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HAPMAP - SNP

CO TO JEST SNP?
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HAPMAP - SNP

NAJWAt NI EJSZE CECHY CHARAKTERY

OSOBNIK

A Frekwencja alleli

SNP
1

SNP
2

0o SNP1: P(T)=2/3 P(C)=1/3

A Liczbai frekwencja haplotypéw
0 2 haplotypy: TGT I CAG
0o P(TGT)=2/3 P(CAG)=1/3
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SNP
3
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minor allele
frequency (MAF)
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HAPMAP - HAPLOTYP

HAPLOTYPY W POPULACJI

Haplotypy rodzicow: GTTGAACG
Haplotypy dzieci:
GTTG GAACG
CG GITTGAACG GTTGAACG
GTTGAACG G
AL i c z e bhrapl&ypow: 6
AFrekwencje haplotypow: P( )=0.27=3/11

P(ATTGAACG)=0.09=1/11



HAPMAP - HAPLOTYP

HAPLOTYPY W POPULACJI

Pokolenie 1: GTTGAACG
Pokolenie 2:
GTTG GAACG
CG GTTGAACG GTTGAACG
GTTGAACG G AGCATGGG
Pokolenie 3: AGCATG AGCATGGG
ATGGG

AL i ¢ z e bhapl&ypow: 9
AFrekwencje haplotypow: P( )=0.35=6/16
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REWNOWAGA SPRZNt ES§

SNP1

SNP2 Al A2
B1 P(AL)*P(B1) P(AL)*P(B2)
B2 P(A1)*P(B2) P(A2)*P(B2)

ZABURZENIE ROWNOWAGI

SNP1

SNP2 Al A2
B1 P(A1)=P(B1)
B2 P(A2)=P(B2)




HAPMAP -R¢ WNOWAGA SPRZNt EG

ZABURZENIE ROWNOWAGI ¢

SNP1

SNP2 Al A2
B1 P(AL)*P(B1)+D P(A2)*P(B1)-D
B2 P(AL)*P(B2)-D P(A2)*P(B2)+D

MIARA ZABURZENIA ROWNOWAGI:
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ZAWARTOSL BAZY HRBRAWDP CH
A Baza gromadzi informacje o SNP
A Dane og-lnodostnpne

A Wyniki wsp-gpracy naukowc .

o Japonii W. Brytanii
o Kanady Chin
o Nigerii USA
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POPULACJE (stan 2010)

1. Niespokrewnione

A 129 probek, osoby pochodzenia z rodu Han
mi eszkaj Nce w Denver

A 117 probek, osoby pochodzenia indyjskiego
mi eszkaj Nce w Houston

A 122 pr-bek, osoby paohydodzNce
mi eszkaj Nce w Keni i

A 117 pr-bek, osoby pochodzNce
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POPULACJE (stan 2010)

[ XX
.

2. Spokrewnione: triplety rodzice-dziecko XY

A 98 probek, osoby pochodzenia
afrykaE&skiego z pd.

A 104 probki, osoby pochodzenia
meksykaEkiego mieszkaj Nce w
Angeles

A 205 pr-bek, osoby pochodzNce
pl emi eni a Masaj -w mieszkaj Nc



HAPMAP - DANE
WYSZUKIWANIE INFORMACJI

International HapMap Project

Home | About the Project | Data | Publications | Tutorial

#3 | English | Frangais | B45% | Yoruba

The Intemational HapMap Project is a partnership of scientists and funding agencies from Canada, China, Japan, Nigeria, the United Kingdom and the United States to develop a public
resource that will help researchers find genes associated with human disease and response to pharmaceuticals. See "About the International HapMap Project” for more information.

e s
About the Project « 2008-10-12: HapMap Public Release #24 (phase I+ll)

HapMap Publications
S Genotypes and frequency data for phases 1 and 2 of the project are available in NCBI build 36 (dbSNP b126) coordinates.

g et Numerous allele flips have been corrected and chrX SNPs inadveriently dropped, have been added back into this release. Data is
HapMap Mailing List currently available for bulk download. Click here to read this release's notes.

HapMap Project Participants « 2008-10-03: Visualization of GWA hits
HapMap Mirror Site in Japan

Genomewide association hits may now be visualized in the context of a karyogram. The current display includes traits with at
Broainct Data least one replication and p-values < 1 x 10""® in the NHGRI Catalog of GWA Studies. Users may upload their own GWA results
D e for graphic visualization.
HapMap Genome Browser ( Phase 3 only;
genotypes & frequencies } * 2008-09-24: LD data for HapMap phase3 available for download

M
ng ) s Dokl Browser ( Phase 142, Linkage Disequilibrium data for autosomes genotyped in HapMap phase 3 (NCBI build 36, dbSNP b126) is now available for
download.

