
A huge heartfelt thank you goes to all the 
doctors & Lucy Bridge who gave up their 
precious time to contribute to our family 
weekend this year. Your contribution 
ƳŜŀƴǎ ǎƻ ƳǳŎƘ ϧ ǿŜ ŎƻǳƭŘƴΩǘ ƘŀǾŜ ŘƻƴŜ 
this without you.

Under every doctors information we have  
videos on our You Tube channel of their 
presentationsor you can go directly to our 
channel: GoPI3Ks You Tube Channel

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.

Genetic Overgrowth PI3K Support 

www.gopi3ks.com

December 2023                                                                                                         

http://www.youtube.com/@GoPI3Ks
http://www.gopi3ks.com/


Professor Rob Semple'spresentation - An Overview Of PROS

https://youtu.be/cIv9vDVsy18


Dr Ralitsa Madsen's presentation - PI3K Research Update

https://youtu.be/Zrg8OP6PHFU


Mental Health and Living With PROS - ZubydaAzzam

https://youtu.be/kQWJTg03kiM


¦ƴŦƻǊǘǳƴŀǘŜƭȅ ǿŜ ŀǊŜƴΩǘ ŀōƭŜ ǘƻ ōǊƛƴƎ ȅƻǳ ǘƘƛǎ ǇǊŜǎŜƴǘŀǘƛƻƴ ŀǘ ǘƘƛǎ ǘƛƳŜ



Professor Pierre Vabres - The management of PROS

https://youtu.be/1vHBgGVLaF0


Dr MaanasaPolubothu- Rare Disease Collaborative Network

https://youtu.be/nKiYcMgAXj8


Mandy's journey with Alpelisib2022-2023

Doctors Discussion Panel

https://youtu.be/wZco1e_HLw0
https://youtu.be/rUfYPHe0H7w


THE FAMILY WEEKEND NOVEMBER 2023

On the 18th of November we held our first ever dedicated PROS 
family weekend at the Holiday Inn at Heathrow in London. This 
was a chance for adults, children and families to come together & 
meet others with the same/similar conditions.

As well as listen to various talks from those with expertise in 
PROS, from research, current drug trials, an overview of PROS, 
management of PROS, as well as a talk on the Rare Disease 
Collaborative Network for mosaic conditions. Also for the first 
time a dedicated talk on mental health & living with PROS.

As the adults listened to the talks, the children were kept 
entertained & had loads of fun with the wonderful child care 
service: All Events Child Carerun by Lisa Roberts. I would highly 
recommend them for any event where little ones need taking care 
of. Even Lisa commented on how she had never seen children 
ǿƘƻ ƘŀŘƴΩǘ ƳŜǘ ōŜŦƻǊŜ Ǉƭŀȅ ǘƻƎŜǘƘŜǊ ǎƻ ǿŜƭƭΦ

CǊƻƳ ƻƴŜ ǇŀǊŜƴǘΥ άaȅ ŎƘƛƭŘ 
ǿƻƴΩǘ ǳǎǳŀƭƭȅ Ǉƭŀȅ ǿƛǘƘ ƻǘƘŜǊ 
children, but this weekend 
played with all the other 
ŎƘƛƭŘǊŜƴΦέ

From an 
ŀǘǘŜƴŘŜŜΥ άLǘ ǿŀǎ 
so lovely to see 
the children 
getting along so 
well & even 
making sure they 
had their own 
ǘŀōƭŜ ŀǘ ŘƛƴƴŜǊΦέ

Amazing, my daughter had an 
awesome time. Those ladies 
were awesome!

Excellent. Lovely, friendly and 
inclusive

Huge benefit mixing with 
children with similar condition.I highly 

recommend 
them 2 lady's 
they did an 
incredible job 
feeding and 
entertaining 
the kids. 

All our children thoroughly enjoyed it 
and it was so helpful for them to see 
other children with visible differences. 
They were already asking when the 
next family weekend will be!

https://www.alleventschildcare.co.uk/


THE FAMILY WEEKEND NOVEMBER 2023 PHOTOS



MORE FAMILY WEEKEND PHOTOS & FEEDBACK

This was the first time we had 
spoken to doctors that knew the 
condition and met other people 
who had similar experiences. I 
would have loved this as a child, 
to see others like myself and to 
know it was okay. We learnt more 
in one weekend then we had my 
whole life living with this. I feel 
like we now have a support 
network which is wonderful.

