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Background

Primary mitochondrial disease (mito) represents a complex group of genetic disorders that
affect cellular energy production, resulting in multisystem dysfunction and progressive
disability. The clinical presentation of mito is highly variable and often unpredictable, with
symptoms ranging from chronic fatigue to severe organ impairment. Therefore, receiving a
confirmed diagnosis frequently requires consultations with multiple health providers over
extended periods."* Despite advances in understanding the biomedical aspects of mito, there
remains a significant gap in the provision of comprehensive and coordinated care, as well as in
the availability of appropriate disability supports tailored to the unique needs of this
population.>®

The Mito Stories Project was established to better understand what matters most to
Australians impacted by mito. The project has established a qualitative database which will
continue to grow through a series of studies. Ultimately, the project aims to empower
individuals with mito and their carers in influencing systems and policies that affect them. This
study investigated two topics":

Topic 1: The healthcare experiences of Australians living with mito, focusing on access,
utilisation, and barriers they encounter within the health system.

Topic 2: The disability support needs of this community, with particular attention to
engagement with the National Disability Insurance Scheme (NDIS) and associated challenges.

Although this study was originally designed to examine these two domains separately,
substantial overlap in participant experience led us to combine findings into this single,
integrated report. 22 mito community members' participated in 25 interviews for this study (3
community members participated in both topics). Participants shared their experiences with
different types of mito, including MELAS", CPEQ", LHONY, and other rarer types of mito." All

" Appendix A provides more information about the study design, participant recruitment strategy, data collection and
analysis, and limitations.
I The term 'mito community’ includes anyone directly impacted by mitochondrial disease, regardless of diagnosis
certainty, as well as those who support them—such as parents, spouses/partners, family, friends, and people who
have supported someone who are now deceased.
i MELAS (Mitochondrial Encephalomyopathy, Lactic Acidosis, and Stroke-like episodes) is a type of mito that
primarily affects the brain, nervous system, and muscles.
v CPEO (Chronic Progressive External Ophthalmoplegia) is a type of mito characterised by the slow, progressive
weakness of the muscles that control eye movement. This can lead to drooping eyelids (ptosis) and difficulty moving
the eyes.
v LHON (Leber's Hereditary Optic Neuropathy) is a type of mito that causes sudden and irreversible vision loss. The
condition primarily affects central vision, making it difficult to read, drive, or recognise faces.
Vi Appendix B provides a brief overview of the impacts of living with mito.
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case studies and quotes in this report have been de-identified to protect participant privacy.
Any names used are pseudonyms. Table 1 provides further details about participants.

Table 1. Participant details

Category Number
Total participants 22
Participated in topic 1 only 12
Participated in topic 2 only 7
Participated in both topics 3
Participant roles
People personally living with mito (many also 18
caring for other family members with mito)
Carers only (no personal diagnosis) 4
Participant gender
Female 20
Male 2

Topic 1: Experiences with the healthcare system

This section outlines participants’ experiences with the healthcare system. They described
engaging with a wide range of health professionals to support their care, including:

¢ General practitioners (GPs), the first point of contact for health concerns and responsible

for providing ongoing, routine care.

o Maedical specialists (paediatric or adult), where most participants engaged with multiple
specialists. These included neurologists, metabolic disease specialists, neurogeneticists,
cardiologists, ophthalmologists, endocrinologists, immunologists, and more, often as part

of regular care.

o Allied health professionals, including exercise physiologists (EPs), speech therapists,

audiologists, and psychologists.

Insight 1: Knowledge about mito plays a key role in experiences of health

care

Participants reported that a substantial gap in health professionals’ understanding of
mito can undermine the care they provide. Many participants identified a lack of knowledge
about mito as the most significant barrier to accessing health care. Many of the health
professionals encountered by participants were described as lacking awareness and expertise
in diagnosing and managing mito: “...everyone we talk to, they don't know anything about mito.

They look at you like a deer in headlights.”
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Getting a formal diagnosis of mito was a long and challenging journey for many: “Imito] takes so
long to diagnose...you get told you've got everything in the world but [mito]... no one knows what
you've got...so debilitating and so frustrating...it took me near 50 years before | knew that | had
mito.”

One participant highlighted that even clinicians who have a strong interest in mito may lack up-
to-date or comprehensive knowledge, leading to gaps in care. They recalled their mito
specialist telling them, “I've never heard of this [type of mito]...I'm almost embarrassed to relay this
message, because | am passionate about mitochondrial disease. It's one of my favourite areas.”

The stories shared highlight the impacts of this lack of knowledge, including participants feeling
misunderstood, experiencing challenges in communication, receiving incorrect diagnoses, and
perceiving that their concerns were not fully acknowledged. Participants communicated a
sense of reduced confidence in the healthcare system as a result.

