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What does Phelan-McDermid Syndrome 

(22q13 Deletion) look like?  

ÅGlobal delays 

ÅAbsent or delayed speech 

ÅSleep Issues 

ÅGastrointestinal issues 

ÅSeizures 

ÅSensory issues 

ÅInappropriate Behaviours 

ÅAssociated with ASD (80%) 

ÅHypotonia (97%) 

ÅCardiac  and Renal issues 
(less 50 %) 



ÅYoung (founded 13 yrs ago) we are primarily 
parent volunteers 

ÅSmall (1,200 known diagnosed globally) 

ÅPassionate and determined to move research 
forward  (Registry, Repository, Animal models, 
etc.) 

Å2011 launched the PMSF International Registry 

Å2013 Awarded the Patient Centered Outcome 
Research Institute contract (PCORI) 
 

PMSF Who Are We? 



Patient Advocacy Group  

The value of Patient Advocacy Groups (PAG) in Research 

Å²Ŝ ƘŀǾŜ ƻǳǊ ŦŀƳƛƭƛŜǎ Χ 

ïTrust & Contact information 

Å²Ŝ ƘŀǾŜΧ 

ïAbility to inform and recruit patients easily and quickly 

ïAbility to collect patient-reported data through our registry 

ïConsent from families to be re-contacted 
 



PMS International Registry FACTS 

ÅFounded in 2011 by the PMS Foundation 

ÅHosted by Patient Crossroads (they have international clients) 

ÅCollects contact info (for Foundation use only) 

ÅCollects Genetic Reports (curated/de-identified by a trained 
genetic counselor) 

Å Includes several questionnaires 

ÅProvides de-identified data to qualified researchers 

ÅReturns aggregate data to families (charts and statistics) 

Å IRB approval 

 



Why do we Sponsor our Registry? 
ÅFor Our Families 
ïBuild trust and experience in research 
ïEmpower them to participate in research 
ïDecrease survey fatigue (by having ONE central registry for 

surveys) 
ïProvide access to aggregate data (charts) 
ïOpportunity to contribute (feel helpful) 

 

ÅFor the research community 
ïData can be shared with more researchers 
ïData can be shared faster and for less money 
ïMore researchers can access the data 
ïNew questions and answers can be added as needed 

(Lymphedema experience) 
ïThe data can be printed out for the doctors to review 

 



How did we accomplish what  
ƻǘƘŜǊǎ ǎŀƛŘ ǿŜ ŎƻǳƭŘƴΩǘΚ 

²ŜΧ 
ÅFound the right vendor 

ÅCompiled potential Q&A (including Autism Speaks AGRE) 

ÅConsulted with researchers about the Q&A 

ÅCreated necessary documents: Informed Consent, IRB 
protocol, marketing materials, etc. (with the help of outside 
advisers) 

ÅFamilies Beta tested 

ÅMarketed to families 

ÅReturned data to patients/families whenever possible 

ÅWill re-assess the registry after 4 years and change as 
needed overhaul 

 



Why did we put our limited time & 
resources into building a patient 
registry? 

ÅBetter characterize syndrome 

ÅEducate and empower families 

Å Improve diagnosis and clinical care 

ÅProvide data for pre-clinical and clinical 
research 

Å Identify cohorts 

ÅFacilitate recruitment & reduce enrollment 
lag 

ÅConnect families to research opportunities 

ÅCollecting patient contact information (for 
communications and recruitment) 

 

 





Aggregate Data Helps Families 

ÅReturning data to families is very helpful in 
communicating with the care team 

  

 Does the patient have seizures? 



Aggregate Data Helps Families 

²Ƙŀǘ ƛǎ ǘƘŜ ǇŀǘƛŜƴǘΩǎ Ǉŀƛƴ ǘƻƭŜǊŀƴŎŜΚ 

 



PMSIR Accomplishments 
Lƴ п ȅŜŀǊǎ ǘƘŜ ta{Lw ƘŀǎΧ 

Å Registered 750+patients of known 1,200 
foundation (diagnosed) members worldwide 

Å >97% of families agree to be recontacted and 
notified about clinical trials  

Å Translated registry questions into 3 additional 
languages (Spanish, French, Italian) 

Å Crafted 3 surveys driven by parent feedback 
and priorities (Clinical, Developmental, 
Adolescent and Adult) 

Å Expanded collaborations with the research 
community 

Å Registered families from 43 countries 

 

 

 



Success Stories 

ÅPosted recruitment message to families about a behavior 
study at noon; the next day by 9 am the study was filled 

ÅInvited families to an regional gathering in the UK, and 
now many of the families are enrolled in clinical trials in 
Europe (EUAIMS) 

ÅRecruited for biosamples at 2012 Family Conference - 50 
families volunteered to donate blood, skin punches, and 
buccal swabs; Had to turn controls (parents) away and 
ran out of punch biopsy kits 

 

 



Bio SAMPLES 

Å Collection of blood and skin from PMS patients and parents at the 
2012 PMSF family conference. The PMSF coordinated the 
ŎƻƭƭŜŎǘƛƻƴΣ {ǘŀƴŦƻǊŘ ¦ƴƛǾΦ ǇǊƻǾƛŘŜŘ ǘƘŜ Lw. ŀƴŘ ǘƘŜ bŀǘΩƭ LƴǎǘƛǘǳǘŜ ƻŦ 
Mental Health (NIMH) paid for the processing, storage and 
management of the collection. 
 

Å Held in centralized repository (Rutgers/New Jersey).  
 

Å the NIMH owns the collection and will release samples to any 
legitimate researchers (in the world) who request it. 
 

Å All researchers must be IRB approved, sign off on agreement.  
 

Å There are at least 3 researchers that have accessed samples in the 
first year for studies re: Autism, Gastro issues and other related 
symptoms. 



²Ƙŀǘ ǿŜΩǾŜ ƭŜŀǊƴŜŘΧ 

ÅPatients/families have limited time: 
ïShort, specific surveys are best 

ïAbility to go back to finish is preferred 

ïToo many questions can be overwhelming 

ïIf the first experience took too long then they are less 
likely to update annually ς diminishing the longitudinal 
data 

ÅParticipating in the registry empowers 
parents/families. 

ÅFamilies are using PMSIR to inform their physicians 
about the syndrome and specific conditions 
 

 

 



tŀǊǘƛƴƎ ¢ƘƻǳƎƘǘǎ Χ 

ÅtŀǊŜƴǘǎ ŀǊŜ ƛƴ ǘƘƛǎ ŦƻǊ ƭƛŦŜ ǎƻ ȅƻǳΩǾŜ Ǝƻǘ ǾŜǊȅ 
committed participants 

ÅParents/carers have a lot of VAULABLE DATA 

ÅOnce you have correlated the data, research 
and government bodies will follow. 

Å5ƻƴΩǘ ƭŜǘ ǇŜǊŦŜŎǘ ōŜ ǘƘŜ ŜƴŜƳȅ ƻŦ ƎƻƻŘ 

 



Thank you 

ÅAutism Speaks ς Andy Shih 
& Amy Daniels 

ÅNUI Galway ς Geraldine 
Leader  

ÅTrinity College Dublin ς 
Louise Gallagher & June 
hΩwŜƛƭƭȅ  

ÅPhelan-McDermid 
Syndrome Foundation 
Global Partners 

 
 


