
  

Welcome to the third edition of the 

 Alkaptonuria Society Newsletter.  
       ALKAPTONURIA INFORMATION CENTRE  

The Project Manager, Bev Hebden and 

Administrative Assistant, Jan Hignett work at 

the office.  Contact:  +00 44 0151 706 4387 or 

info@alkatonuria.info 

 

AKU PATIENT FORUM – This can be accessed via the 

AKU Website:  www.alkaptonuria.info OR direct at 

http://alkaptonuria.mybb3.org/ 

 

 This has proved very successful and we 

currently have 38 members 

              on the Forum 

 It is a good place to communicate with 

other AKU   sufferers worldwide 

 Get involved and share your experiences 

with other AKU sufferers. 

 

We attended the following Conferences in 2009 to 

raise awareness of Alkaptonuria amongst the 

medical profession 

 

 Rheumatology Conference 28 April – 1 May 

2009, SECC, Glasgow 

 British Orthopaedic Association Conference 

15-18 September, 

             Manchester Central 

 Royal College of General Practitioners       

Conference,  5-7 November 2009, SECC 

Glasgow 

  

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Latest News  

AKU PATIENTS 

2009 was  a very exciting year 

for us.  Our AKU Patients 

database has grown.  We 

have 77 patients identified in 

England, and worldwide we 

have 460 patients.  This shows 

that we are getting the 

message out there. 

 

AKU CONFERENCE, SIENA, 

ITALY 

We attended the 3rd AKU 

Conference in Siena, Italy in 

October 2009.  Please see the 

short report on the 

Conference. 

 

AKU PATIENT’S EXPERIENCES 

We have asked some of our 

patients to write an article of 

their experiences with AKU.   

 

NEW DVD 

Have you seen the new DVD 

“A Story of Hope”?  If not, 

contact us and we will send 

you a copy. 

 CLINCIAL EVALUATION 

See short report 
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PATIENTS PROFILES   

Living with Alkaptonuria - ! tŀǘƛŜƴǘǎΩ 

Experience 

Jennifer's Story 
 
I was 65 when I was diagnosed as having AKU. 
Until then the only problem I had was a 
"dramatically degenerate" spine which gave me 
considerable pain in my early forties. 
Consultants had been astonished by my X-rays, 
didn't believe I could be as mobile as I was, 
uttered dire warnings about keeping active or 
"you'll be in a wheelchair by the time you're 
sixty" but clearly didn't know about AKU. I 
adapted my life: did exercises every day and 
took up regular swimming.  We had two 
teenage sons then and a dog and I was working 
part-time so there was no shortage of 
incentives to be active!  As can happen, the 
pain in my spine became much less significant 
after five years or so and I was told it had 
settled straight. 
 
Twenty years on, our two sons were married, 
we had four grandchildren, my husband had 
retired and we'd had a memorable seven weeks 
in New Zealand to celebrate our 40th wedding 
anniversary. My G.P. checking me for 
something else, found to his surprise I had a 
heart murmur, later confirmed as aortic 
stenosis. We decided an updated review of my 
spine and general state would be a good idea 
and it was the young consultant rheumatologist 
I then saw who recognised the AKU. 
 
Looking back, I realise it was a good point in my 
life to learn about the disease for the first time 
as the only problem I had then was the 
degenerate spine with which I'd lived for 
twenty plus years. I was given all the available 
information and had a useful chat with my G.P. 
who had by then done his own homework: AKU 
was incurable but at least it wasn't fatal and 
joints could be replaced.....but it didn't make for 
a comfortable old age. I saw no point in 
worrying about something over which I had no 
control and I was lucky, if you like, to have 
reached 65 and still be active.  I even joked 
about charging folk 50p a time for charity to 
look at my grey ears!! 

 
What a good thing we can't see into the future. 
This was April 2005. The pain in my left knee 
began a few months later and 2007 became the 
year when I acquired three replacement joints- 
a knee, a shoulder and a hip- all in the space of 
seven months. With just one exception, 
everyone I came into contact with along the 
medical way was interested in this rare disease 
but at best had never met a patient with it and 
at worst had never even heard of it. The 
exception was the surgeon who replaced my 
left hip. We discovered he'd co-authored a 
paper on the success of joint replacements for 
patients with AKU so at last we'd met someone 
with knowledge and experience of the disease. 
 
This same surgeon will be giving me a new right 
knee this coming autumn.  My husband and I 
now know about the AKU Society and the 
research being done at the Royal Liverpool 
University Hospital.  We attended the 
conference last November and I was "Patient of 
the Month" for the clinical research programme 
in March this year so we have already settled 
that tissue from the operation will go to 
Liverpool for investigation and perhaps 
ultimately help with finding a cure. 
 
