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“Resources to assist investigations in Primary 
Immunodeficiency Diseases”

USIDNET: cooperative agreement between
the 

Immune Deficiency Foundation
and

National Institutes of Health

2003 -

1. Education and mentoring
2. Repository for cells, DNA and other materials 
3. Establish a Patient Registry

USIDNET IMMUNODEFICIENCY NETWORK



 Collect clinical and laboratory data on patients with these 
rare diseases.

 Define the natural history of these diseases
 Promote recognition of these defects
 Identify optimal therapies
 Improved research efforts
 Investigate what leads to better quality of life

USIDNET.org



USIDNET enrolling sites - 2017



Overall Enrollment: 6,441  patients
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Video: instructions
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USIDNET: SCID Demographics (n=333) 
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USIDNET: SCID: Genetics (n=282)
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Deaths (86)
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Condition Numbers

Diarrhea (Chronic) 88

Lymphopenia 66

Failure to thrive or weight loss 64

Anemia 59

Fever 56

Diarrhea (Intermittent) 51

Asthma 51

GE reflux 45

Neutropenia 44

Hypertension 41

Atopic dermatitis/eczema 41

Underweight 38

Developmental delay 35

Abdominal pain 32

Liver function abnormalities 31

Top 15 conditions at enrollment 



An additional project

“Following Infants with Low Lymphocytes”

“FILL”  Program



• With support of a grant to the Clinical Immunology 
Society from the Jeffrey Modell Foundation,  
USIDNET is collecting data on infants with low 
lymphocytes identified by abnormal TRECs on 
NBS. 

• Objective: Infants are identified by NBS, who have 
low lymphocytes for many medical reasons, not all 
of these understood. 

• This study is collecting demographic, 
immunologic, treatment and outcome  data on 
these infants.



71 infants*

• ADA, balanced translocation 3/14, BCL11B, BRIP1, CHD7, Common 
gamma chain, IL7R, JAK3, RAG1, RAG2, TBX1

Best Diagnosis
Initial 

Evaluation

Idiopathic T lymphopenia / or unknown at this time 28

No significant T lymphopenia or normal 1

Preterm birth alone 4

SCID/leaky SCID/Omenn syndrome* 26

Secondary T lymphopenia 5

Syndrome with variable T cell impairment (CHARGE syndrome) 1
Syndrome with variable T cell impairment (DiGeorge/22q deletion (or 
TBX1 mutation)) 1

Syndrome with variable T cell impairment (Jacobsen syndrome) 1

Syndrome with variable T cell impairment (XLP- type 2) 1



Lymphocyte phenotypes of enrolled infants over time
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How can patients and families get 
involved in USIDNET research? 

• Patients create an IDF ePHR account, 
• With one click one can consent into PI CONNECT
• This allows data to become a part of the USIDNET 

Registry.
• Consent  can done on any computer, Ipad or smart 

phone.
• Then sign consent to have records released
• Improves longitudinal and quality of life data 



The concept
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Goals of PI CONNECT

• Develop an integrated community of 
people with an interest in research in 
primary immune deficiencies
– Engage patients in developing the research 

portfolio
– Engage clinicians in results
– Engage researchers to pursue patient-

oriented research



Synergies

• Strong lab data
• Weak on 

longitudinal (20%)
• 6441 discrete 

patients
• Validated diagnoses
• No patient entries
• May miss interim 

diagnoses

• Better personal data
• More longitudinal data
• 2109 discrete 

“patients”
• Diagnoses not 

validated
• Lab data weak
• Participation spotty



Goals of PCORnet
• PI CONNECT is one of 18 patient groups
• There are 11 large health consortia 

• PCORnet is a large network of data that is 
meant  to support research
– Agreeing on consistent nomenclature
– Agreeing on consistent data collection
– Prioritizing research questions



• Bonus to joining PI CONNECT is exclusive access 
to the PI CONNECT Research Forum. On the 
forum one can:

• See research questions as they’re posed and offer 
opinions about them.

• Propose research questions that matter.

• Track personal data and see how this compares to 
others with the same disease.

• Have ideas heard and translate them into action
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USIDNET  Partners
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