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Key learnings from Rare Disease Project ECHO®

Series 2: Session 1 (27 July 2023) — Supporting patients before, during, and after a rare disease
diagnosis

Opening presentation

Clare Stuart, Policy and Advocacy Manager, Mito Foundation, provided a brief background to
mitochondrial disease.

e Mitochondrial diseases are conditions affecting mitochondrial structure and/or function.
Mitochondria are the ‘energy packs’ of our cells.

e Atleast 1in 200 individuals or >120,000 Australians may carry genetic variants that put
them at risk for developing mitochondrial disease.

e An accurate diagnosis can take years, decades, or generations, and patients and families
need support before, during, and after a diagnosis.

Rare disease presentation

Michelle Hemmings, Patient Pathways Telehealth Nurse, Mito Foundation, discussed David*, a 40-
year-old man living in a regional area with a 20-year history of hearing loss, cardiac issues, and
progressive symptoms of fatigue, muscle weakness, and exercise intolerance. In 2021, David had a
stroke which he did not fully recover from. He saw a large number of individual health providers and
health care services, and care was not coordinated across services or time.

David received a diagnosis of the mitochondrial condition Mitochondrial Encephalomyopathy, Lactic
Acidosis and Stroke-like episode (MELAS) after his brother Tom*, who lived in a metropolitan area,
also had a stroke, and subsequently received a genetic diagnosis of MELAS. Even after receiving a
diagnosis, David was struggling to access appropriate specialist and local services.

When David’s family contacted the Mito Foundation, the Foundation’s Telehealth Nurse was able to:

e Support the family to navigate care pathways to build a health care team including a
specialist metropolitan mitochondrial disease service and a supportive and empowered
general practitioner (GP).

e Educate the local regional hospital team and develop an emergency care plan which could
be shared on the hospital electronic record.

e Assist David with access to National Disability Insurance Scheme (NDIS) and financial support
(Disability Support Pension and insurance).

A particularly challenging aspect was restoring David’s confidence in health services.

Discussion with the community of clinical learning practice
The discussion covered:

e The importance of helping individuals and families recognise that they may have ‘red flags’
for a rare condition such as mitochondrial disease. This may help them in having
conversations with health care professionals if they are on a diagnostic odyssey.

*pseudonym


https://www.mito.org.au/
https://www.mito.org.au/patient-pathways-program/

The importance and value of the GP in considering and facilitating diagnosis, synthesising,
translating, and explaining findings to patients and families, helping to develop management
plans, coordinating care, following up with specialists, acting as a central repository for
information, and providing ongoing holistic care to the whole person over years (including
preventive health care, mental health care, care of their other ilinesses, etc).
Acknowledgement that while GPs are well placed to perform this central role, they are
already overworked and not paid for time that is not patient-facing.

The need for systemic change to improve communication and information dissemination
and create networks to facilitate connections with specialists in rare disease care.

As approaches to rare disease diagnosis and care are not currently taught in the medical
curriculum, supports are needed to help health care professionals ‘think rare’ i.e. recognise
the potential red flags for rare disease and determine next steps to access a diagnosis.

The need for patients to have a rare disease management plan/passport for when they seek
emergency care that is agreed on by the patient, their family, and their expert and local
teams, and recognised by health care services. Surveys suggest that many people with
mitochondrial disease do not have a general management plan and even less have an acute
care plan.

The value of personalised health care folders for families to store management plans and
summarise their health care needs in the one place.



https://www.mito.org.au/maybe-its-mito-gp
https://rareportal.org.au/
https://rareportal.org.au/
https://www.mito.org.au/managing-mito/
http://www.mito.org.au/for-health-professionals
https://rarevoices.org.au/wp-content/uploads/2022/10/Red-Flags-Family-GENES.pdf
https://learn.m4rd.org/

Thank you to all who attended. Please do not forget to let us know how we did via a short survey, so
we can continue to improve.

Send us questions, discuss presenting a case, or let us know your ‘go to’ resources by emailing us at

rarest@unsw.edu.au.

Figure 1. Red flags for mitochondrial conditions. Reproduced from Mitochondrial Disease Health

Professionals Guide with permission from Mito Foundation

Maybe it's mito?

A’‘common’ disease Involves at least three Recurrent setbacks/flare
with organ systems and/or ups with infections
‘atyplcal' features any ‘red ﬂag' As a result, people with mito may
Diagnosing primary mitochondrial symptom experience profound and prolonged
disease or ‘mito’ can be challenging fatigue, as well as worsening of
due to the wide variety of existing symptoms, in response
symptoms and sub-groups. to infection.

Itis often known as the
‘notorious masquerader’
because it mimics many

different illnesses.

Brain & nerves

Developmental delay, intellectual
disability/regression, stroke-like
episodes%eizures ‘toma, neuro-
psychiatric disturbances, atypical
cerebral palsy, myoclonus, movement
disorders, ataxia, migraines, strokes,
weakness (which may be intermittent),
neuropathy, absent or excessive
sweating resulting from temperature

regulation problems, dementia.

Ears
Aminoglycoside-induced
hearing loss |
Eyes
Visual loss/blindness, optic atrophy
disorders of extra-ocular muscles,
ptosis Pretinal degeneration with
signs of night blindness, colour-vision
deficits, pigmentary retinal changes
such as retinitis pigmentosa
or‘salt and pepper’ retinopathy®.

Heart

Conduction defects (e.g. heart blocks,
WPW), cardiomyopathy.

Liver

Hypoglycaemia, unexplained liver
failure, valproate-induced liver failure.

Kidneys

Proximal renal tubular wasting
causing the loss of protein,
magnesium, phosphorous, calcium
and other electrolytes, aminoaciduria,
nephrotic syndrome, renal failure.

Pancreas

Diabetesﬁnd exocrine pancreatic
failure (inability to make digestive
enzymes).

Digestive

Gastro-oesophageal reflux, delayed
gastric emptying, constipation,
pseudo-obstruction, chronic or

recurrent vomiting.

Skin

Symmetrical lipomatosis.

Muscles

Weakness, hypotonia, cramping,
muscle pain, recurrent
rhabdomyolysis.

Systemic - whole body

Exercise intolerance which is not
proportional to weakness, fatigue,

short stature, respiratory problems
including dyspnoea, hypersensitive to
general anaesthetics.

Blood

Sideroblastic anaemia.

‘»Red flag symptoms are symptoms that should prompt futher investigation, considering the possibility of mito.
For more information about mitochondrial disease refer to mito.org.au/for-health-professionals
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