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This vignette describes how the mixsep can be used to separate DNA mixtures of two and
three DNA profiles. The implemented algorithm is based on the research paper by Tvedebrink
et al. (2011). For more details and motivation please see that paper.

DISCLAIMER: This vignette is not completely up-to-date compared to version of mixsep
available at CRAN. It is expected to be fixed during July/August of 2011.
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1 Create a desktop shortcut (Windows only)

When R and mixsep are installed the makeShortcut-function in the mixsep-package can be
used to create a shortcut on the Windows desktop.

There are several reasons to do so:
e Makes it easier and faster to start the mixsep GUIL.
e The performance of tcl/tk within R is improved when it is run outside the RGui.

e [f the makeShortcut-function is given a configuration file a database connection is read-
ily available by start-up (see Section 2 for further details).

In Figure 1 a screen short of the RGui after the mixsep-package is loaded and the
makeShortcut-function is executed. Note that in order to call library(mixsep) success-
fully the package needs to be available/installed in R. If no errors occur a shortcut icon to
mixsep (similar to the one in Figure 1) is created on the Windows desktop.

|2 RGui - [R Console] =]

RFiIe Edit ‘Wiew Misc Packages Windows Help -

R is free software and comes with ABSOLUTELY NO WARRANTY.
Tou are welcowme to redistribute it under certain conditions.
Twype 'license()' or 'licence()' for distribution details.

R i= a collaborative project with wany contributors.
Twype 'contributors()' for more information and
'citation()' on how to cite R or R packages in publications.

Type 'demo()' for some demos, 'help()' for on-line help, or
'help.start (] ' for an HTHL browser interface to help.
Twpe 'o(]' to quit R.

[Previously saved workspace restored)

> libraryimixsep)

Loading required package: toltk

Loading Tel/Tk interface ... done

Loading required package: tcltkE

Loading required package: MALSS

Loading recquired package: RODEC

> mwakeShorcout ()

Microsoft (R) Windows Script Host Wersion 5.7

Copyright (C) Microsoft Corporation. All rights reserwved.

[1] TRUE
=

mixsep v

Figure 1: Shortcut creating under R for Windows

2 Database connection and data extraction

2.1 Setting up data connection to a database
Because mixsep depends on the RODBC-package it is possible to connect to a database
and retrieve case information data without an intermediate create/read file step.

In order to do so one needs to give a connection file as argument to the makeShortcut-function
(see the Section 1). One example of such a file is given below (the file name and extension is



unimportant). The mixsep GUI uses the odbcDriverConnect-function from the RODBC-
package in order to connect to a database. Hence, please refer to the documentation for this
function by typing PodbcDriverConnect in R or read the package Vignette by Brian Ripley.

The content of connection file (tvede.connect). It is important that only one argument
(db, dbtab, dbcase, dbcols) is specified per line. Each argument is given in double-quotes
("argument") and these are separated by semi-colon ("argumentl; argument2"). Each line
is described in more detail below:

## Settings for connecting to the MySQL server on Torben Tvedebrink’s laptop

db = "DSN=mixsepServer; Database=mixsep"
dbtab = "samples"

dbcase = "cases"

dbcols = "replicate; fraction"

db The db argument gives the DSN connection name and specifications to
odbcDriverConnect. In the example above the ODBC data source is called mixsepServer
and the particular database mixsep.

dbtab The dbtab argument specifies which table on the db we access, e.g. a possible
database query is "SELECT * FROM dbtab".

dbcase The dbcase specifies the column containing the case number associated with a given
case. Note that there may be several analysis results sharing dbcase-value if these are e.g.
replicate runs, different PCR fractions, etc.

dbcols As mentioned under dbcase can several analysis result share dbcase-value. How-
ever, there should at least be one column making it possible to distinct between these.
This/these columns are specified as dbcols.

The screen short in Figure 2 show the creation of a mixsep desktop shortcut while creating
the database connection. NOTE: The connection file (here tvede.connect) needs to be in
the current working directory, which is set by selecting “Change dir...” under “File” in the
menu (see Figure 18). The chosen directory should contain the connection file.

2.2 Extract data from a database connection

By using the shortcut created above a database-button is available on the “Files”-tab of the
mixsep GUI (Figure 3).

