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If you want to understand why people are concerned about
genetic selection via preimplantation genetic testing, an enter-
taining place to start is the 1997 film Gattaca. If you want to read
the latest about current controversial issues read the letters in this
issue of the European Journal of Human Genetics by Tellier et al.
[1] and Forzano et al. [2].
The use of genomic testing to screen for disease at the

population level is becoming more widely accepted. Alarcón
Garavito et al. review the issues around implementation of
population level genomic screening [3]. They found that the lack
of genomic education and literacy, the need for significant
upskilling of the healthcare workforce, the significant costs of
enacting system-wide change, and the perceived lack of govern-
ment and policy-making support for genomics were barriers to
implementation of genomic medicine. Six articles identified
barriers to successful genomic medicine implementation, includ-
ing a lack of integration between EHR and genomics data, the
need for evidence-based reimbursement, and parents’ emotional,
psychological and time costs. A key suggestion to implement
genomic medicine is the need for ongoing education of
healthcare staff in issues relating to genomic medicine.
Studying populations also helps us understand genomic causes

of multi-factorial disease and physical traits. Chen et al. studied
genomic factors contributing to male pattern baldness [4]. They
identified 4 sufficiently powered GWAS which had replicated
hundreds of male pattern baldness-associated SNPs, available for
prediction modelling. These studies involve 205,327 UKBB male
participants, and are followed by an independent replication study
in 31,112 men. Despite sophisticated modelling involving dozens
of SNPs….age was still found to be the strongest predictor of male
pattern baldness! Mortensen et al. report the first phase of the
FarGen study [5]. The Faroe Islands are among the most isolated
populations in the North Atlantic, and their low genetic diversity
and small effective population size may have led to substantial
genetic drift and loss of genetic diversity, and an enrichment of
some pathogenic variants and complete loss of others. The results
show that the Faroese population is genetically rather homo-
genous, with almost no geographical structure and distinct from
the general European population. Lipedema is a condition
occurring mainly in women, characterised by the bilateral
enlargement of the lower limbs. It is heritable, but the genetic
basis remains unclear. Klimentidis et al. studied the UK biobank to
identify genetic causes [6]; they define lipedema as having a
relatively high leg fat percentage along with a relatively small
waist circumference. Their GWAS identified 18 loci across the
genome, 2 of which were replicated in an independent
population. These increase our understanding of the causation
of lipidemia. de los Campos et al. present a method to use
Bayesian variable selection models to predict complex traits in

biobank participants [7]. Glessner presents a novel method for
using copy number variations in GWAS [8].
Several articles in this month’s issue focus on the core mission of

Clinical Genetics: finding disease causing genes to help patients.
Luppe et al. help introduce STX1A as an epilepsy gene [9]. All
individuals with ultra rare variants in STX1A had intellectual
disability, neonatal hypotonia and motor delay. Some individuals
had epilepsy, but others had a neurodevelopmental disorder with
primarily intellectual disability and autistic behaviour. Epilepsy
occurs in individuals with missense variants in STX1A that are
predicted to disturb the interaction of STX1A with STXBP1. Reis
report ARHGAP35 as a novel cause of ocular phenotypes [10]. This
study presents the first evidence implicating ARHGAP35 in human
developmental ocular phenotypes. The micro-ophthalmia related
phenotypes observed in three families are consistent with those
reported in the mouse model. In combination with the mouse
model, this study supports a role for ARHGAP35 in vertebrate ocular
development. The C-terminal clustering of the identified alleles
indicates a possible common mechanism for ocular disease. Ceroni
confirm that FGF14 is a causal gene for isolated early onset
nystagmus [11]. Anorectal malformations (ARMs) are common birth
defects, and typically require surgery within the first two years of life.
Deloge utilised exome sequencing in a large cohort of individuals
with ARMs [12]. They identified previously under recognised genetic
associations. Deruelle examines the effect of the COVID pandemic
on peoples’ willingness to have a genetic test [13].
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