Was really beneficial sharing 
experiences with other people. 
Also for our child to see other 
people with visible differences. 
We now have a much clearer 
medical understanding of what to 
expect from different drugs. 

It was very informative and it 
helped us appreciate that we are 
not alone and can empathise with 
others in the same position 

We 110% benefitted from the 
weekend To now officially 
understand research and meet 
families in the same situation it 
was incredible, we will be forever 
grateful. 

I feel this event has helped my 
mental health so much, but also 
gave me the courage to help 
make sure my child is reviewed by 
the specialists in the area. I 
honestly cannot thank you 
enough

meeting people and seeing my 
little boy running round happy

Meeting new families and my 
daughter seeing she wasn't the 
only child living with pik3ca and 
she now understand how it 
effects all of us differently.

I really enjoyed Saturday, all the 
specialist Drs talks on new 
ƳŜŘƛŎŀǘƛƻƴ ŀƴŘ ǘǊŜŀǘƳŜƴǘǎΦ LǘΩǎ ǎƻ 
nice to know there is help for the 
children who are born with PROS.



GoPI3Ks Family Weekend ςScientific summary

Disclaimer
This summary was written by Koen Nijbroek(one of the attendees) and is not 
scientifically verified. It contains the highlights of the scientific part and may contain 
personal views and interpretations.

10.30 ς11.00 Professor Rob Semple, overview of PROS
ϝ Lƴ aŀƴŘȅΩǎ ŎŀǎŜΤ Iмлпт[ ƛƴ ƘŜǊ ƭŜƎ όƘŜǘŜǊƻȊȅƎƻǳǎκƳƻǎŀƛŎύΦ
* Mosaicism is a common thing, around in nature everywhere.
ϝ ²Ŝ ŘƻƴΩǘ ƪƴƻǿΥ
What explains the selective pattern of abnormal growth
Which cells are affected
When growth is changed and when it is harmful
Whether/how affected cells influence neighbors
Which problems are reversible
The best way to design drug trial
* Sirolimusdoes a little bit of good (trials), but mild/significant side effects 
may occur.
* Taselisibhits the PIK3CA gene itself, but study had to be stopped due to 
nasty side effects caused by a related gene causing problems in the immune 
system.
* In 2023 results published by Dr. Canaudand can now be used in the US. 
Follow-up study is underway.

11.30 ς11.50 Dr Ralitsa Madsen ςPI3K Research Update
ϝ wŜǎŜŀǊŎƘŜǊǎ ŎƻƳƳǳƴƛǘȅΤ tLYо/! wƻǳƴŘǘŀōƭŜ όǎƘŀǊŜ ōŜŦƻǊŜ ƛǘΩǎ ƻǳǘ ƛƴ ǘƘŜ 
public domain).
* 8-11-23; preliminary results of European multicentric phase III (sirolimus) 
slow-flow VMs.
* 16-11-23; FDA approves capivasertibwith fulvestrant for breast cancer 
(not yet PROS ςcould be?).
* You need to tweak the PI3K pathway, you cannot turn it off completely 
because of all the good things it does, too.
ϝ aŀŘǎŜƴ ƭŀōΤ ŦƻŎǳǎŜǎ ƻƴ ǘƘŜ ǎƛƎƴŀƭǎ ƻŦ ǘƘŜ tLоY ǇŀǘƘǿŀȅ ǿƛǘƘ ǘƘŜ Ǝƻŀƭ Ψǘƻ 
ǘǳǊƴ ƛǘ ōŀŎƪ ǘƻ ƴƻǊƳŀƭΩΦ
tLYо/! ǾŀǊƛŀƴǘ ŎŀǳǎŜǎ ǎƛƎƴŀƭ ƳƛǎƛƴǘŜǊǇǊŜǘŀǘƛƻƴΣ ƭƛƪŜ ŀ ΨōƭǳǊǊŜŘ ǾƛǎƛƻƴΩΦ
Systematic mapping of the PI3K code across contexts (work to be started).

