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Rare diseases are a proving ground for medical innovation, shaping 
breakthroughs in genomics, gene therapy, AI and precision medicine
Stronger, interoperable data foundations can accelerate diagnosis, unlock 
new treatments, reduce costs and improve outcomes
By investing in better data, smarter regulation and cross-border 
collaboration, rare disease innovation can benefit entire health systems
World Economic Forum



DONE



Our standards products
HISO Standards
SNOMED NZ Edition
NZ Health Terminology Service
NZ Core Data for Interoperability
NZ Patient Summary









Advocate for the Government health agencies 
to develop a rare disorder patient registry, 
which uses the Orphanet classification 
This would:
• Improve the way data is collected and 

classified
• Make international research and 

collaboration easier
• Increase diagnosis speed and accuracy



How do we record a diagnosis of 
aHUS - atypical haemolytic uraemic syndrome 

in the person’s health record?
ORPHA:2134

SNOMED CT 789660001

ICD-11 3A10.Y

aHUS is a rare, genetic thrombotic microangiopathy due to dysregulation of 
the alternative complement pathway and characterized by the triad of haemolytic 

anaemia, thrombocytopenia, and acute renal dysfunction



Recognised international code system specifically for rare disorders

Classification system for statistics and reporting

Clinical terminology standard for health records of all kinds















https://browser.snomedtools.org



         

                                             

        

                                          

         

                                    

         

                                    

         

                      

        

                                  

         

                              

         

                          

         

                      

        

                          

         

                              

         

                                       

         

                           

         

                                                    

         

                      

         

                                                         

         

                              

         

                                       

         

                        

        

                  

         

                      

         

                             

         

                              

        

                         

         

                      

        

                                

         

                              

         

                                       

         

                                 

        

                  

         

                        

        

                                 

         

                      

        

                                       

         

                              

         

                          

         

                        

        

                                       

         

                                 

         

                                       

         

                        

        

                                                    

         

                                 

         

                                       





No need to use ORPHAcodes directly

And map SNOMED CT to ICD for national collections 

and reporting

Instead use the SNOMED content that mirrors the ORPHAcodes 

and is supported by all our digital public infrastructure





Ngā mihi nui
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