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Baumer A, Crowther LM, Mathis D, Rauch A, Plecko B (2016) N8-acetylspermidine as a 
potential plasma biomarker for Snyder-Robinson syndrome identified by clinical 
metabolomics. J Inherit Metab Dis 39:131–137 

4) Contributions to books 2016-2021                                                                                                                                

Expert adviser for chapter “Intellectual disability” in Firth HV & Hurst JA (2017) Oxford 
Desk Reference Clinical Genetics and Genomics, 2nd edition, Oxford University Press 

6) Oral contributions to international conferences 2016-2021                                                                                                                             

2016 Oral presentation on “Further Delineation of a novel 2q11.1q11.2 Microduplication 
syndrome” at the 27th European Meeting on Dysmorphology, Strasbourg, France 

2016 Invited oral presentation on NIPT at the Cartagenia inc. workshop at the Annual meeting 
of the European Societ of Human Genetics in Barcelona, Spain 

2017 Oral presentation on “Two novel European cases of SPATA5 mutations causing epileptic 
encephalopathy” at the 28th European Meeting on Dysmorphology, Strasbourg, France 

2017 Invited lecture “Clinical exomes” at the Annual meeting of the European Society of 
Human Genetics in Copenhagen, Denmark 

2017 Invited lecture on “New Molecular Tools in Genetics – Rise of the Next Generation” at the 
Joint Meeting of Swiss, Austrian and German Pediatric Pathologists in Zurich, 
Switzerland 

2018 Oral presentation on “Surprising twist in a long-lasting unknown case with syndromic 
primary microcephaly” at the 29th European Meeting on Dysmorphology, Strasbourg, 
France 

2018 Invited lecture “New insights into the etiology of epileptic encephalopathy” at the 
Translational Science of Rare Disease Meeting in Tutzing, Germany 

2018 Invited key-note lecture “The Genetic Landscape of ID” at the 22nd Anual Meeting of the 
Portuguese Society of Human Genetics, Porto, Portugal 

2019 Oral presentation on “Phenotypic surprises from prenatal rasopathy testing” at the 30th 
European Meeting on Dysmorphology, Strasbourg, France 

2019 Invited lecture “Genetic basis of personalized medicine” at the 7th International IZKF-
Symposium, Bad Staffelstein, Germany 

2020 Invited lecture on “Genomics of Dysmorphology” at the Pan Arab Human Genetics 
Conference in Dubai, UAE 

7. Outreach activities 2016-2021                                                                                                                             

2016 Invited lecture on “Neue diagnostische Wege” at the 6th rare disease day Switzerland in 
Zurich, Switzerland  

2016 Invited lecture at the Swiss MedLab conference on “Hochdurchsatzsequenzierung in der 
Diagnostik monogener Erkrankungen”, Bern, Switzerland 

2016 Invited lecture at the annual conference of the Swiss Society of Pediatrics 
“Exomsequencing und Paneldiagnostik – Angebote in der Schweiz”, St. Gallen, 
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Switzerland 

2016 Lecture on “Metabolische und genetische Erforschung frühkindlicher epileptischer  

Enzephalopathien“ at the radiz-rare disease initiative Zurich Symposium 

2016 Lecture “Indikation und Beratung zu genetischen Untersuchungen und Interpretation 
erhaltener Resultate“ at the Pädiatrie update refresher course, Zürich, Switzerland 

2016 Invited lecture at the special scientific symposium honoring the legay of Professor John 
M. Opitz, Advances in the knowledge of Human Genetics, Salt Lake City, Utah, USA 

2016 Invited lecture on New diagnostic approaches and panel discussion on “Pränatale 
Diagnostik- schaffe ich das oder nicht?” at the 46th conference of the Schweizerischer 
Verband Medizinischer PraxisAssistentinnen, Davos, Switzerland 

2017 Invited lecture “Lesen im Genom- Was wird aus mir?” Akademie Berlingen, Switzerland 

2018 Invited lecture “Ebenen der genetischen Information und Zusatzbefunde» at the ethical 
board of the canton of Zurich 

2018 Invited lecture “Vorgeburtliche Beratung am Beispiel Trisomie 21» at the 
Kompetenzzentrum Medizin-Ethik-Recht Helvetiae, Zürich, Switzerland 

2019 Invited lecture “Genanalyse – Risikominimierung” and panel discussion “Seltene 
Krankheit – Genetik, Diagnostik und der Wunsch nach weiteren Kindern” at the children 
with rare disease support group meeting in Volketswil, Switzerland 

2019 Invited lecture “Erbgut editieren – Klinische Anwendung und Dilemmata» Colegiumm 
generale HS 2019, University of Bern, Switzerland 

2019 Invited lecture “Gentechnik – CRISPR Wunderwaffe oder Teufelswerkzeug?” at the 
Alumni-NDS MiG lecture series, Zurich, Switzerland 

2019 Invited lecture “Im Genom lesen” at the Trendtage Gesundheit, Luzern, Switzerland 

 


