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Coffalyser Data analysis software

What is it / what can it do

Supported file formats

Coffalyser data structure

Installation & requirements (key content)
Importing sample data

Basic analysis settings / Normalization methods
Troubleshooting with the log file

Evaluation of quality check marks
Troubleshooting on peak detection and size calling
MLPA probe panelling & data filtering

Result exploration & interpretation

Effect of normalization methods

Trouble shooting on slope correction data
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Coffalyser software updates

Alpha test version

Direct import of raw data from fragment analyzer
Automatic software upgrades

Automatic MLPA probe mix sheet updates
Automatic raw data troubleshooting

Wide array of analysis strategies

Recommended analysis methods from MRC-holland
Extensive result reporting options

Current version has a file based database but future
versions will have a SQL server database with secured
data storage and sample oriented
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Supported systems and file formats

- Raw data files
- ABI all series (ABIF files, *.*fsa)
- CEQ all series (raw data *.*SCF)
- Megabace (RSD files)
- Agilent (XML files)
- Fragment lists

- Exported from the programs Genescan, Genemapper,
Peak scanner, CEQ fragment analyzer

- Exported from slabgels (LICOR, Spectrophotometrix)
- From gel-scans (using Genetools)

- Raw data files allow for much more extensive
troubleshooting methods and are therefore
recommended



Coffalyser Data structure (files)
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Key content

¥ | Coffalysers USB Key files
[#| Analysis manual
1 Analysis manual.ppt
» [ ] Coffalyser Local DB
» | ] Coffalyser USB version
¥ [ Installer
» [ Application Files
_| Coffalyser.application
¥ 0 Installer with NET3.5 and windows installer
» [ ] Application Files
_ Coffalyser.application
|« publish.htm
4 setup.exe
MRC License agreement.doc
Read Me.doc
¥ | Resdis NET3.5 and WI3.2
4 dotNetFx35setup.exe
4| Windowslnstaller-KB893803-v2-x86.exe



Run the installer from the webpage online
or run the coffalyser.application file

MRC-Holland
Coffalyser

Mame: Coffalyser

Version: 1.0.0.27

Publisher: MRC-Holland

@OFFALYSER

MRC-Holland b.v.



System reguirements

- The Coffalyser requires a computer with
windows Xp or higher installed and updated
with:

- (.NET 2.0), .NET 3.5 or higher
- Windows installer 3.1 (or higher)
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If your computer is not updated with .Net
2.0 or windows installer

-  Windows will not recognize the coffalyser.application
file

- Update windows with .Net 2.0 and windows installer 3.1
and run the coffalyser.application file

- Orrun the setup.exe file on the usb disk and following
the installation instructions
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Next setup will install the needed
components

i ] Please waik while the components are setup

(this usually takes about 15 seconds)

CIE, ‘
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If the progress form
succeeded

D)
O

#d Progess Status

Starting the Coffalvzer

Current Process Status

[

Oweral Process Statuz

Save log

Cancel




The current Coffalyser database is file based. It is therefore
recommended to install the database on your local hard drive. Do not

keep the selected folder open windows explorer when the program is
running.

@4 [DatabazePath Setup

COFFALYSERA AV

Thanks far using the Coffalyser

To uze the coffalyser, first a local databaze needs to be created.
Fleaze zelect a folder on your local harddisk ar create a new folder.
Maote that you need to have full access rghts to this folder.

Enterthe database path:

E-\CoffalyserDB - | | Ok

@OFFALYSER

MRC-Holland b.v.



Database folder structure

Address I[ﬁ E:\CoffalyserDB2\Usersicoffa\Projects\TEST DATA exp 2010-03-22 132934

ESEN

Folders x

4

[=] % Local Disk (E:) :I
) $ave

H ) CoffalyserDEz
() MLPA& mixes
T3 Temp
El [ Users
H ) coffa
[5) EinFets
El () Projects
@ mipa 2010-03-14 183300
@ mipa 2010-03-22 190354
(23 mipa 2010-03-23 174248
[ mipa 2010-08-20 214935
E [C3) TEST DATA
IC5) exp 2010-03-14 183520
=) 10 1
) D1.03.018310MD__MLPA-PL
[) D1.03.022350MD__MLPA-PL
IC5) D1.03.026090MD__MLPA-P
@ 01.04.042500M0__MLPA-PC
[ D1.05.055410MD__MLPA-P(
(23 exp 2010-03-22 142521
IC3) exp 2010-03-22 142720
[C3) exp 2010-03-22 142757

) exp 2010-03-23 175615 _|LI
|
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e e Oy O U

[01.03.018310MD__MLPA-POZ4

D01.03.026090M0__MLPA-POZ4

[1.05.055410M0__MLPA-POS4

ExpetimentSettings.xml
AML Docurment
ZKE

PreRatioR.esult, xml
ML Docurnient
== | 63KE

e, Uy U

[1.03.022350M0__MLPA-PO34

01,04, 042800MD__MLPA-PO34

Auto BinSet, xml
ML Document
9KE

FilkeredData, =ml
AML Document
100 KE

RatioResult, xml
AL Dacurment
108 KB



Select ok to create a new user

Mo Coffalyser users have been found,

Create a new user account by filling in a new user name and clicking on Mew User,
Curing the next login data can be retrieved by logain in with the created user account,

2K
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Select New user

@4 Uszer Login

Uzer Mame: Llzer

|

Cancel

|
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Importing sample data

- Test 1 P034 DMD 0707 (ABI-310)

- With reference data

- Using block method

- Using population method (6014)
- Test 2 P034 DMD 0508 (ABI-3130)

- Using population wo reference data
- P335 tumor analysis

- Block method

- Slope correction block & population
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Basic analysis settings

# [user/mipa 2010-04-08 175122/exp 2010-04-08 175134]

gaup

product I

Marker: | GSE00MLPA

=l 5=

Tupe: \ DMA-MLPA

-

Filter Set: |.~'—\uto BinSet

M arker Dye . . _I - _I Method: ‘.-’-‘n.utu:u = | Slope Method: |Autg -‘
Analyze ‘ Oy | Sample Names | Sample Type ‘ Digested
Sample 1 Dyel D1.03.01831DMD__MLPA-PO34 Sample O
Sample 2 Dyel [1.03.022350 M0 _MLPA-PO34 Sample |
Sample 3 Dyel 01.03.026030MD__MLPA-PO34 Sample ]
Sample 4 Dyel [1.04.042800 M0 __MLPA-PO34 Sample |
Sample & Dyel 01.06.065410MD__MLPA-PO34 Sample ]
Sample b Dyel D1.05.05580DMD__MLFA-PO34 Sample O
Sample 7 Dyel D1.05.05626DMD__MLPA-PO34 Sample O
Sample 8 Dyel [1.05.056920M0 __MLPA-PO34 Sample O
Sample 9 Dyel [1.05.058250 M0 __MLPA-PO34 Sample |




Analysis pre sets

- Size marker and dye color
- Normalization methods

- auto

- Block normalization

- Population normalization
- Binset

- Auto

RNMAarnii~ | khime~nte
e jviallual Jiliocio

- Slope correction
- auto
- Block normalization
- Population normalization
- Setting references samples type (key/click)
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Data analysis steps

- Spectral signhal correction

- Peak detection

- Size marker matcher

- Peak ssize calling

- Peak to probe matching

- Data filtering

- Data pre-normalization

- Size to signal drop correction
- Final normalization

- Calculation of population distribution and signal
comparison
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Troubleshooting with the log file & support

#d Frogess Status B X

Finizhing data analvsiz

Current Process Statuz
Oweral Process Statuz

Correcting zample data for gsignal to zize drop. ;I
Perfarming final zample normalization.

Perfarming final reference normalization.

Perfarming statistical calculation over normalized data.

Comparing zamples to zample population,
Saving final results,

- 17 zamples were included for analysiz.
- 16 zamples were found to be females.
- 4 zamples were found to have less peak probe zignals than expected faor this MLPA mix. This may be

due to homozygous deletions, but could also be caused by a faulty binget or incomplete DMNA
denaturation.

Save log Cancel l | ] l
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valuation of quality check marks

File

2T
EHE

Projects  abaout

est Data praag
7 testl

-(2) D2.97.017430MD__MLPA-PO34
(2) BLANCO____DMD__MLP&-PO:
{2) D103 MEAN0MD__MLPA-PO34
() 01.03.022350MD_ MLPA-PO34
(2) D1.03.026090MD__MLPA-PO34
(2) D1.04 042B00MD_MLPA-FO34
(2) D1.05.055410MD__MLPA-PO24
(2) 01.05.055800MD__MLPA-PO34
(2) D1.05.056260MD__MLPA-FO34
{2) D105 05E320MD__MLPA-PO34
(2) D1.05.058250MD__ MLPA-PO34
(2) D1.05.058300MD__MLPA-PO34
~{(2) 0105 0601 4DMD__MLPA-FO34
(2) D2.04.055050MD__MLPA-PO24
(2) DZ2.05.055420MD__MLPA-PO34
{2) DZ.05.096270MD__MLPA-PO34
{2) D2 05 05831 0MD__MLPA-PO34

Fluorescence primer ws total fluorescence (FPYTF). BLANCO DMD__MLPAPO34 was found to hawe excessive amount of primers left. Less than 40% of the fluorescent

primers were incorporated into MLPA, probe products

for this 1uns which indicates that & problem may have ocoured duing the ligation o PCR reaction.

