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9/18 – Pitt Hopkins Awareness Day
 

Today, on Pitt Hopkins Awareness Day, we
celebrate the strength of our children and the
power of our community. Awareness Day is more
than a date on the calendar—it’s a reminder that
when we come together, our voices are louder, our
impact is greater, and hope grows stronger.

This year, your generosity can go even further.
Thanks to a generous donor, every dollar given
through the end of September will be matched up
to $100,000. That means twice the support for
critical research and twice the momentum toward
a future full of treatments and cures.

Let’s honor our community by standing united—
raising awareness, raising funds, and raising
hope.

 

We have two goals!

1. $100,000 in donations by the end of the month, to be matched by an amazing donor!! We are at
$59,816 right now!

2. Donations from all 50 states & as many countries as possible! The map below shows where donations
have come from so far.

Help us fill in the map & reach our goals, and show that HOPE is all around the world!

 

Research & Clinical Pipeline 2025

We are looking to enter 2026 with our most ambitious pipeline yet, advancing multiple therapeutic
approaches toward the clinic:

MICROBIOTA TRANSFER THERAPY: We have already had one successful human clinical trial with
microbiota transfer therapy and the second trial is currently in process with a powdered version of the
medication so that patients who can not swallow a pill can participate.

GENE THERAPY: Our gene therapy research was so promising that we were chosen as the lead
indication for Mahzi Therapeutics. We are set to start enrolling patients in the first human clinical gene
therapy trial in conjunction with Mahzi Therapeutics in late 2025/early 2026.

GENETIC TREATMENTS: We believe the most promising treatment will come through genetic therapy
and we are pursuing 4 different kinds of genetic therapy at labs across the country, from UCSD to
Nationwide Children’s Hospital. In this approach, we are focusing on using various gene mediators such
as CRISPR and ASO’s, to enhance the production of the functioning copy of TCF4. Essentially, in these
approaches, we want to increase the expression of the good copy of TCF4.

REPURPOSING: We have discovered that some already FDA-approved drugs can be repurposed to
help our children. These will likely deliver small gains but as parents know, even small changes can be
significant ones in the life of a Pitt Hopkins family. One such compound will launch in clinical trial with
Unravel Therapeutics in 2025.

CLINICAL TRIALS: When we started this foundation in 2013, we had a goal of trying to bring at least
one drug to trial within a decade. Thanks to the hard work of so many, we have brought two drugs to trial
in that time frame: MTT therapy for GI issues and our favorable, recently completed trial in participation
with Neuren Pharmaceuticals.  We are currently in the process of a second MTT Trial to test the powder
version and optimize dosing, and have launched a repurposing trial of vorinostat with Unravel
Therapeutics by early 2025.

Our pipeline is promising, but there is much more to be done. We need more arrows, and more arrows
that are further to the right.  Because of that, WE CAN’T STOP, and WE WON’T STOP. Because of that,
every day is #beyondawareness day. So please share, support, and most of all, give generously.

To read more about our current research, visit https://pitthopkins.org/research.

 

Gene Therapy on the Horizon
Mahzi Therapeutics | Licensed from PHRF funded work at UCSD’s Muotri Lab

A HUGE MILESTONE FOR OUR COMMUNITY!

We are excited to share that our Gene Therapy clinical trial in partnership with Mahzi Therapeutics is live
on Clinicaltrials.gov.

Phase 1/2 Study of MZ-1866, an AAV-9 Gene Therapy Delivered by Intracerebroventricular Injection to
Participants With Pitt Hopkins Syndrome

More details, including locations the study will take place, will be shared in the near future as it is
finalized and approved. We are also excited to share that we will be having a virtual community meeting
with Mahzi, see details below.

 

SAVE THE DATE!
The Pitt Hopkins Research Foundation and Mahzi Therapeutics invite you to a special Community
Meeting where we’ll share details about our upcoming gene therapy clinical trial for Pitt Hopkins
syndrome.

This is your opportunity to:
• Learn about the trial and what it means for our community
• Ask questions directly to the experts
• Connect with other parents and families

Dates & Times (Two Sessions)

Session 1: Tuesday, November 18, 2025 ⋅⋅⋅⋅ 3:00 – 4:00pm EST

Session 2: Wednesday, November 19, 2025 · 10:00–11:00 AM EST

Attend the session that fits your schedule — content will be similar for both.

 

This will be a Virtual Event – Link to RSVP is coming soon via our email list & social media.

For questions email information@pitthopkins.org or clinicaltrials@mahzi.com.

 

CTI, Mahzi Therapeutics, and the Pitt Hopkins Research
Foundation Announce Collaboration for Clinical Development
in Pitt Hopkins Syndrome

CTI, Mahzi Therapeutics, and the Pitt Hopkins Research Foundation have joined forces to advance
the first gene therapy clinical trial for Pitt Hopkins syndrome. The collaboration centers on Mahzi’s
therapeutic candidate MZ-1866, which delivers a working copy of the TCF4 gene via AAV9. You can read
the press release here.

