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ALKAPTONURIA.

Mg. PresipENT AND FELLOWS,—Of inborn errors of
metabolism, alkaptonuria is that of which we know most,
and from the study of which most has been learnt. In
itself it is a trifling matter, inconvenient rather than
harmful, which only attracts attention because an infant
stains its clothing, or becanse an adult fails to effect an
insurance of his life. The medical man merely needs to be
aware of its existence and to be acquainted with the methods
for its recognition in order that he may not mistake it for
troubles of graver kinds; but for the chemical physiologist
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Metabolic pathway
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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
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Step 2.

Building a global patient movement



A global patient movement
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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)



Age of diagnosis of AKU patients

How many misdiagnoses are there?



Average cost of an AKU patient

= 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




Step 3.

Setting up a strong clinical
development programme
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Nitisinone reduces
homogentisic acid by

95%



Urinary HGA

Urine HGA (g/24h)
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Urinary HGA
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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
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Step 5:

Setting up a clinical reference centre



Th? Royal Liverpool
University Hospita




The Robert Gregory National
Alkaptonurla Centr'e

Funded by NHS England



Step 6:

Launching DevelopAKUre






Step 7

Our global campaign to raise awareness
and funds for DevelopAKUre



HELP US
CURE BLACK
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.‘ indiegogo browse learn create

AP Cure Black Bone Disease

W01 H:JWYel( Three years ago. Nick gave up his job to devote himself to find a cure for Black Bone Disease, which affects his boys. Please help him by
BT  donating now!
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AKU patient Ann Kerrigan
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B M John Rajkumar,
AKU patient and head of the 500,000-strong
Tamil Nadu Gypsy Society
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Prof Ranganath,
Coordinator of DevelopAKUre
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The AKU Soclety team
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_\We made it!

Our campaign had 2 8 5 59 8 visits over
50 days which led to 1 4 69 donors

from 40 countries donating a total of

$98,685. ndicgoo

$6123 was also donated offline taking us to a

ranaroator 9104,808

We couldn’t have done it without your help. Every
dollar donated and every email, tweet or facebook
post sent has helped us reach our goal.

So we would like to say a great bi



Step 8.

Working on other therapies



Gene and enzyme therapies

PRUOTEIN

TECHNOLOGIES
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