
• Developed utilising a novel infantile cohort consisting of 200 patients to determine the key 
discriminatory signs and symptoms of NP-C in this age group7

• Family history of NP-C and visceral symptoms are highly suggestive of NP-C in infantile patients

• Infantile specific discriminatory symptoms provide improved discriminatory performance
versus the original NP-C SI tool

•  Some signs and symptoms that occur at high frequency in infantile patients, but do not
discriminate between patients with or without NP-C, e.g. developmental delay, are not
included but may raise initial suspicion of NP-C

Calculating a risk prediction score 
1. Work your way through the disease categories adding points as appropriate

2. Pay close attention to the co-occurrence of ataxia and/or mental regression with central
nervous system (CNS) or spleen symptoms

3. Calculate the total RPS for your patient by adding the totals for each category

4. Refer your patient as appropriate

Interpreting the results
The NP-C SI 0–4y is derived from an independent patient cohort; the total infantile RPS 
therefore cannot be directly compared with RPS derived from other NP-C SI tools
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Suspicion of NP-C Action

<3 Low likelihood Ensure other possible causes have been discounted
3–5 Moderate likelihood Contact your nearest NP-C referral centre for further discussion

≥6 High likelihood Refer patient to an NP-C centre for immediate testing
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