Analysis Overview FRawData  DataBinning  DataFilkering Slope Conection

Machine Type: ABI-310 Experiment type:  DNAMLPA Metiic UsePeakéreas (54]

Mlpa mix: F034 DMD mix 1 Analysis method:  block BinSet: Auto BinSet

Lot number: LOTO707 Reference type:  RefData Slope method: True (block]

Control mix: [orange) 0-32 Sizing: NA - GEE00MLPA Sloping:

‘ Expart Grid
Analyzed | Dye SampleName Type  |zca FRMC  [BSL  FRVTE  |MPz FFE  |nMoise  RPss  |mco s
Sample 1 |Tue Fam BLANCO, DMD__MLPA-PD34 Negative 0933397 0933354 24558 E'I 16 0 0/46 100 -1 1}
Sample 2 |Tue FAaM D1.03.01831DMD__MLPA-PO34 Sample 099337 0.939365 256.51 88.55 8005 45746 21.05 8.3 09983
Sample 3 |Tue FAaM D1.03.022350M0__MLPA-PO34 Reference 083336 0.933409 288.06 g7.58 45746 224 2 0.9988
Sample 4 |Tue FaM 01.03.02609DM0__MLPA-PO34 Feference  0.93397 0935386 255.55 838 9145 45/46 2105 17 0.9537
Sample 5 |Tue Fam 01.04.042800M0__MLPA-PO34 Sample 0933397 093334 246,28 88.88 9445 45748 2105 22 0.9966
Sample B |Tue FAaM D1.05.05541DMD__MLPA-PO34 Sample 099337 0939333 2436 g7.09 43746 2456 7.3 0.9976
Sample 7 |Tue FAaM D1.05.055800MD__MLPA-PO34 Sampls 099997 0939319 240.12 8a.08 45746 21.05 0.4 0.9968
Sample 8 |Tue FaM 01.05.066260M0__MLPA-PO34 Sample 0335597 0935303 2438 833 25 45/46 1964 :E:] 0.3571
Sample 9 |Tue Fam 01.05.066320M0__MLPA-PO34 Sample 0933397 0933324 246 58 86.76 40746 2693 EE 0.95971
Sample 10/ True FAaM D1.05.058250M0__MLPA-PO34 Sample 099997 093933 247.02 87.66 a03 43746 2456 102 0.9975
Sample 11|Tue FAaM D1.05.05830DMD__MLPA-PO34 Sampls 099997 0.939336 24378 86.26 a09 45746 224 19 0.9386
Sample 12|Tue FaM D1.05.06014DMD__MLPA-PO34 Sample 0335597 093535 244 43 831 83356 45/46 1964 1076 0.9537
Sample 13|Tue Fam D2.04.055050M0__MLPA-PO34 Sample 0933397 0933326 245 97 8725 a04 46748 2333 23 0.9972
Sample 14 True FAaM D2.05.05542DM0__ MLPA-PO34 Sample 099997 0939321 244.89 g7.04 43746 2586 38 0.9367
Sample 15|Tue FAaM D2.05.05627DMD__MLPA-PO34 Sampls 099997 093912 243.38 88.34 822 A4 2105 4.3 0.9977
Sample 16|Tue FaM D2.05.06831DM0__MLPA-PO34 Sample 0335597 093534 244 46 8391 1964 8 0.9534
Sample 17|Tue Fam 02.597.017430M0__MLPA-PO34 Sample 0933397 0933337 2502 88.56 234 46 2106 0.4 0.9967
[T Ik ¥
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Fragment separation quality

Size call quality
- R™2 correlation (SCQ)
- Pearson product moment correlation (PPMC)
- Baseline height (BSL)
- Noise
- Maximal run signal check (MAS)
- Maximal Probe signal check (MAPS)
- Median probe signal check (MPS)

- Troubleshooting
- Adjust fragment separation conditions

- Adjust Injection mixture composition
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MLPA DNA quality

- DNA concentration check (DNA)

- DNA denaturation check (DD)

- Presence of X and Y fragment (X/Y -Frag)

- Number of expected / found probe fragments
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MLPA PCR quality

Percentage of primer incorporated in MLPA probes
(FPVSTF)

Relative signals sloping difference between
average/median reference and test samples (RPSS)

Percentage signal drop on probe heights (machine)
Percentage signal drop on probe areas (PCR)



Quality of normalization

- Slope correction quality (SLCQ)
- Normalization factor quality (AMAD)

- Probe distribution calculations
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Checking electropherograms

¥ ©

\®
>

B I._l _TES.DET praad Analysiz Overview | Raw Data | DataBinning  DataFikering  Slope Correction
EHTr test
{2) DZ.97.017430MD _MLPA-PO34
‘\-‘;) BLANCO DD MLF&-PO ‘ Fragment Prafile | Raw Run Data Fragment Data |nstrument D ata Run Details
1+42) D1.03.01831DMD_MLPA-FO34 || —
- ‘-:3 D1.03.022350MD__MLPA-FO34 [ Export Image I I Copy To Clipboard ‘ I PFiint Previer ‘ ® Show Detsct=d Frobe Names | Dipe .
[1.03.026030MD__MLPA-PO3
) D104 042300MD._ MLFA-F3 . p p : O Show Detected Probel engths ™ Showal s ™ Show Points
%) D105 UEEMDMD_MLPA-F'USli \ Export All l I Print Image l \ Frint Setup l (O Show &)l Peak Lengths
?) 01.05.055200MD__MLPA-PO34
-{2) D1.06.056260M0__MLPA-PO34
{2) D1.05.056320MD __MLPA-PO34 D1.03.02235DMD__ MLPA-P034
{2) D1.05 0532500 _MLPa&-PO34
{2) D71.05 0533000 _MLPA&-PO34 - ﬁ
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Electropherogram views

- Filtered view with probe ID
- Filtered view with probe lengths

- Unfiltered detected peaks line chart view with start
end point

- Unfiltered detected peaks data-point view with start
end point

- Step by steps peak detection and size calling
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LinRegCorelation = 0.939361137621101 Marker = GSH00MLPA
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\
>

Analpsiz Dwverview ‘ Raw Data | Data Binning

Diata Filkering

Slope Canection

‘ Fragment Profile | Raw Fun Data

Fragment Data

Instrument D ata

Fun Detail:

@ Show Detected Probe Names

|Dya | |

I Expoit Image H Copy To Clipboard H PFrint Preview ]
) - O Show Detected Probel angths @ Semdes B St
I Export 4l l I Print Image l I Frint Setup l © Show &ll Pesk Lengths
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About machine profiles and peak
detection settings

product I PO34-D D8

Tverview Raw Data [ ata Binhing [rata Filtering Slope Comection

@ [coffa/Test Data prd ™ Global Parameters

| Capillary Device Baseline Correction Peak Detection Size Calling Binning Filkering Structural Carrection Slop
Select Machine Type
|4B1-310 -

Marker | GESOOMLF

tarker Dye

Anal

Sample 1

Sample 2

Sample 3

Sample 4

Sample 5

Sample &

Sample 7

Sample 8

Sample 9

Sample 10

Sarmple 11

Sample 12

Sample 13

Sample 14

Carmla 1R

= Bl B v Bl =u B = B = B = B = B - Bl - B = A =2 B = Bl - B

[w] Ahways Apply Machine 5pecific Settings [if dizabled na specific settings wil be saved or used!)
Save Selected Maching Type As Default Machine

[w] Autamnatically Adiust To Recommended Settings Accarding Te Selected File Tupe

File Import

¥ Remove TrackEnds

TrackEnd Delirniter I
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About peak detection settings

Capillary Device B azeline Correction Peak Detection

Size Calling Binning Filtering Structural Conection

Slope Carrection

[] Channel & [4BI: LIZ)

Import Dyes (] Channel 1 (AB1:FAM.dR110) (CEQ:Cy3) (MB:ROX)
[] Channel 2 [ABL.JOE YIC.dREG) (CEG:D2) (MB:FAM)
[[] Channel 3 [AE:NED dTAMRA) (CEQ: D3] (MB:HEX NED)

[]Channel 4 [4B1:ROX.PET) [CEQ:CYS) MB:TET HEX)

 Peak Properties Probe Dyes

¥ AutoDetect Paak Parameters

Mirimurn % Area [Total Area) |D2—
M awirnum % Area [Total Area) I'I—
Minirmum Peak. Signal I?D—
M awimum Peak Signal I‘I—
Mirimum Peak Width (Foints) —~ [1
Masimum Peak Width (Paintsl ~ [1
Minimurn Median Signal I'I—
M aximum kedian Signal I‘I—

— Peak Properties Marker

¥ AutoDetect Peak Parameters

Minimum % Area [Total Area) |D2—
M aximurn % Area [Total Area) I'I—
tinimum Peak Signal 200

M aximurn Peak Signal IBDDD—
Minimum Peak Width (Paints) [T |
Masimum Peak Width (Paints) [T |
Minimumn Median Signal |15—

M aximurn Median Signal 250

Peak Stutter and Shoulder Peaks

Detect Peak End/Start [Datapoints] IZD

[T Detect stutter peaks

Stutter Minimal Distance [D atapaints] |1 4




Peak detection settings

- Peak signal height (min/max)

- Percentage peak area vs total fluorescence
- Peak width

- Peak median signal (min/max)

- Stutter peak
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Minimal probe peak signal

‘ Fragment Profile l Faw Run Data Fragment Data Instiument Data Fiun Details
l Export Image l l Copy To Clipboard l l Print Preview l © Show Detected Probe Names | Dye . |
: : O Show Detected ProbeLengths W Show &l steps ™ Show Points
l Expart Al l l Frint Image l l Frint Setup l @ Show All Peak Lengths IHangeFiIter the Blue Dpe j
v w
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= =
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| — [ o
1500 5 o - = -
; o
I z g = 8
- 5
& o B el
= = =
2 = s 2
w @ g &
-
1000 E
- =] o o ]
& = | o = e}
B B, =B L —
0 = 29 om s =
= ped = B =g = 3
@ Lo : E N o ™~ g
o & X | =
=
47 @ a3 Hw
500—| e "~ g S| %) o, 25
] =
jur)
ey
=@
M
6 115.894413280966 215.894413280966 315.894413280966 415.894413280966
Data Point

@OFFALYSER

MRC-Holland b.v.




Stutter peak / stutter peak detection off

| Fragment Profile | Faw Run Data Fragment [ ata Instrument D ata Fiun Details
I Export Image l \ Copy To Cliphoard l \ Frirt Previgw l © Shaw Detected Probe Names ‘ Dye .
. . . O Show Detected ProbeLengths ™ Showal D ™ Show Paints
I Export &1l l \ Frint Image: l I Frint S etup l @ Show All Peak Lengths
D1.05.05541DMD__MLPA-P034
1500— —
w
1000—
=
=
w
500—
~
Stutter peak not detected
0 T
o
Length {nt)

] ]

@oy*FALYSER )
Peak area signal
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Stutter peak / split peak detection on

| Fragment Prafile I Raw Run Data

Fragment D ata Instrument D ata Run Details
l Export Image l l Copy To Clipboard ] l Prirtt Presiew l © Show Detected Frabe Names | Dye .
O Show Detected ProbeLengths ™ Show Al steps ™ Show Paints
l Export All l l Frint Image ] I Frint 5 etup l @ Show Al Peak Lengths
D2.04.055050MD__MLPA-P034
1500 =
1000—
E
=
w
o
-
500— -
D T T T T
o™ ) o) o™ (=]
= = e [ 4
2] L] L] L] L]
Dat
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Stutter peak detection settings

Capillary Device Bazeline Carrection | Peak Detection | Size Calling Binning  Filtering Stuctural Correction Slope C

Import Dves [ Channel 1 (ABI:FAM dR110) [CEG:Cy3) (MB:ROX)
[] Channel 2 [4BIJOE VIC dREG] (CEG:DZ) [MBFAM)
[] Channel 3 [ABLMED dTAMRA) [CED: D3] [ME:HEX NED)
[] Charnel 4 (ABI:ROXPET] (CEQ:CYS] (ME:TET HEX)

[] Channel 5 [4BI: LIZ)

— Peak Properties Probe Dyes —_———— — Peak Properties Marker

V' sutoDetect Peak. Parameters V' AutoDetect Peak Parameters

binimum % Area [Total Area) |D2— Minimum % Area [Total Area) |D2—
b aximurn % Area [Total Area) I'I— Maximum % Area [T otal Area) I'I—
hinimum Peak Signal I?D— Minimum Peak Signal IED—
I aximurn Peak Signal |1— Maximum Peak Signal IEvDDD—
Minimum Peak width (Pains) 1| Minimum Peakwidth Paints) 1|
Maximum Peck Width (Foints) — [1 | Masimum Peak Width (Foints) - [1 |
Minirum Median Signal I'I— inimum Median Signal I'IE—
Mazimum Median Signal I‘I— Maimum Median Signal 250

Minimal data-point width
Of p e aks Pack Sttt and Shoker Pect Datect Peak End/Start (D atapaints] |2U—

Minimal data-point width S —
of stutter peak if on
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Troubleshooting on peak panelling

5 Progess Status

 —

Finizhing data analvsiz

Current Process Status

[

Qveral Process Status

[

Saving final results.

