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APPENDIX A

Reagent for agarose gel electrophoresis

1. 50X Tris-acetate buffer (TAE)

Tris base 424.0 g

Glacial acetic acid 57 g

0.5 m EDTA Ph 8.0 ml
Adjust volume to 1 liter with distilled . The'Sglufion was mixed and sterilized by autoclaving at 121
°C for 15 min.
2. 10 mg/ml Ethidium bromi
Ethidium bromid g
Distilled water ml

Mix the solution and store

3. 1.5% Agarose gel

Agarose

, =

IX TAE --i
W

ml

¥

Dissolve by heating in m‘rﬂve oven and océasional mix until no granules of agarose are visible.

BB AETNS
RINNTUUNININY
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4. 5X Loading buffer 100 ml

Tris HCL 0.6 g
EDTA 1.68 g
SDS 0.5 g
Bromphenol Blue 0.1 g

Sucrose | 40 g

Adjust volume to 100 ml with disti er. M3 ..ﬁ- on, aliquot into 1.5 microtube and store at 4 °c.

AULINENINYINS
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°C for 15 min.

2. 6% denaturing polyacryl:

APPENDIX B

Reagent for denaturing polyacrylamide gel electrophoresis

1. 10X Tris-boric acid buffer (TBE) 1000 ml

Tris base 108.0

Boric acid 55

0.5 m EDTA Ph 8.0

Adjust volume to 1 liter

Urea

TEMED ()]
W

Dissolve by a«ﬁ. ﬁ? aﬁgﬁ%«wﬂ

ARIAINTUNNTY

ml

ml
ml
ml
ul

pl

ﬁ?les of ureas are visible.
Y10 Y

63

as mixed and sterilized by autoclaving at 121
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3. 5- end labeling primer (kinase reaction) Microsatellite Protocal Modified from DR. Apiwat

Mutirangura
10X kinase buffer(1X) 1 pl
T4 kinase (Biolabs) 1U/1pl 1 ul
Y- P”ATP (Dupont) 2U/ul 2 pl
primer 10 pmol ' 5] pl
H,0 pl
4.3X Loading buffer 100 ml
Formamide ml
Bromphenol Blu g
Xylene cyanol g

Adjust volume to 100 ml

microtube and store at 4 °C.

7

L¥
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APPENDIX C

Reagent for DNA extraction

1. Red Cell Lysis Buffer (RCLB)

NH,CI 1.875 g

Tris-HCI 0.25 g

Dissolve NH,CI and Tris-HCL in

and sterilizes by autoclaving at 121 $ minutes Aecpicfrigerated. Shelf life is approximately 6 months.

2. Nuclei Lysis Buffer (NLB)

1 M Tris (pH 8. ml
5 M NaCl ml
0.5 MEDTAr(p J T ,7 ' ml
Adjust volume to 100 t pH to 7.2. Keep refrigerated. Shelf life is

approximately 6 months.
3. 1 M Tris

Tris base A2 g
H il
I

Distilled water

Adjust volunﬂu EJ»/’J Yl a,lvm § w}ﬂ’] n:jlutlon was mixed and sterilizes by

autoclaving at 121 °C for 15 minutes.

amaqmmum'mmaﬂ
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4. 5 M NaCl
NaCl 29.22 g
Distilled water 100 ml

Adjust volume to 100 ml with distilled water. The solution was mixed and sterilized by autoclaving at

121 °C for 15 minutes.
5. EDTA

EDTA

Distilled water

Adjust volume to 200 s mixed and sterilizes by autoclaving at

121 °C for 15 minutes. Keep ref;
6. 5.3 M NaCl

NaCl
ml

Distilled water

Adjust volume to 50 ml with

°C for 15 minutes. Keep refrigerated

as mixed and sterilizes by autoclaving at 121

X

7. Proteinase K 10 mg/ml :l

P’“e'"ﬂ’uEJ'JVIEWlﬁWEJ’]ﬂ'ﬁ

Dlstllled ater

Mlx’éllﬂ(lﬁﬁﬂ-‘im umawmaﬂ
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8. 10% SDS

SDS 10 g

Distilled water 100 ml

Adjust volume to 100 ml with distilled water. The solution was mixed and sterilizes by autoclaving at

121 °C for 15 minutes.

