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Thema der Disputation:

Integration of clinical information and molecular genetics analyses

Die Arbeit wurde unter der Betreuung von Prof. Dr. M. Vingron durchgefiihrt.

Abstract: High-throughput data on the associations and interactions between genes/protems has been
available for several years. In combination with links between human genes and human Mendelian diseases,
this data is highly important for biomedical research, but the lack of a large scale classification of those
diseases and a quantifiable similarity measure has hampered more sophisticated analyses.

In my presentation | will focus on an approach for quantifying the association between diseases. | will show
- how the construction of an integrated network consisting of diseases and genes can enhance knowledge
discovery in biomedicine, and especially human genetics. Two approaches based on this integrated graph
will be discussed, a regression model and a random walk mode!.

The second part of the presentation will cover the last chapters of my thesis entitled "Phenotype informatics:
Network approaches towards understanding the diseasome".

| will present an approach towards an ontological, computer interpretable representation of phenotype
information in humans and model organisms. | will show how an integrated phenotype ontology for human,
mouse, and zebrafish can be applied to the interpretation of Copy-number variant disorders in humans.’

Die Disputation besteht aus dem o. g. Vortrag, danach der Vorstellung der Dissertation
einschliellich jeweils anschlieBenden Aussprachen.
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