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My main research interests are CHARGE syndrome, rare chromosomal disorders and 

the use of new genome-wide techniques to identify genetic causes for intellectual 

disability. 

 

Content and impact of major scientific and scholarly contributions 

I graduated with an MD degree from the University of Leiden in 1986 and a PhD in Medical 

Sciences on the Physiology of heart rate variability in newborns from the Radboud University 

Nijmegen, in 1993. Following a post-MD specialisation in Clinical Cytogenetics and Clinical 

Genetics at the department of Human Genetics, Radboud University Nijmegen, I became a 

clinical genetics consultant and clinical cytogeneticist in 1997 at the same department. In 

September 2006 I changed affiliation to the department of Genetics of the University of 

Groningen, where I became an associate professor in clinical genetics in 2008. I obtained a 

certificate on Good Clinical Practice and was made a Professor of Dysmorphology, at the 

University of Groningen in 2011.  

My main interest has always been children with congenital anomalies and I initiated together 

with prof .Albert Schinzel the European 5
th
 Framewok project on rare chromosome disorders 

(www.ECARUCA.net) and wrote two work packages for the anEUploidy 6
th
 Framework Project. 

I am interested in new molecular techniques to find small chromosome aberrations and with 

the introduction of the array technique new research possibilities became available. I started 

phenotype-genotype studies in chromosome disorders (over 25 papers), introduced this 

technique in routine diagnostics (over 10 papers) and discovered the CHD7 gene involved in 

CHARGE syndrome. I initiated several studies around this syndrome, which resulted in an 

international web-based database (www.CHD7.org), over 20 papers and 2 book chapters.  

My main focus remains the identification of genetic causes for congenital anomalies using high 

resolution molecular techniques, implementing these techniques in routine diagnostics and 

translate the results back to patients and there families. For the latter I coordinate 

multidisciplinary expert clinics on CHARGE syndrome, rare chromosome disorders and 

disorders of sexual development. Currently, I have recently initiated a multi-disciplinary 

research group that focuses on early genetic diagnosis, high quality phenotyping and 

intervention in children with abnormal neurological development. Ongoing research projects 

are: clinical and genetic studies related to CHARGE syndrome; exome-sequencing as 

diagnostic tool in microcephaly; phenotype-genotype studies in chromosome 18 deletions and 

chromosome 6 aberrations; and the use of intranasal insulin in Phelan-McDermid syndrome. 

For these studies I have set-up national and international collaborations. 

http://www.ecaruca.net/
http://www.chd7.org/


International recognition and diffusion 

In 1990, I received the dr. I.B.M. Frye Stipend for young investigator (Nijmegen), in 1992 the 

young investigator award of the Dutch Society of Paediatrics and in 2007 the Special 

Recognition Award of the International CHARGE Foundation. 

Thus far I have co-authored over 100 papers, with a mean citation score above 40, and an H-

index of 30. I have been invited speaker on many conferences including the conferences of the 

European Society of Human Genetics (ESHG), of the European Cytogeneticists Association, 

of the International CHARGE Foundation and of the American Society of Human Genetics.  

I am involved in several national medical guidelines: i.e. for genetic diagnostics in sexual 

developmental disorders, primary amenorrhoea and whole-genome diagnostics. I also 

participate in an international task force on the implementation of genome-wide arrays in 

prenatal diagnosis. I am a member of the ESHG Genetic Services Quality Committee and 

currently coordinating the establishment of an international external quality assessment for 

genetic counselling. 

 

Ability to inspire younger researchers 

I have been directly involved in the training of 8 PhD students, have given national and 

international educational post-graduate lectures and courses, and I am a member of the 

Faculty of the European Course on Clinical Cytogenetics since its start in 2006. I have been 

invited to provide educational sessions, amongst others, at he ESHG, and as a guest lecturer 

in the US, Italy, Portugal and South-Africa. In 2011, I participated in the organizing committee 

of an international symposium on array diagnostics. 

 

Strategic leadership qualities 

I have served on many national and international bodies, including editorial boards of Journals, 

medical advisory boards of several patient organisations; and the board of the Dutch Society 

for Clinical Genetics (VKGN). Currently, I participate in: the scientific board of Orphanet; the 

board of the Catharina van Tussenbroek Fund; and the Genetic Services Quality Committee of 

the ESHG. I have been associate editor of the European Journal of Medical Genetics; chair of 

the project management board of the European Cytogeneticists Association Register of 

Unbalanced Chromosome Aberrations (ECARUCA); and chair of the Permanent Working 

Group “Clinical and Molecular Approach of Cytogenetic Syndromes” of the European 

Cytogeneticists Association.  

Currently, my research group consists of 2 post-docs and 5 PhD students. 
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