Cora’s child was diagnosed with mito in the 1990s, a time when mito was considered to be
primarily a neurological issue. So, when her other child—and later Cora herself—developed gut
issues, they were dismissed. One clinician ignored her gastrointestinal symptoms and referred
her to a psychiatrist, assuming anxiety. But the psychiatrist disagreed. It wasn't until Cora saw a
doctor who recognised the multi-system nature of mito—and considered her family history of
illness along the maternal line—that the dots were finally connected, and both she and her
second child began receiving appropriate care.

Another participant overheard their health professional state that their symptoms were ‘all in
their head'. She reflected: “Just because we're women doesn't mean that we suffer from anxiety. Or
hysteria, as they used to call it.”

Participants described receiving life-changing diagnoses without adequate information,
explanation, or emotional support—reflecting a broader pattern of unsupported care. One
participant recounted their experience of receiving their diagnosis: “He didn't tell me anything.
To be honest, the bits of the words that | really took in were: ‘no treatment’ and ‘no cure’. It was quite
upsetting. | was pretty devastated that day.”

In some cases, a lack of knowledge can contribute to harm: “/ warned a physio what would
happen if he pushed me, and he ignored it...| went into the [mito crash] symptoms,' and he pushed
the panic button, and all the doctors and everything came running.”

A "mito crash" is a term used commonly in the mito community, but to our knowledge, is not defined in research.
This participant described it as a sudden and significant drop in energy levels and organ function, often
characterised by extreme fatigue, weakness, tremors, and difficulty with basic activities. These crashes can happen
unexpectedly and may be triggered by increased physical or mental exertion, illness, or even just the normal
activities of daily life.
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Health professionals who are approachable, willing to listen and learn about mito are
valued. However, not all health professionals demonstrated this openness, which made
communication especially difficult for some patients. Several participants reported having
trouble with self-advocacy and anxiety while communicating with new health professionals.
This prevented them from seeking care or voicing their limitations with health professionals.
Some participants had found younger health professionals and nursing staff more eager to
learn and open to explanations.

Mito Foundation was highlighted as a valuable resource that health professionals could use to
enhance their knowledge and support for patients.' These included Mito Foundation’s (online)
information resources and bespoke tools like letters drafted by the Mito Foundation Pathways
Telehealth Nurse (PTN)", which help patients communicate mito care guidelines: “[With the
letter], | don't have to go through all the difficulty with explaining...especially when I'm in quite a lot
of pain.”

In the absence of evidence-based treatments, people with mito navigate uncertainty by
trial and error. Across the interviews, participants consistently described a lack of information
about what works in the treatment and management of mito. This uncertainty was particularly
evident in discussions about dietary supplements—an option that some health professionals
recommend, but often with hesitation due to the limited evidence base about their
effectiveness.

Participants described how this ambiguity left them feeling unsupported and unsure of how to
manage their condition. One participant shared: “..[health professional] didn't recommend
supplements or anything like that, because she said there's no evidence that anything will work.”

In response, many adopted a self-directed, trial-and-error approach—trying various
supplements or strategies themselves, driven by the hope of improving symptoms or slowing
disease progression. ‘[l tell the specialists], ‘I just want to know it’s not going to make [my child]

dead. If that's your medical understanding, then I'm going to give it a crack and see what happens.

”n

I As participants were primarily recruited through Mito Foundation channels, their familiarity with and positive
perceptions of Mito Foundation resources may reflect a recruitment bias.
i These letters are a tailored communication tool that highlights relevant sections of the Australian Patient Care
Standards for mito, to assist patients in advocating for appropriate care with their health professionals.
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Insight 2: People with mito experience multiple barriers to accessing
healthcare

Many participants described facing multiple barriers when trying to access the healthcare they
needed. These included challenges related to travel, waiting times, disability, and cost.

Geographic barriers

For those living outside metro areas, accessing timely and specialised healthcare is an
ongoing struggle. Participants reported enduring exhausting journeys for appointments, with
long waitlists and limited healthcare providers in smaller towns forcing them to travel
extensively. One participant shared that they were travelling an hour each way just to see their
GP due to long waiting lists in their town.

The physical toll of travel can exacerbate mito symptoms and other health difficulties and be
very challenging for people struggling with fatigue: “It’s a big day because we're leaving here at
five o’clock in the morning, because they’re 11 o’clock appointments. So, for me, it’s a very, very big
day. I'll be exhausted for [the next] couple of days.”

As a result, some families consider relocating closer to metro area, despite the financial and
emotional strain this may cause.

