTTATAA
TCCCCACCCA
TCTCAGAATC

B GeneView

GeneView via analysis of contig annotation: CRP C-reactive protein, pentraxin-related

GAACTGGCGG
GCCCTGAGGC
CCACGTCTCT
CTCTGGGCCT
GAATGGAGGT

AATCAGAATT
AATTTCTTAC
AAAACTCATA
TGACCCCCAG
AGGACACTGG

GCACTGAAGT
CCAGCTGTGG
GTCTCTGGTA
TTGTTCCCCT
AAAGTGTCTG

TGAGGTGTTT
CTCACATAGA
AGGCAAGAGC
AAAGCAGGAG
CCAGGTGTCT

ATGAAGTGCA
GTCCTGAAGG
CCTCCCGCTT
ATATGCATTG
GTCTGGGAGC

TGTTTTCATT
TGAGAAAACT
TGAGAAGGAA
GGCATTGCCC
GGTTTGGGTC

¥ View more variation on this gene (click to hide).

AGGCGAAGTG
TACCTCCCGG
TTTTACACTG
CAGGCCTGCT
TCGTTAACTA

TTTATTTCAA
AACACCCAGA
GCGCTGATCT
ACATTCACAG
CAGAGTGCTC

TTCACCAAAC
TTTTTTACAC
CATGGTTCCC
CCACCCTCCT
TGCTGGGAAA

GTTGGACAGA
AAGGAGAAAT
TCTATTTAAT
GGCTCTTCAG
ATCATCATGT

[ Include clinically associated: ©) in gene region @ cSNP (© has frequency © double hit

Assembly SNP to Chr Chr Chr position Contig
 reference - 1 157949715  NT_004487.18 10173446
Function e
mRNA to Chr  Accession  Position Allele change Accession
UTR-3 - NM_000567.2 1003 UTR-3 = -

(Open sequence viewer in a new window.)

“—— a4

- ——

P

- ——m e s

‘- ——

n

G

Position

Contig position Allele

Protein

gtctgggagctcgttaactatgctgg
gtctgggagctcgttaactatgctgg
gtctgggagctcgttaactatgctgg
aaacacctcaaattctgattcttttg

aaacacctcaaattctgattcttttg

Residue change

UTR3 = UTR3

- —— s

~

m




ba3a AaHHbIX

JU o ad 1IJIrJsJ7 1J Nliuiu;oqul 114} !U,I ! J%UW = S, ,!EI,—G,??B,I{I}’,IY IEIUEU[IEE IUIEIUIILE VIUﬁVVW I{Iﬂél =
]  Provisional 37.1 1 159683091 NT_004487. 19 11171733 - G ref_assembly  Primary_Assembly Prlmary Assembly view Hs36_to_Hs37_re
B NCBI Resource Links
Resource
Submitter-Referenced dbSNP Blast Analysis
GenBank
NT_079484 ABBA01016618 AF449713 AL445528 Hs 76452
[l Population Diversity
Sample Ascertainment Genotype Detail New Alleles
. Individual Chrom. CciC CIT TT € T
ss# Population Group Sample Cnt. Sonree BREES BEEUN BT HVWE SRS e
554328240 PGA-AFRICAN-PANEL  African American 42 IG 0.714 0.286 0.479 0.857 0.143
PGA-EUROPEAN-PANEL European 46 IG 0435 0522 0.043 0.2730.696 0.304
PDR450-PANEL Global 770 IG 0.636 0.314 0.049 04390.794 0.206
PGA_EXTEND-PANEL Asian 74 IG 0.892 0.081 0.027 0.050 0.932 0.068
5543986576 HapMap-CEU European 110 IG 0.455 0.473 0.073 0.691 0.309
HapMap-HCB Asian 90 IG 0.933 0.067 0.967 0.033
HapMap-JPT Asian 88 IG 0.909 0.091 0.955 0.045
HapMap-YRI Sub-Saharan African 118 IG 0.864 0.136 0.584 0.932 0.068
CABG_NORTHAMERICAN 2172 GF 0.508 0.401 0.090 0.709 0.291 5
7 65 AF 0.815 0.185
1
5569366357 PA135135995 880 AF 0.701 0.299
1 =~ |

Average Individual Founders Individual Genotype
et.+/-std err:  Count Count Overlap Conflict

0.371+0.213 1728 1516 15 0

Summary H

[l validation Summary:
Marker displays PCR results confirmed Homozygotes detected

Validation status Mendelian segregation in multiple reactions in individual genotype data
#KE T HE
Validated by: PERLEGEN UNKNOWN UNKNOWN YES =

