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MEDICINA GENOMICA 
… «The use of information from genomes (from humans and other 
organisms) and their derivatives (RNA, proteins and metabolites) 
to guide medical decision-making»… 
   

DEFINIZIONE ATTUALE 

… «Model of healthcare that is predictive, personalized, preventive 
and partecipatory («P 4 Medicine»)»… 
                       

… This model applies technologies to customize and deliver care 
and in practice provides a venue for adopting genomics applications»… 

… “can include many nongenomic personalized 
screening and diagnostic approaches»… ….e 



APPROCCIO «PAZIENTE-SPECIFICO» 

APPROCCIO «TARGETED» E «TAILORED» 

SUPPLEMENTAZIONE E OTTIMIZZAZIONE 
  DELLE PROCEDURE STANDARDIZZATE 

INCREMENTO DELLA «EARLY DETECTION» E 
    RIDUZIONE DEL «MISSED LESION RATE» 

BASSO/ALTO RISCHIO                      RISCHIO INDIVIDUALIZZATO 

• Adattamento del programma di screening al 
     rischio individuale 
 
• Aumento della sensibilità dei programmi convenzionali 
 
• Incremento della qualità e dell’ efficienza  



BIOMARCATORI: APPROCCIO POLIGENICO ALLA PREVENZIONE 

A Plasma MicroRNA Panel for Detection of Colorectal 
Adenomas: A Step Toward More Precise Screening for 
Colorectal Cancer 
Kanaan Z et al; Ann Surg 2013; 258(3): 400-8 

…Un panel di 8 miRNAs discrimina 
i portatori di adenomi vs controlli  
con elevata accuratezza…. 



PROGRAMMI DI PREVENZIONE “ORIENTATI”:PERSONALIZZAZIONE DELL’ OFFERTA 

PREFERENZE DEL PAZIENTE 

VALUTAZIONE DELL’ ATTITUDINE  

COINVOLGIMENTO NEL PROCESSO DECISIONALE 

SCELTA DELLE OPZIONI 

“SHARED DECISION-MAKING“ VS  “INFORMED” 

CONSAPEVOLEZZA DEL LIVELLO DI RISCHIO 



“TARGETED AND TAILORED INTERVENTIONS”:  TRIALS RANDOMIZZATI 

Control: nessun contatto 
SI: offerta standard 
TI: offerta standard + messaggio personalizzato 
TIP: TI + telefonata di richiamo 

“PHM: lower  vs  higher decision stage” 
Decision Aid: DVD (modulo interattivo con touch-screen) 



“TARGETED AND TAILORED INTERVENTIONS”:  TRIALS RANDOMIZZATI 



ALTO RISCHIO: IBD 
«TARGETED BIOPSIES» 

Rutter MD, 2004 

Hulstone DP, 2005 

Kiesslich R, 2003 
 
 

Dekker E, 2007 

Neumann H, 2011 

Neumann H, 2013 

Neumann H, 2011 
Neumann H, 2011 
Neumann H, 2013 
De Palma G, 2011 
De Palma G, 2013 

? 

http://www.ncbi.nlm.nih.gov/pmc/articles/PMC1774934/figure/f2/�


ALTO RISCHIO: IBD 
The risk of colorectal cancer in ulcerative colitis: a 
meta-analysis 
J A Eaden, K R Abrams, J F Mayberry 
Gut 2001;48:526–535 

PREVALENZA: 3.7% (5.4% pancolite) 

INCIDENZA NEL TEMPO 
 

Rutter MD, 2006  ↓ 

Jess T, 2006         ↓ 

Sӧderlund S, 2009   ↓ 
 

CHEMIOPREVENZIONE: 5-ASA E SUOI DERIVATI 
 

• Inibizione crescita e sopravvivenza cellule CCR 

• Inibizione generazione mutazioni «frameshift» 

• Inibizione Pathway Wnt/β-Catenina 

• Attivazione EGFR 

• Attivazione PPAR-γ 

 

STUDI OSSERVAZIONALI 

Eaden JA, 2001    ↑ 

Rubin DT, 2006    ↑ 

Velayos FS, 2005  ↑ 

Bernstein CN, 2011  ↓ 

 Terdiman JP, 2007   ↓ 

  



ALTO RISCHIO: S. DI LYNCH 



LS affected 
Under CRC surveillance 

71 
(30 families) 

M/F 33/38 
Mean age at baseline colonoscopy (range) 39,8 years 

(18-68 yrs) 
MLH1/MSH2 deleterious mutation (n° carriers) 31/40 

Table 1: baseline characteristics of patients enrolled 
in the study 
N° of total colonoscopies performed 268 

Mean interval from previous colonoscopy 
(range) 

61,6 months 
(12-371 ) 

Interval CRC detected 
(n° of patients) 

4/71 (5,6%) 
 

Table 2: results of CRC surveillance 

Mean age at diagnosis of interval CRC (range) 40 years  
(32-50). 

Mean interval from previous colonoscopy 
(range) 

24 months 
(16-30) 

Suboptimal Bowel preparation 1/4 

MLH1/MSH2 Deleterious mutations 2/2 

Previous diagnosis of CRC 0/4 

N° of total colonoscopies performed 268 

Mean follow-up 
(range) 

61,6 months 
(12-371 ) 

Interval CRC detected 
(n° of patients) 

4/71 (5,6%) 
 

Table 3: characteristics of patients diagnosed with 
interval cancer 

Interval cancers in LS under surveillance 

Sanchez-Mete L, IRE, 2013 

Quality colonoscopy and risk of 
interval cancer in Lynch syndrome 

Haanstra JF et al, Int J Corectal Dis, 2013 Jul 16 

….Interval cancers could be related to incompleteness of previous 
 endoscopy and possibly residual adenomatous tissue. Further 
reduction of interval cancer risk may be achieved  by optimizing 
endoscopy quality and individualization of surveillance guidelines…. 
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