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A huge thank you to Dr Ralitsa Madsen for her 
contribution to this years newsletter. Thank 

you also for your continued dedication, 
research & support of the PROS community.

Thank you also to Professor Rob Semple for 
your tireless work in the scientific research of 

PROS. 

You both give hope to all of us living with & 
affected by this condition.

Research and Treatment Update ςDr Ralitsa Madsen

DearGoPI3Ks/CLOVEScommunity,

Here we go againςanother year has taken a turn, and
Christmasis waiting aroundthe corner. I would lie if I said
it is not somewhatstressfulto think about how time just
flies. On the other hand, it is alsorewardingto look back
over the lastyear,whichbroughtseveralbits of goodnews
andpositiveexperienceswith it.

As of scientificnews,one of the first items to mention is
the developmentof novel typesof pharmacologicalagents
that appearto hit the faulty product of the PIK3CAgene
(that causesPROS)without affectingthe remainingnormal
component (a brief recap on PROSbiology: the PIK3CA
gene defect causingPROSis present on only one of the
two DNAcopiesthat you inherited from your parents; the
other copyremainsnormalandgivesriseto a productwith
important functionsin a cell,soreallywe onlywant to hit

Welcome to the newsletter for GoPI3Ks ςGenetic Overgrowth PI3K 
Support. Here we will share updates from PROS medical experts, 

information on fundraising, how we have helped those living with PROS, 
as well as rare events & information from the rare community.

http://www.gopi3ks.com/


the faulty one!). Until now, availablepharmacological
agents have been hitting both the good and the bad
PIK3CA gene products, in other words they were not
selective. Aswith all new researchςand by now, many
of you mayalsoknowmy aversionto hypingresultsupς
the road is long until any of the new agentsget to a
stagewherethey maybe consideredfor clinicaltesting.
It is however exciting that such developments are taking 
place as key issues with a drug like Piqray/Vijoice(or 
Alpelisib) relate to the side effects arising from lack of 
discrimination between the altered and the normal 
product of the PIK3CA gene. And while drug 
development efforts in this space usually start off with a 
cancer-heavy focus, we know already that the shared 
biology affords subsequent opportunities for so-called 
drug repurposing. You can read more about such 
repurposing, including important ways in which cancer 
and PROS differ from one another, in An open access 
piecewhich I recently co-authored with Professor 
Robert Semple.

Earlier this year, I spent three months in my 
ŎƻƭƭŀōƻǊŀǘƻǊΩǎΣ tǊƻŦ !ƭŜȄ ¢ƻƪŜǊΩǎ, laboratory at Harvard 
Medical School in Boston. Here, we focused on 
completing a particularly ςfor us ςrewarding project 
focused on a chemical agent that targets a cellular 
component known as AKT. Some of you will know that 
rare genetic variants in AKT can give rise to a PROS-like 
disease known as Proteus Syndrome. Alex Tokeris an 
expert on AKT and while he, too, mainly works on 
cancer, he is now also involved in a recently established 
initiative by CLOVES Syndrome Community that allows 
scientists focusing on PIK3CA, AKT and related 
components to meet virtually once every two months to 
discuss and advise each other on ongoing research. Such 
discussions, well in advance of formal scientific 
publications, are really important as they help speed up 
the research progress that is urgently needed by all 
patients. I am therefore pleased that prominent cancer 
researchers with the relevant scientific expertise are 
beginning to familiarise themselves with PROS and are 
actively considering ways in which they may be able to 
contribute to ongoing research in this space. 