!.:-EJ
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APPENDIX D

SNP haplotype tagging from DNA pools of two individuals by Pools2 package

Pools2 package program estimates haplotype frequencies in pools of DNA from two individuals each.
The DNA pooling is a technique to reduce genotyping effort while incurring only minor losses in accuracy of
allele frequency estimates for single nucleotide polymorphism (SNP) markers. The following programs are
distributed under the terms of the GNU General Public License. The software is available online at

(http://linkage.rockefeller.edu/register/) (Hoh, Matsuda et al. 2003)

This is accomplished with the following s !’ //
e Based on pool phenotypes ) the snp program estimates frequencies of

genotype vectors, wher: ivid al /P or is a set of genotypes at all SNPs. Based

—

} notypes.
\\

types, a number of programs may be used, for

on these estimated fre

e For the next step of
example, EHplus [2] tly provide the latter program with this

package.

e Based on pairs of haplo htSNP.py program determines the smallest

set of SNPs that can tag all

Contents of pools2 package

s

aded from
add2data.txt ﬂ ﬁgﬁ ﬁWET% %,w EI '] ﬂ ‘j

The following files are con *f‘
http://linkage.rockefeller.edu/rgster/):

GNUIicense.txt GNU general hcense for use of POOLSZ program package
wncce W) ﬂ*ﬂmﬁ%@dﬂe}%ﬂ’]’l NYQY
hapinf.for Source code for hapinf program

hapinf.out Sample output file, hapinf program (add? data)



hapinf.txt

htdata.out

htdata.txt

htSNP.py

Readme.txt

ReadmeHapinf.txt

Readme-htSNP.txt

seed.txt

snp.exe

snp.pas

snpdata.txt

snpeh.txt

snpfinal.txt .

snpfreepas.pas

snpout.txt

MR IUNN NGNS Y

Sample input file for hapinf program
Sample output, AzSNP program

Sample input for ~tSNP program (add2 data)
Code for AtSNP program

Mentions web site with detailed explanations

Sample ou

Part of so

AULINENTNEINS

69



70

Input files for snp program

1. Pool phenotypes
The user must prepare an input file called “snpdata.txt” with the following specifications:

Line 1

Number of pools used (must be the same for all data in this file). Optionally this number may be

followed by arbitrary text.

Line 2

Gene ID (an integer numb(/ '

SNP ID (an integer numb -

Phenotype code for pool 14inte :

Phenotype code for pool 2,
Repeat line 2 for each new SNP and for any d. SNPs in the same gene must have same gene
ID. It is ok to use the same gene ID at different places in th : For example, if gene ID 335 is followed by gene

ID 638 and then again by gene I Sl e different genes.

v Bt

The data matrix now consists of 4

|
s iF

AULINENINEINS
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This study, considered the wxample input file, snpdata.tex with the follows:

Pool phenotype codes are as follows, with X and Y designating two SNP alleles:

Pool phenotype Code

Explanation
XXXX 0 All alleles are of the X type
YYYY 1 All alleles Y type
XXYY 2 Equal numberof X a ‘ alleles

AN/,
XXXY 3| 3Xalidlese i Yallele _/___,

= i ﬂ/ﬁ M\\

g lﬁ%\\\\

..M/' Z
,‘ —al"