It may become evident from all of this that I am 
by nature optimistic though I am pragmatic too.  
I do most heartily wish I didn't have AKU: it 
does impair my mobility--I can't garden or swim 
for as long as I once did; I hate looking in the 
mirror or shop windows and seeing how bent I 
am (so don't look!); I wish I didn't need a stick; 
I'd like to be without the daily aches and pains 
in one joint or another; I've always been small 
but now I fit under people's armpits and am just 
about level with our sons' chests when they 
give me a hug.  I don't look forward to more 
operations nor to the grinding, sickening pain 
once a joint is in trouble.  Pain control is a vital 
issue for AKU sufferers. Constant physical pain 
erodes emotional and psychological stability: 
it's hard to be happy if you hurt all over! 
 
There are things, though, for which I'm 100% 
grateful. I have a loving husband and family and 
a long-established circle of friends so life isn't 
dominated by AKU.  I shall be 70 next year - 
John will be 72--so we have definitely reached 



the age where we need to do what we can 
while we can (and I don't mean decorating the 
second bedroom either!) Since Annus Horribilis 
2007 we have been on four major foreign 
holidays as well as several shorter breaks in 
Britain so once the current knee problem is 
dealt with, we shall start planning another treat 
abroad for when I'm fit and able to get travel 
insurance again. It's good to have something to 
look forward to after the nasty bits. 
 
No-one would deny AKU is a crippling and 
extremely painful debilitating condition.  
BUT.....would you rather be told you have 
Motor Neurone Disease or have six months 
before some form of cancer takes its toll? I 
understand there is now a possibility of future 

treatment with a new drug that will counteract 
the damaging effects of too much homogentisic 
acid and slow down the deterioration of the 
cartilage. Clearly it will have to be properly 
tested in this country and then formally 
approved but it does offer some hope for all of 
us. 
     

    Jennifer Wright 

 

 

 

  

 

If you are interested in submitting an article for the next edition, please let us know we would be 

pleased to hear from you. 

 

Many thanks to those who have made donations to the Alkaptonuria Society, this really makes a 

difference in terms of helping people with Alkaptonuria and also our continuing research. 

 

WE NEED TO KNOW THE FOLLOWING 

 Have you changed your contact details? 

 

 Are you interested in being involved in 

the Clinical Evaluation at the Royal 

Liverpool University Hospital on Ward 2c 

for three days of various tests for our 

research? 

 

 

 

 

 

 

 

 

 

 Are you scheduled to have any surgery, 

if so, please let us know so that we can 

make arrangements to collect tissue for 

our research? 

 

 

 

 

 

 

 

 

 

 

 

 

3RD AKU WORKSHOP TAKES PLACE IN 
SIENA ITALY            

Telephone Discussions/ Surveys     

Thank you to all patients who kindly agreed to informal discussion s with the AKU Information Centre. We 

gained some useful feedback and will be using this to make improvements on the information and support we 

offer to patients.   

We will also be continuing with these discussions in 2010, and would welcome patients, carers and family 

members to take part, in order to have an insight into how this affects their lifestyle.  



 The third Alkaptonuria workshop took place 

in the historic Santa Maria Della Scalla in 

Siena, Italy this year on 27th October 2009. 

The workshop attracted academics around 

the world including Professor Tim Cox of 

Addenbrookes Hospital, Cambridge, Doctor 

Wendy Introne of the National Institute of 

Health in the US and Annalisa Santucci, 

Professor at The University of Siena.  

 

The conference was a chance to showcase 

some of the interesting and innovative 

Alkaptonuria Research that is currently 

being undertaken around the world.          

 

 
 

 Dr Alessandro Mannoni from Siena stressed 

the importance of a national referral centre 

and the need to identify more patients, 

Professor Annalisa Santucci provided 

insights into Alkaptonuria Research at the 

University of Siena. Dr Lakshminarayan 

Ranganath (Medical Director and a 

Founding Member) and Adam Taylor from 

the University of Liverpool, talked about our 

progress here to date which has exciting 

implications for building a model of 

ochronosis. 

 

 

 

 

 

 

 

 

 

 

 
 

Siena 3 rd  AKU Workshop 2009  

 

HOSPITAL OF SANTA M ARIA DELLA 

SCALA  VENUE OF 3 R D
 AKU WORKSHOP  

2009      

        

 This grandiose building was begun in 1200 

and then extended and remodelled during 

later centuries. 

The Hospital was used not only for the sick 
but also as a large, well-appointed hospice 
for pilgrims. It is called della Scal a 
because of its location, opposite the steps 
at the front of the Duomo.  
Inside, the most notable room is the 
pilgrims' great hall which, until the 1970s, 
was used as an infirmary. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



CLINICAL EVALUATION 

 

The Alkaptonuria (AKU) Clinical Evaluation 

Study in Liverpool 

 

As you are aware Clinical Evaluation has been 

Carried out at the Royal Liverpool Hospital by 

Dr Lakshminarayan Ranganath and a team of 

clinicians and to date we have had 12 AKU 

patients take part in the evaluation.  