https://www.sciencedirect.com/science/article/pii/S1471491422000508


Prof Tokeris also a highly trusted mentor of mine, who has been 
immensely supportive of my scientific career. It is partly thanks 
to his support with the above research and efforts to introduce 
me to relevant senior scientists at a recent meeting in Canada 
that I have a final piece of good news to share. This news is 
somewhat more personal, though I hope you will rejoice at the 
opportunity for continued basic research of relevance to PROS 
in the UK and internationally. The news is that I have been given 
the opportunity to start my own, fully independent research 
group at the MRC-PPU in Dundee, Scotland. It is difficult to 
convey how important this is, not only for my ability to continue 
academic research in general but also for my passion to pursue 
novel solutions in the realms of human diseases caused by 
genetic PIK3CAdefects. Remember that PI3K radioI wrote about 
in a newsletter three years ago now? I am actively working on 
ǳƴŘŜǊǎǘŀƴŘƛƴƎ ŜȄŀŎǘƭȅ Ƙƻǿ άƛǘέ ƛǎ ŜƴƎƛƴŜŜǊŜŘΣ ŀƴŘ ǘƘƛǎ Ƙŀǎ 
resulted in substantial progress which I hope to share as part of 
a scientific article in Spring 2023. In a nutshell, what I can reveal 
already is the notion of a much more nuanced understanding of 
how components like PIK3CA and AKT enable critical 
communication signals to be received and interpreted by our 
cells. This, in turn, has allowed me to discern ways in which this 
ŎƻƳƳǳƴƛŎŀǘƛƻƴ ƎŜǘǎ άŎƻǊǊǳǇǘŜŘέ ƻǊ άōƭǳǊǊŜŘέ ƛƴ ǘƘŜ ǇǊŜǎŜƴŎŜ ƻŦ 
a genetic PIK3CA defect. The key question of course is ςhow do 
we correct it, and will the correction factor differ depending on 
the affected tissue or the specific PIK3CAdefect? To use a 
simple analogy, it appears that cells with a PIK3CAdefect need 
ŎƻǊǊŜŎǘƛƻƴ ƎƭŀǎǎŜǎ ǘƻ άǎŜŜέ ǇŀǊǘƛŎǳƭŀǊ ǎƛƎƴŀƭǎΦ   ²ƘƛƭŜ ǘƘƛǎ ǊƛŘŘƭŜ 
remains to be solved, I have much hope in the power of modern 
computers and algorithms to help me with the solution. It will 
take time and it will take a lot of hard work, but the will has 
always been there ςand now also the opportunity of full 
research independence. 

So, in summary, I look forward to contributing many more years 
of Christmas newsletter writings to the PROS community. Who 
knows, 20 years from now, the above riddle may be solved and 
translated into therapeutic improvements, allowing us to look 
back at this and older pieces of research news with much joy 
and even more hope for the future. Thus, let me close off here 
ǿƛǘƘ Ƴȅ ƻǿƴ ǾŜǊǎƛƻƴ ƻŦ tǊŜǎƛŘŜƴǘ hōŀƳŀΩǎ ƛƴǎǇƛǊŀǘƛƻƴŀƭ ǎƭƻƎŀƴΥ 
ά¸ŜǎΣ ǿŜ ŎŀƴΣ ŀƴŘ ǿŜ ŎŜǊǘŀƛƴƭȅ ǿƛƭƭΗέΦ 

Happy Holidays to all of you!

Dr Ralitsa Madsen (UCL Cancer Institute, London, UK)

https://gopi3ks.com/wp-content/uploads/2020/02/GoPI3Ks-newsletter-2019.pdf


CHARITABLE GIVING / PAYROLL GIVING

AMAZON SMILE DONATIONS

For those who shopped at 

Amazon you have donated 

£59.35. THANK YOU. If 

youôd like donate when 

you shop please see how 

to later in this newsletter.

FEBURARY 2022

OUR 2022 FUNDRAISING FOR GOPI3KS 

As another year goes by, we must 
say a big THANK YOU to those who 
have donated. Your generosity 
allows us to continue to be able to 
help the GoPI3Ks families

Mandy again ran a birthday online  

fundraiser.

Everyone who donated was 

entered in to a draw to win 1 of 2 

£25 Amazon vouchers that we 

could then email directly to the 

winner.

This year we were again amazed 

by the kindness of people who 

helped us raise over £1,000

Payroll Giving is a simple 
and tax efficient way of 
donating to #charity! 
Donations are taken from 
your pre-tax pay so a £5 
donation only costs a 
standard tax-payer £4. For 
more information please 
see: CHARITABLE GIVING

To a donor who kindly
donates £25 each month.

