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EFTUD2 encodes the 116 kDa U5 small nuclear ribonecleoprotein (snRNP) component, also
named SNU114, it has GTP binding activity and is required for pre-mRNA splicing.
Evolutionarily conserved human snRNP protein (U5-116kDa) is homologous to the ribosomal
elongation factor EF-2 (ribosomal translocase). Defects in EFTUD2 are the cause of
mandibulofacial dysostosis with microcephaly (MFDM). So far, acetylation and

phosphorylation sites of EFTUD2 have been identified.
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