- 17 zamples were included for analyzis.

- 16 zamples were found to be females.

- 16 samples were found to have less peak probe zignals than expected for this MLPA mix. This may
be due to homozygous deletions, but could alzo be caused by a faully binset or incomplete DMA,
denaturation.

-1 zamples were found to have a significant difference in zize to zsignal drop to the reference runs.
Wafithout slope correction these runs may show aberrant probe ratios caused by this effect. Large drops
ir gignal may be cauzed by contaminated zamples, causing the longer MLPA probes to be less
efficiently amplified during the PCR reaction. Dirops in size to gsignal that alzo show peak broadening of
the longer fragments may have alzo been caused by an injection bias.

Save log Cancel l | Ok
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MLPA probe panelling & data filtering

I Expart Image l I Copy To Clipboard l I Frint @ Show Detected Probe Names ‘ Dye .
. . . L4 O Show Detected Probelengths ™ Showal steps ™ Show Points
I Expart Al l I Frint Image l I Frint Setup () Shaw All Peak Lengths
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MLPA probe panelling & data filtering

| Fragment Profile | Raw RunData

Fragment Data

Instiument D ata

Run Details

|

O Show Detected Probe Names

| Dype .

Expoit Image l I Copy To Clipboard l I Piint Preview
_ _ : _ r O Show Detected ProbeLengths ™ Show &l steps ™ Show Points
\ Export &1 l I Frint Image l I P @ Show Al Peak Lengths
01.03.02235DMD__MLPA-PO34
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f==)
o
= L]
@ =
g =
= — =]
Z 1000 e
] - = @ 2]
= H 2 =
~ = ] -~ 2 = -
& & o o = 5
= “ S g =
g = -
= o
g g
n = ez}
500 — = © g
8 2 = _ 2
=
2
0 T T T T T by T T T T T T T T T T T T
o o @ w© <+ @ @ <+ o © © <+ o © - = = o [
o =21 @ [=] - (] [ w0 - [ o o [=] o - (5] 2] - -+
& & & & ) = &= & = = A b T s = = = = s
Length (nt)




Checking automatic generated binset

434 Dk D 45 431,11 0

442 Dk D 29 440,02 0.0800
450 Dk 5 447 14 0.1650
453 DD 10 456,73 O

460,33

476 Dk 30 47292 .02z
481 DD il 473,91 0.5 B
430 REFEREMCE 4 485,94 0.0F

A high stdev indicated that there was an
uncertainty about the estimated length

@OFFALYSER A stdev of zero means that a probe length was
MRC-Holland b.v. - only found a single time or not at all
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Adjusting bin set manually

Analysis Dverview Raw Data Data Binhing Data Filkering Slope Carrection

Bincer |Auto BinSet j l AutoBin I Save Changes

& =) & & o ) &
@ ] ] ] o ] @
& <+ = i i i &

| MLPA probes Cantrol Fragments

| Length Gene Exan Murber FilterLength StDew
85 DMD 7 /43 0
362 DMD 47 35761 3.3
Enl DMD 27 370,37 0.0200
379 DMD E7 e 0.0100
398 DMD 8 385.88 0.0150
395 DMD 43 3|37 0
403 DMD 28 401.81 0.0300
403 DMD B2 40212 0125
418 REFEREMLCE 4 41661 0.1200
426 DMD 9 422568 0.0950
434 DMD 43 4311 0
442 DMD 29 440.02 0.0600
450 DMD B3 44714 0.1650
DMD 10 486,73 0
476 DMD 30 47292 0.0250
8 DMD 70 47991 0.0500
430 REFEREMCE 4 435,94 0.0550
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Obtaining the correct detected probe length

Analysis Overview FiawData | Data Binning Data Filtering Slope Correction
Binger |futo BinGet ﬂ I AutoBin l \ Save Changes
1500
1000 E o
= < g g g
500 i) % = S
; . i i | [N—
= E = E = E o
2 2 5 5 2 & ]
| MLPA probes Contral Fragments [_\
| Length Gene Exon Mumber FilterLength Sthev ;I
355 DHD 7 364.3 0
362 DD 47 35761 3.3
kral DD 27 370.37 0.0200
379 DD 67 77T 0.010o0
308 DD g 30688 0.0150
395 DOMD 48 3837 1]
a0z DD 28 401.81 0.0300
403 DHD 35 408.12 0125
418 REFEREMNCE 4 41661 0.1200
426 DD k] 42358 (0.0350
434 DD 45 43111 1]
442 DD 23 440.02 0.0600
450 DHD =] 44714 (0.1650
453 DHD 1o 456.73 0
476 DD 30 472.92 (0.0250
401 DD ki) 479.91 0.0500
430 REFEREMCE 4 48594 0.0850

(KN
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Redoing automatic binning using a selection

AutoBin l I Save Changes l

& Select Samples

=1 |

lin o |55 [=5 |

S amplet ame

BLAMCO DMD__MLPA-PO34

8310MD__MLPA-PO34
01.03.022350M0__MLPA-PO34
01.03.026090MD__MLPA-FO34
01.04.042800M0__MLPA-FO34
01.05.055410DM0__MLPA-POZ4
01.05.055300M0__MLPA-PO34
01.05.056260MD__MLPA-FO34

01.05.056320M0__MLPA-PO34
01.05.058250M0__ MLPA-PO34
01.05.058300MD__MLPA-PO34
01.05.060140M0__MLPA-PO34
D2.04.055050M0__MLPA-PO34
D2.05.055420MD__MLPA-PO34

L

Select Al

Select References

Deselect Al

Cancel

Ok
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manually adjusted bin set

BinGet |Auto BinSet j AutoBin l I Save Changes
1500
1000 — -
I
00— w4 Save BinSet = B X
|New BinSet
0
L
=
| MLPA probes Control Fragments
| Letigth Gehe Exon Murnber
355 DD 7
362 DD 47
Cral DD 27 )
a7 DD &7 Uk
338 DD 3 T
ance
395 DD 43
403 DD 28 AT ET =00
409 DD £a 40812 0125




Re-analyzing experiment data

File  Projects  About

% © L

Bl |J TestDatapraag

Analysiz Dverview Fiaw Data Drata Binning Data Filtering Slope Conection

- test1
~{(2) BLANCO____DMD_MLPAPD:
) D1.02071831DMD_MLFAP034| || Machine Type:  ABI-310 Experiment type:  DHAMLPA Metric UsePeakireas [54)
7) D1.03.022350MD_ MLPA-PO34
2) D1.02.026030M0_MLPA-PO34 Mipa mix: PO34 DMD mix 1 Analysis method:  block BinSet: MNew BinSet
~{Z) D1.04.04280DMD_MLPA P34 . . )
{2) D1.05.(E541DMD_MLFA-FO34 Lot number: L Reference type:  RefData Slope method:  True (block)
~42) D1.05.055800MD_MLFA-PI34 Control mix: [orange) 0-32 Sizing: M - GEEOIMLPA, Sloping:
(2) D1.05.05626DMD_MLFA FO34
~{2) D1.05.05632DMD_MLPA-P034
(2) D1.05.05825DMD_MLFaFos || [ — —————
) D1.05.058200MD__MLPA-P34 EeoaCd
2) D1.05.06014DMD_MLPA.PO34
2) D204.055050MD_MLRS O34 Anatyzed | Dye SampleMame Type  |SCQ PPMC | BSL FPVTF  MPS PFE B
7) D205 055420MD_MLP&P034 yeed | Dy 2 o Nose [RPSS [stea |
7) D205 0562 7DMD_MLFaPuz || |Sample ] [T FAM  BLANCO___ DMD_MLPAPO3M Negdlive 099397 0999354 24559 31.23 0 0446 100 E] 0
-{(2) D205.05631DMD_MLPA-P034|| | Sarnple 2 [True FaM  D1.03.01831DMD_MLPA PO34 Fieforence 099397 099936 2G5 8958 42046 2753 03 0.9983
(2) D2ATITAE0MD_MLEARD3 | [ sampla 3 [Te FAM  D1.03.02235DMD__MLPA-PO34 Sample 09339 0993409 288.06 93,63 42745 30 108 0.9958
Sample 4 |Tue FAM  D1.00.0260S0MD__MLPAPD34 Sample 099997 0999386 25559 09.05 5525 42045 2759 43 0.9942
Sampla§ |Tue FAM  D1.04.042800MD__MLPAPO34 Sample 099397  0339M 24628 89.85 808 42745 2881 § 0.9952
Sample B |Tue FAM  D.05.05541DMD__MLPAFD34 Sample 099357 0999333 2436 87.65 42045 2881 13 0.9905
Sample 7 |Tue FAM  D1.05.055800MD__MLPA-PO34 Sample 099997 0999319 24012 0095 42745 2860 65 0,993
Sample 8 |Tue FAM  D1.05.05625DMD_MLPAPO34 Sample 099357 0999303 2438 8.2 42745 30 03 0.9979
Sample 9 |Tue FAM  D.05.05632DMD_MLPAFD34 Fieforence  0.99397 0999324 4658 87.73 40745 2857 04 0.9987
Sample 10/True FAM  D1.05.050250MD_MLPAPI34 Sample 099997 099931 702 60,61 41745 67 7 0.9%
Sample 11 Tue FAM  D1.05.058300MD_MLPAPD34 Sample 099397 09993 24378 87.14 42745 315 6.2 0.99%64
Sample 12/ Tue FAM  D1.05.0B014DMD__MLPAFO34 Sample 099397 099935 24443 2961 42045 2881 a7 0.9455
Sample 13/ True FAM  D2.04.05505DMD_MLPAPD34 Sample 099997 09996 ME97 .76 43745 78 44 0.9952
Sample 14/ True FAM  D205.05542DMD_MLPAPI34 Sample 099997 099931 244.89 07.94 42745 3115 17 0.9961
Sample 15/ Tue FAM  D2.05.05627DMD__MLPAPI34 Sample 099397 03382 24338 89.23 42745 2881 1.4 0.3%
Sample 16/ Tue FAM  D205.05831DMD_MLPAFD34 Sample 099397 099934 24445 89.48 42045 2881 07 0.9984
Sample 17/ Tue FAM  D257.01743DMD_MLPAFD34 Sample 099397 0993337 2502 8953 42045 2881 7.2 0.39%