DoubleHit found by: BCM_SSAHASNP

GENERAL: Contact Us | Homepage | Announcements |dbSNP Summary | Genome | ETP SERVER | Build Histogg | Handle | +

LU ‘ }
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[7] 1: CRP C-reactive protein, pentraxin-related [ Homo sapiens ]

GenelD: 1401

f) Entrez Gene Home

updated 3-Feb-2010 W Table Of Contents

Summary

Official Symbol
Official Full Name

Primary source
See related
Gene type
RefSeq status
Organism

Lineage

Also known as

Summary

t 2

CRP
provided by HGNC

C-reactive protein, pentraxin-related
provided by HGNC

HGNC:2367

Ensembl:ENSG00000132693; HPRD:00422; MIM:123260
protein coding

REVIEWED

Homo sapiens

Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Euteleostomi; Mammalia; Eutheria; Euarchontoglires;
Primates; Haplorrhini; Catarrhini; Hominidae; Homo

PTX1; MGC88244; MGC149895; CRP

The protein encoded by this gene belongs to the pentaxin family. It is involved in several host defense
related functions based on its ability to recognize foreign pathogens and damaged cells of the host and to
initiate their elimination by interacting with humoral and cellular effector systems in the blood. Consequently,
the level of this protein in plasma increases greatly during acute phase response to tissue injury, infection, or
other inflammatory stimuli. [provided by RefSeq]
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EnsEMBL - http://www.ensembl.org/index.html

Pecypc, cogepxawmm 6a3y gaHHbIX FEHOMOB NO3BOHOYHbIX U APYrUX 3yKapuoT U
Pa3/IMYHble MHCTPYMEHTbI AN paboTbl C HUMWU. DTO COBMECTHbIN nNpoekT EMBL -
European Bioinformatics Institute (EBI) u Wellcome Trust Sanger Institute (WTSI),
LLe/Ibl0 KOTOPOro SIBASIETCS CO3JaHue NPOrpamMMHON cpeabl AN aBTOMaTUYeCKOM
aHHOTAUMIO 3YKApMOTUYEeCKUX reHomoB. Hayasocb BCe C rmnpoekTa no
CEeKBEHMPOBAHWIO reHOMa u4esnioBeka, Tenepb 6asa Bk/O4YaeT Hosblwoe yncao
Apyrux reHomoB. CoaepXWT pasHoobpasHyo uHbopmMauuio M pecypcbl MO
aHHOTALMN M3BECTHbIX N MPeACKa3’aHMI0 HOBbIX MEHOB, BU3ya/M3aLUU JaHHbIX,
nepekpecTHble CCblKM Ha apyrue 6asbl, nHPopmaumio o6 OAHOHYKNEOTUAHBIX
nonnmopdmamax (SNP), paHHble no perynaTopHbiM 3nemeHTam (M3 ENCODE).
MpeaycmoTpeH goctyn ¢ nomouwbto Perl API. MMo3BonsieT NpoBOAUTbL CpaBHEHUe
MOJIHbIX reHOMOB. Ha cTpaHuue



SNPedia - https://www.snpedia.com/

MNepeBeseHo ¢ aHrAnmckoro a3bika.-SNPedia - 310 cant buonHdopmaTUKM Ha
OCHOBE BUKU, KOTOPbIV CNYXUT 63301 AaHHbIX O4HOHYKNEOTUAHBIX
nonnmopduamos. Kaxaasn ctatbst B SNP cogepXuUT KpaTkoe onmncaHue, CCblJIKM Ha
Hay4Hble CTaTbW U INYHbIE CaUTbl MO FreHOMMKE, a TakxKe MHGOPMaLMIo O
Mukpoumnax 3toro SNP.

GWAS Central -https://www.gwascentral.org/

Basza gaHHbIx GWAS Central BbigaeT kpaTkoe cogepxaHue 0bbeMHEHHbIX AAHHbIX
B OZHOM W1 HECKOJ/IbKUX MOJIHO-TEHOMHBbIX UccneoBaHnAX. B 3Ton 6ase gaHHbIX
npeAacTaBneHo Hanbonee nonHoe cobpaHme p-value accoymaumn. GWAS Central
MCMNONb3YeT MOLLHble rpadUYeckme 1 TEKCTOBbIE METO/ bl NMPeACTaBAEHMS AaHHbIX
ANS OTKPbITUA U OL4HOBPEMEHHOM BM3YaiM3aLLMM MHOTUX O4HOHYKAEOTUAHbIX
nonnmopduamos. MiccnegoBaTtenam Takxe NpesoCTaBAAETC BO3MOXHOCTb
MPOCMATPMBATbL UX MEPCOHA/IbHbIE AaHHble pAAOM C BbibpaHHbIMU. Kpome Toro,

A, aHHble HAXOAATCA B CBOOOAHOM A0CTyNe 4151 CKAUMBAHUA UX HAYYHBbIMU
cooblecTBamMu.