By clicking this button a “database query”-window opens in which queries to the specified
database can be made (Figure 4). A query is made to the database matching all entries in
the database with dbcase containing the specified case identifier. The result is stratified by
dbcols.

In Figure 4 the second screen shot a query to the case 10-18687 is made and three different
analysis results are returned (third screen shot of Figure 4). Furthermore, the call to the
database uses wild cards such that any consecutive sub-string of 10-18687 would yield the
three samples (and possibly more). Note that “” is used to separate the column information
from the columns specified in dbcase and dbcols above. Each row corresponds to an unique
sample file (originating from different replicates and PCR runs).


http://cran.r-project.org/web/packages/RODBC/vignettes/RODBC.pdf

I RGui - [R Console]

R File Edit Wiew Misc Packages “Windows Help - | & x

EEEREE |
A~

R iz free software and comes with ABSOLUTELY NO WARRANTY.

Fou are welcome to redistribute it under certain conditions.

Type 'license()' or 'licence(]' for distribution details.

E iz a collaborative project with many contributors.

Type 'contributors()' for more information and

'citation()' on how to cite R or R packages in publications.

Type 'demo()' for some demwos, 'help()' for on-line help, or

'help.start () ' for an HTML browser interface to help.

Type 'oi)' to quit E.

[Previously saved workspace restored]

> libhrary(mwixsep)

Loading redquired package: tcltk

Loading Tcl/Tk interface ... done

Loading recquired package: tcltkZ

Loading recguired package: MALSS

Loading recguired package: RODEC

= makeShortout ("tvede . connect ™)

Microsoft (R) Windows Script Host Version 5.7

Copyright (C) Microsoft Corporation. A1l rights reserwved.

[1] TRUE

= 3
b

Figure 2: Creating a shortcut for the Windows desktop and setting up a database connection.

Forensic Genetics DNA Mixture Separator - Version 0.1-1 _HEIEI

Files |Data Parameters and known profiles | Results

Forensic Genetics DNA Mixture Separator - Version 0.1-1

Available files:

Analyse file Delete file Add file Add mulki-sample File Database Quit

Figure 3: If a database connection is setup the Database-button appears on the “Files”-tab.

The sample(s) of interest can be transferred to the main window by double-click a the row or
by highlighting the row(s) and click “Transfer selected entries”. Note both [Shift], [Ctrl] and



[Ctrl-a] can be used to select more/all samples. Here we select 10-18687:2:36_100824-8.4JPL
for further analysis (which is then transferred to the main window - see fourth screen shot of

Figure 4):

=1/
Retrieve information from database table ‘samples’
Obtain entries meeting the following query:

Retrieve information from database table ‘samples*

% ‘cases’ column contains: |
€ Using this SQL-command: |

Submit database uueryl

Results from query:

Transfer selected antrlesl Remove selected entrlesl Closal

=)
Retrieve information from database table 'samples’
Obtain entries meeting the following query:

Retrieve information from database table ‘samples*

@ ‘cases column contains: ‘10-1868?1

 Using this SQL-command: ‘

Submit database query

Results from query:
10-16687:1:33_100524-A,3IPL
10-18687:2:36_100824-8,4JPL
10-15687:1:43_100826-5.2ETO

Transfer selected entrlesl Remove selected antrlasl Close

Query window.

EBX]
Retrieve information from database table 'samples’
Obtain entries meeting the following query:

Retrieve information from database table ‘samples’

(% 'cases’ colurn contains:  [10-18687
£ Using this SQL-command: |

Submit database queryl

Results from query:
10-18687:1:33_100824-A,3IPL
10-18657:2: 36 100524-5.4IPL
10-18687:1:43_100826-8,2ETO

Transfer selected Entriesl Remove selected Entriesl Clnsal

Result of 10-18687 query.

Forensic Genetics DNA Mixture Separator, - Yersion 0.1-1

Files |Data | Parameters and known profiles| Results

Forensic Genetics DNA Mixture Separator - Version 0.1-1

Available files:

10-18667:2:36_100824-8,4JPL

Canalysefie | peletsfile add File Add muki-sample File Database Quit

Mark a entry for transfer.

Data transferred to main window.

Figure 4: Process of querying the database and transfer data to the main window.

3 Load data from files

3.1 Load data from file(s) with a single case and replicate

In order to load data from files these needs to be either .csv-files (semi-colon separated,

%)

delimiter: “”, or comma separated, delimiter:

“”) or .tab-files (tabular separated). Other

formats may be included in later releases if requested by the users.