For the random number generator he @! : ,-é"‘

integer number, i.e., the rando

2. Random seed

e a file called “seed.txt” containing a negative
> ith each successive run of the snp

e e O
program. V. X

e

Running the snp program E m

‘a o
Open a Windowﬂnﬂnﬂﬂ}%]ﬁ W’ﬁnWa%ﬁ}ﬂr@umil you are in the directory

containing the snp progranﬂld the input files. Then sunply type snp The program will then impute genotypes as

described in [1 ﬁﬁ 0;(71 Uﬂ] &m essed further) if the
number of mlssmgqn es 1s la ighest frequency of any o own phenotypes at that

SNP.
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The program then displays program constants, which are currently set as follows:

Max. number of pools = 100

Max. number of SNPs per gene = 200

Max. number of genotype vectors per gene = 30,000

Max. number of interations = 99. If successive iterations differ by ss < 10" then iterations will stop early, where

ss = sum of squared deviations between old' n,

h ‘ Ee number of valid (non-missing) SNPs at that

compa tible wa gool phenotypes. If that number exceeds the

tant, t ill be skipped (it would take too long to

0 \‘ plays the sum of squared deviations (ss)

1ew genotype vector frequencies.

As the program is running it an
gene, also the total number of geno
maximum set by the correspondi
run anyway). Then the program eac

of genotype vector frequencies b and the p ous, iteration.

Output files

The snp program writes three ou “snpeh.txt”.
1. snpout.txt
This file will contain “cleaned” data with i uted pool I nd an indication of which SNPs are missing.
2. snpfinal.txt

This file contains, for each g

- following items (columns) will be

)

Gene number m m

Genotype code for SNP 1 ‘-

comme B 9424 18919 W/ 7] 5

where codes 1, 2, and 3 fépresent genotypes 1/1, 1/2 and 2/2, respectlvely After some modification as indicated,

S TR T AN A Y
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3. snpeh.txt
This file is analogous to the previous file but is formatted for input to the EHplus program [2]. The following
items (columns) are provided for each individual (output line):
ID for individual. Example: 3.119 (meaning individual 3 at gene 119)
A fixed code of 0 meaning “control individual”
Allele 1 at SNP 1
Allele 2 at SNP 1
Allele 1 at SNP 2

Allele 2 at SNP 2, etc.

Running the hapinf program

The program has been developed : . He graciously allowed me to include his program

with my programs in this package.

“hapinf.out”.

Running the 4zSNP program

This program is written in thv P he Python system installed, for

o U st of commands, type htSNP.py.

Analysis of sample data (add?2 gene)‘ -

This sample dataset cons1<ﬂ u ga’s genoueﬂat ngs ﬂ g‘!t:t]xtf]ﬂe) was shown below.
AR AINIURIINAE

example, on your PC under Windg



B add2data - Hotepad
e E&t fome Vew Heb

i6 pools (cols), 25 snps (rows; only 15 used in paper).

OENOVNEWNE

[ s
o

PFHHHPHHPPFHHPPHHPHHﬂFH#H
;‘WOOWWWWWWV\WU\WWOWOWOWNNQO
w&oo-----~o~o~o~muoo
owoowuwwwwmmmwuoucnowoooo
NONNOOOOOOOOOOONONWQwWHOh
wwooNNNNNNNNNNNONONON)ﬂHOO
o»co-----~o~o~o-~oo

NN -
RERNREERNERREEE

OOOOOOOOOOOOOOOOOOO“OOOON
ONOONNNNNNNNNMNONONONNNOO

ROoOOCORWS.

NRNNRNNONONONNNOW

Je TGrB2. n.lu1ts SNP XIS .

HONOROW

uNOOwwmwwwmuwuwowowounwco i

HoOOROW

ON;OOOOOOOOOOOOOOQOOOOOO&

oowwoooooowooow;wwwowmworu

¢t Coramand Prompt

Microsoft Windous XP (U
<G> Copyrlght 1985-2861 M1rr:ao§t Curp.

¢:\Docunents and Settxngs\ﬂdu1n1gtvatox>cd..

c:\Docunents and Settingsd>ci.
C:\>cd pool2

C:\Pool2>snp.