Different cell types
More signals
Different mutations (now: H1047R)

Predictive computational models.
* Wilms Tumor only found in kidney related PROS. No higher chances of 
cancer (Rob Semple).
* The PIK3ca affected tissues are usually not prone to cancer compared to 
PTEN eg.

12.00 ς12.30 ZubydaAzzamfrom Rare Minds ςMental Health and living 
with PROS
* Service Provision
* Training & Support
* Research & Awareness
* There is no health without your mental health. You cannot pull them 
apart.
ϝ bƻǘƛŎŜ ŦŜŜƭƛƴƎǎΣ ŘƻƴΩǘ ǇǳǎƘ ǘƘŜƳ ŀǿŀȅ όǘƘŜȅ ǿƛƭƭ ŎƻƳŜ ōŀŎƪύΦ
* You can control how you behave; not how other people behave.



GoPI3Ks Family Weekend ςScientific summary

14:30 ς14:50 Professor Pierre Vabres ςThe management of 
PROS
ϝ twh{ ƛǎ ƭƛƪŜ ǘƘŜ Ψ.ƭƛƴŘ Ƴŀƴ ŀƴŘ ǘƘŜ ŜƭŜǇƘŀƴǘΩ ǎǘƻǊȅΣ ƛƴ 
various aspects.
* Due to the overlap in cancers, there is a variety of drugs out 
there applicable for PROS.
* It is not that straightforward to move drugs developed for 
cancers to PROS (e.g.) as primary outcome, secondary 
outcome et cetera are completely different. Treatment times 
and drug dosages are also completely different.
* From the phase II sirolimusstudy; definite improvement in 
pain.
* From the PERFORMUS trial: volume not much changed, 
improvement in pain reduction / QoL.
* Quite a high number of adverse events observed in their 
own studies.
* Few results (not trial) from patients treated with Alpelisib:
Patient 1: small decrease of lesion, after 3-6 months: no 
further improvement.
Patient 2: no response in terms of volume, no real 
improvement.
* TOTEM: Trial of Taselisibin Overgrowth: assess safety of the 
drug (30 patients).
The trial stopped after only 16 patients, due to severe 
adverse side effects.
* SESAM? Trial: Alpelisibin MCAP.
* General issue: risk of cancer in PROS. Theoretically it could 
be a predisposition. 
Retro perspective study: low risk in PROS throughout life.
In study of literature: cases of Wilms tumor (although in 
PROS very low, <5%).
Other individual cases observed, unclear if related to PROS, 
no evidence.
* Re-analysis of patients with PROS, half of them were 
PIK3CA+, half PIK3CA- (PIK3R1+ mutations observed in 15 
patients). PIK3R1 may cause KTS-type overgrowth.

15:30 ςмсΥлл 5ƻŎǘƻǊǎΩ ŘƛǎŎǳǎǎƛƻƴ ǇŀƴŜƭ όƻƴ ǘƘŜ ǎǇƻǘ 
audience questions not noted down)



GoPI3Ks Family Weekend ςScientific summary

Question about the occurrence of double mutations.
* Pierre: In a large panel of various diseases; extremely low frequency 
observed. Their effect is not yet known whatsoever ςas well as how 
they occur. Rob comments on that as well, also observed in a very low 
ŦǊŜǉǳŜƴŎȅΦ Lǘ ǎŜŜƳǎ ǘƘŀǘ ƛǘΩǎ ƴƻǘ ǎƘŀǊŜŘ ŀƳƻƴƎ ǘƘŜ ǿƘƻƭŜ ŀǊŜŀΦ !ƭǎƻΣ 
Sahar reacts that they observed a few.

Question about occurrence in prevalence of twins.
* The general consensus is that no correlation has been observed.

Drug trials for children with segmental overgrowth syndromes?
* This was covered in the talks.