Your support is 
truly appreciated.

https://twitter.com/hashtag/charity?src=hashtag_click
https://www.charitablegiving.co.uk/individuals


2022 FUNDRAISING FOR GOPI3KS CONT:

In May we attended the annual PENDLE 

POWERFEST car show where we ran a tombola 

& sweet stall. Along with Mandy were 2 of the 

other trustees, Sue & Amanda. We raised over 

£150. 

https://www.pendlepowerfest.com/


2022 FUNDRAISING FOR GOPI3KS CONT:

Mandy was able to 

share information 

online as to what it is 

like to live with PROS, 

which led to a kind 

donation to GoPI3Ks 

of over £500

In November we received a donation of £250 from 

@MADLcharity: Making A Difference Locally after 

our chairperson Mandy Tweeted about the work we 

do supporting those living with PROS

SO HOW DOES YOUR 
MONEY HELP THOSE 
LIVING WITH PROS?

SEE OUR PAGE BELOW



GRANTS GIVEN TO PROS FAMILIES IN 2022

THANK YOU to everyone that has donated, this is how YOUR
money is helping & making a difference to peopleõs lives. 

Remember, we are always here to help, here is our grant 

application form for anyone who would like to apply: GoPI3Ks 

Application form

As the cost of living rises 

we were happy that we were 

able to help one of our 

families by giving them a 

grant for £1,000 to help with 

their energy bills. 

One of our families had their holiday cancelled due 

to Covid. They received a voucher to book another 

trip, but this wasnôt enough to cover a ñonce in a 

lifetimeò holiday. So GoPI3Ks were happy to pay 

the £597 that they needed to secure their holiday.

I feel so lucky to have had this 

experience, it was a total dream 

come true! It was so lovely to meet 

other people with different conditions 

and to celebrate it and create 

awareness. I made some friends for 

life and found a huge love for acting 

and film. Thank you for making this 

possible for me!

We were also able to pay for £392 for accommodation 

for one of our younger PROS members, so she could 

take part in a short documentary focusing on how 

disabled people are represented & treated in todaysô 

society. This also gave her a chance to spend time 

with other young people with rare conditions, helping 

her to feel more included & accepted.

https://docs.google.com/forms/d/e/1FAIpQLSfWu-A84FIlR6WqMdCIeQvhoJw_WkPc9IxLu0RpAj9nuN7wzQ/viewform


GRANTS GIVEN TO PROS FAMILIES CONT:

We were able to also 

help one of our younger 

PROS members. 

With overgrowth of the 

lower limbs & feet, it can 

mean that families need 

to buy 2 pairs of 

shoes/trainers to fit 

comfortably. We were 

more than happy to help.

As winter sets in & energy prices rise, we donôt want 

anyone to struggle. So we were able to help one of 

our families to keep their home warm during this 

winter with a grant of £800 

In May we held 
ƻǳǊ ŦƛǊǎǘ ά[Ŝǘǎ 
/ƘŀǘΦέ ! ǇƭŀŎŜ ŦƻǊ 
those living with 
PROS, parents & 
carers to come 
together to chat. 
If this is 
something you 
would be 
interested in 
doing more of 
please let us 
know as this is 
your group.



February 2022

In February 2022 we 
again took part in Rare 
Disease Day by sharing 
information cards on 
rare disease statistics & 
PROS







MENTAL HEALTH & WELL-BEING 

We understand that living with a rare condition 

&/or being part of a wider family network, where 

someone is rare isnôt always easy.

This year we have updated our resource page to 

include many mental health websites, pages & 

information. Here are a few examples, but please 

visit our resources page for more:GoPI3Ks 

resource page

https://gopi3ks.com/resources/


MENTAL HEALTH CONT:

5 Mental Health Resources to Help Rare 

Patients & Families Feel Less Alone

As stated by All Stripes: ñIt is not 

surprising that having or caring for 

someone with a rare disease may have 

an impact on oneôs mental health.ò ñA 

glimmer of hope, however, is that mental 

health is becoming a greater part of the 

conversation among the rare disease 

community and its supporters. .ò

ñTo help contribute to this important 

conversation, compiled five of these rare 

disease-specific mental health resources 

that may help you feel less alone.ò

https://www.allstripes.com/blog/5-mental-health-resources-to-help-rare-patients-families-feel-less-alone


/IL[5w9bΩ{ a9b¢![ I9![¢I    
& WELL-BEING

Visit your hospital through 

your phone!