To load file(s) with a single case (and replicate) use the “Add file”-button, which opens a
“Open file”-dialogue window. One or more files can be selected (Figure 5).
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Files |Data | Parameters and known profiles | Resulks Files |Data | Parameters and known profiles | Results
Forensic Genetics DNA Mixture Separator - Version 0.1-1 Forensic Genetics DNA Mixture Separator - Version 0.1-1
fopen. . [?Ix] Avalable fles:
ased. sy
Lookin: | 5 data Yy ol E ased. s
_ ase2.csv
N 3 caset csv asel.csv
{ :3 2] case2.csv caseld.csv
MyRecent | ‘ilcased.cov
Documents 124 cased csv
7= 2] case13.csv
[ k2 case3s.cov
Desktop
My Dosuments
My Computer
_ analysefils | Delets file Add file Add muki-sampl fils Database Quit
.5] File name ["casel 3.cov" casel cov" "cavezon "case ¥ [ Dpen |
My Metwark  Files of lype: | C5v Files 1.cev. ) v [ cancel |

Figure 5: Opening several files and load of data into main window.

After clicking “Open” in the dialogue window, the selected file(s) are present in the “Available
files” list for further analysis (Figure 5). In Section 4 it is demonstrated how a file is analysed.

3.2 Load data from file(s) with multiple cases/replicates

If a file contains more cases or replicates of the same case, the “Add multi-sample file”-button
should be used. This opens a “Open file”-dialogue window, where one or more files can be
selected (see single file description in Section 3.1). However, in order to specify which columns
that uniquely determines the different samples a second dialogue window opens (top screen
shot in Figure 6)

In the top screen shot of Figure 6 are Proeve_ID and Fraction-Run_ID selected since these
uniquely separates the rows into three different samples. By clicking “Select sample column”
the data is transferred to the main window. Note that Proeve_ID is fixed for all samples, but
since this column contain the case number information we also mark this column (See bottom
screen shot of Figure 6.

4 Determine the best matching configuration

We demonstrate how to determine the best matching configuration for a two-person DNA
mixture using the wang.csv-file. This file contains data previously published by Wang et al.
(2006). First we load the file (as described in Section 3.1) to get the file present in “Available
files”-list as in Figure 7.

By marking the file name and click the “Analyse file”-button (or double-click on the file name),
we obtain the “Data”-tab shown in Figure 8. In the “Data”-tab the columns containing the
relevant information are selected (left screen shot). Since wang.csv only contain information
about locus, allele and area, we leave “Height”, “bp” and “Dye” empty.



Select column containing ‘sample name® information

Select column containing ‘sample name' information
Sample name column: T [ r ¥ r r ¥ r r r r r r r -
¥ Top_ID Import_ID Proeve_ID Frakkon_nr PCR_JOB_ID  Fraction_Run_ID  CE_Broend DnaSystem Top_alel type Top_Hosjde Top_areal Top_BP Farve Bemaerkning
1 480921 3327 10-18687 1 1645 43_100826-8.2ETO  G3_205E D3513538 15 145 o 12154 1B A
z 48092z 3327 10-186567 1 1645 43_100826-8.2ETO  G3_20SE  D351358 17 112 a 129.56 1B A
3 480823 3327 10-186687 1 1648 43_100826-5,2ETC G3_205E Widdy 15 443 1) 167.83 1B A
4 480924 3327 10-18687 1 1648 43_100326-8,2ETD G3_205E Widdy 16 548 1) 171.85 1B A
5 480925 3327 10-18687 1 1648 43_100826-8.2ETQ  G3_205E  D165539 11 513 o 251.89 1B MA
Select sample columnI Cancell

Forensic Genetics DNA Mixture Separator - Version 0.1-1

Files |Data Parameters and known profiles | Results

Forensic Genetics DNA Mixture Separator - Version 0.1-1
Available files:

table.csv:10-18687:43_100826-8.2ETO
kable.csv:10-18687:36_100824-5,4IPL
table.csv:10-18687:33 100824-4.31PL

Analyse file Delete file Add file Add rulki-sample File Database Guit

Figure 6: Multi-sample files loaded into the main window.

