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Aberrations found in Sample Data Set

Sample Name Sample Source Detailed Aberrations Additional Aberrations

Accel Whole Blood_1 Whole Blood - EDTA

Accel _Whole Blood_3 Whole Blood - EDTA

Accel Whole Blood 4 Whole Blood - Heparin

Accel_Pacenta_3 Placenta

Accel_Placenta_4 Placenta

Accel_Cultured Amnio_3 Cultured Amnio

Bone Marrow -
Heparin

Accel_Bone Marrow_3

Accel_Genomic DNA Control_3  Cell Line

For Research Use Only. Not for use in diagnostic procedures.

Copy Neutral Mosaic AOH of chr 14

22q12.2 x4

15013.2 x1 (CHRNA7 del)

Mosaic loss of chr Y

Trisomy of chr 16
Numerous CN AOH
Mosaic gain of chr 10
15g26.2 x1 and 15026.2 x3

220911.22 complex loss
X(g25-g28 x2

N/A

16p13.2 x3
21022.3 x4

X x1
Y x0-1

17911.2 x3
5q14.6 x1

5021.1 x3

9p21.3 complex loss
12p13.2 x1

13g41.2 x1

chr 21 x2-3
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Sex of sample is unknown. ChAS assigns
sex as female which generates mosaic gain
segments on chr Y. The segments in the
image are changed to mosaic losses to
reflect the data track. The sample can be
reanalyzed as a male.

Complex loss is observed by turning off
marker count and size, keeping default
settings for Smoothing and Joining, and
turning on “Skip smoothing/joining for copy
number less than 17.

Example of Genomic Control DNA
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A set of different samples analyzed Sample display color might be different
with the Applied Biosystems™ In this presentation when compared to
CytoScan™ Cytogenetics Suite is your software.

provided for educational proposes.



Gains and Losses
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Trisomy chr 16

# Chromosome Analysis Suite. [For Research Use Only. Not for use in diagn procedures.]
File View Exports Analysis ChASDB Preferences Help
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Accel_Placenta_ 3.cyhd_Accel.eychp: Copy Number State (seg

Accel_Placenta_4 _F Accel.cychp: Weighted Log2 R

—15

The Placenta_4 sample
llustrates a segment with
s . a chr 16 trisomy.
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The data tracks support
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| == Detail View ¥ [ TB QC and Sample Info ¥ .= Chromosome Summary Data

ChAS Browser : NetAfix 20230601 (hg38) | Restricted Mode: Off | Edit Mode: Off User. ChAS User Logm
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# Chromosome Analysis Suite. [For Research Use Only. Not for use in diagnostic procedures.]
Eile View Exports Analysis ChASDB Preferences Help
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The Whole Blood_3

| sample illustrates a small
Lo B et S o Bl segment with CN = 4.

OO 1] | = The segment is 56 kb.

KREMEN1 g (153450)
kb 29100kh 29150kb 29200kb 29250kh 29300kh 29350kb 29400kh 29450kb 29500kb 29550kb 29600kb 29650kb 29700kh
2> Q121 9122
[—
| == Detail view ¥ | G QC and Sample Info N 2 Chromosome Summary Data ¥ J
ChAS Browser : NetAfix 20230601 (hg38) | Restricted Mode: Off | Edit Mode: Off User: ChAS User Login
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Hemizygous loss

# Chromosome Analysis Suite. [For Research Use Only. Not for use in diagnostic procedures.]
File View Exports Analysis ChASDB Preferences Help
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The Whole Blood 4
sample illustrates a
segment with CN = 1.

The segment is 1,559 kb.

Lo2
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28500kh 29000k, 29500k, 30000Kh, 30500kt 31000k 31500k 32000kb 32500kh 33000kh 33500Kb, 3
'm q13.1 m q13.3
——>
| == Detail View ¥ [ TB QC and Sample Info ¥ .= Chromosome Summary Data )
ChAS Browser : NetAflx 20230601 (hg38) | Restricted Mode: Oft | Edit Mode: Off User. ChAS User Login




Complex homologous loss

# Chromosome Analysis Suite. [For Research Use Only. Not for use in diagnostic procedures.]
File View Exports Analysis ChASDB Preferences Help
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b
Jl Atcel_Bone Marrow_3._hga0 cyhd_Accel cychp: Copy Number State (segments)

0
21940kb 21960kb 21980kh 22000kh 22020kh 22040k 22060kb 22080kb 22100kh 22120kh 22140kh 22160k 22180kh 22200kh 22220kh 22240kh 22260Kkh 22280kh 22300kb 22320kh
551 q11,22 K|
[—

| == Detail View ¥ [ TB QC and Sample Info ¥ .= Chromosome Summary Data

ChAS Browser : NetAfix 20230601 (hg38) | Restricted Mode: Off | Edit Mode: Off

22 J
User:. ChAS User Login
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The Bone Marrow_3
sample illustrates a
segment with a complex
homologous loss.

A CN=0 segment is
nested between two
CN=1 segments.




