
Re-sequencing the ACVR1 genomic region in patients



WHY ?

- It might be interesting to relate sequence variants with phenotypic features

- It might be interesting to find variants potentially involved in gene regulation

Which part of the genomic region ?

All the region including the ACVR1 gene plus the two flanking genes (UPP2 and 

ACVR1C) on both sides

How many samples ?

As many patients as possible

Controls



Induced Pluripotent stem cells (iPSC)

Generating iPSCs from patients. When a patient has to udergo some surgical

intervention it might be worthy to take a sample of skin to grow fibroblast cells that

can be treated to obtain iPS

WHY ?

iPSCs are non-transformed cells that can undergo different types of differentiation, 

then represent a good cellular model to study disease mechanism

Other attempts to obtain multipotent progenitors from patients proved to be

difficult, such as obtaining cells from decidual teeth

An objective of the international FOP community could be to build up a bank of

iPSCs from FOP patients

What is needed?

A group expert in the technology (or money to pay companies that produce cells

commercially) 



Drug discovery for FOP treatment options

Different strategies can be used to this aim

Different groups are approaching this issue

Should a coordination / updating forum be useful for the international FOP 

community?



An expected European call for research funding, that includes research on rare 

diseases





Are we interested ?

Should we try to apply?

Is anybody willing to take the 

coordination?