@OFFALYSER Missing signal in all runs

MRC-Holland b

pA—"



Reanalyzing using an adjusted binset

& [coffa/Test Dat ftest 1 - =X .
(coffe st Dota praag flesiil] CAalart NnAWws Jln Set

: Rk W
T 0]' Lsi(_i_';
L+ _
|| product [PO34-DMD-1 |t [LoTozor |

Marker: | GSE00MLPA ° Type: | DMAMLPE | Fiter et [ New Birgat |
N

Marker Dye . - _I - _I Methiod: Slope Method: ‘block v|
4 Analyze | Cre | Sample Names ‘ Sample Type | SCa ProbesFound | Sloping L
b Sample 1 Fab BLANCO DMD__MLPa-PO34 Megative 0.33357 0746 1]
B Sample 2 FaM D1.03.M 83N 0DMD__MLPA-PO24 Reference 0.99357 42746 2013
A Sample 3 Fah [1.03.022350M0__ MLPA-PO34 Sample 0.93996 42 /46 2349
A Sample 4 Fishd [1.03.026030MD__MLPA-PO34 Sample 0.93357 42 /46 16.08
A Sample 5 Fak [1.04.042800MD__MLPA-PO34 Sample 0.93997 42/ 48 T.86
B Sample 6 Fab [1.05.05541DMD__MLPA-PO34 Sample 0.93337 42 / 46 327
A Sample 7 FaM D1.05.055800MD__MLPA-PO24 Sample 0.93957 42 /46 1965
A Sample 8 Fah [1.05.056260M0__MLPA-PO34 Sample 0.93997 42 /46 26.21
A Sample 9 Fishd [1.05.056920MD__MLPA-PO34 Fieference 0.93357 40/ 46 2057
A Sample 10 Fak [1.05.058250M0__MLPA-PO34 Sample 0.93997 41 /48 2876
B Sample 11 Fab [1.05.058300MD__MLPA-PO34 Sample 0.93337 42 / 46 22.44
A Sample 12 FaM D1.05.06014DMD__MLPA-PO34 Sample 0.93957 42 /46 59.8
A Sample 13 Fah D2.04.055050MD__MLPA-PO34 Sample 0.93997 43 /46 2357
A Sample 14 Fishd D2.05.0655420MD__MLPA-PO34 Sample 0.93357 42 /46 33068
A Sample 15 FaM D2.05.05627DMD__MLPA-PO24 Sample 0.99357 42 /46 1367
B Sample 16 Fab D2.05.05831DMD__MLPA-PO34 Sample 0.93337 42 / 46 2202
A Sample 17 FaM D2.97.M74230MD__MLPA-PO24 Sample 0.99357 42 /46 1678

[ il ¥
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Exploring & exporting filtered data

¥ Q <0

| B j _T_BSI DaEa praag | Analysis Dverview RawData  Data Binning | Data Filtering Slope Correction

‘ (O Show Peak Heights () Show Peak Areas 0 Show Relative Peak Heights ‘ Export Grid

(2) D1.03.026030MD_ML Gene  |Exon  [Chr My ChrPos |Lengh  BLAMGCO___ OMD__MLPA-. D1.03.018310MD_MLPAD. D1.03.02236DMD_MLPA-FD.. | D1.03.026%
(2) D104 D4ZE00MD_HLPAFO34 | ™ 80 1207 0 o 0
(2) D1.05.05541DMD_ MLPA-PO34
(2) D1.05.055800MD_MLPA-PO34| | | 2 063bp 68 o o o 0
‘D [1.05.09626DMD__MLPAFOZ4| [ | 3 074bp 7246 1087 i} i} i}
Qo w ! ! u
(2) D1.05.098300MD__MLPA-PO34| | | B (92bp 90.84 0 784 a12 832
(2) D1.05.06014DMD_MLPAP034 | [ ooy 18 v 20013840, vqi121 118 0 o 0
g ggg;g::iggmgzmgﬁggj 2 REFEREN X 23066682 32 123 &l 513 £33
{2) 0205 08627DMD_MLPAFo33 | [3 DMD 1 % 230303, X212 1% 2084 2023 2230 |
(2) 2,05 05831DMD_MLPAP4] | 14 oMD 4 % 23032270, %212 144 1344 1414 1474 3
~{2) D257.017430MD_MLPAFD34) | [g DMD 21 % 23032413, %212 154 1995 2008 2232
6 DMD 51 X 203276, K212 161 1m4 30 1167
7 DMD 2 ® 23032948, ¥p2l2 169 2168 1437 1850
8 DMD 4 ® 2303238, ¥pZl2 178 1458 1438 1881
9 DMD 2 % 23032400, ¥pZ12 165 1256 1287 1a52
10 DMD 52 % 230NW. K22 1% 1855 1787 2122
1 REFEREN. % 23019707, 2213 203 53 557 )
12 oMD 3 % 23032777, %212 209 1677 136 1257 1
13 DMD 43 ® 2303215, ¥pZl2 218 115 1083 1262
14 DMD 23 ® 230323 ¥pZl2 255 13 1247 1383
15 DMD 53 % 23091188, ®p2l2 234 14m 1338 1618
16 DMD 4 % 2303272 W22 242 1405 981 118
17 DMD 4 % 23032144, X212 20 1273 1226 1423
16 oMD 2 % 230323, X212 27 786 739 242
19 DMD 54 ® 230IET. HpZl2 %68 1873 1538 1838
20 REFEREN. 4 ® 23152943, Hq28 274 563 831 725
21 DMD 5 ® 23032751 Wzl 283 581 34 138
22 DMD 45 ® 23031BIE. Hp2l2 291 1145 1074 1230
23 DMD 5 ® 23032391 ¥p2l2 299 704 538 813
24 DMD &5 ® 23031137, Wiz 07 1238 1130 1457
2 DD B % 23030744 X212 35 1155 777 920 -
al o |41 i ] Yo
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Open Results form

File  Projects  About

¥ <@

'y
Sl EI Test Analysis Overview FawData  Data Binning Data Filkering Slope Correction
DMD_MLP&-P
MD__MLPa-PO34 Machine Type: ABI-310 Experiment type:  DMA-MLPA Metric UsePeakareas [54]
ZOEOMD MLPS P
26090 MD__MLPA-PO3A Mlpa mix: P34 DD mix 1 Analpsis method:  block BinSet: Auto BinSet
M2BLMD__MLPaPI34 . . 5
EEA1DMD_ MLPA-2034 Lot number: LoTovo7 Reference type: RefData Slope method: True (black)
S5E00MD_MLPA-F034) || Contral mix: [orarge] 0-32 Sizing: M - GS00MLPL Sloping:
BEZEOMD__MLPFI34
EEIZ0MD_ MLPAPI3
BEZE0MD__MLPFI34 -
5I00MD_MLPAPO34 Eipaiird
BT 40MD__MLP4PI34
gggggmg—mtxgggj Analyzed |Dye Samplehlame Tyne sCa PPMC | BSL FPYTE | MPS PFE Noise RPSS  |sLca
SE27DMD_ MLPaFozq| | [Sampla 1 Tre FAM  BLANCO___ DMD_MLPA-PO34 Megative 099997 0999354 24558 .23 i 0745 100 El ]
E31DMD__MLPaF34| | | Sample 2 | Tiue Fab  D1.03015310MD_MLPA-FPO Sample 059397 08995 26551 2359 5005 45745 2241 75 0.9975
AT7AIDMD_MLPAPII| | | Sample 3 | Te FAM  D1.03022350MD_MLPA-PO34 Feference  0933% 0995403 28806 58,88 45/45 % 3 0.9988
Sample 4 |Tue &M D1.03026090MD_MLPA-PO34 Feference 33397 0939365 25653 355 F145 4E/4E 2241 26 15957
Sample 5 |Tue &M D1.04.042800MD_MLPA-PO34 Sample 099997 09993 2E28 3.5 8445 45745 2373 1.6 0.9973
Sample & |Tue FaM  D1.05.05541DMD_MLPA-PO34 Sample 099997 0999333 2436 7,66 43045 2712 a8 0.3977
Sample 7 |Tue FAM  D1.05055800MD__MLPA-PO34 Sample ngaEsr  nsgEme 240z .95 45446 2373 11 19959
Sarnple 8 |True FAM  D1.05.056260MD_MLPA-PO34 Zample 009997 00993 2438 2 75 45445 13 n.9058
Sample 3 |Tue &M D1.05056320MD_MLPA-PO34 Sample 053997 N999EN4 24RER 5773 445 RET 8 1.5478
Sarmple 10 True &M D1.05.053250MD__MLPA-PO34 Sample 099997 0999 24702 61 03 43745 2033 136 0.9981
Sample 11/ Tue FaM  D1.05.053300MD_MLPAFPO34 Sample 0OAIST  099EEIE 24378 714 503 4545 2623 1.5 0.9983
Sample 12 Tue FAM  D1.0506014DMD_MLPA-PO34 Sample 0899997 08996 24448 2361 8336 45445 2373 1096 19543
Sample 13 True FaM D204 DSE050MD__MLPA-PO34 Sample 053397 N99IEE  24R A7 57 76 804 4445 6EE 3z 15474
Sample 14 Tue F&M  D2.05055420MD_MLPA-PO34 Sample 099997 0999321 24489 a7.94 43745 2951 6 0.9973
Sample 15| Tue FaM  D2.05.05627DMD_MLPA-PO34 Sample 099997 08932 24338 2323 822 45/45 2373 a7 n.3978
Sample 16 Tue FAM D205 058310MD_MLPA-PO34 Sample 083997 nS9EE 2444 348 45446 2A73 LK 19983
Sample 17 Tue F&M  D2.97.017430MD_MLPA-PO34 Sample 099997 09993 2502 359 34 45745 2373 05 0.9958

=T r T
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Results exploration form

