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Abstract
Adenosine deaminase 2 (ADA2) deficiency is a rare autosomal recessive disorder associated with systemic 

inflammation and vasculopathy. Timely diagnosis is crucial for initiating appropriate treatment and improving patient 
outcomes. In this study, we investigate the utility of dried blood spot (DBS) compound movement analysis as a 
symptomatic device for ADA2 deficiency. By assessing the movement patterns of specific compounds in DBS samples 
collected from patients suspected of ADA2 deficiency, we aim to establish a non-invasive and cost-effective screening 
method. Preliminary results demonstrate promising correlations between compound movement characteristics and 
ADA2 deficiency, suggesting the potential of DBS compound movement analysis as a diagnostic tool for this rare 
disorder. Further validation studies are warranted to confirm these findings and optimize the diagnostic accuracy of this 
approach.
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In conclusion, our findings suggest that DBS compound movement 
analysis holds promise as a non-invasive and cost-effective screening 
method for ADA2 deficiency [9,10]. This approach has the potential 
to revolutionize the diagnosis and management of ADA2 deficiency, 
offering a practical solution for early detection and intervention in 
affected individuals.

Conclusion
In conclusion, our study highlights the potential of dried blood 

spot (DBS) compound movement analysis as a novel and promising 
approach for the diagnosis of adenosine deaminase 2 (ADA2) deficiency. 
Through the analysis of compound movement patterns within DBS 
samples collected from patients suspected of ADA2 deficiency, we 
have demonstrated the ability to differentiate affected individuals from 
healthy controls with high sensitivity and specificity. The non-invasive 
nature, simplicity, and cost-effectiveness of DBS compound movement 
analysis make it an attractive screening method for ADA2 deficiency, 
particularly in settings where access to specialized diagnostic facilities is 
limited. By enabling early detection and intervention, DBS compound 
movement analysis has the potential to improve clinical outcomes and 
quality of life for individuals with ADA2 deficiency.

Moving forward, further validation studies in larger patient 
cohorts are needed to confirm the diagnostic accuracy and reliability of 
DBS compound movement analysis for ADA2 deficiency. Longitudinal 
studies are also warranted to assess the prognostic value of this 
approach and its ability to monitor disease progression and treatment 
response over time. Overall, our findings suggest that DBS compound 
movement analysis holds promise as a valuable tool in the diagnosis and 
management of ADA2 deficiency, offering a practical and accessible 
solution for early detection and intervention in affected individuals. 
Further research and clinical implementation of this approach have 
the potential to significantly impact the care of patients with ADA2 
deficiency and other rare genetic disorders.
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