While face-to-face interactions are generally preferred, online and telehealth options
are valued for their convenience, accessibility, and cost savings. One participant
explained: “/ prefer to see them in person. The online one was just two doctors, way down the end of
a dark tunnel...I like to be able to read the facial expressions and the body expressions.” However,
some participants reported positive experiences using telehealth for their allied health and
specialist appointments, which can reduce costs. One participant shared: “[Speech pathologist
and [] do see [each other] by Zoom, mainly because of the cost. If she comes here, she has to charge
me for travel time as well...So to have Zoom meetings is a good compromise.”

Time-related barriers

Long wait times for brief visits is a major barrier. This sometimes results in patients
repeatedly presenting in urgent care/emergency departments for care. Participants stressed
that they need to be able to contact their specialists during critical health challenges.

“I think [respiratory physician] was about six months’ wait or so. The genetics clinic was nearly
two years. | think it was a year or so to see the neurologist at the hospital."”

“I have spent three years on a waiting list to get an appointment with [cardiac specialist]
through the hospital. | was on the waiting list for so long that my referral actually expired before
I'd even seen her, and | had to go back to my GP and get another referral to get back on the
waiting list to see her.”
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Short, rushed appointments leave patients struggling to get the care they need.

“Every time you see any health specialist...they want to send you off for a whole heap of other
appointments and tests that | don't have time to do...I need them to spend the time with me,
helping me access new treatments or manage my symptoms. | don't need them to send me off
to 10 other people.”

Reaching specialists is a struggle, even in urgent situations. This barrier was especially
pronounced with regards to accessing neurologists. One participant shared their frustration
with repeatedly calling and leaving messages, only to receive no response: “..[my child] was just
constantly sick...I call and call. I'm calling [hospital staff] and the nurse and [neurologist], constantly
trying to get a hold of them...They were not picking up.”

Financial barriers

Managing mito comes with significant financial strain. Many participants reported struggles
with high costs, limited funding, and gaps in support, often forcing them to compromise on
care.

Seeing multiple specialists is expensive. For some participants, these costs were prohibitive,
leading to delays or avoidance of necessary care. “/ just say to my doctor, ‘which ones can | stop
seeing?’ because it's too expensive.”

Many participants described feeling stressed about their finances: “Oh, [the costs are] a killer. It's
just terrible. [My partner] will retire soon, so | don’t know what will happen after that.”

These constraints often resulted in detrimental health outcomes: “It’s actually been a few
months since I've been [to the physio]. | just haven't been able to afford it out of pocket while
waiting for the NDIS...I've really noticed the difference in my body.”

Medicare chronic disease management plans and Carer's Gateway provide some relief.
While these services help offset costs, they are usually not enough for participants with
ongoing healthcare needs.

“...Carers Gateway is not a long-term solution. It's...to help you right now in your carer role to
prevent a burnout, and | suppose you're sort of allocated to certain amount of funding...So, it's
not like a long-term solution. It's more like a right now, ‘How can we support you?”

Even when participants have private health insurance, they shared that out-of-pocket
costs were unaffordable. One participant said, “We've now got private health cover, but the gaps
are so high that we've reached our Medicare threshold already [after only 3 months of the year]...
and we normally do every year.”

When accessing services with low out of pocket costs, participants shared access challenges,
such as the need to wait for hours in bulk-billing clinics, placing further strain on individuals
managing fatigue and other health issues: “There is a bulk billing [GP] clinic near here...
But...you've just got to go and wait until someone’s available. And with my fatigue, that's just not
possible. | can't sit in a clinic for three or four hours waiting for a doctor.”

Page 9 of 31



FOUNDATION
Healthcare costs extend beyond appointments. Travel, support workers, and assistive
technology add to the burden. Those who could not access funding often paid entirely out of
pocket. Financial support through schemes like the NDIS are important, especially for allied
health professionals like exercise physiologists or speech pathologists.

“It's very expensive, because you have to pay [support workers] an hourly rate, which is around
$50 and then you've got to pay them travel expenses as well...I'd say, for the [one trip to medical
appointment, | paid] at least $300 [for support workers]. Probably more.”

One participant highlighted how important it was to have this support available, as they had
significant anxiety related to leaving their house alone and speaking to health professionals:
“there might be other health professionals that could help me feel better, but I'm just too scared to
go places by myself.”

Costs associated with recommended medications and supplements can also be prohibitive.

“[My children and [] went on eight L-Carnitine a day for each of us...we were looking at $200 a
month just to have the L-Carnitine. On top of that, [our doctor] wanted us to have COQ10 [and
other supplements as well].”