CoFFALYSER /) (X

Experiment: test 1 | Sampls Resuls | Experiment Resulls
MLPA mix: PO34 DMD mis 1 —
Lot number: LoTo707 7‘ Sample Reports ‘ Sample Charts Compare Electropherograms Fragment T ables
Control mix: (prange] 0-92 Sample nam®, BLANCO__ DMD_ MLPAFO34 Metric: UseFeakdreas [54] BaseLine: 245.58
Analysis method:  block Run daty 3/08/2005 12:00:00 AM DNA concentration: Toa low Sizing: N& 099397
Reference type:  RefDiata Mach 915K 310 DHA denaturation: Mot present Number of probes: 0/ 46
Samples / refs: 1442 Sthuy. X-probe: Mot present Slope quality: black -]
Comme| Y-probe Mot present AVE MAD: 1
D1.03.01831DMD_MLPA-PO34 N T - oan |
D7.03.02235DMD_MLPA-PO34 ‘ B4 Zel
D1.03.02609DMD_MLPA-PO34 F - - -
07,04 04280DMD_MLPAPI3 X ‘ ChrPos | Fosition Length MNurnber | Signal Ratio Stdew FefPop
D1.05.05541DMD_MLPAPO34 i ®p212 230311065703 481 01332.L01.. 4545 0.5 0.03 -
D1.05 055800MD_MLPAFD34 1 Hp212 23031108419 450 01388100 09 0.03 B
D1.05.05626DMD__MLPA-PO24 2 xp21.2 23031110858 403 0z482-L02 1 0.04 =
D1.05.05632DMD_MLPA-PO34 3 ®p21.2 23031132003 379 01960-L01.. 9043 1.01 0.07 =
D1.05.05825DMD_MLPA-PO34 4 ®p21.2 2303134627 3 01376-L01.. 1 0.0 -
D71.05.058300MD__MLPA-PO34 3 Wp2l 2 234131 T37RES 07 372Lm.. 10427 037 0.04 -
D1.05.060T40MD__MLRAPO34 g w1 2 ZRONTEIORE 266 D13ERLT . 12764 bE] filis] -
PR iln LRSS 7 DMD 63 ¥p21.2 2303180991 2M 01364L01.. 10613 095 003 -
e 8 DMD-62  ¥p212 23031251627 133 01897-L01.. 13363 1.04 0.05 -
D2.05.05627DMD_MLPA-PO34
D2 06,0531 DMD_ MLFA. O34 ] DMD -61  ®p2l2 23031276605 161 01366-L01.. BS37 057 0.05 B
D2.57.017420MD_MLPAPO34 10 DMD -850  ®p212 23031748034 465 01390L01.. 361 1.09
11 DD -4 ®p21.2 230N 7E4TE2 4 01A7LON.. 2360 093
12 DMD-48  Xp21.2 23031803263 395 01382.L01.. 0.3
13 DMD - 47 ®p21.2 23031867693 362 01378101, 7734 0,48
14 DMD -45  ®p212 23031860132 321 01374L01.. 10041 038
15 DD - 45 ®p21.2 23031896409 291 01370-L01.. 9468 099
16 DMD-44  ¥p21.2 23032144970 250 01366.L01.. 9592 0.3
17 DMD - 43 ®p21.2 2303215616 216 01362001, 8386 1
18 DMD -42  ®p2l12 2303230242 178 01717001, 10384 087
18 DD - 41 Rp2l.2 23032270206 144 01354L01.. 9383 0.9
20 DMD-30  Xp21.2 23032339883 476 01397L01.. 4282 0.3
21 OMD 23 ®p2l.2 2303236319 442 01387000 4533 033
22 DMD -23  ®p2l2 23032369280 403 017F1ELOT.. 0.9
23 DD - 27 ®p2l.2 23032376576 I 01375.L01.. 0.7
24 DMD-26  Xp21.2 23032382771 328 01375.L01.. 6391 0.3
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Sample results view

Single sample exploration

Reports (signal, ratio, stdev, comparison to average
reference population and median complete
sample population)

Ratio chart visualization and distribution comparison
Electropherogram overlay and stacked charts
Export of result reports to pdf

Export of charts to jpg, gif, tiff, png, bmp

Export of grids to Excel, HTML, XML & csv
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Ratio charts

Sample Results

Expetiment Results

Sample Reports Sample Charts Compare Electropherograms Fragment Tables

® Show | = Mame + Exan ® Show Probe Ratio O Show Prabe Mame + Exan @ Recommended Order [ Boxplot Reference Funs

QO Show iew Location 2 Show Pre - Ratio 2 Show Probe Number O Mapview Order [ Boxplat S ample Runs

O Sho omosomal Posili.. O Show Relative Local Ratio O Show Probe Length O Sort Probe Lengths [] Display All Sample Points

O Show & Length ® None [] Display Ermar Bars

‘ l Expol l Expart All I Copy Ta Clipboard [ PFrint Preview ] [ Frint Image ] [ PFrint Setup ]
D1.03.01831DMD__MLPA-P034

=
"
-4

DWD - 70

DWD - 50

DD - 49
DMD - 48
DD - 47
DD - 46
DMD - 45
DD - 44
DMD - 43

DD - 30

Probe Name

™= O O ® M~ ©
Lo I
O o Y o o
2532223
oo Q

OMD - 5

DhD - 1
DDX3Y - 18
REFERENCE
REFERENCE

REFERENCE (418 nt)

REFERENCE {490 nt)

REFERENCE (274 nt)
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Comparing individual sample to the
other sample ratio results

Sample Reparts

Sample Charts | Compare Electropherograms

Fragment Tables

@® Show Probe Name + Exon

O Show Mapview Location
© Shaw Chromosomal Post..

@® Show Probe Ratio
O Show Pre - Ratio
© Show Relative Local Ratio

O Shaow Probe Name + Exon

O Show Probe Mumber
(O Show Probe Length

® Recommendad Order
O Mapview Order
O Sort Probe Lengths

[] Bowplat Reference Runs
[] Bowplat Sample Runs
Display &l S ample Paints

(O Show Probe Length @ None || Display Error Bars
Export Image I Export Al HCopyToCIipboard I Print Preview H Print Image H Print Setup l |Po|nts '|
D1.03.01831DMD__MLPA-P034
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Adding estimated distributions over the
Ifferent populations

COFFALYSERAA. | (X

Experiment: test1 | Sample Results | Ewpetiment Results
MLPA misx: PO34 DMD miv 1 _—
Lot number: LoTaror Sample Reports | Sample Charts | Compare Electropheragrams Fragment Tables
. [
Control mix: [orange] (-592 © Show Probe Name + Exan ® Show Probe Ratia @® Show Probe Nar Boxplot Reference Runs
Analysis method:  block @ Show Mapview Location O Show Pre - Ratio © Show Probe Nur [ Boxplot Sample Funs
Reference type:  RefData O Show Chromosomal Posii.. © Show Relative Local Ratio © Show Probe Length O Sort Piobe Lengths [] Display All Sample Points
Samples / refs: 1472
(O Show Prabe Length QO Mone Display Ermar Bars
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About the box-plots
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Comparing sample probe ratio results to
reference population distribution

(kALY - B o

ey #00.4

Two confidence intervals
that do not overlap
indicate that the
estimated probe sample
signal is significantly
different from the
reference population
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Comparing sample probe ratio results to
complete sample population distribution

resence of too many
rant samples in the
mple population
increases the distribution
spread and thus does not
allow conclusion of
significant difference
between individual sample
and sample population
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o Pre - Fatio
al Positi.. | | O Show Relative Local Ratio
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About the distributions

Reference distribution give a good indication about
the confidence interval of the ‘normal’ samples if:

- Atleast 3 samples are used
- These are properly spread over the experiment

- These are treated equally to the test samples in the
experiment

Comparison of test samples to the complete sample
population is possible but often does not provide
enough statistical power to conclude that signal are
significantly changed
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Comparing electropherograms

COFFALYSER/V

Experiment: test 1

MLPA mix: PO34 DD mix 1
Lot number: LoTo7o7
Control mix: [orange] [1-52
Analysis method:  black
Reference type: RefData

Samples / refs: 14702
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Confirmation of single probe aberrations and homozygous deletions

on the raw electropherogram is always recommended
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Exporting sample reports

COFFALYSER/W
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Sample report contents

Sample |0: Test Data praag / test 1/ 01.03.018310MD0_ MLPA-P0O34  Sampls type: Sample
Parformed by: coffa Machine: ABI PRISM 310 Report date: 6/21/2010  Run date: 09/08/2005

MLPA probe mibe: PO34 DMD mix 1 Used metric: Peak areas Baselina: 245.58 Moisa: 100 Conclusion
Lot number: LoToray DMNA concentration: Too low FPVTPS: .23 RPSS5: A Tals Irital
Control mix {orange) Q-92 DHA denaturation: Mot prasent Sizing 0.99997 SlopeMumber: 0 —
Analysis method: block X-probe: Mat prasent Nr of probes: 048 sLCQ: - Autharizatian 1
Reference type: Reference Samples Y-probe: Mot prasent MPS5: ] AVG MAD: -1 Authorization 2
Used references: 01.03.022350M0__ MLPA-POGE | D103 02605000 MLPA.PO34
Name - Exon  Chr. Mapviaw Langth  Probe nr Signal Ratio  Stdev  [Ref] [Sam]
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= E ';‘ & M0 - 6§ Xp#1? xR R R R 3386 I ATE-LO024 G202 1 006 = =
& Em 3 DMD - 65 ¥p21.2 2340531137669 3056 O13T2-L01020 10427 087 0.04 - =
¥ i. ” =) DMD - 64 ¥pZ1.2 2340531151085 2851 01368-L01016 12mge 0.88 0.03 - -
2000 - o I g MO - 63 xpd12 FO31I8BG91 2336 (N3BALIOIZ 0615 085 003 = =
. ﬂ;-.ﬁ." Fu qﬁ oMo - 2 ApilE AOMERIGET 1639 DBEFLOT008  133EE 108 0% = =
E = "_E- 0o | = il - 0O ~ - T DMD - 61 ¥p21.2 230531276605 160.7 01356-L01004 6a37 087 0.05 L L
} = 1S g’" (=T [=] E o £ 7 DMD - 50 ¥p21.2 23051746054 4637 01380-L01038 3461 1.08 [[R] L L
1500 [a] T - = b ? S ':ﬁ g\ = F é,."';n L3 DMD - 48 ¥p21.2 Z3-031TE4TEZ 4311 17T17-L01285 2960 0.83 001 o =
4 3 2 alt |- g_— = % oD - 48 xpd AMB0aIEl AT I3ER-LO1030 T9E3 0.5 004 = =
] = EA z g' H = om0 - 47 xpd g Z0MBETERI  MO0H TR-LOI0E  Fras 058 0.08 = =
166+ E = % E g E TS DMD - 46 ¥p21.2 23-051660152 a3 01374-L01283 10041 0.88 0.03 - =
& ; e DMD - 45 ¥p212 23-051696409 2887 01370-L01287 =2 083 0.0z - =
& MO - 44 Xpi AEA4ETD 2487 MIEE-LOTOTE  BEER 058 Qa2 = =
. = oMo - 43 xpd g AEEnseE M6 MIELOT0 B38S 1 0z = =
a 'L DMD - 42 Hpdlg 23052238242 1776 1711-L01279 10384 087 0.02 = =
bt W NI U e - oMD - 41 HpE2Z 23032270206 1433 01354-L01002  B9E3 085 001 < =
MO - 30 Xpi FIAIIHEET 4725 Mag-Loinie 4282 0.5 003 = =
OMD - 25 Xpi EIENG 440 BETLOT03S 448 058 o = =
OMD - 2B Hp2lE 23052569250 401.7 1716-L01284 543 0.85 0.02 = -
DMD - 27 Hpdlg 23-03Z5TEITE 3704 13Te-L01e18 59z3 0.e7 002 = =
OMD - 26 EpEld FAERIRETT e M ATE-LO023 cas1 0.5 Qa2 = =
MO - 28 Xpi AR A MIT-LOIME 5423 055 o < =
DMD - 24 ¥pZ21.2 23052392622 25686 01858-L01518 EQT1 o.e 0.02 LS -
OMD - 23 Hp2lE 23032506865 2236 1363-L01011 E443 08 0.01 L -
oM - 22 EpE1? FAERA00268 52 A35G-L0100T BTG 057 004 = =
OMD - 21 EpE1d FA0E24 13008 1526 I355-LOTG1S 13323 057 0.03 = =
OMD - 10 xpd FERGTINR) BT 718-L01286 5303 1.3 004 > =
OMD -8 ¥pZ21.2 23032625865 4235 01385-L01033 B261 1.37 0.08 =t -
OMD - B ¥pZ1.2 23052627 106 3858 1T715-L01283 5471 1.32 0.02 =t =
oM. Hp1 2 FLO3ATATEES 3R MML0Izs Gl 144 003 B =
oMD - 6 Hp i FAETTAALES I ATI-LO0 Gt 141 004 > =
DMD -5 ¥pZ21.2 234052751333 2B B 01854-L01574 43E3 1.42 0.02 B =
OMD - 4 Hpdlg 2305277217 2414 1365-L01013 10736 1.35 0086 B B
OMD - 3 EpE1? FAERTITIRR 2085 1 361-L0710049 12441 144 Qa2 Bt =
oMD - 2 xpd FIEIARTRL 1683 I1367-L01005 14523 143 00z = =
DMD -1 ¥pZ21.2 2340331384584 1356 01353-L01001 13350 0.e3 0.04 - -
DOM3Y - 18 Yoii1.21 24013540196 1] S0003-L00313 o a 1 -
5 % AEFEREMGE i R Bk TR T e 2025 E91-LOB4GS 4304 1 0 = =
: REFEREMGE g1z FOBGEAZAT] 1266 IER0-LO0M2E  44ps 1.8 Qa2 = =
B REFEREMCE -4 Xgi3.1 Z3-06TOTES4S 418.5 Q3TEE-L03227 Ia4a 0.83 0.a7 - =
E REFEREMCE -4 Xg28 Z3-152T30845 4850 1682-L01531 5283 0.e3 0.01 - -
:ﬂ%‘ % YT AEFEREMCE -2 Xg28 FlGI0an04r 27a4 MTER-LOTETT  B2ET 058 om = =
RO nEaE S
Bl a3 L
R
OFFAL HHEH

