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MEDICINA DE PRECIZIE  

 

Topics 

1. Human Genome. Genomics 

2. Epigenetics and epigenomics. Framacogenetic and farmacogenomic. 

3. Genetic variability (gene mutation, SNP, CNV, indels, rearrangements) 

4. Molecular diagnostic techniques and NGS technologies (WGS, WES, RNA-seq) 

5. HGVS nomenclature, guidelines, recommendations for description of sequence 

variants 

6. Genetic testing: current approaches  

7. Advanced Technologies in Personalised Medicine: Single-Cell RNA-seq, 

Transcriptomics, optical gene mapping (OGM) 

8. Genetic Variant Analysis (NGS): Pathogenicity assessment according to ACMG/AMP 

guidelines 
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