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Until recently clinical genomic testing was a slow and
laborious process. Advances in sequencing and bioinfor-
matics have made genomic testing more accessible and
rapid in clinical practice. In this issue of EJHG John
McDermott presents a new evolution of this concept—
bedside testing for COVID-19 infection [1]. Elin Tonne
describes the Norwegian experience of exome sequencing
for craniosynostosis; clearly documenting the advantages
of exomes for diagnosis in this group [2]. Exome and
genome sequencing continues to identify novel genomic
disease and assist in their characterisation. In this issue of
EJHG, novel disorders associated with HEATR5B [3] and
MADD [4] are described. This provides important
insights into the diagnostic significance of variants in
these genes. Our understanding of the molecular archi-
tecture of disease is also being revolutionised by exome
sequencing. Previously heterozygous Junctophillin-3
variants were associated with an adult neurological phe-
notype, here bi-allelic variants are described in a neuro-
developmental disorder [5]. Widespread access to rapid,
low-cost sequencing has its downsides. Francesca For-
zano presents an ESHG position statement on how genetic
testing and biobanks can be misused—with potential for
discrimination—and how to avoid this [6]. In clinical
practice, there is controversy over how to handle unex-
pected or incidental findings on exome sequencing done
for developmental delay. With parents and clinicians
sometimes having differing views on disclosure [7].
Increased sequencing also leads to centres identifying new
cases of highly rare conditions. Often clinician researchers
seek to publish these. But what type of “case report” is of

interest to EJHG? Simply adding a clinical description of
a rare condition is not enough. The report of WNT2B [8]
is a great example of a modern “case report”. First, pub-
lished clinical descriptions are extremely few with a clear
need to expand documentation of the phenotype. The
clinical evaluation is exhaustive, adding novel features to
the phenotype. The report documents the expression of
WNT2B in human gut and adds to our understanding of
disease mechanisms. We hope you enjoy this month’s
issue and find it useful for your clinical and research
work. This month the EJHG editorial office relocates from
Leiden to the University of Sheffield. All submissions will
continue to be handled by the existing online manuscript
submission system.
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