MRC-Hollal




Heat-mapping results

Sample Results | Experiment Results
‘ Heatmap | Experiment Statistics Experiment Statistics (Charts]
Gene ChrP..| Position D1 D1 o1 D1 D1 o1 o1 D1 o1 [n]} D1 D2 Dz D2 D2 Dz

45 [DMD - 70 ¥p21.2  23-.031106.. 0.95 0.98 1.02 1 1.09 1.02 054 1.08 1.08 1.08 218 112 1.07 1 1.04 1.04
41 |DMD -B9 ®p21.2  23-031108.. 09 0.97 1.03 1 1 0.98 097 1 1.02 039 1.94 097 1.03 1 098 1.02
36 |DMD -G8 ®p21.2 23031110, 1 0.96 1.04 1.08 1.04 1.07 1.06 1.02 1.08 1.02 218 1.02 1.07 1.04 1.04 0.99
32 |DMD -67 ®p21.2 23031132 1. 0.94 1.06 1.07 1.03 1.02 1.08 1.04 1.04 1.05 216 1.03 112 1.03 1.02 1
28 |DMD -66 ®p21.2 23031341 0.95 1.08 1.03 1.09 0.89 057 1.01 0.99 1 213 1.08 1.08 053 0.58 0.95
24 |DMD -65 #p21.2 23031137 087 0.97 1.04 1.08 1.06 1.01 1.08 1.08 1.06 1.02 218 1.09 1.11 1.04 1.02 1.02
19 |DMD -B4 ®p21.2  23-031151.. 098 0.98 1.02 1.06 1.01 0.95 1 0.96 1.02 039 1.95 1.01 0.95 099 096 099
15 |DMD -63 ®p21.2  23.031188.. 095 0.38 1.03 1.03 1.07 0.97 1 1.02 1.08 1.02 2.07 1.04 1.02 1.01 1 1.02
10 DMD -62 #p21.2  23-031251.. 1.04 CE—]1.04 1.1 1.1 1.05 1.03 1.08 1.08 1.02 207 1.09 1.05 1.04 1.02 1.06
5 |[DMD-E1 ®p21.2 23031276 097 0.95 1.08 1.08 1.08 0.94 038 1.01 1.08 1 1.94 1.03 1.07 096 0.98 0.94
43 |DMD -50 ®p21.2  23.031748.. 1.09 0.92 1.04 1.04 1.08 0.52 038 1] 0 0.ss 211 1.07 1.01 0.96 1.02 1.08
39 DMD-49 ®p21.2  23-031764.. 0893 1m 039 094 1.02 0.54 085 o 0 0.3a 1.95 099 0.8 081 0393 095
34 [DMD -48 ®p21.2  23.031803. 098 0.96 1.04 1.09 1.03 0.51 1.02 1] 0 0.s3 213 1.08 1 1.03 1.02 1.07
30 |DMD - 47 #p21.2  23-031857.. 0.98 0.95 1.06 1.01 1] 0.48 096 1] 1.08 1.02 204 0.95 0 (k=] 0.97 0.98
26 |DMD - 46 ®p21.2  23-.031860.. 0.98 0.98 1.02 112 1] 0.5 1.02 1] 112 1.02 211 1.08 0 1.02 1 1.07
72 |DMD - 45 #p21.2  23-031836.. 093 0.99 1.01 0.8 1] 0.51 057 1] 1.08 0.96 1.98 058 0 1 0.98 0.98
17 |DMD -44 ®p21.2 23032144 098 099 1.01 1.08 1.03 1.01 099 1.01 1.05 1.05 20 1.05 1.02 097 097 1.02
13 |DMD -43 ®p2.2  23032215. 1 0.98 1.02 1.01 1.02 1 1.01 0.58 1.03 1.08 1.98 1.11 1.08 038 0.95 0.95
g |[DMD-42 #p21.2  23032238.. 097 0.99 1.01 1.08 1.02 1.1 1.02 1.04 1.08 1 1.98 1 1 054 0.58 1.02
4 |DMD-41 ®p21.2  23.032270.. 095 1.m 0.3 1.01 1.02 1 035 0.57 1.m 0.8 184 0.58 0.98 0.96 0.58 0.95
44 |DMD -30 ®p21.2  23.032339.. 098 1.03 0.s7 1.08 053 0.97 0352 0.97 0.94 0.3 1.88 058 0.99 1 0.95 0.97
40 |DMD -29 #p21.2  23-03236E.. 093 1 1 1.08 1.08 1.08 .07 1.01 1.08 1.02 214 1.06 1.08 099 1.02 1.02
35 DMD-28 ®p21.2  23-.032369.. 095 0.98 1.02 1.08 0.3 1.07 057 0.95 1 05 208 0.97 0.96 094 1 0.93
31 |DMD-27 ¥p21.2 23032376 097 0.99 1.01 1.02 1.06 1.03 057 114 1.07 1.07 2.08 1.06 1.02 1.04 0.58 1
27 |DMD-26 ®p21.2  23-032382.. 096 099 1.01 1 1.08 1.02 1.02 1.04 1.07 0.35 205 1.02 1.05 095 096 1m
23 DMD-25 ®pelz  23-0323.. 048 1 1 112 1.05 1.08 1.02 11 11 1.03 203 0.56 1.1 1.03 1.01 0.98
18 |DMD-24 ®p21.2  23.032332. 091 0.98 1.02 1.01 1.08 1.08 1.02 1.03 1.08 0.96 2.07 1.02 1.11 038 1 0.95
14 |DMD-23 ®p21.2  23-032336. 0.9 1 1 1 1.01 0.99 054 1.04 1.08 0.s3 1.98 043 1.02 038 0.98 0.98
9 |DMD-22 ®p21.2  23-032400.. 097 0.97 1.04 1.03 1.08 1.08 1.06 1.03 113 1.04 206 1.04 1.06 1.03 1.08 1.03
5 DMD-21 ®p21.2 23032413, 097 0.98 1.03 1.07 113 1.08 1.02 1.03 1.08 1.01 i 1.05 1.1 1.03 1 1.02
42 |DMD -10 #p21.2  23-032573.. 1.38 0.98 1.02 043 0.5z 0.91 nas 0.2 112 1 142 0.96 1 nas 0.95 0.94
38 DMD-3 ®p21.2  23-032625.. 1.37 0.95 1.06 053 1.09 1 1.01 1.04 1.02 1.06 202 1.05 1.04 1.02 1 1
33 DMD-8 ®p21.2 23032827 1.32 1 1 043 0.95 0.96 U] 0.2 1.08 1.01 1493 0.97 0.95 nas 0.98 0.4
29 [DMD -7 #p21.2 23032737 148 0.98 1.02 11 1.08 1.02 1.06 1.01 1.02 1.08 207 1.058 1.08 1.01 1.01 1.04
75 DMD -6 ®p212 23032744 141 0.98 1.02 1.08 11 1.05 1.08 1.1 1.1 1.06 208 1.09 1.07 1.06 1.05 1.07
21 |DMD -5 ®p21.2  23.032751.. 142 1 1 058 1 0.99 054 0.94 0.99 0.s7 1.92 0497 0.96 057 1.08 0.98
16 |DMD -4 ®p212 23032772 135 0.96 1.04 1.01 1.01 0.96 093 1.03 1 1 204 1.02 1.04 0.96 097 093
12 [DMD-3 ®p21.2  23-032777.. 148 1 1 1.1 1.09 1.08 1.0 1.07 1.08 1.03 2 1.09 1.08 1.03 0.58 1.02
7 [DMD-2 ®p21.2  23-032348.. 143 0.99 1.01 1.1 1.1 1.03 1.04 1.01 1.05 1.03 1.96 1.08 1.03 1.04 1.03 1.m
3 DMD-1 ®p21.2  23.033133.. 099 0.95 1.04 1.07 1.04 1.07 1.03 1.04 11 1.03 1.98 1.02 1.08 1.03 1.01 1.08
1 |DDRIv-18 Yqll.21 24013540, O ] 1] 1] 0.86 ] 1] 0.88 0.4 1] 1] k] 0.86 1] 1] ]
11 |REFEREMCE ®p2213 23-MEA07.. 1 1 1 097 112 0.98 1 1 11 0.7 1.95 1.01 0.87 095 1 099
7 |REFEREMCE =12 23-066682.. 1.03 0.99 1.01 1.02 0497 0.99 1.07 0.58 1 0.sv 1.78 0497 1.08 038 1.01 0.99
37 |REFEREMCE (#18nt] =gl31 23-067576.. 0.96 1.08 [R=K] 0.8 0.94 0.95 096 0.58 0.85 1 0.96 0.96 1 1.03 0.96 0.97
45 |REFEREMCE [490nt] xq28 23-152790.. 0.99 1 1 1.08 0.1 1 057 1.03 0.95 1.02 032 058 0.99 1.01 1.02 1