The resulting output file, “snpfinal.txt” was shown below.

Program SNP version 15 Nov 2002

GENE = 1 with 7 valid (non-missing) SNPs
Total number of genotype vectors =_120

of these, 15 have_non-zero probabilities

liiznosobo'low suitable for input to Hapinf program (Clark metrhod)

7
32 samples, 7 SNPs, 16 pools of 2

0000000
1111131
i 2% 3 3.1 3
2 2X 1324
3 2% 1333
4 23 11183
S 2% 1X 13
6 22X T L3
Z 2k 13113
& 2 4 1113
9 241431313
e I 13
q3 2L 2113
12 2% 13113
13 2 2 1113
4 21 X143
15 2% L3 18
16 2% 1113
e 3 % 1.3 %3
i3 2 % b e O -
19 2 1 L 3 2
20 21 132
21 2.2 1112
22 X.X 48 1.3
23 2 2 11383
& 2 132 2

Then modified (first 7 lines deleted Lixt”, W rves.as input to the hapinf program.

B hapinf - Notepad
Fiie EdK  Format Yiew
BZ Zaoon 7 1e 1s of 2/
32 samples, SNPs, pools o

% I |

=
b
=1

N

VENOVISWNE

AULINENINYINT

ARIAINTUNRIINYIAY

NERRRRURWERRRWRERRERRRERERRRRNE
NERRRRENRERERRRRRRRRRREERRRRRR R R

NERRREREENNENRRRRRRRRREREERRRRRRRRR
NHEEMEWWNWWNNNNWWLRUWWWWWWWWWWRWWR

WNERERWUNWWNNNNWUWRRWWWWWWWWRWWE
[PPSR (o o 3 o o o e o o o o e o o o e ok

N
=
uj'-lH'—‘uPPPNPNNNNwNA)l|A|ll'n"'n‘lAlA|.|‘|A|‘nl NN

=

5



Run it by typing hapinf.out.

¥ Command Prompt

iteration 9
iteration 6
iteration 7.
8
9

0.008V5394577
9.98pB45226
8.0000289584
0.8000148548
B.9888065

9.08860027862
8.8paBR18159
9.08BaraA3582
79.0000A01215
a.
a.
8.

iteration
iteration
iteration 1
iteration 1
iteration 1
1
1

iteration
iteration 8rBrann4e3

pRBABAN132

pBBENANB43
8.80880800014
8.00088000004
8.8880080801
8.80680060808
8.888p880800
©.8808080808

for all SNPs written to file Vsnpout.txt"
s written to file venpfinal. txg" 0 idh
genotype codes {-2-3, suitable fop dnput to Hapip§" progran
Individual genotypes uritten to file “snpeh.txt¥ in THvlug Format

a

2

4
jteration 15
iteration 16
iteration 17
jteration 1
iteration 1
iteration
iteration 21
iteration 22

lillllﬂl\l‘-lllll]l)“ll“ﬂlll)llH

»
-
»
»
-
»
»
,
-
»

:\Poo12>hapinf .out_

- F !

The data was shown below. / H‘

Fle Edt Formel View Hekp ' —

. F-Fi y ...
@arft'é vers-i%n)‘;
I " b,
F /
Maximgm values in effects / s d=

0 sites (loci) f
10000 haplotypes %’/

Program HAPINF (modified fg
version 02 Nov 2002

R g

oo .
missing sites (to Hip over) (ot imp1eﬁ;nted]
4 A

0

1000 samples (individua s)
§ Iy b f

i 32 samp1ei, 7 snPs, 16 pools qﬁ 2 .
ey o S
i e 2 ~
i2412321223121 —
] e v

b S B
i e
’ v s 5 s g B

n
5
wo
]
=
w

0w u
§h3
Wi wo
-t
wn b

H
Ha\
H
il i r
i ‘I‘\_l‘_'. -
LL

N N
»

