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ABSTRACT

Recent breakthroughs in sequencing technology have ushered in a new era of patient diagnosis. However, a significant number of cases continue to evade resolution due to elusive mutations and regulatory sequences. This project is dedicated to 
expediting diagnostics by constructing Epigenetic Identification (Epigenetic ID) maps for diseases, with a specific focus on growth-related disorders commonly associated with epigenetic regulator mutations.

We will rigorously analyze 41 lymphoblastoid cell lines and patient/control DNA samples using cutting-edge techniques, including ChIP-Seq, ATAC-Seq, and Illumina EPIC arrays for methylome analysis, meticulously profiling five key epigenetic markers. 
These efforts will culminate in the development of Epigenetic IDs for nine growth-related pathologies across two distinct patient cohorts. This ambitious initiative promises to yield profound insights into the underlying epigenetic mechanisms, fostering the 

creation of functional hypotheses and innovative diagnostic methodologies.

This project represents a significant advancement in medical diagnostics, offering a comprehensive approach to the understanding, diagnosis, and management of complex pathologies. It will refine our grasp of disease-related epigenetic mechanisms 
and potentially pave the way for further research. Epigenetic IDs hold the promise of reshaping our approach to diseases, ultimately benefiting patients and the broader healthcare community.
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QUESTIONS

●  Is there an epigenomic signature for 
dwarfism vs overgrowth syndromes ?

● Is epigenome characterisation (Epi ID) a 
powerful tool to improve diagnostic 
yield ?
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Test of 6 parameters on the first 
cohort of patients: 
● H3K4me3
● H3K27me3
● H3K9me3
● H3K36me3
● Chromatin accessibility
● DNA methylation
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