
Promoting Partnerships Between 
Researchers and Patient Advocacy 

Organizations

INSAR SIG



Goals of SIG: 

• Ensure communication and cross talk between 
researchers and patient advocacy groups; 

• Facilitate more research interest in autism with a 
known genetic cause

• Improve clinical care for families affected with autism 
through:
• Animal model research
• Biorepositories
• Clinical trials
• Patient registries
• Resources for families



Time Topic Discussant

7:15 AM Introduction and summary of 2017 SIG Alycia Halladay

7:20 AM Summary of activities in 2018-2018 Jennifer Tjernagel

7:35 AM Communication with families
and ways to enhance participation Shafali Jeste

Alison Singer
7:45 AM Breakouts

8:35 Discussion and next steps

8:45 Adjourn



Recap from last year

• Registry data
• Biorepositories/preclinical
• Clinical trials and guidelines

• 77 attendees
• 30 jr investigators



Follow Up

• SLACK – social networking channel 

• Alliance for Genetic Etiologies of 
Autism and Neurodevelopmental 
Disorders

Funding projects
Biorepository – Autism BrainNet
Collaborative initiatives



https://www.gdaac.org/

https://www.gdaac.org/resources


Updates!

• October 2017 meeting
• Focused on registry data
• What can it do?
• What does it need?
• How can it be combined?
• Details provided in next 

presentation 



TODAY

• Updates 
• Registry meeting
• Gaps in communicating with 

families
• Breakouts

We are webcasting to those who want to participate remotely 



Summary of SIG Activities in 2017 - 2018
INSAR Annual Conference

May 12, 2018



• Patient Registry Workshop
• Common Data Elements
• Governance Survey



Patient Registry 
Workshop

• Goals
• Attendees
• Highlights
• Next steps



Goals

Define the purpose of patient registries for genetic autism groupsPurpose

Discuss the type of data needed by stakeholdersData

Discuss technical considerations for designing technology 
platforms to support these needsTechnology



Families & 
Participants

Clinicians

Pharmaceutical 
Companies

Government 
Agencies ResearchersStakeholder 

Attendees



Purpose of Registries
• Collect information to understand the 

condition of interest
• Provide informational resources to families
• Support drug discovery and other 

treatment opportunities



Phenotypic dataPatient Engagement RecontactingGenetic data
Gene-specific resources

Webinars
Connect with others
Contact information

Data summaries

Medical History
Online & phone surveys

In clinic assessments
Imaging & EEG

Longitudinal follow-up

Defining a “registry”

Genetic diagnosis
Lab reports

Sequencing data 

Future research opportunities. 

Recruitment & Retention Platform Research Database



Stakeholder 
Needs

Researchers

• Accessible
• Common data elements
• Longitudinal
• Ways to merge existing 

datasets 
• Flexible & expandable

Pharma

• Single access point for 
multiple registries

• Standardized data
• Minimal missing data
• Comprehensive and 

condition specific
• Include adverse event & 

medication data 



One size fits 
all?

Buxbaum, Biological Psychiatry 
May 1, 2015; 77:766–768

Autism Spectrum Disorder

Intellectual disability

Schizophrenia

Epilepsy

Congenital heart disease

Multiple congenital anomalies



Workshop Next Steps

Evaluate data elements common across registriesData

Survey current data access governance Governance

Develop recommendations for new and existing registriesToolkit



Common Data 
Elements

• Which registries
• Priorities
• Progress



Registries Compared



Prioritizing

First Pass
• Demographics
• Developmental milestones
• Medical history – neurological
• Pregnancy and birth history

Next Up
• Genetic lab report



Challenges Combining Data
Months Years On Time Not Achieved Unknown
month
months
mos
mth
mths
mo
mo.
mon
m

years
yrs
yr
y
yrs.
yr.
years old
yrs. X mo.

norm
normal
average
avg
age appropriate
age-appropriate
on time
not delayed
typical
on target
early

n/a
na
did not
continuing issue
in progress
never
didn’t
not yet
ongoing
almost
not achvd
not
no

can’t remember
not known
don’t remember
not sure
don’t recall
unknown
unsure



Comparing Age When First Walked
Registry Question Unit Notes
1 How old when walked independently months

2 Age when first walked unaided months
Still not reached, N/K but apparently normal, 
N/K but apparently delayed, N/A, N/K or not 
asked

3 What age did the child begin to walk Not yet, I don’t remember

4 Age when first walked alone months

5
If walk (without holding on) provide 
best estimate of age in months

months

6
How old was the patient when walk 
unassisted?

Unsure; Not applicable; 0 - 3 months; 4 - 7 
months; 8 - 11 months; 12 - 18 months; 19 -
24 months; 25 - 30 months; 31 - 36 months; 
4 - 5 years; 6 - 7 years; 8 - 9 years; 10 years +



Governance Survey
• What we mean by 

governance
• Sample questions



Data Sharing Governance Structure

What have participants agreed 
to? Can they be reconsented?

What data can currently be 
shared?

Who decides what is shared and 
with whom?