20 |REFEREMCE (274 ntl xq28 23-152949.. 0.93 1 1 1 1.02 1.02 1.01 0.58 1.08 1.02 057 1.02 1 1.08 0.98 1.05
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Conditional format options

- Conditional formats
- Heat-map experiment
- Heat-map sample
- Arbitrary colours
- Gradient colors
- Grid fitting
- Export options
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Exploring experiment statistics
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Sample 6014 Block analysis
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Increased AMAD indicated problem on
analysis method

SampleMame | ‘ BSL FFYTE hMFS FFE Maoise RF35 SLCO AkdAD ]
BLANCO___ DMD__ MLPA-PO34 b 24553 .23 ] 0/46 100 -1 o -1
01.03Me310M0_MLPA-PD34 1 256.51 83.58 B00.5 45446 224 ] 0.3383 0074
01.03.022350M0__MLPA-PO34 1 288.06 08.88 45446 25 3 0.9333 0.0037
01.03.026030 M0__MLPA-PD34 3 255.59 893.86 4.5 45446 224 26 0.3387 0.004
01.04.042300M0D__MLPA-PO34 246.28 83.85 B44.5 45446 2373 1.6 0.9366 00142
01.05.055410MD__MLPA-PO34 H 2436 87 .66 43448 2712 =R 0.9979 0.0272
01.05.055300M0__MLPA-PO34 1 24012 88.96 45446 2373 1.1 0.9363 0.0204
01.05.056260MD__MLPA-PO34 1 2438 ga.2 g5 45446 25 85 0.9968 0.0081
01.05.056920M0__MLPA-PO34 b 246.53 8773 a0/d48 2857 g 0.3971 0.0149
01.05.058250 M0 __MLPA-PO34 247.02 88.61 803 43746 2833 136 0.5351
01.05.058300M0__MLPA-PO34 i 243.78 a7.14 203 45446 2623 15 0.9333 0.0342
01.05.060140M0__MLPA-PO34 24443 8361 B335 45446 2373 109.5 03991
D2.04.055050M0__MLPA-PO34 i 245.97 8776 804 46 /46 26.93 3.2 0.3971 1P
D2.05.055420M0__MLPA-PO34 244.89 87.94 43746 2951 B 0.337
D2.05.056270M0__MLPA-PO34 i 243.38 83.23 B2z 45446 2373 a7 0.9973
02.05.058310MD_MLPA-PO34 244.46 83.48 45/46 2373 8.3 0.9385
D2.97.M7430MD__MLPA-PO34 ! 250.2 83.55 B34 45446 2373 0.5 0.9363
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Sample 6014 Population
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AMAD ok

Samplelame BsL FFTE hFS FFE Maise FF=3S SLCC AkdaD
BLAMCO____ DMD__ MLPA-PO34 } 245.53 31.23 1] 0446 100 -1 n -1
01.03.M8310MD_MLPA-PO34 i 256.51 83.58 a00.5 aa /45 224 2.4 0.9333 0.0384
01.03.022350MD__MLPA-PO34 ] 283.06 08.88 57446 25 1.1 0.9532 0.024
01.03.026030MD__MLPA-PO34 i 255.59 83.86 J14.5 45446 2241 1.8 0.9337 0.0233
D1.04.042800MD__MLPA-PO34 245,23 83.85 g44.5 a5 /46 2373 75 0.9366 0.0362
01.05.055410MD__MLPA-PO34 } 2436 87.66 43446 272 106 0.9576 0.0275
01.05.055300MD__MLPA-PO34 1 24012 88.96 a5 /46 2373 103 0.3365 0.0331
01.05.056260M0__MLPA-PO34 1 2438 83.2 25 A48 25 10.4 0.9368 0.0307
01.05.056920MD__MLPA-PO34 } 24653 87.73 a0/46 2857 135 0.9571 0.0262
01.05.058250MD__MLPA-PO34 247.02 88.61 803 43 /46 2833 137 0.333 0.0236
01.05.058300M0__MLPA-PO34 ; 24373 8714 203 ah /46 2623 1.3 0.9333 0.0314
01.05.060140MD__MLPA-PO34 244.43 83.61 8335 45/46 2373 7 0.9531 0.0256
D2.04.055050MD__MLPA-PO34 } 24597 87.76 804 46 /46 2695 10 0.93A1 0.0365
D2.05.05542D0MD__MLPA-PO34 24483 8794 43445 2951 138 0.937¢ y
D205.056270MD__MLPA-PO34 ! 243.38 83.23 822 45/46 2373 £3 0.9578 [
D2.05.058310MD__MLPA-PO34 244,45 0348 ah/46 2373 75 0.9334 [
D0297.07430MD__MLPA-PO34 ! 250.2 83.59 g34 45/46 2373 B2 0.9968 I
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Test 2 Analysis wo references

- Only work with low incidence of aberrations
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Single aberrant sample in population

Sample Reports SampIeChalts| Compare Electiopherograms Fragment Tables
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Successful comparison to sample
population

® Show Frobe Name + Exon ® Show Probe Ratio O Show Probe Name + Exon ® FRecommended Order
O Show Mapview Location O Show Pre - Ratio O Show Probe Humber O Mapview Order Boxplot Sample FAuns
O Show Chromozomal Posit.. (O Show Relative Local Ratio O Show Probe Length O Sort Probe Lengths || Display &Il Sample Points
© Shaw Probe Length ® Mone Display Error Bars
Expart Image ] I Expart Al l Copy Ta Clipboard I Frint Preview l I Print Image l I Frint Setup l |Pn|nts -
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Heatmap to slope corrected data

Gene ChrF..| Position P034-.. (¥ P034-.. |* PO34-.. |2 PO34-.. |2 PO34-.. X PO34-.. [H PO34-.. [* PO34-. |*PO34-.. |2 P0O34-.. (¥ PO34-.. [H PO34-.. [* PD34-..

45 |DMD -70 xp21.2 23031106 1 1 062 095 1 075 1.06 1.04 0.81 1.21 112 1 1.03
41 |DMD -63 ®p21.2 23031108, 0592 1 066 0487 1.06 083 1.03 1.03 0.96 1.22 113 1 1
36 |DMD - 63 ®p21.2 23031110, 092 1 072 1 1.05 0487 1.08 1.07 093 1.02 1 1 1
32 |DMD -67 ®p21.2 23031132, 096 093 073 1 114 039 1.03 1.08 093 112 1.05 1.03 0487
28 |DMD -B6 Xp21.2 23031134 052 1.06 064 087 0487 0.9 113 11 093 13 1 1.08 1.05
24 |DMD -B5 ®p21.2 23031137 099 1.02 083 093 1.04 0.96 1.07 1.0 095 114 1M 1.07 095
19 |DMD -64 ®p21.2 23031151, 058 1.05 ns2 0.95 1 0487 1.02 11 1.08 118 0.95 1 0487
15 |DMD -63 ®p21.2 23031183 0599 1.05 083 0.94 0.96 0.94 1.1 1.04 1 1.23 0.96 1.05 1.07
10 |DMD -62 ®p21.2 23031251 1.06 093 0.96 1.84 1.0 093 1 093 1 1.07 0.96 1.03 0.94
6 |DMD -B1 ®p21.2 2303127 1 095 1 1.85 1.06 093 1.02 0487 087 0492 1.05 093 1.03
43 |DMD -50 ®p21.2 23031743 083 1.05 0.75 1.03 1.04 083 1 1 0492 12 1 1.04 0.95
39 |DMD-43 Xp21.2 23031764, 1 1.03 062 1.06 1.1 087 1.04 1.02 0492 114 093 095 092
34 |DMD - 43 ®p21.2  23-031803. 0593 1.05 053 095 093 095 113 113 1 122 0.94 115 1.1
30 |DMD - 47 ®p21.2  23-031857. 1.06 0.96 063 1.04 1.06 093 1.0 1 0493 113 1.02 0487 0.96
26 |DMD - 46 Xp21.2  23-031860.. 095 1 076 093 1.06 0492 1.05 1 0493 1.22 112 1.07 0493
22 |DMD - 45 Xp21.2  23-0318%.. 1.01 0487 08 1.02 1.03 093 1.02 1 0.96 1.03 1 1.04 0492
17 |DMD - 44 Xp21.2 23032144 1.03 093 083 097 112 1.04 1.03 0.96 093 1.03 1.03 1 0.86
13 |DMD - 43 Hp21.2 23032215 1.0 0.96 0492 0487 1.03 1 1.0 0497 1 12 1.03 1 0493
g |DMD-42 xp21.2 23032235 1.0 1 1 1 114 1.0 1.05 0492 093 1 1.03 093 0.94
4 |DMD -4 ®p21.2  23-032270.. 1 1.04 0.9 0.86 0492 0492 11 1 1.03 11 083 1.03 1
44 |DMD -30 ®p21.2 23032333 085 1 062 0487 1.02 075 1.06 093 0.96 1.04 1.07 1.03 1.05
40 |DMD -23 ®p21.2  23-032366.. 0.86 1 053 095 1.03 087 1 1.06 083 1.24 1.02 1.04 1
35 |DMD-23 Xp21.2  23-032363. 099 1.05 064 0487 1 083 111 115 1.02 118 093 093 1.0
31 |DMD -27 ®p21.2  23-032376. 0592 1.05 072 093 11 09 093 1.03 1 1.26 1.08 1.02 093
27 |DMD -26 Xp21.2  23-032382.. 091 1.0 077 0.96 1.03 1 11 1.08 0497 1.25 1 1.02 0.94
23 |DMD-25 Xp21.2 23032331 052 1 073 0487 1.06 095 1.03 1.05 0492 118 1.04 1.04 0.96
15 |DMD -24 ®p21.2 23032332 1.02 093 073 095 1.05 1 1.05 1.08 093 114 0487 1 0.94
14 |DMD -23 ®p21.2  23-0323%. 1 1.03 093 09 1 1.05 1 1 1.06 11 092 1.03 093
g |DMD-22 Xp21.2  23-032400.. 1.01 0.96 093 1 112 1 1.0 093 1 112 093 1 095
5 |DMD-21 ®p21.2 23032413 1.04 0487 1.03 095 1.07 1.04 1.0 0487 0.96 1 0.94 1.04 0.96
4z |DMD -10 ®p21.2  23-032573. 0.54 1.0 0.81 1 1.05 0.96 1.07 1.06 093 122 093 1.03 1
35 |DMD -3 Xp21.2  23-032625. 1.04 1 071 093 1.06 0493 1.02 093 0.96 1.24 1 1.08 0487
33 |DMD -8 ®p21.2  23-032627. 0.96 1.08 065 09 1.0 0492 1.06 1.03 1 114 0393 1.07 093
29 |DMD -7 Hp2l.2 23032737 1.0 1 073 1 1.03 093 093 093 093 1.06 1.06 1.06 0.94
25 |DMD -6 Xp21.2 23032744 099 1.0 087 093 1.03 1 1.1 1.02 093 1.23 093 1.0 0492
21 |DMD -5 Xp21.2  23-032751.. 1.01 095 093 1.0 1.03 1.0 0.96 1.02 093 1.1 1 1.02 0.83
16 |DMD -4 Hp21.2 23032772 1.0 093 0.96 093 112 0487 1.08 1.0 1.02 1.03 093 093 0.9
12 |DMD -3 Hp21.2 23032777 . 1.02 0.94 1 1 11 1.02 1.0 093 1 1.0 093 1 Ik}
7 |DMD-2 ®p21.2 23032343 1.06 093 1.07 0.94 1.08 1.0 1.0 1 093 1.0 093 1 0492
3 |DMD -1 ®p21.2 23033133 1 1.03 0.94 087 0487 0.96 1.08 1.0 1 1.05 0.86 1.08 1.0
11 |REFERENCE Xp2213 23-M8707.. 1.06 0.96 1 1 1 1 1 0487 1 0.94 1 1 1