COSMIC - 370 oHNaMHOBas 6a3a AaHHbIX COMATUYECKN NPUOBPETEHHbIX MyTaLLWK,
obHapyXeHHbIX Npu pake Yenoseka. https://cancer.sanger.ac.ulk/cosmic




GWAS

Variant: rs7329174

GWAS / Variants / rs7329174
Variant information
Location @ 13:40983974 Alleles © A/G (forward strand) Variant in Ensembl 2
Cytogenetic region © 13q14.11 Minor allele ©@ G - e
Most severe consequence Intron variant MAF © 0.1072 “ « | Phenotype information ¢
° * | Genes and regulation ¢
Mapped gene(s) © ELF1 « | Population genetics 2

- | Citations &
Variantin dbSNP €&

Variantin UCSC €2

© GWAS Catalog data wﬂl\ mapped to Genoii Assembli' GRCh38.p13 and dbSNP Build152

data: iati (4] studies @ T

s @ Linkage disequilibrium (LD) Download Catalog data %

Studies o ~

First author Study accession Publication date @ Journal Title Reported trait Trait(s) Discovery sample number and ancestry Replication sample number and ancestry
—

- 4071 EastAsian \k
- 1413 South East Asign
in Asian

v J
populations. /&(f— )\/
= =

s

Yang J GCST000858 2010-11-02 Hum Mol Genet ELF1is Systemic lupus systemic lupus « 1772 EastAsian
associated with  erythematosus erythematosus
systemic lupus
erythematosus

‘Yamazaki K GCST001785 2012-12-21 Gastroenterology = A genome- Crohn's disease Crohn's « 3761 EastAsian « 16951 East Asian \"[
wide disease
association

study identifies
2 susceptibility

Loci for S /
Crohn's L_/’H ™~ s
disease in a

Japanese
population

Yang W GCST001795 2012-12-27 Am J Hum Genet = Meta-analysis Systemic lupus systemic lupus « 5050 East Asian + 8923 East Asian
followed by erythematosus erythematosus « 1416 South East Asian

replication




GOLD (Genomes OnLine Database) -

http://www.genomesonline.org/

CucTtema, KOTOpas coaepXuT nHPopmaumio 0b yxe ceKBEHMPOBAHHbIX FTEHOMAaX 1 O
TeKYLNX MPOeKTOB NO CEKBEHMPOBAHMIO NO BCEMY MUPY (Ha3BaHWe WTaMMOB;
OpraHM3aLunK, OCyLLeCTBAAIOWMX MPOeKTbl MO CEKBEHUPOBAHMIO,
npubansnTenbHaa 4nHa reHoma). JlaHHble CTPYKTYpPMPOBaHbI MO
TaKCOHOMMWYECKOMY NPU3HaKY - OTAE/IbHO CBeAeHUA U3 4pyrux 6a3 gaHHbIX NO
BUpYycam, param, BMpougam, naasmmugam, opraHennam. Ecte bubnmorpadumyeckme
CCbIZIKM Ha NybmKaLumm B XXypHaiax Nno NOAHbIM FEHOMaM, a TakxXe exeAHeBHble U
exeHeze/lbHble HOBOCTU F€EHOMMUKM.
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MyHeritage DNA Health+Ancestry test /. I ‘o, © MyHeritage DNA
e

rs1799966

This SNP, a variant in the BRCA1 gene, is 1 of 25 SNPs reported to represent independently
minor, but cumulatively significant, increased risk for breast cancer. [PMID 17341484]

Orientation minus
Stabilized  minus

@

For details of all 25 SNPs in this group, along with the two methods used to calculate overall risk | Geno ¢ Mag ¢ Summary
estimates for breast cancer, refer to the SNPedia breast cancer entry. AA) O common in clinvar

For this particular SNP, the risk (minor) allele is (G). (AG) .