Governance Survey Questions

§ IRB oversight
§ Terms and Conditions, Privacy Policy
§ Ability to recontact participants
§ Mechanism to share data with external researchers (application, 

review committee, data use agreement, restrictions)
§ IRB data vs. “pre-IRB” data
§ Sharing deidentified vs. identifiable data



Moving Forward

Continue 
with 

common 
data element 
comparisons

Distribute 
governance 
survey and 
summarize

Pilot 
combining 
core data 

across 
registries

Produce 
toolkit with 

recommend-
ations





Basel et al, 2017; Thevenon et al, 
2016; Leppe et al, 2018



UCLA CARING clinic (Care and research in neurogenetics)



Basel et al, 2017; Thevenon et al, 2016; Leppe et al, 2018



First Concerns

• How old was your child when you began to have concerns about 
his/her development, if any?

• What were your concerns?  

• How long after you had these concerns did you see a medical 
provider about the concerns?

• What type of provider did you see?

• Did this provider validate your concerns? If no, when did a 
provider validate your concerns?

• What actions did this provider take? 



Developmental Diagnosis & 
Services 

• Was your child given a developmental diagnosis when 
you first expressed concerns and were evaluated? What 
was that diagnosis? Later on have other developmental 
diagnoses been made? 

• How old was your child when these diagnoses were 
made?

• Who made this diagnosis? 

• Did the first diagnosis result in the initiation of services 
or therapy? 
If so, which services?



Genetic Diagnosis
• Does your child have a genetic diagnosis?        

– If so, what is it?

• How old was your child when the genetic diagnosis was 
made? 

• Who ordered the genetic testing? 

• What test was ordered? 

• Were you provided an explanation of your child’s genetic 
test result by the ordering physician? 



Genetic Diagnosis
• Did you receive formal genetic counseling (i.e., via a genetic counselor or geneticist) to 

discuss the results of the genetic test? 
– If so, what was explained to you? 

• Did you feel you received adequate information?

• Were you clear on your next steps (therapy, referrals to specialists, etc.)?  

• Were you referred to a specialty clinic or a specialist with expertise in the 
disorder/condition for treatment/care? 
– If so, how long after the genetic diagnosis, did you see this specialist? 

• How did your child’s medical care and therapies change after the genetic diagnosis was 
made? (check all that apply)?:
– Additional tests were ordered (specify): 
– Started new treatments and therapies (specify):
– Increased the duration of therapies (specify):
– Nothing changed



Appraisal of Overall Odyssey 
• What kinds of things were the most helpful to you in getting 

help/obtaining information or services about your child’s 
genetic diagnosis? 
– Patient Advocacy Groups 
– Social media (e.g., Facebook group)
– Professional organizations (e.g., Autism Speaks, National 

Organization for Rare Disorders)
– Healthcare provider 
– Independent internet searches

• Were any of the following barriers to accessing sufficient care? 
– Wait time to get an appointment 
– Availability of an evaluation in your area
– Insurance problems 
– Transportation 



Appraisal of Overall Odyssey 
• Since your child received a genetic diagnosis, have you 

reached out to other families or groups with the intention 
to share information or guide others with the same 
condition/ diagnosis?

• If you were to give advice to another family going through 
a similar diagnostic experience, what would you 
recommend? 

• Do you feel like you have the right team of doctors in 
place to cover your child’s health care needs? 

• Do you feel like you have a good idea of next steps to take 
in this journey?
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First 
Concerns

Validation by 
provider

Developmental 
Diagnosis

Genetic 
Diagnosis

Seeing a 
Specialist

10 months

3-30 months
23 months

50 months

Patient Journey: from concerns to diagnosis  



60%
Wait time to 

meet a 
specialist 48%

Lack of 
insurance 
coverage

48%
Lack of access 

to specialty 
care

44%
Lack of formal 

genetic 
counseling

Barriers to patient care



1. Families reported difficulty in obtaining services and interventions if their 
child was given a genetic diagnosis before or without a neurodevelopmental 
disorder diagnosis. 

2. In a majority of families, parents were the only advocates for their child 
and attempted a great deal of independent research to learn more about 
their child’s genetic diagnosis. 

3. 70% of respondents belonged to a patient advocacy group or social media 
support group (specific to the child's genetic condition) and reported feeling 
more supported and informed about their child's care and condition.

4. After referral to a specialist, families noted that the most useful resources 
and informative tools were provided by the specializing health care provider 
(86%) and patient advocacy groups (76%).



Communication – Alison Singer
What parents are interested in about autism 
changes over time....

At time of diagnosis, we want to know:
• What caused it?
• What do I do now?
• Where do I get help?
• What are my intervention options?
• What will my future look like?



Communication
What parents are interested in about autism 
changes over time

At time goes on:
• How can I help my child’s medical issues?
• Will my child finish school and have a job?
• Why are there not more therapies?
• Will I have grandchildren and will they be healthy?
• Who will take care of my children after I am gone?



Communication
How can we continue to support families a this age...

Remember that there are also new families at this 
age...



Communication
It isn’t all about age, although that’s big...

It’s about:
- Comorbidities
- Cognitive ability
- Gender
- Language ability
- Behavior



Who decides?
When considering what to say to families 
about scientific discoveries:

- What are the needs of that community?
- Why do they care about science?
- Who decides what is important scientifically?
- Researchers or families or together?
- What information should be returned to families?



Short survey of PAGs
• Very basic survey of the patient advocacy 

organizations below
• Do you communicate science, how, when, by 

who and how is it vetted?
• 4 responses
• To be followed up by a individual / family survey 

through ASF 



Communication



Communication



Communication
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