To put a human face on why this matters, we invite you to watch:

• A Mother’s Story of Hope with PHRF President Audrey Lapidus, showcasing current research
progress and its impact and

• A Mission Moment with PHRF Vice President Jessica Fletcher, sharing a family’s everyday life and
struggles with Pitt Hopkins.

These stories remind us why each scientific milestone is also a story of love, hope, and community.

 

Microbiota Transfer Trial Nears Completion
Arizona State University | Dr. James Adams

From Dr. Adams: Our 2nd study of Microbiota Transplant Therapy for PTHS is going well. 9 participants
have completed the study, and 8 are expected to finish by May 2026. We very much appreciate the
financial support from PHRF which has helped us conduct the study. Here are some quotes from
participants who finished the study:

 

Testimony 1: 

Overall, it is such a blessing to have our child in a state where he is feeling good more often.

Testimony 2: 

Our son has suffered from severe constipation and reflux ever since he was a baby.
After completing the trial, our son no longer suffers from constipation or reflux. But most importantly,
we’ve seen a dramatic improvement in his general demeanor. He is happy and comfortable the majority
of the time and doesn’t seem to be in pain anymore. Even his team at school commented on how happy,
cheerful, and calm he has become. This medication was life-changing for our son.

Testimony 3:

We are seeing improvements in GI symptoms like reflux and constipation. We also noticed an
improvement in eczema, especially on the face and because this has improved so has face stimming.
My child has a more calm demeanor and is having less discomfort and meltdowns. Overall my child is
pretty happy now!

Testimony 4

After receiving the MTT, he has had less gut pain and bloating, better sleep, less fatigue and anxiety and
no longer has a strict liquid diet. He only experiences 2-3 episodes of hyperventilating per week now (vs
10-20/day prior to MTT) and has not had a seizure in over 8 months.  

 

The research team at ASU has since launched a company, Gut Brain Axis, with the goal of bringing this
biologic treatment to market. Pending results, the team hopes to seek FDA approval for Pitt Hopkins
Syndrome, marking a major step forward for our community.

 

RVL-001 Clinical Trial for Pitt Hopkins Moving Forward

Big news—again! For the second time in just two weeks, we are
thrilled to share that another Pitt Hopkins clinical trial is now live on
ClinicalTrials.gov.

This new study, led by our partners at Unravel Biosciences, will
test RVL-001, a repurposed formulation of vorinostat, in individuals
with Pitt Hopkins Syndrome (PTHS). Vorinostat is a histone
deacetylase inhibitor that works by modulating gene activity—
potentially improving cellular function.

The trial will take place in Medellín, Colombia, enrolling six
participants and comparing RVL-001 against placebo. It will be
conducted with PECET, the University of Antioquia’s certified clinical
research unit, under Colombia’s INVIMA priority review program
for rare diseases. Enrollment is anticipated to begin in late 2025.

An Exploratory Evaluation of the Safety and Efficacy of
Vorinostat in Pitt Hopkins Syndrome

 

New Brazilian Pitt Hopkins Association Formed

We are thrilled to celebrate the official creation of the Associação Brasileira da Síndrome de Pitt-
Hopkins (Brazilian Pitt Hopkins Association)! While Brazilian families have been connected informally
since 2012, they have now established a formal organization with a board of directors, bylaws, and a
clear mission to advocate for the PTHS community across Brazil.

There are now 101 identified individuals with Pitt Hopkins Syndrome in Brazil, and these families
have already made a global impact — helping to spark the development of one of the leading gene
therapy programs through their early connections with researchers Alysson Muotri and Fabio Papes.

The association’s objectives include funding scientific and therapeutic research, supporting families,
advocating for social assistance rights, raising awareness through educational events, partnering with
government and industry, and helping create clinical protocols for diagnosis and care across Brazil.

PHRF is excited to collaborate with this passionate group to strengthen advocacy and accelerate
research worldwide. Learn more at https://www.pitthopkins.org.br/.

 

Mark Your Calendars: Our 2026 Family Conference will be Virtual!

The Pitt Hopkins Family Conference will be
held virtually in 2026—bringing our entire global
community together from the comfort of home!
This virtual format will allow more families than
ever before to attend—especially those for whom
travel is difficult or costly. It also opens the door for
our international families to join the
conversation, share their stories, and connect in
real time with researchers, clinicians, and each
other.
 
From expert panels and scientific updates to
family support sessions and community-building
activities, the 2026 conference will be packed with
the same heart, hope, and helpful information
you’ve come to expect—just with no airfare
required.
 
And don’t worry—we’ll be back in person in 2027,
and we can’t wait to see many of you face-to-face
again then.
 
Whether you’ll be logging in from a laptop or
planning to join us in person the following year, we
can’t wait to connect, grow, and move this mission
forward—together.

 

Pitt Hopkins Census
Please join!

 

 
A question that comes up often is, how many individuals in the world live with Pitt Hopkins syndrome?
It is a difficult question to answer, but gathering this information is vital for research.
Pharmaceutical companies are highly motivated to know this number and have asked us to help
ascertain it.
 