2 grar

W WO WO W
w—d

B DHOR

T N
RO N

phrbrrTR

N
s
.
-d
o
H
=
HN

3
3
3
3
3
3 s
3
3
3
3
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Then type the command htSNP.py htdata.txt htdata.out. The data was shown below.

ommand Prompt

iteration 3.88800827062
iteration 1 8.8080010159
iteration $.08068B83582
iteration 8.066860001215
iteration 8.8080808483
iteration 4.808008808132

iteration -

iteration 6.8808080014

iteration 8.8080600004

iteration .8808688881

iteration 2.8080000008
8.8000888888

iteration
iteration 4.40000008800

Resolved pool codes for all SNPs uritten to file Ysnpout .txt"
Individual genotypes uritten to file “snpfinal.txt" with

genotype codes 1-2-3,. suitable for input to Hapinf progran
fIndividual genotypes uritten to file “snpeh.txt' in EHplus format

jC:\Pool2)bapinf.aut
C:\Pon12>htSNP.py htdata.txt htdata.eut

The “htdata.out” file then shows est nlimber )f haplotype tagging SNPs. The data was shown below.

d 4

£ hidata - Notepad
File Edit Format View Help .
2 htsnes found of

1d. & 3 5
1 2 5 7
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APPENDIX E

Haplotype analysis
PHASE program is produced by the Mathematical Genetics Group, University of Oxford, Oxford, UK.
The software is available online at http://www.stats.ox.ac.uk/mathgen/.

Input file format

The input file is supplied by the user to specify how many individuals there are to be analysed, how

Number of Individuals

Number of Loci

P Position(1) Position(2) Position(
LocusType(1) LocusType(2) ...
ID(1)
Genotype(1)
ID(2)
Genotype(2)

ID(Number of Individuals)
Genotype(Number of Individuals) & =,

ﬂ‘IJEI’J‘VIEWlﬁWEI']ﬂ‘i
QW’WMﬂ‘iWﬂM'\’mmaﬂ
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Where the quantities above are as follows:

- Number of Individuals An integer specifying the number of individuals who have been genotyped.

- Number of Loci An integer specifying the number of loci or sites at which each individual has been
typed.

- P The character 'P' (upper case, without quotation marks).

- Position(i) A number indicating the position of locus i, relative to some arbitray reference point
(typically in units of base pairs, but any units can be used: if you use a unit other than base pairs, see the

documentation on the -R option). The loci must be in their physical order along the chromosome (ie these

Positions must be increasing).

options are (a) S for a biallelic (SNP) locus, or

te, @ti-allelic locus (eg triallelic SNP, or HLA

- LocusType(i) A letter indicating
biallelic site in sequence data. (b) ulm*.-..u.,-‘

allele). The default assumption is ith stepwise mutation mechanism.

- ID(i) A string, giving

Genotype(i) The genotypes for 1secutive rows. At each locus, one allele

natter which allele is entered on each row. For

\ AN

. ; L ;
biallelic loci, any two characters s ) car -‘\ séd to represent the two alleles, and they do not

is entered on the first row, and o

need to be separated by a space. \ O\ Id be entered as ?. For multiallelic loci a

positive integer must be used for epresent e number of repeats at microsatellite loci), and data
- r
ale f‘?‘f i

for each locus should be separated by asp multiallelic loci should be represented by -1.

This study, considered the exa ""'L'-—'L-"‘L.‘-‘- : inp, which is as follows:

AU INENTNEINS
AN TUNNINGAY



The example of input file (slephase3.inp) was shown below.

P 71 720 89835 94400
SSSS

#1
1100
1110

#2
0100
1100

#3 7
0100 -
0100

#4 |

0100
0110

" 1 a4
¥ ]

7 =

r i 4 B ¥
'
“d # i 21,4 #
Running of PHASE program was shown, below /

; ¥ ’ v 4
ald ¥ 1Y
-

¥ Command Prompt

Microsoft Uindous KP LUErsion 5.1.26001
(C> Copyright 1985-2881 Microsoft Corp.