Reference GRCh38 38.1/141

very slightly increased breast
cancer risk

very slightly increased risk
for breast cancer

ClinVar

Risk Rs1799966(G;G) rs1799966(T;T)
Alt Rs1799966(G;G) rs1799966(T;T)
Reference Rs1799966(AA)

Significance Other

Breast-ovarian cancer not specified
Hereditary cancer-predisposing syndrome

Disease Hereditary breast and ovarian cancer
syndrome not provided Familial cancer of
breast




Ba3sa gaHHbIX yacToT anneneu (bonbwen yactoto HLA m umntoKmnHoB
http://www.allelefrequencies.net/default.asp

Cytokines » Cytokine Frequency Search

Please specify your search by selecting options from boxes. Then, click "Search” to find Cytokine frequencies that match your criteria. Remember at least one
option must be selected.

Gene: Starting Cytokine: Ending Cytokine: (Leave both empty to include all)

Select specific cytokines  (If you want to pick specific cytokines, make sure your selection is within the Start-End range above)

#| Clear

Population: | All populstions ¥ | Country: | All countries ¥ | Source of dataset : | All Sources 2

Region: | All regions ¥ | Ethnic Origin: | All ethnicties ¥ | Type of study : | ¥ |Sort by: | Gene Order v

Sample Size: |= v |[al v | Sample Year: (= ¥ | Allyears ¥

Show frequencies: * All Only positives Only negatives ';A.Sff,"_’f’__‘

Displaying 1 to 98 (from 98) records Pages: 1of 1 RESET é,i.'s
Line Cytokine Population Frequency (%) Sample Size o = Distribution2

Database

i1 IL-10/ - 1082 GG = Argentina Buenos Aires Cytokine 25.9 am 54 See o
2 IL-10/ - 1082 GG [f@§ Brazil Sao Paulo and Parana Mixed Cytokine 16.6 214 See (g
3 IL-10/ - 1082 GG Brazil Sao Paulo Mixed Cytokine 14.2 29 See t
4 IL-10/ - 1082 GG Brazil Southeast Caucasian Cytokine 19.0 153 See [
5 IL-10/ - 1082 GG Brazil Southeast Mulatto Cytokine 11.0 100 See o
6 IL-10/ - 1082 GG Brazil Southeast Black Cytokine 13.0 110 See E
7 IL-10/ - 1082 GG Brazil Parana Mixed Cytokine 10.7 823 See o
8 IL-10/ - 1082 GG Bulgaria Cytokine 135 88 See o
Q IL-10/ - 1082 GG % Canada Manitoba Caucasoid Cytokine 22.0 116 See o
10 IL-10/ - 1082 GG [+l Canada Aboriginal Oji-cree Cytokine 6.0 130 See [
11 IL-10/ - 1082 GG [0 Canada Aboriginal ESRD Cytokine 9.0 78 See [
12 IL-10/ - 1082 GG [+l Canada Manitoba Filipino ESRD Cytokine 0.0 26 See [
13 IL-10/ - 1082 GG pyuuy Colombia Medellin Cytokine 8.8 102 See o
14 IL-10/ - 1082 GG =  Cyprus Cytokine 13.0 100 See [}



ba3bl aHHbIX HE TOJ/IbKO Ye/10BeKa

©® bBas3sbl AaHHbIX €CTb He TO/IbKO A /151 YeN0BeKa, eCTb 6a3bl 4aHHbIX
reHoB C/X ( B T.4. N1€MEHHbIX) XXMBOTHbIX, 1ab0paTOpPHbIX
XXWBOTHBIX, C/X KY/IbTYP (MWeHMLbI 1 T.M.),04€Hb PAaCNPOCTPAHEHbI
6a3bl 4aHHbIX B MMKpobunonornu.

® Hanpumep nsmeHeHMs reHOMa KOPOHOBUPYCA BO BPeMS
ANUAEMUM —3aMeTHO pasjesieHne Ha cybnonyasaunm m
KJIOHa/IbHble Fpynmbl

® https://nextstrain.org/narratives/ncov/sit-r
ep/ru/2020-03-27




Ob6beM BbIOOPKM

Ans Habopa NaumMeHTOB C LeNblo M3yYeHUs accoLumaL MM snp C NaToNorMen BaXKHO
3HaTb YAaCTOTY BCTPEYAEMOCTU UCKOMBIX annenen. Yem pexe - Tem 6osbLue
BblbOpKa

OH-narH KanbKynaTopbl:

http://osse.bii.a-star.edu.sg/calculation | .phphttp://osse.bii.a-star.edu.sg/calculation | .p

hp
http://csg.sph.umich.edu/abecasis/cats/gas_power_calculator/

OnwncaHo B nybamkaumsx

https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4 180089/

https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3592339/

https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3480678/
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