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Step 1: 

Understanding the disease 



The AKU tetrad 



Black Bone Disease 



Effects on spine 

Sofia Michopoulou & Andrew Todd Pokropek 



A cell model 

AKU Research Team 



AKU mouse model 

Springer-Verlag 



Step 2: 

Building a global patient movement  



A global patient movement 



AKU Societies in EU, Asia, Middle East  

and North America 

• AKU Society UK  

• ALCAP (France)  

• AIMAKU (Italy)  

• AKU Society Germany  

• AKU Society Netherlands  

• AKU Society Jordan  

• AKU Society India   

• AKU Society Slovakia  

•AKU Society North America (USA and Canada) 

• AKU Society Belgium (in progress)  

 



How many misdiagnoses are there? 
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Age of diagnosis of AKU patients 



 Direct costs from one AKU patient for one year can be in 

excess of £100,000 

 

 A weighted average of all scenarios shows total direct 

health care cost costs of approximately £1m may be a 

reasonable conservative estimate 

 

 A conservative approximation of total costs of AKU in UK 

including indirect costs (lost wage and production) is 

£1.4m - £2m per year, with the upper limit as high as £7m 
 

 

Average cost of an AKU patient 



Step 3: 

Setting up a strong clinical 

development programme 



Nitisinone 



Nitisinone reduces 

homogentisic acid by  

95% 



Urinary HGA 

National Institutes of Health 



Urinary HGA 



Disease 

Burden 

(%) 

0 

100 

Lifespan (%) 100 

Ochronotic phase 
Slower                   Rapid 

Pre-Ochronotic 

Asympt-

-omatic 

Sympt-

omatic 



Three stage development plan 

• Drug response study 

 

• Clinical efficacy phase 3 trial 

 

• Cross-sectional study to determine age of treatment 



Step 4: 

Putting together a solid EU 

consortium 



The DevelopAKUre partners 



Step 5: 

Setting up a clinical reference centre 





The Robert Gregory National 

Alkaptonuria Centre 

Funded by NHS England 



Step 6: 

Launching DevelopAKUre 





Step 7: 

Our global campaign to raise awareness 

and funds for DevelopAKUre 





 



AKU patient Ann Kerrigan 



B M John Rajkumar,  
AKU patient and head of the 500,000-strong 

Tamil Nadu Gypsy Society  



Prof Ranganath,  

Coordinator of DevelopAKUre 



The AKU Society team 

 





Step 8: 

Working on other therapies 



Gene and enzyme therapies 



www.akusociety.org 

www.developakure.eu 


