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Impact of Genomics, Smart Diagnostics



Exponential Growth of (Big) Data 
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Molecular Diagnostics Enables PM
- Shift in Cost and Activities -

Microbiome Current Situation New Situation

Fast Developments
Big Data
Complex Technology

Paradigm Shift

WGSDx
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FAIR Open Data (Data Re-use)
- ISO27001 & METC documentation -



Data Re-use



DNA & RNA based Stratification

Different Genes mutated in Atopic Dermatitis Patients
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Knowledge Mining
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RNA Expr. based Patient Stratification in WBCs

Source: NEJM 2004 Valk et al.





Interpretation of Big data……(250 km paper = 1 genome)



Activating and De-activating STAT3 Mutations

Gain of Function Loss of Function



• $ 520 WGS (2021) 

Wie budget heeft, kan onderhandelen met verzekeraars.....



Smart Analysis of WGS Data 
(prior to targeted treatment)

§ WGS to detect SNP’s (In known genes)

§ WGS to detect Structural variants SV’s (Chr. Translocations)

§ WGS to detect Copy Number Abberations

§ WGS to detect Human Papilloma virus integration

§ WGS to detect infection with Herpes strains

§ WGS to detect Mitochondrial mutations

§ WGS to detect Methylation status 

§ WGS to detect Acetylation status

DB
Cyberknife



SPINK5 (Netherton), FLG,KLK7 & SPINT1



Lemon Frost Leopard Geckos 



Tumors in Skin, Liver and Oral Cavity

Plos Genetics, 2021



Personalized Healthcare Recommendations:

•  Caregivers
• Payers
• Patients

Education

•  Demonstrate cost effectiveness 
to payers

Reimbursement

•  Support new methods rather 
than restrict

Legislation

•  Continued improvements in 
regulating Molecular Dx

Regulation

Intro Teaching Program

Genome First approach (WGS)

Open data, Re-use

GDPR reality check



Oncology, Clinical Genetics vs Pathology: 
Work as a Team....

Include your friends! 



END





Pioneering Immunotherapy


