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Summary 

 A set of different samples analyzed with CytoScan 
750K is provided for educational propose 

 

 A set of samples analyzed with CytoScan HD is 
provided for additional information. 

 

 

 

 
 Sample display color might be different in this presentation when 

compared to your software. 
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Hemizygous Gain on Chr13 
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Hemizygous loss on Chr21 
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Hemizygous loss on Chr17 
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Copy neutral LOH on chromosome 1 
illustrating AOH/LOH >10 Mb 

• This LOH/AOH  was due to uniparental Isodisomy 
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16p11.2 hemizygous gain of 317kb 
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Copy neutral AOH/LOH on chromosome 6 
Closer detail illustrating LOH>10 Mb 
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Mosaic gain on chromosome 9 

• Mosaic was estimated at ~60% using the smooth signal values. 
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Gains and losses 
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Hemizygous loss on chromosome 11 

• This example provides an illustration of an hemizygous loss on chromosome 11.  
• The allelic peaks track shows a pattern change from 3 to 2 bands confirming the 

hemizigous loss. 
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Hemizygous loss on chromosome 5 

• Another example, this time an interstitial hemizygous loss on 
chromosome 5. 
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Example of two hemizygous losses 

• This example provides an illustration of two hemizygous losses on chromosome 3. 
• These losses and the neutral structural region in the middle were all FISH confirmed 
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Example of hemizygous loss and gain 

• This example illustrates copy number = 1, 2, and 3 on chromosome 8. 
• These copy number changes were all FISH confirmed 
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Copy number 4 Gain 

• This example provides an illustration of  Copy number 4 Segment. 
• The allelic peaks track shows that 1 allele has been triplicated and the other is in one 

copy 
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An unbalanced translocation 

• This example  shows an hemizygous loss followed by a big gain segment. This pattern 
is usually shown in unbalanced translocations. 
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A fresh-frozen solid tumor sample with 
complex chromosomal aberrations 

• This sample shows  high complexity with several types and sizes of chromosomal 
aberrations. 
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high level copy number gains/ 
amplifications on chromosome 2 

• 2 amplifications ( 8 and 30+ copies).  
• These are visualized by increasing the scale of the smooth signal track. 
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Complex rearrangement on chromosome 
11 

• A mosaic Loss (estimated at 85-90%) interrupted by  copy number gain segments and 
high-level amplifications  

• The smooth signal track scale has been increased for better visualization 
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Hemizygous loss on chromosome 13 

• A full hemizigous loss on chromosome 13. 
• This aberration was confirmed with interphase FISH 
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Mosaic Segments 
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Mosaic Loss on chromosome 13 (1/2) 

• This sample represents a mosaic loss in the same region as the previous sample 
• 20% mosaic is visible on the smooth signal and allele peaks tracks.  
• Confirmed by interphase FISH 
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Mosaic Loss on chromosome 13 (2/2) 

• A mosaic segment/flag was drawn with the “Edit” mode for simplified identification 
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A CLL sample with many mosaic 
aberrations 

• This CLL sample has many educational aberration types. 
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Mosaic Gain 

•  Chromosome 5 illustrates a mosaic gain. The mosaic can be identified with smooth 
signal and/or the mosaic segment/flag. Mosaic level is estimated at 60% 

• The split in the allelic peaks track  can confirm the finding 
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Mosaic loss and mosaic gain 

• Chromosome 8 illustrates a mosaic loss and a mosaic gain. 
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Mosaic loss and mosaic copy neutral LOH 

• Mosaic Loss is highlighted by the light red segment/flag. Mosaic LOH/AOH can be 
identified by the absence of change  in the smooth signal and the change in the inner 
bands of the allelic peaks track 

Mosaic CN LOH 
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Mosaic Gain 

• This sample illustrates a mosaic gain on chromosome 12. 
• Mosaic has been estimated at 85-90% using smooth signal and mosaic segment/flag.   
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ROH/AOH/LOH Examples 
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Regions identical by descent 
Genomic profile of consanguinity 

This example illustrates blocks of LOH >10 Mb across a majority of the Chromosomes. 

09-420_B2_Phase4CustomerPanel_CytoScan_PS_20110228 
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Regions identical by descent 
Detailed view of chromosome 2 

• This is an example of two blocks of LOH >10 Mb on chromosome 2. 
• There is also a hemizygous loss on this chromosome illustrated by the red segment 

09-420_B2_Phase4CustomerPanel_CytoScan_PS_20110228 
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Copy neutral LOH on chromosome 11 
Karyoview illustrating LOH >10 Mb 

• Only one autosomal chromosome (Chr 11) has a block of LOH greater than 10 Mb. 
• The chromosome has blocks because is a male sample. 
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Copy neutral AOH/LOH on chromosome 
11. Closer detail illustrating LOH >10 Mb 

• This bone marrow sample has 55 Mb of copy neutral LOH on chromosome 11q. 
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Genotypes - Trio 
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Mendelian Consistency Checking 

• This set of samples represents a trio.  The Mendelian Error Check Function was used to 
check for relatedness. 

• The trio is consistent, but there is an increased rate of errors on Chr15, compatible 
with a maternal het-UPD 

Errors trio Errors Mat Errors Pat 

Dad_Trio1.cyhd 

Mom_Trio1.cyhd 

Proband_Trio1.cyhd 
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Genotype calls on chromosome 15 

Prog Mat Pat 

• Chromosome 15 genotypes show  how the UPD is from 
Mat origin and is hetero UPD (most genotypes  are the 
same in Mom and proband and different in Dad) 

Dad_Trio1.cyhd 

Mom_Trio1.cyhd 

Proband_Trio1.cyhd 
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Non-Diploid Normalization 
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A non-diploid sample processed with the 
Non-D algorithm 

• This sample (T12-24) had several aberrations and hiperdiploid status. The baseline was 
not set correctly. The ND algorithm successfully corrects the baseline and calls. 

T12_24_(CytoScanHD_Array).cyhd 

T12_24_(CytoScanHD_Array).cyhd.ND 
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A non-diploid sample processed with the 
Non-D algorithm – different view 

• This sample (T12-24) had several aberrations and hiperdiploid status. The baseline was not set 
correctly. The ND algorithm successfully corrects the baseline and calls. ~74 chromosomes 

T12_24_(CytoScanHD_Array).cyhd 

T12_24_(CytoScanHD_Array).cyhd.ND 
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