The biology behind structural
variation (in short)
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Repair mechanisms underlying SVs

NAHR: non-allelic homologous recombination
NHEJ: non-homologous end joining

MMEJ: microhomology-mediated end joining
FoSTes: fork stalling and template switching

MMBIR: microhomology-mediated break-
induced replication
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NHEJ: non-homologous end joining
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MMEJ: microhomology-mediated end
joining
* Backup to NHEJ

e Similar but more error prone than NHEJ
« Commonly has small deletions at breakpoints
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FoSTes: fork stalling and template switching and

MMBIR: microhomology-mediated break-induced
replication

* Generates complex rearrangements

e Causes microhomology at breakpoints
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EXERCISE 1.1



Common types of structural variation

Deletion Novel sequence insertion Mobile-element insertion
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EXERCISE 1.2