C:\Documents and Settings\Ruinistratordcd..
C:\Docunents and Settingsdcdy.
C:\dcd vhase

C:\phase>phase slephase3.inp slephase3.out

85
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Output file

When run, the program initially outputs the data it has read from input file. The program produces a
number of output files. The first, which has the user-specified name, and a similar format to previous versions of

PHASE, contains a summary of the individual haplotype estimates for each individual.

The example of output file (slephase3.inp) was shown below.

B stephioged - Notepad
Fle ER Fomat Yiew Helo

| index

S.E
.008863
004422
.008812
.002143
004453
001556
003803
D09316
0.006363

0.009570
0.005433
0.002371

000458

C x\\\;H~01943

CORANOUVIAWN=

o
N

U

AULINENINYINS
RINNIUUNININY
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APPENDIX F
Linkage disequilibrium analysis
The values of linkage disequilibrium (LD) were determined using LDplotter. The LDPlotter tool allowed

conversation of a Lickerson Lab Prettybase format file into aplot showing pairwise LD of various types (rz, I

D’ and absolute D).

Example

This example will walk through the generation of a plot like the one below:

I. Genename /
ncluded irm, and is also used to label the optional SNP

| Change the gene name in the gray box below

The gene name can auto
Map which is drawn along t

to anything you like:

I1. Prettybase

Input is a standard iS study cons r e example input file, total 4 positions

(71_72insACAA , + 720(T/G), sA)

B2 totat 4 position - Mot
Fde Edit For

]

0

100 . IDOO7

;ﬁiﬁuﬂ’%ﬁﬁwmm

ID014‘-

ﬂﬂﬁ&ﬂiﬁﬂﬂ?\ﬂﬁﬂﬂﬂ

IDOZO
D021
IrpD02z22
Trp023
o024

nnne
>0

Nnd>nnp
noannnd
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III. LD Type

The software is available online at (http://innateimmunity.net.gov/SNP/.)

Indicates which measure of LD you would like to plot:

CJ  e=Dwp, *P,*(1-P)*(1-Py)
LI r=sqrt()

0O p-pmp,,

(I

abs(D)=|P,,- (P, *Pp) |

IV. Configure Populations ‘ - ’ /y/
ﬂsplit the samples in the prettybase file into

opulation represented in your dataset. Each

This text area allows you to
different populations. The

line should be a populati ed by a description of the population.

Leaving this textarea emp

like to consider all of the samapl ‘ ? \\

ition your sample set, but instead, would

V. Plot Title
The plot title has two modes of operation; & ; use, and the other for more advanced purposes for
users who are familiar with Py format strings, a necify exactly what the plot title should look
like. ' D E"‘

i

VI. Miscellaneous

AULINININYINT

® Miniraf: You can su an arbitrary thresholg for mlmmum allele frequence. The default value of 0.0 will not

exclude SNabWG] la @ﬂﬁ m ﬁfj ﬁﬁ & lﬁquency for the rare allele
below this thréshold in any for the rare population wil appear in t

plot

® Color Scheme: Several color schemes can be used to indicate the extend of LD between two loci.



The output file: The output file (total 4 positions.txt) was shown below.