After the columns are selected (by clicking “Select columns”), we obtain all the rows (for the
selected columns) in the file (right screen shot of Figure 8). For each row it is possible to
select /remove the peak from the analysis. However, we recommend that the removal of rows
is used with caution, since all information should be considered and dealt with!

The “Parameters and known profiles”-tab makes it possible to specify the number of contribu-
tors, whether the algorithm should search for alternatives, etc. It is also here that fixed /known
profiles can be specified (see Section 5 for an analysis with fixed profiles). From the param-
eter settings in Figure 9, we assume the sample is a two-person mixture and searches for
alternatives (the lower the level of significance is, the more alternatives are included in the
final result).

When clicking “Analyse mixture!” the computer resolves the DNA mixture and returns
result in the “Result”’-tab. Figure 10 has the output from the analysis. For each locus a best
matching configuration (which is identical to the true profiles, see by Wang et al. (2006))
is identified together with a list of possible alternatives. Next to the locus designation is
the number of possible alternatives for that locus given in parenthesis. Below the list of
locus configurations is the number of total configurations given together with the estimated



Forensic Genetics DNA Mixture Separator - Version 0.1-1

Files |Data Parameters and knawn profiles | Results
Forensic Genetics DNA Mixture Separator - Version 0.1-1
Available files:
a0, C5%
Analyse file Delete file Add file Add mulki-sample File Database Quit

Figure 7: The tutorial data file “wang.csv” is loaded.

Forensic Genetics DNA Mixture Separator. - Version 0.1-1

Files | Data |Parameters and known profiles | Resuls
Analysis of case: wang.csv

Selected columns:
Select Locus Allele Height Area Select Locus Allele Height Area
focus allele height ares Jocus  allele height ares
D3s13s8 15 198.9 1989 75820 g 723 723
0351358 16 739 739 D7ssz0 100 12003 1203
D3s13s8 18 185 1550 D7s8z0 11 28.9 289
VWA 15 131.8 1318 0165539 11 126.2 1262
VWA 16 62,1 621 D165539 12 515 SIS
VWA 18 793 793 0165539 13 1253 1253

Forensic Genetics DNA Mixture Separator - Yersion 0.1-1

Files| Data |Parameters and known profiles | Results

Analysis of case: wang.csv
Data preview (select columns with the indicated data):

Locus [RESET] & ] (o VWA 19 120 1200 DIESS39 14 5L4 514
alele [RESET) « « o FaA 21l 24l 2414 THOL 5 944 944
Height IRESET] s ] (o Fad  z2 1461 1481 THOL & 935 93
area [RESET] « (w9 ® FGA 23 687 687 THOL 8 633 633
locus allele area DB51179 12 143.1 1431 TPOX 8 1287 1257
351358 15 1989 DES1173 13 603 603 TPOX 10 984 954
D351358 16 738 Da51179 14 56 560 TPOX 11 447 447
D351358 18 1550 DES1ITS 16 986 966 CSFIPO 10 48.2 482

e 15 1318

021511 28 141 1410
oz1s11 30 119.8 1199
Dz1S11 322 150.6 1506
D1&3st 1z 471 471
Dlessl 13 386 386
D1gsst 17 118.1 1181
018551 18 102.8 1029
085818 12 256.1 2961
OS5818 13 46,3 463
0135317 11 160.7 1607
D135317 12 834 834

CSFIPO 11 B9.7 697
C5FIPD 12 81.7 617

AIAAIAI[AIAIAAQqATAAA

If nly height or srea information is availshle lave the missing column blank shove

U B B B BB B B B B B B B

Figure 8: The two states of the “data”-tab. Left: Select the relevant columns. Right: Select
the rows of interest (all rows are selected by default).

parameters of the statistical model. The “Estimated alpha” represents the mixture proportion
of the minor contributor. Here it is 0.3 which corresponds to an 1:2-mixture ratio. The
“Estimated tau” value represents that residual variance, which means that the smaller the
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Files| Data| Parameters and known profiles |Resu\ts

Analysis of case: wang.csv

Number of contributors: % 2 3

Search for alternatives: [[] W

Spedify significance level: 1% & 0001 © o001 O o0s O oo
Drop non-fitting laci: 7] [~

