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Get DS-Connected: Join, Participate, Discover!



What is DS-Connect? 

DS-Connect®: The Down Syndrome Registry was developed to 
facilitate information-sharing and research participation among 
people with Down syndrome, their families, and investigators.

ds-connect.org



 A secure online survey-based tool developed for and by the 
Down syndrome community.

 Provides families with access to trusted research studies, 
events, and resources, while collecting privacy-protected 
demographic and health information.

 The information shared helps scientists identify patterns in 
related health conditions and advance research that informs 
care, services, and future scientific discovery.

What is DS-Connect? 



History of DS-Connect
2006

NIH director asks
NICHD to create a
Down Syndrome 
Working Group

(DSWG)

2007
The DSWG creates

the NIH Research Plan on
Down Syndrome and
proposes the creation
of a national registry

2013
The DS-Connect

Registry
is launched

2018
The INCLUDE Project 

is launched

2024
DS-Connect pauses

operations for a
refresh and new 

platform

2025
DS-Connect

Is back!



What is a registry? 
A registry is a resource to collect and store information about people 
affected by a specific medical condition.

Registries have been instrumental in advancing biomedical research 
and catalyzing discoveries for many medical conditions.

https://ds-connect.org/faq



What is an epidemiological study? 
An epidemiological study is a scientific investigation that examines 
the patterns, causes, and distribution of health-related conditions and 
events in a population.

People with Down syndrome have a different ‘clinical risk profile’ 

Cancer

Atherosclerosis

Hypertension

Allergies

Autoimmunity

Alzheimer’s

Lung infections

Vision and hearing issues

Congenital heart disease, autism spectrum 
disorders, seizures disorders, and more…

Common (but variable) traits:
Stunted growth

Neurodevelopmental delays
Early ageing

Less of: More of:

What are the other risks and resiliencies associated with Down syndrome?



What is an epidemiological study? 

What are the top two causes of death for children with versus without
Down syndrome in the USA?

Without Down syndrome: With Down syndrome:

 Respiratory illness
 Motor vehicle crash
 Firearm related injury
 Congenital anomalies 
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https://pmc.ncbi.nlm.nih.gov/articles/PMC6637963/
https://onlinelibrary.wiley.com/doi/10.1002/ajmg.a.61924
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What is an epidemiological study? 
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 Heart disease
 Pneumonia
 Cancer
 Alzheimer’s disease
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events in a population.
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https://www.cdc.gov/nchs/fastats/leading-causes-of-death.htm
https://onlinelibrary.wiley.com/doi/10.1002/ajmg.a.61924

https://pubmed.ncbi.nlm.nih.gov/35604690/
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What is a natural history study? 
A natural history study is a type of research that observes and 
documents the progression of a medical condition over time in a 
population of individuals, without any intervention or treatment.

High risk of
Alzheimer’s disease

What happens in 
between?

?

High risk of 
congenital heart defects What is the prevalence of cataracts in 

Down syndrome?

 1%
 4%
 33.3 %
 60%

Down syndrome is a lifelong condition with different manifestations across the lifespan



What is a natural history study? 
A natural history study is a type of research that observes and 
documents the progression of a medical condition over time in a 
population of individuals, without any intervention or treatment.

High risk of
Alzheimer’s disease

What happens in 
between?

?

High risk of 
congenital heart defects What is the prevalence of cataracts in

Down syndrome?

 1%
 4% in the Human Trisome Project (all ages)
 33.3 % in the ABC-DS study (older adults)
 60%

Down syndrome is a lifelong condition with different manifestations across the lifespan

When does the risk of cataracts increase? 
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Key registry functions

ds-connect.org



Top metrics

6350+ families registered
 Across the USA and some international participants
 1000s of health surveys completed

130+ research studies promoted
 35 currently active

7200+ email subscribers

Countless outreach events organized
 Conferences, webinars, newsletters,
 and much more…



How is information collected?
The information is collected through online surveys designed by 
experts in various disciplines.

Surveys can be completed in a ‘modular fashion’ over time.



The importance of self-reported data

Family-reported registry data provide a unique and indispensable 
source of information in Down syndrome research because they 
capture real-world experiences, health outcomes, and quality-of-
life measures that are often unavailable in medical records or 
traditional research studies. 

Families know best!



Self-advocates and families have important information that is not 
readily available to physicians and scientists.