Examples: Chr20, Chr9:660,000..760,000, SNP:rs6870660, NM_153254, BRCA2, 5q31, ENm010, gwa*, PARKS3.
[Help] [Reset]
B Search

- 1agSNPs - - Phased Haplotype - - Genotype dala - - Frequency data - - Symbols and colours used -

aNOMArk or e : Reports & Analysis:
ITCF7L2 Search I IDownload Decorated FASTA File ~| Configure... ] Go I

' HapMap Data Phaselll/Draft Rel#1, Sept08, on NCBI B36 assembly, dbSNP b126 ;]

Population descriptors:ASW: African ancestry in Southwest USA, CEU: Utah residents with Northern and Western European ancestry from the CEPH collection, CHB: Han Chinese in
Beijing, China, CHD: Chinese in Metropolitan Denver, Colorado, GIH: Gujarati Indians in Houston, Texas, JPT: Japanese in Tokyo, Japan, LWK: Luhya in Webuye, Kenya, MEX:
Angeles, California, MKK: Maasai in Kinyawa, Kenya, TSI: Toscans in laly, YRI: Yoruba in Ibadan, Nigeria.
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WY NI KI Y SNP
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114 T + + + + + + + + + 114!”‘(
S EH Genotyped SNPs

AMA A AAMBS AMESSANMSAMM AMBARS M B ABL ASMAL S5 SRS A ADMDA ML\ AMASIMES MNASMANENG. £ < AMG 5SS SALMS ASSESNNDRGG S AL
S E1H Entrez genes

: T
SNP cell specific :

WYNI KI Y dodatkowe informacje

Genotype frequencies Allele frequencies
Population Ref-allele Other-allele
genotype freq countgenotype freq countgenotype freq countTotal allele freq countallele freq countTotal

ASW(A) G/G 0660 35 AG 0340 18 AA O 0 53 G 0830 88 A 0170 18 106 retrieve genotypes
CEU (C) G/G 0536 60 A/G 0366 41 AA 009 11 112 G 0719 161 A 0281 63 224 retrieve genotypes
CHB (H) n/a n/a nfa n/a nla nfa n/a n/a nfa n/a n/a nfa n/a n/a n/a n/a n/a retrieve genotypes

CHD (D) G/G 0988 84 AG 0.012 1 AA 0 0 86 G 0994 169 A 0.006 1 170 retrieve genotypes
GIH (G) G/IG 0511 45 AG 0432 38 AA G 0727 128 A 0273 48 176 retrieve genotypes
ek el el el i G 0971 167 A 0.029 5 172 retrieve genotypes

G 0833 150 A 0.167 30 180 retrieve genotypes

i i A G 079 79 A 0210 21 100 retrieve genotypes
frekwenCJ? a”ell | genOtypOW W 021 3143 G 0804 230 A 0196 56 286 retrieve genotypes
r - U Nn y C h p (@) p u I 1C J15 assC h 0625 110 A 0375 66 176 retrieve genotypes

01112 G 0875 196 A 0125 28 224 retrieve genotypes

enome sequence at this location
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S E H Entrez genes
NN_030756 d -

8
TCF7L2: transcription factor 7-like 2 (T-cell specific

U O U o 0 C 0 O C
Sekwencja - p— EN
nukleotydow NCB| [ cieoeara | oetais |
raphics More Formats ¥
NCBI Refe . NM_030756.4
Homo sapi cription factor 7-like 2 (T-cell specific, HMG-box) (TCF7L2), transcript

variant 2, mR

Comment Features Seque

LOCUS NM 030756 4004 bp mRNA linear PRI 12-APR-2009

DEFINITION Homo sapiens tran \ption factor 7-like 2 (T-cell specific,
HMG-box) (TICF7L2), t script variant 2, mRNA.

ACCESSION NM 030756

VERSION NM 030756.4 GI:226371744
KEYWORDS
SOURCE Homo sapiens (human)

ORGANISM Homo sapiens
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WYNI KI Y dodatkowe informacje
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HAPMAP - ZASTOSOWANIE

WYKORZYSTANIE DANYCH HAPMAP

1. Detekcjaregiondw genomowych odpowiedzialnych za
cechy fenotypowe np. choroby

A poszukiwanie pojedynczych SNP ...
A poszukiwanie haplotypéwz oUonych 2z k

A ... pozostaj Nclypczh w wysok
nNi eobserwowal nym genem wa

2. Badanie zr-Unicowania genet

3. Badanie cznistoSci rekombi na



HAPMAP - ZASTOSOWANIE

The American Journal of
Human Genetics

Journal List > Am J Hum Genet > v.79(5); Nov 2006

Am J Hum Genet. 2006 November; 79(5): 903-909. PMCID: PMC1698571
Published online 2006 October 3.

Copyright © 2006 by The American Society of Human Genetics. All rights reserved,

Analysis of High-Resolution HapMap of DTNBP1 (Dysbindin)
Suggests No Consistency between Reported Common Variant
Associations and Schizophrenia

Mousumi Mutsuddi,' Derek W. Morris,' Skye G. Waggoner, Mark J. Daly, Edward M.

:
3
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@ Scolnick, and Pamela Sklar
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MIKROMACIERZE EKSPRESYJNE

http://www.bio.davidson.edu/Courses/genomics/chip/chip.html



MIKROMACIERZE EKSPRESYJNE - TWORZENIE

GENEROWANIE MIKROMACIERZY

hodowla kom-rek np. w r-Unyech

ekspresja genow w ekspresja genow w
warunkach tlenowych warunkach beztlenowych