The feedback we have received from patients 

has been a very positive one, with one patient 

stating άǘƘƛǎ Ƙŀǎ ōŜŜƴ ǘƘŜ ōŜǎǘ ah¢έ.  Other 

quotes we have received:- 

 

ά±ŜǊȅ ǇƻǎƛǘƛǾŜ ŀƴŘ ŀƴ ŜȄǘŜƴǎƛǾŜ ǊŀƴƎŜ ƻŦ ǘŜǎǘǎέ 

 

ά²ƻǳƭŘ ŘŜŦƛƴƛǘŜƭȅ ǊŜŎƻƳƳŜƴŘ ǘƘƛǎ ǘƻ ŀƴȅ ƻǘƘŜǊ 

!Y¦ ǎǳŦŦŜǊŜǊǎέ 

 

ά¢Ƙŀƴƪǎ ŦƻǊ ǘƘŜ tests; this is really helpful when 

ƎƻƛƴƎ ǘƻ ǎŜŜ Ƴȅ /ƻƴǎǳƭǘŀƴǘέ 

 

ά¢Ƙŀƴƪ ȅƻǳΣ ȅƻǳΩǊŜ ƘŜƭǇƛƴƎ Ǿƛǘŀƭ ǊŜǎŜŀǊŎƘέ 

 

άLǘ ƛǎ ƎƻƻŘ ǘŀƭƪƛƴƎ ǘƻ ǘƘŜ ƳŜŘƛŎŀƭ ŜȄǇŜǊǘǎ ŀƴŘ 

ƻǘƘŜǊ ǎǘŀŦŦέ 

 

άL ǿƻǳƭŘ ƴƻǘ ƘŀǾŜ ǊŜŎŜƛǾŜŘ ǘƘŜǎŜ ǘŜǎǘǎ ŀƴȅǿƘŜǊŜ 

else at no cost to myself and this all relates to 

!ƭƪŀǇǘƻƴǳǊƛŀέ 

 

                 

RESEARCH  NURSES: 

 

 

Eleanor Simpson 

 

 

 

 

 

 

The clinical evaluation study to understand the 

natural history of development of AKU in a 

cohort of UK patient’s analysis by 

questionnaire, clinical examination and 

investigation was commenced following 

completion of refurbishment work on ward 2C 

at the Royal Liverpool University Hospital in 

October 2008. The ward is available for our 

study for one week in 4. We have characterised 

12 people with AKU so far on ward 2C from 

November 2008 and November 2009. Although 

we had intended only to characterise 15 people 

with AKU, we find that we are in a position to 

study nearly 20 people in this programme. A 

research Nurse (Jason Enriques) has been 

recruited for the study and has undertaken care 

of these AKU subjects on ward 2C. Our research 

nurses have been excellent in terms of planning 

appointments with the various clinical and 

investigations departments for our patients, 

and facilitated their path through these 

departments most efficiently. Each patient has 

spent 3 days on ward 2C on an inpatient basis 

to complete the studies. 

 

If you are interested in taking part in these 

studies please contact the Alkaptonuria 

Information Centre. 

 

 

 

                  
                   Jason Enriquez              

                   

                                   



FUND RAISING 

There are lots of ways to fund raise here are 

some ideas: 

 

Bring & Buy Sales 

Sponsored Silences 

Parachute Jumps 

Bingo Nights 

Sponsored Walks 

Swim Marathons 

plus many other ways.  Why not give it a go 

and donate to the Alkaptonuria Society.  

Every penny helps.  Thank You.   

Go to 

http://www.justgiving.com/alkaptonuria 

and set up your own fundraising page 

 

 

 

 

                                                         

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

ALKAPTONURIA INFORMATION CENTRE 

ROOM 2354B 

4
th

 FLOOR, DUNCAN BUILDING 

ROYAL LIVERPOOL UNIVERSITY HOSPITAL 

DAULBY STREET   LIVERPOOL L69 3GA 

 

TELEPHONE: 0151 706 4387 

WEBSITE: www.alkaptonuria.info 

 

        BEV HEBDEN ς PROJECT MANAGER                                  JANET HIGNETT ς ADMIN ASSISTANT                                      

       bev@alkaptonuria.info                                                             janet@alkaptonuria.info  

                        

 

Did you 

know?  

There are two Alkaptonuria Groups on 

Yahoo. You can find them on 

http://health.groups.yahoo.com/group/alk

aptonuria-society/  and 

http://health.groups.yahoo.com/group/alk

aptonuria_ochronosi 
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