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The Origins of HIGR

• First HI patient-reported data collection began in 1999 

• An outgrowth of the email support group 

• Parents in the group wanted to be able to better remember who was 
who, initially, it was for the members of the group. 



The HI Global Registry

Surveys Sample  
Studies

• Launched in 2018, the HI Global Registry (HIGR) is a patient 
powered registry that can be used to generate natural history data 

• Provides a baseline or an overall understanding of the reality of 
the day-to-day experience of living with HI  

• Helps identify the most pressing issues and on-going challenges 



Why are patient registries for rare diseases such 
important tools? 

• Rare diseases affect very few people spread across the world  

• Rare disease registries invite people worldwide to participate, 
increasing the pool of knowledge about the condition 

• Patient-reported registries collect information directly from the 
patient or caregiver who has the most knowledge of day-to-day 
life with a disease 

• Patient-reported registries collect information from the people 
who live with a disease over the course of their life, so we can 
understand every phase of life with a condition 



Have you ever asked?



Who can join the HI Global Registry?

Adult living with HI

• People with HI or their parent can share their experiences with the 
disease by answering 13 surveys through an online platform 

• All information collected is kept on a secure system 
• Questions were developed by HI patients, clinicians, and researchers 

Participant and respondent

ParticipantRespondent

Parent of a child 
living with HI



Experiences of Interest
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• ALL!  
• positive/negative genetics,  
• diffuse/focal,  
• on treatment/ no longer on treatment,  
• surgery/no surgery,  
• daily lows/ no longer experiencing lows, etc. 

• EVERY story is an important piece of the constellation!  



Benefits of Participating
• Research increases our knowledge of HI 

and potentially leads to: 
o More timely diagnosis 
o New and better treatments  
o Fewer undesirable effects 

• Receive information about medical 
advances and other news  

• Personal satisfaction of being part of 
scientific innovation as a member of the 
research team and process  



Risks of Participating (Minimal)
• We follow the best practices of data privacy, security, and all 

applicable laws (HIPPA, GDPR)  
• Questions can be sensitive, and you may feel uncomfortable  

o You do not have to share information that you do not want to 
• Risk that the participant’s information could be misused, but the 

chance of this happening is very small 
o We have protections in place to lower this risk! 

• Respondents may withdraw consent at any time 



Surveys 
Submit once 

Pregnancy 

Birth 

Longitudinal 
Glucose monitoring - 6 months 

Quality of life (Parent/ LAR) - Annual 

Quality of life (Participant) - Annual

Updatable 
Contact information 

Demographics 

Diagnosis 

Medication management 

Diet & feeding management 

Surgical management 

Other diagnosis 

Developmental



Longitudinal and Updateable Surveys 
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• Longitudinal data 
o Data tracked over time on a set schedule 
o Provides the basis of natural history 
o Helps us understand changes across time 

• Updateable data  
o To capture updates as they occur 
o Not tied to a particular timeframe 
o Important to capture new diagnoses, track developmental 

delays, report on changes in feeding, update medications, etc. 



Importance of completing all surveys

• Complete data!  
• Even if an experience doesn’t apply, we can’t make assumptions 



Case Studies 



Example: Other Diagnoses Survey (n=179)

Does the participant have any other medical diagnoses or chronic 
symptoms (check all that apply)?  
• (n=160) 
• 56.3% responded “Does Not Have Other Diagnoses”  
• 43.6% had one or more of the following  
• Asthma, Blood-related condition, Cancer, GE Reflux, GI Motility 

Disorder, Dumping Syndrome, Inflammatory Bowel Disease, 
Heart-related Condition, Kidney-Related Condition, Lung-
Related Condition, Menstrual-related Condition, Reproductive 
Condition, Scoliosis, Skin Condition



Example: Other Diagnoses Survey (n=179)
• What about the 19 people who completed this survey, but did 

not answer this question?  
• Why did they not answer? 

o Didn’t want to 
o Didn’t know 
o Didn’t see the question 
o Are waiting to find out if their child gets a diagnosis 
o Their child showed up at the door and they had to go, and 

they couldn’t get back to it 
o It was dinnertime 
o We simply don’t know! And can’t guess! 



Case Study: How do we use HIGR to answer 
research questions? 
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How many people have had a pancreatectomy and 
previously or currently take diazoxide?  