™ Use fixed profile 1

D351358 WNWA  FGA D8S1179 D21S11 D18S51 D5S818 D135317 D7S820 D16S530 THO1 TPOX CSFIPO

s TTi1s Tz Mz es Fie Miz Tn Cs Tu s Ts T@w

Fie T Nz FCi o Mz M Mz FTw N Fse T Mo

Mie M Fza M Tz Tar Ma DN Ts I'n Mz
s s s [t

I™ Use fixed profile 2

D351358 WNWA  FGA D8S1179 D21S11 D18S51 D5S818 D135317 D7S820 D16S530 THO1 TPOX CSFIPO

s TTi1s Tz Mz [es Nz Miz Tn Cs Tu s Fs T@w

Fie T Nz FCiz o Mz M Tz FTw N Fse T Mo

Mie M Mz M sz Tz Ma DN s T iz
s s s [t

I™ Use fixed profile 3

D351358 WNWA  FGA D8S1179 D21S11 D18S51 D5S818 D135317 D7S820 D16S530 THO1 TPOX CSFIPO

s TTi1s Tz Mz [es Nz Miz Tn Cs Tu s Fs T@w

Fie T Nz FCiz o Mz M Tz FTw N Fse T Mo

Mie M Mz M sz Tz Ma DN s T iz
s s s [t

Figure 9: Parameter settings implying a two-person DNA mixture and search for alternative
configurations.

estimate the better is the concordance between the observed and expected peak intensities
(the “Derived R"2” quantity is explained below).

The expected peak intensities for the selected configuration can be plotted against the ob-
served peak intensities in a EPG-like plot (Figure 11). The coloured cones represents the
observed peak intensities, while the black lined cones show the expected peak intensities (for
this particular plot it is hard to see any discrepancies, which indicate a good fit between the
observed and expected peak intensities).

From the analysis output alternative configurations can be specified by marking the combina-
tions in the lists. For each locus the list of alternatives is sorted in decreasing order in terms
of goodness-of-fit. For the selected configuration (Figure 12) the R"2-quantity is computed
as the ratio of the estimated tau values. Here R"2 = 0.38 = 118/310 and the closer R"2 is to
1, the better is the alternative configuration relative to the best match pair of profiles.

In the EPG-plot of Figure 13 we see a change in the fit between the black lined cones and
coloured cones. In addition to the plot it is possible to export the results to a ASCII text file
by clicking “Export results”. For this example the text file is printed on page 9.
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Files| Data | Parameters and knawn proFiIesl Results |

Analysis of case: wang.csv

D351358 (0) VWA (0} FGA (0} D8S1179 (0) D21S11{2)
Bestmatch:  * {5,6715,18 & {61&15,19 = 2f2324,22 * {3i44246 & 3050025322
Alkernatives: i 28,28/30,32.2
2.2,32.2/28,30
D18S51 (0) D55818 (0) D13S317 (1) D7S820 (0) D16S539 (0)
Bestmatch: @ {2.4317,18 & q2134212 & a2 & {0117108 & 124471,13
Alternatives: (ol ER TR
THO1 (4 TPOX (1} CSF1PO (4)
Best match: % 8656 & 1808 101001, 12
Alternatives:  6,6/5,8 © 10,11/10,5 1z, 12/10,11
,516,8 11,11/10,12
L8156 10,11/11,12
,815,6 10,12/11,12

Number of combinations: 300

Selected Bestmalch
0.3035 0.3033
118.8977 {18.8377

Estimated alpha:
Estimated tau:
Derived R-2:

Estimates of alpha and tau are updated upan plotting

™ Open plat in new plot window
™ Add profile table o plot

Plat selected profiles
Export result

Figure 10: Results from the best matching analysis.
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Figure 11: EPG for the best matching pair of DNA profiles. The coloured cones show
the observed peak intensities whereas the solid black cones represents the expected peak

intensities.
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Files | Data | Parameters and known profiles | Results
Analysis of case: wang.csv

D351358 (0) VWA (0} FGA (0} D8S1179 (0) D21S11{2)
Bestmatch:  * {5,6715,18 & {61&15,19 = 2f2324,22 * f3i4i246 305025322
alkernatives: & 28,28/30,32.2
32.2,32.2/26,30
D18S51 (0) D55818 (0) D13S317 (1) D7S820 (0) D16S539 (0)
Bestmatch: @ {2.4317,18 & q2134212 g2 & {0117108 & 124471,13
Alternatives: & [12,12]11,11
THO1 (4 TPOX (1} CSF1PO (4)
Best match: {7 B65.6 O 1808 001,12
Alternatives: % 6,6/5,8 @ 10,11/10,5 & [1z,12/10,11
5,5/6,8 11,11/10,12
E,8/5,6 10,11/11,12
6,8/5,6 10,12/11,12

