starting my course I had worked as
an assistant with many people with
communication difficulties. Some used
devices with great success but some
abandoned them altogether. I wished to
gain further insight into the use of such
devices and discover why people may
accept and/or abandon them.
What I found
My reactions to using the device surprised
me and several key interactional issues
became apparent:
• I was a slow communicator
I found it difficult to get noticed, to
initiate my turn in a conversation and
to fight for my space to talk. The social
environment in which I was interacting
did not allow for minutes to go by without
a response. People would often jump in
to help out and guess what I wanted to
say, or simply take the floor for them, as
what I had to say was not worth the wait.
This led to a sense of loss of control. Not
only control of my end of the conversation, but with it, my ability to express my
beliefs and negotiate my personhood
within my social networks. I was now in
the hands of those I interacted with, as
maintenance of my interactional space
was largely up to their patience.
• My tablet stole my identity
The focus of my communication was
the device, not me. People were looking
at what I was typing, not at my face or
body: much information about how I
felt about something was therefore lost
or not conveyed simultaneously with the
message but at a delayed point. Similarly,
as I was looking where I was typing, I
was not able to see people’s faces and
pick up on how they felt or their needs in
the conversation and so could not react
as I would have liked to. The subtleties
of meaning conveyed through intonation, stress and pitch and idiosyncratic
features such as my accent were lost to
an electronic voice, its only similarity to
mine was that it was female.
• Communication became a chore
Communication breakdown was very
common due to difficulty with the volume
of the voice or the lack of intonation.
I was constantly typing, repeating, and
clarifying. It was exhausting. Therefore
communication became frustrating and
bothersome and I found myself avoiding
circumstances in which I would bump
into people to avoid the trouble of taking
out my device. Further to this, I felt a
certain stigma in taking out my device
and drawing attention to my different
way of communicating. Someone even
told me they deliberately avoided me
when I was using it.
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Conclusion
My experience was not that of somebody who has genuine communication
difficulties, which may warrant the introduction of an assistive device. However,
the challenges I faced raised certain
issues around interaction with assistive
devices. These experiences resonate with
published work by people with disabilities.10,11 Mainly, that the interaction is
not about the equipment, it’s about the
people. Provision of assistive technology
is vital but is not a miracle solution to
communication difficulties. This highlights the fact that simply supplying a
device for communication does not solve
‘the problem’. Interactional advice could
help people who use devices and their
significant others to develop conversational patterns which are satisfactory to
them. The full blog of the communication
challenges can be found at: uclugivingvoiceblog.wordpress.com

TBK1 mutations in sporadic
ALS
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Exome sequencing has revolutionised gene mutation discovery, focusing the hunt on diseasecausing variants. A recent study in familial ALS
(fALS) patients identified mutations in Tuba4A (a
tubulin, thus implicating axon dysfunction) as a
needle in the haystack (Smith et al 2014,). They
looked at 363 fALS cases, with a replication cohort
of 272 cases. But no other mutations were immediately obvious. This suggests that the identification
of other coding mutations in novel genes in fALS
is going to be challenging.
So, given the paucity of clearly pathogenic
novel exonic variants in fALS, what are the
chances that new mutations could be found in
a cohort of sporadic ALS patients (sALS), who
by definition have no family history of ALS? The
chances ought to be slim, but the sheer size of the
latest exome study published in Science was key
to identifying a number of novel variants. Cirulli
et al looked at a cohort of 2874 sALS and a replication cohort of 1318 ALS cases, some of which
were familial. The most significant finding was an
over representation of missense and loss of function variants in TANK-binding kinase 1 (TBK1).
TBK1 phosphorylates many targets, perhaps most
interestingly proteins involved in autophagy, such
as OPTN and SQSTM1, both of which are also
mutated in some ALS cases. Autophagy is a major
mechanism of rubbish disposal that may go awry
in neurodegenerative diseases leading to aggregates of TDP-43 in ALS, Lewy bodies in PD and
amyloid plaques in AD, and is currently an area
of intense research. TBK1, OPTN and SQSTM1 are
also all implicated in a second pathway, NFkB,
which is involved in inflammation, which is also
broadly implicated in ALS.
The authors do not go into more detailed
functional studies regarding TBK1 (figure 2
summarises mutations they found in well-known
ALS genes, while figure 3 is a pathways/interactions diagram). They do, however, show that
another less significant hit from their study, NEK1,
interacts in vitro with known ALS genes (VAPB
and ALS2).
Clearly a lot more functional work is needed
to identify how these TBK1 variants contribute to
disease, and TBK1 inhibitors, which are already
in existence, may be useful tools to begin this
process. Furthermore, the huge amount of
data generated by Cirulli et al will serve as an
important resource for current researchers and
for future, larger studies of ALS, which will identify
the missing genes in the interaction networks that
underlie motor neuron degeneration.
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