Step 1: Diazoxide (Medication Survey)  
(n=180)
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• Question 1: What medications has the participant taken to treat 
hyperinsulinism (check all that apply)? 

• Question 2: Is the participant currently taking diazoxide (Proglycem, 
Eudamine)?

Diazoxide 
(n=146)

Current 
(n=97)

Previous 
(n=49)



Pancreatectomy 
Recommended 

(n=181)

Recommended 
(n=63)

Performed 
(n=49)

Not Performed 
(n=13)

Not recommended 
(n=115)

Unknown  
(n=3)

No response 
(n=1)

Step 2: Surgery

• Question 1: Was a pancreatectomy 
recommended to treat 
hyperinsulinism? 

• Question 2: Was a pancreatectomy 
performed to treat hyperinsulinism? 



Step 3: Surgery and Diazoxide
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Pancreatectomy 
performed 

(n=49)

Diazoxide Current 

(n=1)

Diazoxide Previous 

(n=23)

Never Used 
Diazoxide 

(n=17)

Unknown 

(n=8)



Case Study: Increasing Accuracy
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Has the participant experienced any feeding 
issues on a regular basis (check all that apply)?

#1:  
No feeding 

issues

#2:  
No feeding 

issues

Feeding 
Issues

No Feeding 
Issues

Responses 0 (0%) 2 (100%)



Case Study: Feeding Issues

Surveys
#1:  

No feeding 
issues

#3:  
Poor 

appetite

#4:  
No feeding 

issues

#5:  
Refusing to 

eat

#2:  
No feeding 

issues

Feeding 
Issues

No Feeding 
Issues

Responses 2 (40%) 3 (60%)



Case Study: Feeding Issues
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#2:  
No feeding 

issues

#5:  
Refusing to 

eat

#6:  
Unknown

#3:  
Poor 

appetite

Sample  
Studies

#1:  
No feeding 

issues

#8:  
Problems 

with texture

#9:  
Vomiting

#10:  
Reflux

#7:  
Slow eating

#4:  
No feeding 

issues

Feeding 
Issues

No Feeding 
Issues Unknown

Responses 6 (60%) 3 (30%) 1 (10%)



Feeding Issues (n=172) 
Pa

rR
ci

pa
nt

s

0%

13%

25%

38%

50%

Feeding Issues

Poor appeRteRefusing to eat RefluxNo feeding issuesSlow eaRng VomiRngProblems with textureGaggingUncoordinated oral skillsCoughing OvereaRng Unknown

1%

9%
15%

19%

26%26%28%28%30%32%

41%
44%

Feeding 
Issues

No Feeding 
Issues Unknown

Responses 119 (69%) 52 (30%) 1 (1%)



Case Study: Caregiver Worry
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Do you worry because of the Participant's HI or HI-
related condition? 

#1:  
Always

#2:  
Never

Always or 
Often 
Worry

Seldom or 
Never Worry

Responses 1 (50%) 1 (50%)



Caregiver Worry

Surveys

#1:  
Seldom

#3:  
Always

#4:  
Seldom

#5:  
Quite 
Often

#2:  
Never

Always or 
Often 
Worry

Seldom or 
Never Worry

Responses 2 (40%) 3 (60%)



Caregiver Worry
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#2:  
Never

#4:  
Seldom

#5:  
Quite Often

#6:  
Always

#3:  
Always

Sample  
Studies

#1:  
Seldom

#8:  
Very Often

#9:  
Very Often

#10:  
Quite Often

#7:  
Always

Always or 
Often 
Worry

Seldom or 
Never Worry

Responses 7 (70%) 3 (30%)



Caregiver Worry (n=168)
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1%

19%

28%

19%

34%

Always or 
Often 
Worry

Seldom or 
Never Worry

Responses 135 (80%) 33 (20%)



Peer-Reviewed Publications Using Registry Data



Takeaways
• We are all part of this research team 
• We have some exciting new features launching this year including: 

• Medication reminders 
• Symptom trackers 
• CGM & glucometer data streams 
• New languages 

• We know it can be overwhelming, but the HIGR team in here to 
help! 

• Actions: 
• Enroll 
• Update 
• Stay Engaged 