Rose described how her son Jason, who had lived for years on total parenteral nutrition (TPN)
due to relentless vomiting, experienced a dramatic turnaround after starting the ‘mito cocktail™.
“When Jason started taking [the mito cocktail], he actually stopped vomiting for the first time in seven
years...within about three days," she recalled. Jason had even been booked for a surgical
procedure to reduce vomiting, which was no longer needed. The supplements have also halved
Jason's doses for other medications he had been taking.

But the positive impact comes with a heavy price. “We pay about $260 a month for his coenzyme
Q10, and about $100 a month for his B1 and B2 vitamins. The arginine is $500 a box, and it lasts
seven days...[our] out-of-pocket expenses are about $90,000 a year overall for all the things that we
do.”

Other barriers

Health services often fail to meet accessibility needs. Participants with disabilities
described a range of barriers within healthcare settings. For instance, a participant with a
vision impairment was given written resources without accessible alternatives. Others faced
physical access issues, such as hospital entryways and parking spaces too narrow for mobility

"TPN is a medical procedure where all necessary nutrients are delivered directly into the bloodstream through an
intravenous catheter, bypassing the digestive system entirely.
it The “mito cocktail” is a combination of vitamins and supplements used to manage mito symptoms. It is
personalised to each patient based on their specific symptoms, diagnosis etc. Common ingredients include B
vitamins, Coenzyme Q10, L-Carnitine, and alpha-lipoic acid, among others.?
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aids. One participant with severe allergies could not safely access services, while others

described adverse reactions to common medications and uncertainty about alternatives.

Processes intended to support patient concerns—such as formal complaints procedures—
were described as frustratingly inaccessible: "I walked up with my cane, asked [the information
desk at the hospital] how I could make a complaint. They handed me a paper pamphlet with writing
on it and told me to fill in the complaint or send an email. And | was like, 'I'm blind!" They said to me,
‘Actually, there is no other way."

Insight 3: Care coordination and continuity of care are valued

Poor coordination and communication between health professionals, particularly
specialists and GPs, is a recurring challenge. This often left participants feeling unsupported
and uncertain about their care pathways. This issue was further exacerbated when navigating
between private and public healthcare systems, as miscommunication between providers
frequently resulted in delays and difficulties in accessing necessary care. “.../ was struggling
with...for example, my old specialist wouldn't talk to the neurologist and  wouldn't talk to my GP.
There was a lot of disconnect between everyone.”

“[Public hospital] wouldn't give me an appointment because it turned out one of the registrars
had written in the notes that | was going to see [specialist] privately. It was just an error in the
notes, but that meant | was then stuck in a bit of a loop of no man's land. | [couldn't] get an
appointment anywhere.”

In some cases, these delays and gaps had life-threatening consequences. One participant
shared the devastating experience of losing multiple family members to mito due to late or
missing specialist involvement, especially in emergency settings:

"[Four of my family members] died [due to mito] in very similar circumstances, and it was as a
result of lack of access to health care and that health care not being timely. Ideally, it starts as
soon as someone's sick, but as soon as they present to [the Emergency Department], they need
to have a metabolic specialist on their team immediately. It shouldn't be up to the family to be
asking a week, two weeks later, ‘why has the metabolic specialist not seen my family member?”

Healthcare teams that communicate with each other were very valued: “I'm really, really, really
fortunate with my healthcare team...They all communicate with each other. They're really happy to
do that. So, I've found a really great team in that respect.”

“My neurologist and my GP are...both incredibly down-to-earth and incredibly
approachable...They're both happy to talk with each other. They text message each other about
different things that are happening, and “Could we try this? And how would this work?” So, I'm
really, really, really grateful for them.”
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One participant shared their experiences of being involved in a clinical trial and stressed that
the care they received as part of that clinical trial should be the gold standard for healthcare.
“The main thing that I'm taking away...within the clinical trial system, everyone was talking to each
other, so you didn't have to manage any of that. | could go to one location, and they would do
everything there.”

Continuity of care and approachability of health professionals was also highlighted, as
this allowed relationships and trust to be built over time. One participant shared: “I have
an excellent GP. | went into her care about 14 years ago. ...because I've been able to see her
consistently, she's seen changes in me and can understand me well when | communicate. | think |
would be dead without her.”

Participants described the emotional and practical toll of building a trusted care team—often
over many years—and the deep anxiety caused by the possibility of losing it.

“I live in constant dread that any one of these people, change careers, move town, whatever it is.
I now live [further away from where | used to], but I've kept my team...because it has been a
long, hard job to get there, so | don't want to lose them now. I'd do anything to keep the team as
itis.”

