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Ethical rationale for ItaLynch 

The vast majority of individuals carrying pathogenic variants of common cancer susceptibility 
genes ( up to 98% of those affected by Lynch Syndrome) are never identified 

No access to the benefits of prevention, surveillance, targeted treatment



Ethical concerns in implementing extended testing for LS 

At which point in novel diagnostic pathways is consent required from patients?

What kind of information should be given?

At which point in the process should genetic counseling be provided? 

How should families be involved?



Ethical concerns in implementing extended testing for LS 

1. Qualitative study with 27 participants (surgeons, genetic 
counselors, oncologists, family doctors and gastroenterologists) 
showed wide support for a reflex‐testing program. Most supporte
opt‐out after reflex testing because they felt that IHC is akin to oth
pathology tests, which are not optional. 

2. Most supported an opt‐out after reflex testing because they fel
that IHC is akin to other pathology tests, which are not optional.

1. 53 pathologists and 66 genetic counselors surveyed

2. No consent generally required for universal screening

3. At least opt‐out for reflex testing should be offered

Healthcare professionals’ views



Ethical difficulties in implementing extended testing in LS
Patients’ perspectives

1. Contrary to current practice, most of the 318 CRC 
patients surveyed supported informed consent for 
universal screening. 

Important to protect patient autonomy, but also 
consider  potential for stress and anxiety in 
patients who ultimately test negative.

1. 189 newly diagnosed CRC patients surveyed ; most 
responded positively to genetic screening and wanted to 
know their risk for hereditary CRC. Even before receiving 
results, most expressed intention to share results with at-risk 
relatives. 

2. Most patients who had positive screening result shared 
finding with at least one first-degree relative, indicating 
consistency between intention and actual sharing.



Findings about mainstream consent programs

1. IHC and/or MSI screening often performed with no or 
minimal pretest counseling. 

2. Generally agreed that although consent may not be 
required at the initial screening stage, consent must be 
gained prior to  germline genetic testing, when the initial 
screening reveals a potential clinical issue. This reflects 
the differences between somatic and germline testing.

3. Overall, mainstream pathways were acceptable and 
feasible, and patients were largely satisfied with 
information received.



The approach to Informed Consent in ItaLynch

• Initial tumor screening performed on a routine basis (no consent)
• Research consent to study requested before reflex testing and genetic 
testing (for the latter, where appropriate)

• Clinical consent to genetic testing (if appropriate) requested by 
oncologist 

• Individuals with positive genetic test/suggestive family history 
referred for formal genetic counseling



Communication of risk information to family 
members in ItaLynch 

• Familial implications will be briefly discussed with participant by 
oncologist at enrollment and when offering genetic test

• Participants will be encouraged during clinical cancer genetic 
counseling to share genetic risk information with relatives, as in 
normal practice



InformedConsent (1)

1. Informativa e Consenso di ricerca allo studio (dopo approvazione CE  
ligure regionale @S Martino di Genova, utilizzabile da altri centri dopo
approvazione dai rispettivi CE) 

2.    Informativa e Consenso di ricerca al trattamento dei dati (come sopra

3.    Informativa e Consenso clinico al test genetico (specifico per ogni
azienda/centro)



InformedConsent (1)
Informativa e Consenso di ricerca allo studio



InformedConsent (2)
Informativa e Consenso al trattamento dei dati



InformedConsent (2)
Informativa e Consenso clinico al test genetico



Grazie per l’attenzione
linda.battistuzzi@unige.it


