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Figure S1. Array plots and breakpoint sequences of remaining interstitial deletions (refer to Figure 

1). Breakpoint junction sequence is aligned to the proximal and distal genomic references and color-

matched. Microhomology at the breakpoint is indicated in red. 
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Figure S2. Array plots and breakpoint sequences of remaining tandem duplications (refer to Figure 

2). Breakpoint junction sequence is aligned to the proximal and distal genomic references and color-

matched. Microhomology at the breakpoint is indicated in red. The 4 bp small insertion at the breakpoint 

of 9M (S2A) is indicated by a black box, and may be copied from the proximal reference sequence as 

indicated by a red box. 
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Figure S3. Array plots and breakpoint sequences of complex rearrangements with DUP-NML-DUP 

pattern (refer to Figure 3). Breakpoint junction sequence is aligned to the proximal and distal genomic 
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references and color-matched. Microhomology at the breakpoint is indicated in red. Sequence in purple 

indicates inserted sequences at the breakpoint junction. 
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Figure S4. (A). Two possible rearrangements to generate the DUP-NML-INV/DUP pattern in samples 

4F, 6M and BAB3886. (B). Long-range PCR detected “breakpoint junction 1” as shown in Figure S4A 

only existed in proband 4F, 6M and BAB3886, but not in any of the available parental samples 

(BAB3887 and BAB3888 as mother and father of BAB38886, respectively) or normal individuals 

(“Normal controls”). 
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Figure S5. Array plots and breakpoint sequences of complex rearrangements with triplication (refer 

to Figure 4). Breakpoint junction sequence is aligned to the proximal and distal genomic references and 

color-matched. Microhomology at the breakpoint is indicated in red. Small inserted sequence is indicated 

by a black box in individual 27F (Figure S5D). 
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Figure S6. Array plots and breakpoint sequences of additional cases with complex rearrangements. 

Breakpoint junction sequence is aligned to the proximal and distal genomic references and color-matched. 

Microhomology at the breakpoint is indicated in red. Inserted sequences at the breakpoint junctions are 

underlined. 
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Figure S7. Array plots and breakpoint sequences of additional cases with terminal deletion (refer to 

Figure 6). Breakpoint junction sequence is aligned to the proximal and distal genomic references and 

color-matched. Microhomology at the breakpoint is indicated in red. 

 


