AKU-Symptoms "

Chronological Phases of AKU:

. Asymptomatic: Darkening of urine upon
exposure to air from birth to adulthood.
. First pain / functional impairments from 3mdecade
by back- and joint pain. Adjusted lifestyle and
i as well as i
help in this phase.

therapy can | % 7u

. Deterioration of quality of life from Smdecade and the necessity of

surgical interventions as well as tailored pain therapy for
improvement.

Symptoms:

- Darkening of urine from birth

- Backpain and
Spondyloarthritis (+ 30 years)

- Ochronosis: Auricles of ear /
sclerae of eyes (+ 30 years)

- Joint pain / degeneration of joints

by ochronotic arthritis (+ 40 years)

Al /

oxidative stress
- Rupture of tendons / ligaments / muscles
- Hearing impairments by ochronosis in
tympanic membrane / auditory ossicles
- Kidney - / prostate-stones (+ 50 years)
- Aortic stenosis (+ 60 years)

DSAKU-Homepage: www.dsaku.de
AKU-Informations for Patients and Healthcare Providers
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Abstract:

Alkaptonuria (AKU, ochronosis) is an inborn bolic disease, ing in the acc of the
metabolic intermediate h isic acid (HGA). Oxi of HGA by air or within connective tissue
causes darkening of the urine, pigmentation of eyes and ears, kidney- and prostrate-stones, aortic
stenosis, but most severely an early onset of arthritis called ochronotic arthropathy (ochronosis) due to
deposition in the cartilage. Ochronosis is very painful, disabling and progresses rapidly. Starting in the
thirties with the spine and affecting large joints in the forties, patients frequently require joint
replacements in their fifties and sixties . Like many of the rare diseases, AKU-patients undergo a long
odyssey of several years until their diagnosis.

The German AKU-Society “Deutschsprachige Selbsthilfegruppe fiir Alkaptonurie (DSAKU) e.V.” was
founded in 2012 and became subsequently registered as a non-profit patient organization. First of all, the
DSAKU identified AKU-patients, set up a h and designed flyers with information for patients,
their families, medical professionals and healthcare services. Second, it offered workshops on AKU-related
issues and enabled personal exchange. Third, it raised awareness of AKU, both nationally and
internationally by information booths, presentations and posters at scientific congresses as well as rare
disease days (RDD). Fourth, in response to the needs of patients, it established collaborations and built up
national networks for a better health care accordingly. Thus, patients were encouraged to visit the centres
for metabolic diseases at the Charité (Berlin), Hannover Medical School (MHH), University of Diisseldorf
and Institute of Human Genetics at the University of Wiirzburg to bundle knowledge and expertise. The
DSAKU is member of ACHSE e.V., NAKOS, EURORDIS and MetabERN and registered in the databases SE-
Atlas, ZIPSE and Orphanet. Finally, the DSAKU is nationally and internationally active in health politics
regarding training in drug safety and evidence-based medicine.
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Networks for Disease Management
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The Challenge:

Visible Symptoms:
Disease-specific signs & symptoms

Invisible AKU= Rare:
Symptoms: Rare AKU-
- Severe pain Disease Experts
- Stiffness
- Fatigue
- Morning-
stiffness / -pain

Diagnosis:
Long Odyssey
(years-
decades
e to final
diagnosis)

AKU
Information

Isolation: Lack of Society / Medical Support

Translation of
AKU-Severity Score Index (AKUSSI) s
AKUSSI developed by Prof L. Ranganath & Prof T. Cox ‘

Number of arthoscopies (2 for each)

Total Non-Spine ot Aggregate Scores

Painor otope Bone Scan Scor (pubic symphysis)

Scitigraphic can Spine Score (5 areas; 4 poits for each area:
costochondral, lumbar,thorac, cenvical, sacroac)

Identification of AKU-Patients

+182 AKU-Patients in Germany
+81Children 101 Adults

+ +75 Patients by Metabolic Experts (mainly Children)

* £50 Patients by DSAKU-Queries

= +30 atients by pubmed (Case Reports)

DSAKU e.V.
47 Members > 29 Adult AKU-Patients
> 7 AKuChildren
> 11 Family Members / Friends
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R = | Distribution of AKU-children
— | ] (black) and AKU-adults (red)
- Cochrane-Workshops: - GRADE for guideline development in the various German federal
- Basic EbM-course: Systemic reviews | states.
for evidence-based health care

Above: Source of identification of AKU-patients.

Middle: Distribution of DSAKU-members in the various German
federal states, Austria (AT) and Switzerland (CH).

Below: Number of patients in AKU-Centres.

Red, AKU-adults, black, AKU-children, *FM: Family members.
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Conclusion

In a federal healthcare system such as in
Germany, treatment and care for AKU
patients was scattered.

Centralising AKU-patients to only a few
Metabolic Centres, enabled bundling of
expertise. and increase of knowledge.
Additionally, by dissemination and net-
working a holistic healthcare for AKU
could be established.
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Raising Awareness

Public Awareness Days Scientific Congresses
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