Insight 4: Frustration is the most common emotional response to
healthcare experiences

Participants consistently expressed negative sentiments, including frustration, stress,
and loneliness, when recounting their experiences of navigating the health care system.
One participant shared their feelings following finally getting a diagnosis for their child, after
being repeatedly dismissed because the child's tremors weren't detectable during previous
doctor visits: “...my partner said, ‘It's the first time I've really wanted to hit someone,” because it was
just so frustrating...[the doctor] hadn't listened to what we were saying...But this time in the hospital,
he actually saw what we'd been talking about.”

Many participants discussed their feelings of stress and anxiety around dealing with the health
system on top of their health challenges. One participant recounted a distressing experience in
a regional emergency department where staff assumed they were trying to jump the queue to
see a specialist. It was later determined that they were experiencing a severe reaction to a
medication, with intense pain and speech difficulties. “/ have a very high level of pain [tolerance]. |
don't go to the emergency [with no cause]...My child was there trying to interpret and advocate for
me, but [the staff] just decided | was attention seeking.”

Another participant described a particularly traumatic encounter in which a specialist reacted
defensively after receiving a letter from the participant’s neurologist linking their symptoms to
mito. The participant felt the specialist perceived this as a professional slight: “..this specialist,
she had me in tears more than once. The last time | was there, it was awful, nobody should go
through that...she just sat there and abused me...and then charged me $580 for the privilege.”
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Some instances of positive sentiments, such as gratitude and relief, emerged when
participants encountered knowledgeable clinicians or managed to overcome systemic
hurdles. However, these moments were exceptions rather than the norm, reinforcing the
overarching sentiment of frustration in accessing adequate health care. One participant
described their child’s symptoms that had persisted, undiagnosed, since they were 10 years
old: “..it wasn't till [child] was 16 that we jumped up and down enough, and we were lucky enough
that the doctor had done his sabbatical at a mitochondrial place, and he wondered if [child] had
mito, and it turned out they did.”

Services have improved somewhat over recent years, including a growing awareness of
mito and an increase in available support options. Some participants noted that they had
seen some improvements in their health experiences. Mental health services were frequently
mentioned as an area of significant progress. Several participants described more streamlined
pathways to accessing care, although they were often uncertain about the specific factors
contributing to these improvements. As one participant remarked, "Somehow, we got through to
a specialist clinic, and we saw [doctor], and she seemed to get us everything...l don't know how it
worked, how we got there...but we seemed to get referrals to everyone."

What does the mito community recommend?

During interviews, participants were asked what changes or improvements to the healthcare
system would make the biggest difference to having their health care needs met. Their
recommendations are summarised below:

1. More health professionals need at least a baseline understanding of mito and should
recognise the importance of lived experience. Participants consistently emphasised the
importance of health professionals having a basic understanding of mito and its complex,
multisystem impacts. While many acknowledged that mito is rare and not well known, they
expressed frustration when their experiences were dismissed. Participants valued
professionals who listened, recognised the limits of their own knowledge, and respected
patients as experts in their own condition.

2. Health professionals need to be better resourced. Currently, health professionals are so
chronically overworked and under resourced that they don't have the capacity to provide
the 'gold standard healthcare’ needed.

3. Better service integration and care coordination is critical. Patients with a family
history of mito need immediate access to metabolic specialists when presenting at
emergency departments.
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Topic 2: Experiences with disability support systems

This section explores the disability support experiences of the participants, focussing primarily
on their interactions with the National Disability Insurance Scheme (NDIS). Participants
frequently identified a range of supports accessed through the NDIS, including:

¢ Allied health professionals, including exercise physiologists (EPs), speech therapists,
audiologists, and more, were cited as essential for maintaining and improving functional
capacities

¢ Home modifications and maintenance, including adjustments to living environments and
support for upkeep through cleaning, gardening, laundry and meal prep services were also
seen as vital for safety and independence

e Support workers and coordinators, crucial for daily living tasks and navigating the
administrative complexities of the NDIS

¢ Psychological support, to address grief from diagnosis and disability, and enhance coping
strategies.

Insight 1: Seeking support includes significant emotional impact - from
feeling like a burden to embracing independence

Accepting the ‘disability’ label is a deeply emotional journey for many. Participants
described feelings of being a burden, which were often exacerbated by societal and systemic
pressures. While formal supports enabled independence, relying on them required an
emotional adjustment that was difficult for many to reconcile. Coming to terms with their
diagnosis and the need for formal assistance often involved guilt and hesitation. Some avoided
seeking support, believing their situation was less severe or that they could manage with
informal help. For others, external validation was key in embracing their entitlement to
support.