B output tefb? - Notepad

Fls Edt Format View Hebp

‘Pairwise LD values for samp le
N df(

"
%

M1 M2 all al2 0) df (1] chisq pvalue delta2 r2
2 1 2 2 153 151 150 0.0 0.0 0.0649 0.0649
3 1 2 2 153 151 150 0.0 0.0 0.0051 0.0051
3 2 2 2 153 151 150 0.0 0.0 0.0155 0.0155
4 I 2 2 453 151 150 0.0 0.0 0.00%4 0.0094
4 2 2 2 153 151 150 0.0 0.0 0.0040 0.0040
4 3 2 2 153 151 150 0.0 0.0 0.0290 0.0290
‘Pairwise LD values for sam, 1e = %

ML M2 all al2 N f(o df(a. chisq r
2 1 2 2 153 151 0.0 0.0

3 1 2 2 153 151 150 0.0 0.0

3 2 2 2 153 151 150 0.0 0.0

4 1 2 2 153 151 150 0.0 0.0

4 2 2 2 153 151 150 0.0 0.0

4 3 2 2 153 151 150 0.0 0.0

Pairwise LD values for sam 15 = ®

M1 2 all al2 (0

2 2 2 153 151

3 2 2 153 151 150

3 2 2 2 153 151 150

4 1 2 2 153 151 150

4 2 2 2 153 351 150

4 3 2 2 153 151 150

Pairwise LD values for sam,

M1 M2 all al2 N df{0

2 1 2 2 153 151 150

3 1 2 2 153 151 150

3 2 2 2 153 151 150

4 1 2 2 153 151 150

¢ 2 2 2 1S3 151 150

4 3 2 2 153 151 150

Linkage disequilibrium coefficie

+71_72 ins

+94400_94401ins

0.4610

2
o ..
+71_72 ins - :
+720 O'O&ﬁi
+ 89835 0.()0;{

1.0000

0.7360

+94400_94401ins

In this stu

89

+ 720. (T/G), qiﬂ ﬂlﬁg Tlﬁ m mﬁq ﬁjﬁﬂﬂfa aErsmon PRI



The output figure r’: The output figure r’ (total 4 position.txt) was shown below.

100
200
300
400

L
AULINENINGINT
RN TUAMINAY

90
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APPENDIX G

Exact Hardy-Weinberg Equilibrium Test

Exact Hardy-Weinberg Equilibrium Test for genotype counts, biallelic locus. This program will estimate

the statistical significance of a test that the genotype counts are in Hardy-Weinberg equilibrium.
The software is available online at (http://innateimmunity.net.gov/SNP/.)

I Counts

The input to this tool is sim “nga\_.iﬁtr;hge ;ﬁreseming the number of heterozygotes, common

=

homozygotes, and rare homozygom-\ﬁéﬁ locus in m

23 Bivjnformatics - Wicrosoft Intesnet Explorer
Fie E&X View Favorkes Tooks b

This study, the genotype cou ! _.7231% ) A) was\s\ﬁvn
Qe -

i
eiers ‘ k.

1IPGA Innate Immunity in “Lung and Blood Disease
ol Pregrams for Genomic Applications

O W@ % P direoen §

Howme | Genes | Tools | Pubs | FAQ | Links{About Us LTI - Seiact a Gene - bl

Usar Anonymous User { Lagin | Register ] 4 '... F a:.ff f

Librtgi Lest for gen fits at biallelie laci
be found 41 Su€an Hoir

if &i!?@ Course wabsite
-
Nj
4

Exact Hardy Xyetubeg £

View tha el for s ool An addiionai exgianation ¢
#Homozygotes

AULAINENINGINT
ARIAN TN INYAE



The genotype counts of TGFB2 (+ 720T/G) was shown

7} Bicinformatics - Microzoft Internet [xplorer

Fle ER View Fovortes Toos Helo
G- O e

ereer, Y0

Pyemores €0 ke i

Innate unit iHeéi‘t, Lug and Blood Disease
__Programs for Genomic Applications

. Home | Genes | Tools | Pubs | FAQ | Links | About Us [P - Select a Gene -

User: Anorymous User { Login | Register )

Exact Hardy Weinberg Equilibsium Test for genotype counts at hialletic lock

View tha help for thie tool An additional expianation can be found al Susan Hoimes' Stanford University Stalisics 208 Course website

#Hormozygotes
# Haterczygotes
# Other Homozygotes f i E::]

