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We will create a centralized, high quality biobank repository with the goal of helping researchers to better
understand and rapidly progress toward effective therapies for Angelman syndrome. Toward this end, we
will collect biological samples from Angelman syndrome (AS) patients and their families (BB-FAST),
accompanied by a comprehensive database of their clinical and molecular data. The project is supported by
FAST Italia with the collaboration of academic and clinical partners. The clinical evaluation of AS families will
be carried out by clinician of Istituto Neurologico IRCCS “Carlo Besta” (Milan). Participant inclusion will
require a signed informed consent and the protocol will need approval by Ethics Committee. The registry will
include personal, clinical, and molecular data of each patients.

Materials and Methods

Considering the prevalence of AS, we hypothesize to collect
about 100 families (trios) in Italy. For each, we plan to store
DNA, RNA, cryopreserved peripheral blood mononuclear cell
for immortalization/iPSCs (induced pluripotent stem cells )
purposes.
Samples will be processed and stored in the Biorep Biobank, a
biological resource center in Milan, Italy. BioRep is a certified
UNI EN ISO 9001 center, complying with the latest national and
international guidelines for cryopreservation and biological
sample processing, thus guaranteeing traceability at all stages
of the process.
- DNA Extraction following standard methods from peripheral
blood -Lymphocyte isolation by Histopaque®1077 gradient
centrifugation
-Lymphocyte immortalization with EBV infection and PHA
- iPSCs generation from PBMC (Peripheral Blood Mononuclear
Cells) using CytoTune-iPS Sendai reprogramming kits
(ThermoFisher).
The registry will contain personal, clinical, and molecular data of each patients. We also aim at extending the
sample collection of AS families to other countries and collaborate with other repositories to implement
networking for this condition.
Given the important source of biological material and great amount of information that will be obtained by
the samples, along with the continuing evolution of technologies and therapeutic approaches, this project
represents a key milestone for research purposes and data sharing in AS.
For info: biobanca@cureangelman.it

