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Chromosomal rearrangements
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Assembling regions enriched in segmental duplications
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Biased Gene Conversion:
Mismatched SNP Repair During Recombination

T G

GCTGTAGATCGTTG ACGTA GATTACGTCGT
CGACATCTAGCAAT TGCAT CTAATGCAGCA

C A

Both mismatches are converted to “strong™ G-C pairs, replacing “weak™ SNPs.

This phenomenon occurs
during recombination
(Strathern et al., 1995)
and is a consequence of
the more frequent use of
strongly stable nucleotide
pairs (G, C) than weakly
stable ones (A, T) 1in
heterozygous sites 1in
heteroduplex DNA 1in the
process of DNA repair.
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Niech G, i G, oznaczaja dwa genomy o sekwencjach odpowiednio x i y, N liczbe
chromosomoéw i M liczbe okien o wielkoscei 1 Mb na regionach subtelomerowych
chromosomoéw. Okreslamy G, jako j-te okno na i-tym chromosomie w genomie
J
7, wartosé statystyki UBCS jako U(G,. ), a T jako odwrocona sekwencje z. Ob-
Ga yst) i x i ! ie
J
liczamy $rednia proporcje statystyki UBCS pomiedzy telomerami na ramionach
p i q i-ego chromosomu pomiedzy genomami G, i G, jako:
M
> ‘ Z,_l
) =~ T =
UG
Y U Yiet
a odleglos¢ ewolucyjna jest okreslna na podstawie pr()p()r(‘ji statystyki UBCS
pomiedzy genomami G, i G, jako:

G.||G, = median({T, (i) : i € CT,} U{T,(i) : i € CT4})

gdzie CT, i CT4 to zbior tak zwanych chromosomdw kontrolnych.
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Scenarios of complex chromosomal rearrangement
in a patient from the study by Nazaryan-Petersen et al. (2018)
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"TADeus2: a web server facilitating the clinical diagnosis by pathogenicity assessment of structural variations disarranging 3D
chromatin structure." Nucleic Acids Research 50.W1 (2022): W744-W752.
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"TADeus2: a web server
facilitating the clinical
diagnosis by pathogenicity
assessment of structural
variations disarranging 3D
chromatin structure."
Nucleic Acids Research 50.W1
(2022): W744-W752.
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"TADeus2: a web server facilitating the clinical diagnosis
by pathogenicity assessment of structural variations
disarranging 3D chromatin structure."

Nucleic Acids Research 50.W1 (2022): W744-W752.
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