“...[The NDIS] questioned my disability...that made me feel guilty for asking for the support.
Made me feel like, ‘oh, maybe | don't [need] that. Maybe I'm asking too much.” And it wasn't until
a friend of mine said, ‘you're living with a disability, so you're entitled to it.”

“I thought that | wasn't deserving of any kind of extra support, and that it's just up to me to
make myself stronger and that if | can't do something, I'm lazy or I'm not fit enough...[The MF
NDIS Navigator] made a huge difference to the way I treat myself.”
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Carers and family members also struggled with guilt and other emotions. For many,
relying on outside help felt like a personal failure or surrendering responsibilities they believed
they should shoulder themselves. Guilt was shared but experienced differently—carers felt
they should be doing more, while people with mito felt guilty for needing support at all.

One participant shared: "I've said to my partner, I've got money in my budget to have gardeners
come and help." [Partner says], 'No, no, I'll be fine. | can do it'..I've even said..."there's a laundry
service...and it's not expensive, we could do that.' [Partner says], 'Oh | don't want people doing my
laundry.”

The presence of formal support workers also disrupted the sense of privacy and comfort in the
home. This sometimes led to tension or withdrawal. Participants also described complex
feelings of guilt—not only about receiving help, but also about the fear of being judged for
needing it. As another participant explained, "...for a long time, my partner was really not happy
for me to have support workers in the house. [They] found that really frustrating...leave the house
when [the cleaners are] here. [Partner’s] worried that the cleaners will think [partner] should be

doing it.”

Nevertheless, many participants acknowledged that formal supports were absolutely
necessary, and that accepting these was essential to preserving their personal relationships
and avoiding overreliance on family members. "You can't have a positive relationship and be
asking [family members] to be your support. It just doesn't work. So, I'm reliant on NDIS."

Many participants emphasised the importance of staying independent and having
control over their support. While recognising the need for assistance, they valued being able
to make their own decisions—particularly by self-managing their NDIS plans. For some, this
meant taking on administrative tasks in exchange for choosing their own providers and
shaping more personalised care. As one participant shared, “..When you self-manage, you're
able to choose which allied health professional you would like to see, which cleaner you would like to
get, and | wanted that choice.”

Others described deliberately delaying certain supports—such as support workers—to hold on
to their independence for as long as possible. These choices were made with a clear
understanding of mito’s progressive nature, and a hope that support would still be accessible
when it was needed:

“[A support worker] is one resource | do not use from the NDIS because I try to stay as
independent as | can...unless, of course, the situation becomes just beyond my own
ability...So I would like to know a support worker is something that is [possible in the
future]...Maybe I'm a little bit too independent.”
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Plan management' becomes necessary for those unable to navigate the system independently.
Those who struggled with self-advocacy or lacked familiarity with the system often opted for
plan management. While this provided access to a support coordinator to handle
administrative tasks, it also meant surrendering some control over how their plans were
managed.

Insight 2: Navigating a complex support system is a burden

Participants frequently highlighted the challenges of applying for and maintaining support
through the NDIS. The process was described as burdensome, requiring significant self-
advocacy and problem-solving skills to navigate rigid systems and bureaucratic red tape.

The need for a formal diagnosis and proof of permanence is a barrier. Many participants
expressed deep frustration with the system's rigid criteria; they found that formal
documentation was often prioritised over extensive clinical evidence and expert opinion. Even
multiple letters from specialists were often deemed insufficient. This not only delayed access
to essential supports but also left participants feeling disbelieved and dismissed by the system.
As one participant shared, “I had six reports of different allied health professionals and my
neurologist and my GP, and yet [the NDIS] still questioned my disability.”

Several participants also described the challenges of navigating support systems with a
condition where diagnostic certainty can be difficult to establish. One participant explained
how a negative genetic test—which does not rule out a clinical diagnosis of mito—became a
barrier to accessing support: "...it made it even more difficult to access support through places like
the NDIS and Centrelink and things like that. So, yeah, quite frustrating.” This participant
experienced multiple rejections despite clinical evidence, illustrating how an emphasis on
definitive test results can work against those with mito.

Another participant shared: “..[NDIS] said that | couldn't show that my condition was permanent...
They wanted [to know], is there a diagnosis, a cure? [Are] there treatments? They wanted all the
information, which were provided, but it wasn't good enough.”

Repeatedly having to prove disability adds emotional and administrative strain.
Participants described the repeated need to justify their disability to the NDIS as one of the
most emotionally and administratively draining aspects of the system. Many found the process
dehumanising, particularly given that their conditions are progressive and lifelong, making the
repeated justification seem unnecessary and redundant.