Number of combinations: 300

Selected Bestmalch

Estimated alpha:  0.3299 0.3035

Estimated tau: 310.2243  {18.8377
Derived R-2: 0.3833

Estimates of alpha and tau are updated upan plotting

™ Open plat in new plot window
™ Add profile table o plot

Plat selected profiles
Export result

Figure 12: Selecting an alternative pair of profiles from the list of locus-wise alternatives.

MixSep Output
Analysis of case file: wang.csv
==== PROFILES ====
D351358 vWA FGA D8S1179

Best match 15,16/15,18*x 16,18/15,19% 21,23/21,22*x 13,14/12,16%
Alternatives

D21S11 D18S51 D5S818 D13S317
Best match  30,30/28,32.2 12,13/17,18« 12,13/12,12x 11,11/11,12
Alternatives 28,28/30,32.2 12,12/11,11%*
32.2,32.2/28,30%
D7S820 D16S539 THO1 TPOX CSF1PO
Best match  10,11/10,8% 12,14/11,13x 8,8/5,6 11,8/10,8 10,10/11,12
Alternatives 6,6/5,8 10,11/10,8x 12,12/10,11
5,5/6,8 11,11/10,12
5,8/5,6% 10,11/11,12%
6,8/5,6 10,12/11,12
=== PARAMETERS ===
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alpha tau R2
Best match 0.3035 118.8977
Selected (*) 0.3299 310.2243 0.3833

==== SETTINGS ====

Number of contributors: 2
Level of significance: 0.001
Number of combinations: 300

[=)
&
o,
s
o=
=)
o
£
22

12 1112 13 14
D16

15 16 18 19 B 10 11 1213 1718
WA, TPOD D18

1213 21 32 23
D3

Figure 13: EPG of the alternative configuration specified in Figure 12.

5 Analysis with a fixed profile

For the initial steps of loading data files and selecting columns/rows for further analysis,
please see Section 4 for a guide for determining the best matching configuration). In this
guide we demonstrate how to analyse the same sample using a fixed (e.g. suspect) profile.

The “Parameters and known profiles”-tab makes it possible to specify the number of con-
tributors, whether the algorithm should search for alternatives and fixed/known profiles. We
assume the sample is a two-person mixture and searches for alternatives (the lower the level
of significance is, the more alternatives are included in the final result). Furthermore, we
want to investigate whether the profile in Table 1 a possible contributor to the DNA mixture
(see parameter settings in the left screen shot of Figure 14).

'77

When clicking “Analyse mixture!” the computer resolves the DNA mixture and returns
result in the “Result”-tab. In the right screen shot of Figure 14 is the output from the
analysis. For each locus the unknown profile that together with the fixed profile best explains
the DNA mixture is identified (denoted F1/U for Fixed profile 1 and Unknown). In the
U/U-row is the best matching configurations (both profiles unspecified, i.e. U/U is short

12



Table 1: DNA profiles of the true offender and the suspect used in the example. The bold
font alleles in the suspect’s profile denote the difference from the true offender profile (the
major profile).

Locus D3 vWA FGA D8 D21 D18 D5 D13 D7 D16 THO01 TPOX CFS

Offender 15,18 15,19 21,22 12,16 28,32.2 17,18 12,12 11,12 810 11,13 56 8,10 11,12
Suspect 15,18 15,19 21,22 12,16 28,32.2 17,18 12,12 11,11 8,10 11,13 58 810 12,12

Forensic Genetics DNA Mixture Separator - Version 0.1-1

Files | Data Paremeters snd known profiles |Results Forensic Genetics DNA Mixture Separator - Version 0.1-1 [E]=1E]
Analysis of case: wang.csv Fies | Data | Parameters and known profiles | Resuls
Number of contrbutors: @ 2 € 3 Analysis o case: wang.csv
Search for alternatives: 1 I D351358 (2) VWA EGA (1) D354179 (0) D21511 (2)
Specy sigrificance level: 1 & 0.001 € 0.01 ¢ 0.05 © 0.4 Fif: & 151815,16 & 151971618 & 312221,23 & 127161314 & 283223030
brop non-itting loc: 1 I uju: © 15,16/15,18 © 16,18/15,10 a2 13401216 © a,30128,322
Ahernatives: © 15,18/16,18 © Bl [sll=F-xe
o 15,18/16,16 28,32.2/28,30
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Figure 14: Parameter settings assuming a two-person DNA mixture with a known/fixed
contributor as specified by the tick-boxes.

for Unknown/Unknown). Furthermore, below is a list of possible alternative configurations
including the fixed profile.

