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Inherited and Acquired BMFS

Acquired

Normal bone marrow

Sharma R, et al. 2016 

• Immunological attack on body’s 
haematopoietic stem cells

• Thought to be triggered by environmental 
exposures

AA bone marrow

Wilson D, et al. 2014

Inherited
• Defects in DNA repair, telomerase and 

ribosomal pathways
• Can feature extra marrow presentations
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Single 
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BMF research Single cell eQTL mapping

CRISPR editing

Mouse model analysis



Bluteau et al., 2018



FancL-TAT deletion

Cole et al. Nat Struct Mol Biol. 
2010 Mar; 17(3): 294–298Ali AM et al. Human Mutation, 01 Jul 2009, 30(7):E761-70

https://www.ncbi.nlm.nih.gov/entrez/eutils/elink.fcgi?dbfrom=pubmed&retmode=ref&cmd=prlinks&id=20154706
https://www.ncbi.nlm.nih.gov/entrez/eutils/elink.fcgi?dbfrom=pubmed&retmode=ref&cmd=prlinks&id=20154706


FancLtat mice have embryonic defects



FancLtat mice have stem cell defects
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eQTL and Autoimmunity

Seyhan Yazar et al. Science, 2023



Base editing

Guide 
sequence

iBMF sequenceguide targeting 
iBMF sequence

Gaudelli, N., Nature 551, 464–471 (2017).

Library:

Tran, M., Nature Commun 11(1):4871 (2020).

FANCA:c.1027C>T (p.Gln343Ter)
RPL5: c.67C>T (p.Arg23Ter)
MPL: c.769C>T (p.Arg257Cys)

Examples:
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