As of June 30, 2025, we have 1,564 individuals in the world registered! Some quick and interesting
facts:
 
• 1,490 diagnosed with Pitt Hopkins syndrome
• 60 diagnosed with Pitt Hopkins-Like syndrome (1 or 2)
• 14 clinical diagnosis of Pitt Hopkins Syndrome
• 73 different countries
• 48 states in the USA
• 10 months old is the youngest registered individual
• 52 years old is the oldest registered individual
 
More details about the information gathered, including a break down of countries, type of diagnosis
and age, can be found on our website www.pitthopkins.org/census.

 

Parents and/or Legal Guardians, We are asking you to please take a couple of minutes and fill out
this quick, easy and very important survey to help us get a more accurate census of diagnosed Pitt
Hopkins patients worldwide.

And to make this easier, we have added the survey in multiple languages:
 
• English: https://forms.gle/ESrUNeGNabby8bbK6
 
• French: https://forms.gle/AeEFbdQsSSBUpoJ57
 
• Portuguese: https://forms.gle/yvC5VnfSsAhbnLic7
 
• Spanish: https://forms.gle/3ysjo6GAm9LoR7V4A

 

Million Dollar Bike Ride
June 14, 2025  – Philadelphia, PA 

Our 12th Annual Million Dollar Bike Ride for Orphan Diseases took place in June. The
teams raised $11,457 for research for a better future for our kids. Thanks to the Boyce,
Zach Zimmerman, and Jeanne Bluteau Mazza families for participating, and to all the
donors for helping us raise money for important research!

 

Immune & Allergy Findings in Pitt Hopkins

A groundbreaking new study has revealed that people with Pitt Hopkins Syndrome (PTHS) may have
higher rates of eosinophilic esophagitis (EoE)—an allergic condition of the esophagus—and immune
system issues such as low antibody levels and frequent infections.

Key Findings:

• 8% of participants had a confirmed EoE diagnosis — far higher than the general population

• Many others reported EoE-like symptoms but had never been formally tested

• 22% experienced frequent infections, with some showing low IgG levels or poor vaccine responses

• Food allergies, eczema, and other allergic conditions were common

Why This Matters:

These findings suggest that EoE and immune challenges may be under-recognized in PTHS.
Families and providers should consider testing if symptoms such as difficulty swallowing, belly pain, or
repeated infections are present.

We are deeply grateful to the McGowan Lab at the University of Virginia for leading this work — the
largest immunology study ever conducted in PTHS — and to the many families who participated. Your
contributions are helping shape better care and understanding for our community.

Read the full paper in the National Library of Medicine and Annals of Allergy, Asthma & Immunology:
pitthopkins.org/research/research-papers

 

Join Our Growing Community on
Citizen Health
Get involved today

We're thrilled to share that over 80 Pitt Hopkins families have joined our community on Citizen Health!
This growing platform offers families multiple ways to easily support research and access valuable
resources for their care journey.

A Major Research Milestone

Those same 80+ families have contributed their de-identified data to the Pitt Hopkins Natural History
Study – a significant achievement that's making a real impact. Industry partners and researchers are
actively using this data right now to drive forward research and advance our understanding of potential
treatment options.

Did you know what else you can do on Citizen Health?

Beyond contributing to this crucial research, families can now access the new AI Advocate feature.
This secure tool allows you to chat directly with your child's medical history, getting instant answers to
the questions that matter most for your care journey. Log in to try it out now.

Did you know the Pitt community also participates in Citizen's revenue share program? When the
de-identified data is used in a commercial research project, our families and organization share in that
revenue, with over $35,000 shared back to date!

What's Next: Growing Our Impact Together

Our goal is to reach 150 families in our Citizen Health community. More families means a richer
research dataset and access to more comprehensive tools and insights to support everyone. Every
family that joins strengthens our collective effort to advance Pitt Hopkins research and improve outcomes
for our children.

Ready to be part of something bigger? Visit Citizen Health to join our community
today. https://www.citizen.health/partners/phrf

Get started here!

 

Pitt Parents, We Need You!
• Join the Pitt Hopkins Registry
We are proud to have partnered with CoRDS of Stanford to create this thorough and very
important research initiative. The Pitt Hopkins registry is very important for many reasons, including
helping us gather information for research, creating a central resource for researchers for more rapid
recruitment of research participants, helping us to get an overall better picture of Pitt Hopkins
syndrome and helping us connect with families. As we head toward clinical trials, this registry will
also be an important tool to help with recruiting patients.
Find out more ››

 

• Join the Census
Help us get an accurate count of individuals with Pitt Hopkins Syndrome worldwide!
 Find out more ››

 

• Join Citizen Health
Join our community on the Citizen Rare Patient Network today. It only takes a few minutes to sign up
and you will get access to all your medical records in one place at no cost. US Patients only.
 Find out more ››

 

• Donate Cells to Coriell
The NIGMS Repository is a research biobank. They collect samples from individuals with genetic
diseases and make cell lines and DNA for scientists to use in their studies. These cells
are being used to create iPSC lines and mini-brains (organoids) for our funded scientists to test
medications on. More information on donating and how it can help PTHS research can be found here.
Find out more ››

 

Donate Today
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