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Introduction

Monozygotic (MZ) twins are genetically identical at conception, making them informative subjects for studies on somatic mutations.
Copy number variants (CINV) are responsible for a substantial part of genetic variation, have relatively high mutation rates, and have been

associated with susceptibility to several psychiatric disorders. We conducted a genome-wide study for post-twinning de novo CNVs (i.e., not
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shared by co-twins). CNVs from 1,097 MZ pairs were measured in DNA from peripheral blood or buccal epithelium with the Affymetrix
6.0 platform.
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twin pair (Figure below). This 13-year old twin pair did not show
large phenotypic differences. The Figure above shows the percentage of CNVs that were
concordant between MZ pairs. The percentages were similar
(~80%) for three groups: DNA from blood for both twins,
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enrichment test in Plink. The enrichment was tested for all genes,
and gene-sets involved in generation of neurons (83 genes), neuron
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neuron apoptosis (17 genes).
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There was a significant association between AP and the gene set

involved in neuronal apoptosis (p = 4X10~”). This association

performed within 4 clusters based on gender and source of DNA.
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Conclusions

Two post-twinning de novo CINV's were detected in a healthy twin pair in 15q11.2, an unstable genomic region that has been associated

with several disorders. MZ twins also provide the opportunity for an extra QC step for the relatively noisy micro-array CINV data. About
80% ot CNV calls were concordant between MZ. pairs in both blood-derived and epithelium-derived DNA, but we were able to detect

significantly more CNVs in blood. CNV calling in more MZ twin pairs and relatives of twins (N total = ~14,000 Ss) will likely increase

power for association studies and improve the overall quality of CNV calls.

Contact information: a.abdellaoui(@vu.nl VRIJE

UNIVERSITEIT
AMSTERDAM




