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Propositions belonging to the thesis  

Novel genetic causes and pathological mechanisms of neurological 

and mitochondrial disorders 

Minh Nguyen, 18 december 2017 

1. As WES yield huge numbers of variants, accurate filtering strategies and 

functional models are essential to confirm the role of novel genes and/or 

variants (this thesis). 

2. Mutations in the COX18 gene cause isolated complex IV deficiency, associated 

with neurodegeneration, chorea dystonic movement and type 1 diabetes (this 

thesis) 

3. Having a second patient with a comparable phenotype and a rare defect in the 

same gene does not have to confirm a causative role (this thesis) 

4. Knowledge of the genetic basis will not be sufficient for the development of 

treatments in mitochondrial disease (this thesis). 

5. Human genome editing for reproductive purposes is premature and should be 

prohibited at this time.  

6. Whole exome sequencing must be the prime genetic test for genetically and 

clinically highly heterogeneous neurological diseases (this thesis valorisation). 

7. With sequencing costs further declining, whole genome sequencing will 

replace whole exome sequencing. 

8. Animal models in research are necessary and ethical. 

9. The path is always right beneath your feet (Issan Dorsey). 

10. Pain is inevitable. Suffering is optional (Buddha). 

11. Life is like riding a bicycle, in order to keep your balance, you must keep moving 

(Albert Einstein). 

 