Next to the locus designation is the number of possible alternatives for that locus given in
parenthesis. Below the list of locus configurations is the number of total configurations given
together with the estimated parameters of the statistical model. The “Estimated alpha” for
F1/U represents the mixture proportion of the fixed contributor, whereas for U/U it denotes
the contribution from the minor contributor. Here alpha is respectively 0.66 and 0.3, which
approximately corresponds to an 1:2-mixture ratio in both cases. The “Estimated tau” value
represents that residual variance, which means that the smaller the estimate the better is
the concordance between the observed and expected peak intensities. The “Derived R"2” is
computed as the tau for U/U to tau for F1/U. Here R"2 = 0.26 = 118/457 implying that
the residual variance is four times bigger when the suspect’s profile is assumed in the mixture
compared to the best matching pair (which is identical to the true contributors, see Section 4).

The expected peak intensities for the selected configuration can be plotted against the ob-
served peak intensities in a EPG-like plot. The coloured cones represents the observed peak
intensities, while the black lined cones show the expected peak intensities (Figure 15). Note
that the configuration on CSF causes the expected peak intensities to deviate from the ob-
served. This is also the only combination of the three changes between the true offender and
suspect (see Table 1), that is not among the alternatives in the best matching analysis (see
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the results of best matching analysis in Section 4 - where it should be remembered that the
suspect corresponds to the major profile).

12 13 14 16 28 30 322 E) 10 1 10 11 12
D8 CEF

12 112 12 14
D16

16 16 1818 E) 1011 12 13 17 18
WA TPO D18

12 13 M 2223
Dg FGA

Figure 15: EPG with the suspect and best matching unknown DNA profile.

From the analysis output alternative configurations can be specified by marking the combina-
tions in the lists. For each locus the list of alternatives is sorted in decreasing order in terms
of goodness-of-fit. For the selected configuration the R"2 quantity is computed as the ratio
of the estimated tau values of the best matching (U/U) and the selected configuration. In
Figure 16 the R"2 = 0.06 = 118/2055 and the closer R"2 is to 1, the better is the alternative
configuration relative to the best match pair of profiles.

In the EPG-plot in Figure 17 we see a change in the fit between the black lined cones and
coloured cones. The low value of R"2 is indicates a poor fit between the observed and expected
peak intensities, which is pictured in Figure 17. In addition to the plot it is possible to export
the results to a ASCII text file by clicking “Export results” as in Section 4.

A Screen shots of basic R procedures
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Figure 16: Specifying a different configuration (still involving the suspect).

Genetics DNA Mixture Separator - Yersion 0.1-1

Files | Data | Parameters and known proﬁ\es‘ Resuits ‘

Analysis of case: wang.csv

D3S1358 (2} VWA (0) EGA (1) D8S1179 (0) D21S11(2)
FLjU: © 1518/15,16 & 1519116,18 0 21,22021,23 & 12,16/13,14 © 2832213030
U ©15,16/15,18 © 16,18/15,19 © z1,23021,22 ©13,14/12,16  30,30/28,32.2
Alternatives: & 15, 18/16,18 @ [W & 2832.230,32.2
15,18/16,18 8,32.2/28, 3
D18S51 (0} D5S818 (1) D13S317 (1) D7S820 (2) D168539 (0}
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Number of combinations: 1,296

Selected Fit L

Estimated alpha: 0.5208 06603  0.3035

Estimated tau: 20545547 4568871 1166977
Derived R™2: 00570 0.2602

Estimates of alpha and tau are updated upon plotting

™ Open plot in new plot window
™ Add profile table ko plot

Plot selected profiles
Export result
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Figure 17: EPG of the configuration specified in Figure 16.
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Figure 18: Changing the working directory in the R Gui on Windows.
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