Fie € Vew Favorkes Toos el
Qe O W B 4 omwe rroms G

i £l iy pe A Bl

ixr ity in Heart, 'L‘u g and Blood Diseéée v
Programs ior.Genon Applications

Home | Genes | Tools | Pubs | FAQ § Links fAhout Us Search:

92
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The genotype counts of TGFB2 (+ 89835A/G) was shown

73 Hivinformaties - Micrasoft Intenet Exploree
Fle ERk WVew Favokes Tods iebp

Qs - Q- BB S fyroum € Z-op - LB QD

~ Innate |r‘|:m:|uvn|tyvm Heart Lur'lg' and Blood Disease
Programs far Genmmc Applications

Home | Genes i Toaks | Pubs | FAO | Links | Atiout Us IYST T — Select a Gene #L

User Ananymous User (Login | Register )

Exact Hardy Weinbery Equilibrinm Test for yenotyps counts at biallelic loci

View the help for this tcol. An additional explanation can be found al Susan Holmes’ Stanford Unnversity Stalistics 208 Course website.

# Homozygotes
# Haterozygotes

# Cther Homozygotes

EJ_ istical sxgmﬂcangg of a test that the genotype counts are in
‘- ] f'.

File Edit View Favorites

Address (48] https:finnateimmunity . netmpeaz;a-owfmmcs!

.
e _:_,..-"‘l -

Exact HWE pibbablhty

A alleles: #=147, p= :
Genotype Counts J
Source n11 n12 ngz ’

R AREANYNINYINT

Exact P=0. 725438836 for Ha’dy—Wei?)erg Equilibrium

b gk amir s =i 1l a Y

The output file of TGFB2 (+ 720T/G) was shown below.



A hitps:/innateimmunity, net/AIPGAZ/Bioinformatics/exacthwe - Microsaft Internet Explorer
Fle Edt View Favorkes Tooks Help

Qe - &

:ﬂ hitps:ffinnateimmunty. et ITPGAZ{Bioinformatics/exacthwe

Exact HWE probability

A alleles: #=237, p=0.891. a alleles: #=29, q=0.109

Expected 105.58/25.84 158
Exact P=0.363146768 for Hardy-Weinberg Equilibrium
Likelihood Ratio 2 = 3.557, 2 DOF, P=0.059279387
Conventional x2 = 1.991, 2 DOF, P=0.1581981%
Yates Continuity Corrected ¥2 = 1.024, 2 DOF,

‘}ctec’ values are < 5

RSV AN
A https:Minpateimmunity. 60 1/HPGA 2/Bipinformatics/exacthwe - Micr
File Edit View Favorites : '

Qe - & [¥ [s

Address g:& https:/finnateimmunity.net

Source n11 nlg n22"
Observed | 51 269 13
Expected [54.96 |61 o7f1ﬁ96

oy O +1a

Hﬂﬂﬁ'ﬁ

Conventional x2 2. 242 2 DOF, G’-O 1343386

QWWﬂ\ﬂﬂim UAINYIAY

94



The output file of TGFB2 (+ 94400 94401insA) was shown below.

A https:/finnateimmunity, netflIPGA 2/Bioinformatics/exacthwe - Microsoft In
File Edit View Favorites Tools Help

@M b j LJ Lﬂ b f ! Search ‘;«a{Favortes e} ;,;,Mj' ;.;

Address @ https lﬁrlwcemmm netﬂlPGAZlBiowformehcsfexacthm

Exact HWE probability

A alleles: #=147, p=0.553. a alleles: #=119, q=0.447
Genotype Counts
‘Source nil n12 n22
Observed 39 ;69 25 i‘
Expected 40.62 65.76 26.624
Exact P=0.725438836 for LaCy-Wer
Likelihood Ratio X2 = 0.3

ﬂ‘IJEl’JVIﬂWJWU'm‘i

Qﬁﬁﬁﬂﬂiﬁu UAIAINYAY
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