" Plan management refers to the way a participant’s NDIS funding is managed. Plan-managed participants have a
Plan Manager who helps pay providers, track budgets, and manage financial reporting.
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One participant highlighted how the administrative demands of proving their need for support
create a cycle of inefficiency: “[The NDIA requires] your OT to write another letter for you, and then
you're using up all of your funding for getting the letters to tell them that you need the funding in
that area.”

The toll of this process extended beyond emotional strain to include significant financial,
logistical, and health costs. Long waits for appointments, high out-of-pocket expenses, and the
need to coordinate with multiple healthcare providers added layers of complexity. These
burdens were compounded by the detrimental impact on participants' health, as one
participant shared:

“..l find that the whole [NDIS plan] review process always sets my health back by a month or
two ...doing the exercise testing, reading all the reports, and doing the functional assessment
again...it just puts my health backwards, and then it can take a couple of months or two to
recover from that.”

Participants shared strategies that had worked for them in navigating NDIS processes.
Many described how the system’s rigidity required them to adapt their approach to meet strict
and sometimes unclear criteria. A recurring theme was the critical importance of having
support letters or reports written by professionals who understood the NDIS language and
expectations. Participants stressed that even accurate information could be rejected if it wasn't
framed in the way the NDIS required. As one person explained, “An OT's ability to write the
report in the right wording is essential...even though what [my OT] wrote is right, she didn't term it in
the way that the NDIS needed [and | got rejected].”

This meant that participants often advocated to their own healthcare providers, coaching them
on what to include in reports.

"...You've got to advocate for yourself as far as getting reports, and if they're not exactly
what they should be, go back and tell your health professional, ‘Now you need to relate it
to this question.’...you need to be able to advocate for yourself in that way, but also stay
strong when you communicate with the NDIS.”

The need for highly specific, NDIS-aligned documentation often resulted in significant out-of-
pocket expenses. Another participant reflected:

“...1 just bit the bullet and paid $3,000 for an OT report. And as soon as that went in with
the application, | was approved....You're just not going to get anywhere with the NDIS
unless you have...a functional assessment, and it has to be by an OT. [NDIA] don't even
like it if you have any other healthcare professional. If it's not an OT, they don't like it,
and you're not likely to be successful.”
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Local Area Coordinators often lack knowledge and continuity. The role of Local Area
Coordinators (LACs) was seen as problematic due to limited knowledge about individual cases
and frequent staff turnover. Participants described experiences of LACs being unable to
provide meaningful guidance, not following through on agreed actions, and not handing over
information when they leave their roles. This often led to the participant needing to repeatedly
provide information, including information about mito. One participant described their
interactions with their LAC as "ridiculous".

Insight 3: There are positive outcomes along with persistent gaps in
support

Support services improve quality of life for individuals and carers. Receiving formal
support through the NDIS has been transformative for participants, enhancing their
independence and overall quality of life across physical, emotional, and social dimensions.
Participants shared how these supports improved their physical capabilities, enabling them to
manage their conditions more effectively. For example, therapy services helped individuals
maintain essential functions, such as speaking and swallowing: “.../ think [the speech pathologist
has], in many ways, been a life changer, because it's really helped me to swallow, it's helped me to
keep talking when | am tired and do have problems.”

Beyond physical health, support services also reduced the burden of daily tasks and emotional
strain and fostered social engagement. Participants described how assistance allowed them to
maintain employment, spend time with friends and family, and pursue meaningful activities,
helping to reduce feelings of isolation and loneliness. “I think these supports have enabled me to
keep working - it's only a few days a week - but [l can still work]....They've enabled me to have a bit
of a social life as well, because I'm not too tired to catch up with friends.”

“If I had to do all [house chores], then something [would have] to give, and that’s usually
either my social life...or time with my family. [Having supports has] allowed me to have
more quality time outside of doing those chores...[which] wipe me out and [waste my
whole day].”

Support workers were particularly valued not just for the practical help they provided but also
for the companionship they offered. For those who were homebound, these interactions were
a lifeline: “..just having the support workers here, although they're working...they treat me more as
a friend...it's nice to have that interaction, rather than being home alone all the time. Yeah, | was
almost house bound before | got support workers.”
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Access to assistive technologies fosters independence and confidence.

Receiving technology such as smartphones or specialised equipment empowered participants
to manage their daily lives. These tools enhanced autonomy and helped individuals feel more
connected to the world around them. One participant with a significant vision impairment
shared:

“l only got the phone this year...[for 1.5 years]...I couldn't even look up how much money | had
in the bank or what was happening with the mortgage, | couldn't answer a phone call. | was
very good at hanging up on people. | couldn't ring the doctors by myself because | couldn't use a
phone. [The phone] gave me the ability to do phone calls, to do my banking. | can look at
[things]. | can listen to a book. | use YouTube. | can do that on the phone.”