Gain on chr X

# Chromosome Analy
Eile View Exports Analysis ChASDB Preferences Help
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s Suite. [For Research Use Only. Not for use in diagnostic procedures.]
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The Bone Marrow_3
sample shows gain on
chr X.
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omo uite. [For Research U only. Not for use in diagn
Eile View Exports Analysis ChASDB Preferences Help
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© [FD_Bone Marrow_3._]

tic procedures.]

chr15:22,652,061 - 101,991,189

<

The Bone Marrow_3
sample shows a 2,201 kb

loss and a 1,798 kb gain
on chr 15
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The data track changes
support the different
aberration types.
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| == Detail view ¥ | G QC and Sample Info N 2 Chromosome Summary Data ¥

ChAS Browser - NetAfix 20230601 (hg38) | Restricted Mode: Off | Edit Mode: Oft

- 4
User. ChAS User Login
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Mosaic Segments
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Mosaic loss of chr Y

ite. [For Research U y. Not for use in diagn
Eile View Exports Analysis ChASDB Preferences Help
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The Placenta_3 sample
shows a mosaic loss on
chr.

The Smooth Signal track
Indicates CN = 0.42.

Lo

2000kb 4000kb 6000kb B8000kh 10000kb 12000kb 14000kb 16000kb 18000kb 20000kh 22000kb 24000kb 26000kb

E pil.2 %. ai1.21 11,221 q11.222 11,223 q11.23
| == Detail vView ¥ ]@ QC and Sample Info ¥ = Chromosome Summary Data ¥ J
ChAS Browser - NetAfix 20230601 (hg38) | Restricted Mode: Off | Edit Mode: Off User: ChAS User Login
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Mosaic gain of chr 10

File View Ex lysis ChAS DB Preferences Help
= @ » Ei i e T e

Accel_Bone Marrow shd_Accel cychp: Mosaie Copy Nurnber State (segments)

Accel_Bone Ma
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eighted Log2 Ratio
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p11.22 p1. 922.1 926.3

a Detail View ¥ QC and Sample Info ¥ = Chromosome Summary Data X

ChAS Browser : NetAffx 20230601 (hg38) | Restricted Mode: Off | Edit Mode: Off

J
User. ChAS User Login
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The Bone Marrow_3
sample shows a low-
level mosaic gain on chr
10

The Smooth Signal track
Indicates CN = 2.11.




ROH/AOH/LOH Examples
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Copy Neutral Absence of Het

File View Exports Analysis ChAS DB

Preferences Help
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% Chromosome Analysis Suite. [For Research Use Only. Not for use in diagnostic procedures ]
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Karyoview V| A% segments ¥ LJ| CytoRegions ¥ @l OverlapMap ¥ [ Graphs ¥ [# variants ¥ i Query Samples ¥ 5] Query Segments ¥

erozygosity

chrY:1- 57,227 415
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Calculated Properties. LOH filters ON.
File
(59 Q Accel_Cultured Amnio_3._hga8.cy.

Autosome % LOH

6.28

tal Autosome LOH (kbp)
174,984

Covered Autosome Length (kbp)

2,785,284

@.9 Ac...|0.0680481... |0.21281779 |0.18899676 |0.0603237... |0.0225229... |0.0297030... |0.22035123 |0.26794815 |0.0281423... |0.15400209 |0.0247048

Created

Aug 4, 2023, 5:44:49 PM

Modified

Aug 4, 2023, 5:44:54 PM
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Chromosome Summary Data Type: |Lm (Proportion of genomic distance of LOH calls per chromosome) v
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0.06748171
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ChAS Browser : NetAffx 20230601 (hg38)

= Detail View N GE] QC and Sample Info ¥ | = Chromosome Summary Data ¥ |

Restricted Mode: Off | Edit Mode: Off

User: ChAS User Login

The Cultured Amnio_3
sample shows numerous
3 Mb AOH segments.

The Autosomal LOH is
6.28%




Copy Neutral AOH on chr 3 i ri

Chromosome Analysis Suite. [For Research Use Only. Not for use in diagnostic procedures. |
File View Exports Analysis ChASDB Preferences Help
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Accel_Cultured Arnnio_3._hg38.cyhd_Accel.cychp: Weighted Log2 Ratio
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SR o Bk i T — A focused view of chr 2
Log2 Ratio = 0 and
Smooth Signal =2. This

Accel_Cultured Amnio_3._hg38.cyhd_Accel.cychp: LOH (segments)

1
bl A3 At R

' The BAF shows AOH.
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| == Detail View ¥ [ TB QC and Sample Info ¥ .= Chromosome Summary Data a )
ChAS Browser : NetAffx 20230601 (hg38) | Restricted Mode: Off | Edit Mode: Off | Weighted Log2 Ratio: Accel_Cultured Amnio_3._hg3.cyhd_Accel.cychp, Not Available User: ChAS User Login
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Copy Neutral Mosaic AOH of chr 14

The Whole Blood 1
sample indicates a Copy
Neutral Mosaic AOH on

d chr 14.
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Copy Neutral Mosaic AOH of chr 14

# Chromosome Analysis Suite. [For Research Use Only. Not for use in diagn
File View Exports Analysis ChASDB Preferences Help
S @ e B =¥ E| T YE S BT W]
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procadures.]
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| == Detail View ¥ [ TB QC and Sample Info ¥ .= Chromosome Summary Data
ChAS Browser : NetAfix 20230601 (hg38) | Restricted Mode: Off | Edit Mode: Off

User. ChAS User Login
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A focused view of chr 14
shows the Weighted
Log2 Ratio = 0 and
Smooth Signal =2. This
Indicates CN=2.

The BAF shows mosaic
AOH.
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Thank you

©2023 Thermo Fisher Scientific Inc. All rights reserved. All trademarks are the property of Thermo Fisher Scientific and its subsidiaries unless otherwise specified.
For Research Use Only. Not for use in diagnostic procedures.
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