Example: Down syndrome Regression Disorder (DSRD)
Story behind the first clinical trial for DSRD:

The importance of self-reported data



 Capture the full spectrum of the Down syndrome population

 Enable lifespan research

 Identify outcomes that matter to families

 Discover rare medical issues and sources of heterogeneity

 Accelerate clinical trial readiness

 Empower the Down syndrome community

“Nothing for us without us”

The importance of self-reported data



Empowering the families
with their own data

1. Complete
a survey

2. Visualize your data 
in comparison

to community data

3. Download a 
friendly

summary of 
your data

4. Download an 
individualized
medical care 

checklist



Fueling the families’ curiosity
while rewarding survey completion

Data visualization is 
organized
following the flow and 
logic of the surveys.

You open an ‘accordion’
to see data for that 
specific module or 
question…



The more questions you answer,
the more data you see…

0% 20% 40% 60% 80% 100%

Partial Trisomy 21 (only a part of chromosome 21 is present in 3 copies)

Mosaic trisomy 21

Not tested

Translocation Down syndrome

Unsure

Complete trisomy 21

Mosaic Translocation Down syndrome

      

Mosaic Translocation Down syndrome

What is the participant’s Down syndrome diagnosis?

Complete Trisomy 21

Unsure

Translocation Down syndrome

Not tested

Mosaic trisomy 21

Partial Trisomy 21

0% 20% 40% 60% 80% 100%

percent



The DS-Connect Health Snapshot

A friendly summary of the 
answers provided.

Can be downloaded as a pdf and 
shared with friends, caregivers, 
physicians, researchers.

Updates with any new survey 
completed and revised answers.



Facilitating access to
medical care guidelines

Families often struggle to find the 
latest versions of the medical care 
guidelines that apply to the age 
and characteristics of the 
participant.

Using answers from the Basic 
Health Survey, we can provide the 
guidelines that apply to them.



Facilitating access to
medical care guidelines

Age, sex,
major diagnoses

The medical care
guidelines that 
apply to you!



Facilitating access to
medical care guidelines

American Academy
of Pediatrics (AAP):

- Prenatal period
- Birth to 1 month
- 1 month to 1 year
- 1 year to 5 years
- 5 years to 12 years
- 12 years to 21 years or older



Facilitating access to
medical care guidelines

GLOBAL Adult Medical
Care Guidelines:

- 21-29 years
- 30-39 years
- 40-49 years
- 50-59 years
- 60+ years



One family dashboard,
multiple benefits



How is DS-Connect data shared?
Only de-identified information is shared with scientists.

De-identified information does not contain any of the so called 
‘HIPAA identifiers’: no names, no dates, no account numbers, nothing 
that could be tied to a given individual.

De-identified data is shared through the INCLUDE Data Hub:

https://portal.includedcc.org/

A researcher portal supported by NIH

https://portal.includedcc.org/


Other resources for families
Building community and supporting exchange of information



Other resources for families
Large collection of curated resources in partnership

with other organizations



A central hub for approved
research studies

Studies are approved by a Research Review Committee (RRC)
that includes scientists, physicians, and community members

RRC review
and approval



Spotlight Study



Ready to Get DS-Connected?



Create an account



Verify your email address



First few steps… 



Consent1



Demographic Information2



Basic Health Survey3



Dashboard!4



Upcoming activities
Social media

platforms
DS-Connect
mobile app

Coming soon,
be ready to follow us!

Stay tuned,
DS-Connect at your

thumbtips…

DS-Connect
podcast

The Science of 
Down Syndrome

Renowned researchers
explaining scientific discoveries

in lay terms



A team effort!
Team at the Crnic Institute / University 
of Colorado:
Joaquin Espinosa
Angela Rachubinski
Matthew Galbraith
Anne Fiala
Lyndy Bush
Chelsea Donohoe
Charlotte Plotzke
Chad McGimpsey
Kyle Bartsch
Daniela Leon-Alvarez
Samantha Baker
Maci Cameron
Caroline Lucas

Team at NIH:
Sujata Bardhan 
Melissa Parisi
Linda Garcia
Valerie Cotton
Rebecca Rosen
Artisha Wright
Renee Goodman

DS-Connect: The Down Syndrome Registry ("DS-
Connect") is supported by the National Institutes of 

Health under Project Number OT2HD117033 
administered by the Eunice Kennedy Shriver National 
Institute of Child Health and Human Development.

Thank you to the participants and their families! 

Research Review 
Committee:
Niki Baumer
Emily Chesnut
Anna Esbensen
Debbie Fidler
Sharon Krinsky-McHale
Linda Roan
Traci Rosser
Stephanie Sherman
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