ñLittle Journey supports 

children and their families 

before, during and after 

healthcare interactions, 

reducing anxiety through the 

use of our multi-award winning 

smartphone App.ò

To take a look at their website 

& app please click here: 

http://www.littlejourney.health/

Mental Health videos for 

children 

Great resource videos 

from MPSSocietyUK

focusing on helping 

adults, children & young 

people with their mental 

health & wellbeing.

Mental Health videos for 

young people

Great resource videos 

from MPSSocietyUK

focusing on helping 

adults, children & young 

people with their mental 

health & wellbeing.

Helping Children Cope With 

Medical Examinations

Our Friends at Italian 
Macrodactyly and PROS 
Association: 
https://www.associazione-
nazionale-
macrodattilia.org/english/ & 
https://www.aibws.org /

http://www.littlejourney.health/
https://www.mpssociety.org.uk/post/mental-health-and-wellbeing-videos-for-children-anxiety-and-children
https://www.mpssociety.org.uk/post/mental-health-and-wellbeing-videos-for-teens-dealing-with-anxiety
https://youtu.be/fdePXnl1HIc
https://www.associazione-nazionale-macrodattilia.org/english/
https://www.aibws.org/


/IL[5w9bΩ{ a9b¢![ I9![¢I    ϧ 
WELL-BEING CONT:



MENTAL HEALTH & WELL-BEING FOR ADULTS 
LIVING WITH A RARE CONDITION: 

Great resource 
video from 
MPSSocietyUK
focusing on 
helping adults 
with their mental 
health & 
wellbeing: Mental 
Health & Well-
being Videos For 
Adults

Self Help & Guidance For AdultsThis website has 
contains numerous sections for adults living with a 
rare condition. From confidence, self-esteem, 
relationships & social life, as well as coping with 
ǇŜƻǇƭŜΩǎ ǊŜŀŎǘƛƻƴǎΦ

When People Point and StareOur chairperson Mandy 
opened up about how her mental health has been 
effected over the years by reactions from the general 
public to her physical differences. 

WHEN 
PEOPLE 
POINT 

& STARE

https://www.mpssociety.org.uk/mental-health-wellbeing
https://www.changingfaces.org.uk/advice-guidance/
https://www.allstripes.com/blog/mandy-sellars-pros-reaction-physical-differences


HOW WE CAN HELP YOU

WE UNDERSTAND THAT IT ISNõT ALWAYS EASY TO 

ASK FOR HELP, BUT AS THE COST OF LIVING 

RISES FOR US ALL, WE WANT TO HELP YOU & 

YOUR FAMILY DURING DIFFICULT TIMES.

GoPI3Ks Grant Application Form

https://docs.google.com/forms/d/e/1FAIpQLSfWu-A84FIlR6WqMdCIeQvhoJw_WkPc9IxLu0RpAj9nuN7wzQ/viewform


I GET QUITE A LOT OF MESSAGES & EMAILS FROM 

PEOPLE ASKING HOW THINGS ARE GOING TAKING 

ALPELISIB. SO HERE IS MY LATEST VIDEO (12 

MONTHS AFTER STARTING THE DRUG)

ALPELISIB NEWS 

Mandy's Update On Taking AlpelisibDecember 2022

https://youtu.be/Wsz6URNXifU


As some of you may know, GoPI3Ks have partnered 
with https://www.allstripes.com/program/pros to 

help advance research for PROS. If you would like to 
know more please see videos from some of the PROS 

ambassadors below answering some important 
questions about joining: 

AllStripesPROS 
Ambassador Kelsie, 
ŀƴǎǿŜǊǎ άIƻǿ does 
AllStripeskeep my child's 
data safeΚέ
Kelsie's AllStripesVideo

AllStripesPROS 
ambassador Mandy 
answers: ά5ƻŜǎ it cost 
to be part of 
AllStripesΚέ
Mandy's Video

Lindsey a PROS 
AllStripesambassador 
answers άLǎ it time 
consuming to take part 
in AllStripesΚέ
Lindsey's AllStripes
Video

AllStripesPROS 
ambassador James 
answers: ά²Ƙŀǘ are 
the benefits to signing 
up to AllStripesΚέ
James' AllStripesVideo