Pulled application of Alpelisibin Europe ςand resubmission. Any 
further information on the long-term outcome?
ϝ wƻōΥ bƻΣ ƛǘΩǎ ƴƻǘ ŎƻƳǇƭŜǘŜƭȅ ǎǳǊǇǊƛǎƛƴƎΦ LǘΩǎ ŀ ǾŜǊȅ ƭŀǊƎŜ ǘǊƛŀƭ ŀƴŘ ǘƘŜȅ 
are slightly adjusting it, taking some of the learnings. Manaasa: 
ŀƎǊŜŜǎ ǿƛǘƘ wƻōΩǎ ǾƛŜǿΦ !ǇǇǊƻǾŀƭ ǎȅǎǘŜƳǎ ŘƛŦŦŜǊ ǎƭƛƎƘǘƭȅ ōŜǘǿŜŜƴ 
UK/US. There is no extra information.

{ŀƘŀǊ ƳŜƴǘƛƻƴǎ ǘƘŀǘ ǘƘŜǊŜΩǎ ŀƭǊŜŀŘȅ ƻǇǘƛƻƴǎ ŀǾŀƛƭŀōƭŜ ǘƘŀǘ ŘƻŜǎ 
something already ςǿŜ ǎƘƻǳƭŘƴΩǘ ŦƻǊƎŜǘ ŀōƻǳǘ ǘƘŀǘ ŀǎ ǿŜƭƭΦ

16:00 ς16:20 Doctor MaanasaPolubothuςRDCN Improving the 
patient pathway for PROS
* Genetic diagnosis of 600 patients. 
* Overarching aims;
To increase knowledge and understanding of mosaic disorders.
To progress research.
To improve patient experience.
* Specific aims;
To reduce the mean time to first seeing a specialist.
To reduce the number of trips to the specialist centre.
To improve access to accurate clinical and genetic diagnosis.
To improve the transition from pediatric to adult services, and to 
provide new adult access to specialist opinion.
To improve coordination of care between the RDCN and local 
hospitals.
* Opened an adult clinic, reduce mean referral age.
ϝ ¢ƘŜȅΩǊŜ ǎŜŜƛƴƎ ǎƪƛƴ ŘƛǎŜŀǎŜǎ Ҍ ǾŀǎŎǳƭŀǊ ŎƻƴŘƛǘƛƻƴǎΦ 
Improve speed of access to MDT specialist care in childhood which 
includes clinical and genetic diagnosis.
Improve access to MDT specialist care in adulthood for clinical and 
genetic diagnosis and management of new problems.
Improve the transition between the two.

A huge thank you to Koen for this excellent summary of 
the doctors presentations during our family day.



Mental Health and living with PROS by ZubydaAzzam
from Rare Minds

https://www.rareminds.org/
















CHARITABLE GIVING / PAYROLL GIVING

AMAZON SMILE DONATIONS

For those who shopped at 

Amazon you donated 

£52.18 THANK YOU. 

Although this scheme has 

now ended weôre grateful 

for your support. 

FEBURARY 2023

OUR 2023 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 adults & 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


FUNDRAISER FROM A GOPI3KS FAMILY

PAYPAL GIVING 

Thank you to those who choose to 
support us when using PayPal. Your 
kind gesture donated over £127 to 
the charity.

One of the GoPI3Ks members Lucy Bridge who is a great support 
to the charity held a Go Fund Me fundraiser to raise money so 
that Lucy, GoPI3Ks & Dr M Polubothucould host a PROS Day at 
Great Ormond Hospital, London to highlight PROS to as many 
ŘƻŎǘƻǊǎ ŀǎ ǿŜ ŎƻǳƭŘΦ CǊƻƳ DtΩǎ ǘƻ Ŏƻƴǎǳƭǘŀƴǘǎ ǘƻ ǘƘƻǎŜ ǿƻǊƪƛƴƎ 
with PROS children, e.gteachers, social workers etc
Lucy raised an amazing £2111.00

In May we attended the annual PENDLE POWERFEST car 

show where we ran a tombola & sweet stall. Along with Mandy & 

Sue we had some fabulous volunteers, Vicky, Anne, Caz & 

Jackie who we couldnôt have done it without, so a HUGE thank 

you to them. We raised over £190 

PENDLE POWERFEST FUNDRAISER

FUNDRAISER FOR THE FAMILY WEEKEND

We held a fundraiser on social media to help with the 
costs of the family weekend & the generosity of people 
we raised over £380 which was a big help.