2 |REFERENCE Hgl2 23-066632.. 1 1 112 1 1.06 1.06 1 1 1 0.86 09 0.96 1.02
37 |REFERENCE [#18nt] xg131  23-067976. 096 1 071 1.0 1.03 083 093 1.02 1 1.21 113 1 0487
46 |REFERENCE (430 rt) xg28 23-152730.. 0.89 1.05 063 0487 09 0.as 1.1 114 1 122 1 0487 12
20 |REFERENCE [274 rt] xg28 23152943, 1 1 1 1 093 1.06 093 0487 1.0 1 1 1.03 093
1 |DDX3v-18 Yall.21 24-013540.. 1.06 1.04 1.14 0.95 1 1.05 1.02 1.04 092 087 0.85 1 093
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Slope corrected / uncorrected results

| Heatmap | Experiment Statistics Experment Statistics [Charts]
| Hierarchioal Experiment - | Probe Name Exon E Fielative Local R atio

- +\ =\ +\ | Chromzomal Position Pie - Ratio

AR S, B EI [Fied to Green - Probe Location Standard Variation

: - = = — 3 Prabe Lengths
‘ | Export Grid Data | ‘ Expart Grid PDF | | Export Heatmap PDF | | Export Grid Image ‘ | Copyp To Clipboard | ‘ [ Recommendsd Drde'.' | | Al

Gene ChrP..| Positon | Le. F034.. |2 P034.. |2 P0O34. |Z P034. = PO34. [“PO34. P034. |[FP034. FP034. FP034. [FP034. |FP034. FIP034. | =

1 [DD=3v-18 Yoll.21 24013540, 118 1.08 1.04 1.14 0495 1 1.05 1.02 1.04 0352 087 0.g85 1 048
2 |REFERENCE Hgl2 23-06B682.. 129 1 1 112 1 1.08 1.08 1 1 1 0.86 051 096 1.02
3 |DMD-1 wpl2 23033133 148 1 1.03 094 087 0.97 0.96 1.08 1.0 1 1.05 086 1.08 1.01
4 |DMD -4 ®p2l.2 23032270, 1 1.04 041 088 092 082 1.1 1 1.02 1.1 ng8g 1.09 1
5 |DMD-21 ®p21.2 230324130 1.04 0497 1.09 095 1.07 1.04 1.m 057 0.56 1 094 1.04 098
§ |DMD-81 ®p21.2 2303276 1 095 1 1.85 1.08 0.38 1.02 0.57 0.87 0.52 1.05 033 1.03
7 |DMD -2 Hpl2 23032948 1.05 098 1.07 094 1.08 1.m 1.m 1 093 1.01 0493 1 0492
6 |DMD-42 Apl.2 23032238 1.01 1 1 1 1.14 1.m 1.05 05z 0.s9s 1 1.02 043 094
9 |DMD-22 ¥p2l.2  23-032400.. 185 1.01 0,96 043 1 112 1 1.m 0.:s5s 1 112 058 1 0495
10 |DMD -62 ®p21.2  23031251. 193 1.058 033 096 1.84 1m 038 1 033 1 1.07 096 1.03 094
11 |REFERENCE ®p2213 23-MEF07.. 203 1.05 0.96 1 1 1 1 1 0.7 1 0.94 1 1 1
12 |DMD -3 Ap2l.2 23032777, 209 1.02 094 1 1 1.1 1.02 1.m 033 1 1.01 0sg 1 09
13 |DMD -43 ®p2l.2  23032215.. 216 1.01 096 0492 0497 1.08 1 1.m 057 1 1.2 1.03 1 0492
14 |DMD-23 ®p21.2  23.0323%.. 225 1 1.03 0493 0.1 1 1.05 1 1 1.08 11 052 1.03 0493
15 |DMD -63 Hpl2 23031188, 234 0493 1.05 08z 094 0.96 0.94 11 1.04 1 123 0.96 1.05 1.07
16 |DMD -4 Apl2 23032772, 242 1.01 04g 096 098 112 087 1.08 1.01 1.02 1.09 043 043 041
17 |DMD - 44 ®p2l.2 23032144, 280 1.03 0.45a 083 0497 112 1.04 1.08 056 053 1.09 1.03 1 088
18 |DMD-24 ®p21.2 23032332 257 1.02 039 074 0.95 1.05 1 1.05 1.08 059 114 0497 1 0.94
19 |DMD - 64 ®p21.2 23031151 266 0.58 1.05 naz 095 1 057 1.02 11 1.08 118 095 1 0.97
20 |REFERENCE (274 nt) Xg2d 23152949, 274 1 1 1 1 093 1.08 043 0.7 1.0 1 1 1.03 0493
21 |DMD -5 ®p2l.2  23-032751.. 283 1.01 095 0498 1.01 1.08 1.0 0.96 1.02 058 1.1 1 1.02 08a
22 |DMD-45 XpZl.2  230318%.. 291 1.01 0497 0g 1.02 1.09 0.38 1.02 1 0.56 1.03 1 1.04 0492
23 |DMD-25 ®p21.2  23.032331.. 293 0.5z 1 074 0.97 1.08 0.35 1.03 1.08 0.52 118 1.04 1.04 0.96
24 |DMD -65 wpl2 2303137 307 043 1.02 08z 0493 1.04 0.96 1.07 1.0 0495 114 1.01 1.07 0495
25 |DMD -6 ®p2l.2 23032744 35 0.3 1.01 087 048 1.03 1 1.1 1.02 0353 1.28 043 1.01 0492
26 |DMD - 48 ®pZ1.2  23031860.. 321 0.95 1 07 0493 1.08 0.52 1.05 1 0353 122 112 1.07 0492
27 |DMD - 25 ®p21.2 23032382 328 0.91 1.01 0.77 0.96 1.03  — R 1.08 0.57 125 1 1.02 0.94
28 |DMD - 66 Hpl2 23031134 338 0492 1.06 064 087 0.97 0.9 113 111 093 13 1 1.08 1.05
29 |DMD -7 ®p2l.2  23032737.. 385 1.01 1 07e 1 1.03 038 033 0358 0353 1.06 1.0E 1.0E 094
30 |DMD - 47 ®p21.2  23031857. 362 1.08 096 0E3 1.04 1.08 033 1.0 1 053 113 1.02 047 098
31 |DMD -27 ®p21.2  2303236. 37 0.52 1.05 072 058 11 ik} 0.38 1.03 1 126 1.08 1.02 098
32 |DMD -67 wpl2 2303132, 373 0.96 0498 073 1 1.14 04 1.09 1.08 098 112 1.05 1.03 0497
33 |DMD -8 ¥p2l.2  23-032627.. 388 0.96 1.08 0.E5 04 1.m 052 1.06 1.02 1 114 0493 1.07 043
34 |DMD -48 ®p21.2 23031803, 395 0493 1.058 053 0495 0.33 0.5 113 113 1 122 094 1.15 1.1
35 |DMD-28 Hpl2  23-032369.. 403 0493 1.05 064 0497 1 0.83 111 115 1.02 118 098 0493 1.01
36 |DMD -E8 Ap2l.2 230317170, 409 042 1 0z 1 1.08 0.87 1.08 1.07 083 1.02 1 1 1
37 |REFERENCE [#18nt) Xgl31 23-067976. 418 0.96 1 071 1.01 1.03 083 033 1.02 1 1.21 113 1 0497
38 |DMD -9 ®p21.2  23-032625.. 426 1.04 1 071 058 1.08 0.33 1.02 059 0.56 124 1 1.08 0.97
39 |DMD -49 Hpl2 23031764, 434 1 1.03 062 1.06 11 087 1.04 1.02 092 114 0493 0495 049z -
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Incorrect slope correction on block method all
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Correct slope correction on population
method local
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Checking uncorrected data
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Sort on probe length
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Corrected data
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Slope correction methods
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Changing arbitrary borders
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Changing raw data columns
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[BSL] Baseline [][LIG) Contral an ligation control fragment (32 CF)
[FF%TF] Fluorescence of dpe in probes [DMA] DMA concentration check

(tP5] Median probe signal intensity [DD] DMA denaturation check.

[PFE] Probes found ws probes expected [](88-92) Ratio 88 CF vs 52 CF

[] [RPFE) Reference probes found vs reference probes expected [](96-92) Ratio 96 CF ws 92 CF

[] (NODPE] Number of detected peaks [wfrag) Ratio 100 nt = CF

[] MODPR) Mumber of detected probes [Yfrag) Ratio 100 nt CF

[MOISE] Percentage noise [[1(C5S) Coftalyser sample score

[] (M&5] Maximum signal

[ (MAPS] Maximum probe signal

[RP55) Relative probe signal sloping

[][55MPH] Signal sloping number on prabe heights
[](PDSSPH] Probe distance with signal sloping number heights
[](55MP) Signal sloping number on probe areas

[[][PDS5PA) Probe distance with signal sloping numbe...

@OFFALYSER

MRC-Holland b.v.



Test 3 P335 tumor data

- Difficult data
- Multiple copy numbers
- Difference in sample tissue type
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Questions
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