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Investigators’ responsabilities





We hypothesize that a subset of patients with unexplained cholestatic liver disease or with atypical 

presentations harbors rare damaging variants in genes involved in bile homeostasis or related to a 

wider extent to genetic liver disorders.

To evaluate the diagnostic yield of whole genome sequence (WGS) in adult patients with unexplained 

or atypical cholestatic liver disease. A genetic diagnosis will be defined as the presence of pathogenic 

variants in genes known to be causative of genetic cholestasis, consistent with the clinical phenotype 

and mode of inheritance.

To evaluate the presence of rare damaging variants in liver-related genes and their enrichment at 

single gene level to get insight into disease pathogenesis.

 unexplained cholestatic liver 



(FOGS, promoted by Fondazione IRCCS Ca’ Granda Ospedale Maggiore Policlinico, CE 

WES) or who didn’t perform previous genetic test

previous genetic tests (targeted panel for PFIC genes or WES) or who didn’t perform



Cases:

Patients who do not possess the above inclusion criteria or have at least one of the following exclusion 

criteria:  

- an already known genetic diagnosis explaining the clinical phenotype 

Trasfusionale, Outpatient Clinical Service, Fondazione IRCCS Ca’ Granda Ospedale Maggiore 



Trasfusionale, Fondazione IRCCS Ca’ Granda Ospedale Maggiore 

Among the reasons qualifying as “organizational impossibility” that justify this choice are both the 

published on the Fondazione’s website pursuant to Article 35 of EU Regulation 679/2016, and the 



will be made publicly available on the Fondazione’s website.

Genomic platform of the Fondazione IRCCS Ca’ Granda

concentrations range from 50 to 100 ng/μl in a total volume of 50–100 μl) 



the burden of rare damaging variants at single gene level in patient vs controls will get insight into 

disease pathogenesis.

Genetic data will be stored in a secure server of Fondazione IRCCS Ca’ Granda

The prevalence of rare damaging variants in liver-related genes associated with mitochondrial 

hepatopathies, metabolic disorders and/or ciliophaties 







Fondazione IRCCS Ca’ Granda Ospedale Maggiore Policlinico using the RedCap (Research 
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d to “organizational impossibility,” 

10.3 Investigators’ responsibilities

or’s responsibilities.



Patients’ rights and wellbeing is respected

As promoter, Fondazione IRCCS Ca’ Granda, Ospedale Maggiore Policlinico could apply a 





•



NATIONAL FACILITY, as foreseen in the “HUMAN TECHNOPOLE NATIONAL FACILITY 

”
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