Support mitigates strain on personal relationships.

Many participants noted how NDIS services reduced the stress on their partners or families,
improving relationships that had been strained by the pressures of managing mito.
Participants shared that supports enabled them to regain some independence from their
family members and ensured that family members could continue in paid employment.

“I think my partner and | would be separated by now without [support], because we never really
fought at all before | got [mito], and now we're pretty good at it...if | didnt have support, we
wouldn't have a break from each other, and | wouldn't be able to do things [on my ownl]...it was
like being a little bit trapped.”

Significant gaps remain in funding, accessibility, and coordination between health and
disability systems.

Participants highlighted several gaps in support. Some faced funding restrictions that limited
access to critical services, such as mental health care. Others were caught between unclear
roles of health and disability systems, leaving certain needs unmet, such as insulin pumps (for
mito-related diabetes) not covered by Medicare, the National Diabetes Service Scheme or the
NDIS. As one participant explained, “/ have a psychologist who | was catching up with fortnightly,
but NDIS don't support that, so the most | can catch up with her is monthly.”

Limited funding also often forced participants to make difficult decisions about which supports
to prioritise. Practical, immediate services—such as cleaning and personal care—were
commonly chosen over longer-term needs like psychological support.

Inconsistent experiences and miscommunication create uncertainty.

Participants described widely varying experiences with the NDIS, even among members of the
same family. These ranged from highly positive to extremely negative, with few reporting
neutral or moderate outcomes. This polarisation suggests the system’s impact is highly
variable and, for many, unpredictable. A common frustration was the inconsistency of
decisions and communication.
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Outcomes often felt arbitrary, with significant variation in decisions for similar cases.
Conflicting information from NDIS staff—particularly around rules and definitions—added to
the confusion. One participant shared, “The main issue with the NDIS is, every time you talk to
someone, they will tell you something different. An example is, what [are] consumables? Some
say...it's anything under $1,500. Others say it's only to do with [incontinence products], and
everything else has to go under mobility equipment. Just get it sorted!”

Long wait times and poorly explained plan reviews further contributed to uncertainty. As one
participant described, “it's 50/50, you might gain some more support, or you might lose some of
the support you've already got. We just don't know.” Another added, “..Apparently there's no
rhyme or reason...[they] might get an answer back within three weeks, three months, or it could be
six months.”

For some, this unpredictability created anxiety around retaining certain supports. One
participant said:

“I pay for [items], and then | put it in [the system] and hope and pray every month that
[NDIS] will stick with it...you hope after a review, they don't say, ‘Okay, well, you need to
refund us all that money. We should never have said yes to that in the first place.’ If that
happens, | don't know what I'll do.”

Lack of service availability and funding limits access to vital supports.

Many struggled to find service providers willing to work with the limited funding in their plans,
leading to further delays and unmet needs. For those who were not NDIS participants,
including those awaiting acceptance into the scheme, access was even more restricted. Many
described being turned away by providers who only accepted NDIS-funded clients, leaving
them effectively shut out of support altogether. Two participants shared their experiences:

“I'd approached, | don't know, 15 [support coordinators], and my carer had tried to
contact a similar number, and they all rejected me ... As soon as they found out the
[small] amount of money that | had, they weren't prepared to take me on as a client.”

“...when | contacted [service provider], they actually said, ‘Come back and see us when
you have a plan.’ So, | couldn't get any support because everything was through the
NDIS...not having that NDIS package meant that | was then obstructed from actually
getting any support at all. So, [] really couldn't leave my house.”
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What does the mito community recommend?

During interviews, participants were asked what changes or improvements to the disability
support system would make the biggest difference to having their support needs met. Their
recommendations are summarised below:

. The disability workforce - especially those working within the NDIS - needs to have a

baseline understanding of mito and recognise the importance of lived experience.
Many participants shared experiences of not being listened to, or of having to continually
self-advocate with the NDIS. While participants acknowledged that in-depth knowledge of
mito may be unrealistic across the entire workforce, they emphasised that, in such cases,
workers must listen to participants and value their lived experience.

Given that mito is progressive and degenerative, planning processes must anticipate
future needs. Support plans should be flexible and forward-looking, reducing the burden
on participants to repeatedly demonstrate decline or reapply for supports. This approach
would recognise the nature of the condition and ensure continuity of care as needs
increase over time.

Processes need to be streamlined, and unnecessary red tape reduced, particularly for
self-managed NDIS participants. Participants called for eliminating redundant paperwork,
such as repeated proof-of-disability requests, and for consistent, standardised decision-
making across applications and reviews.

Mental health supports must be integrated as a core part of disability support.
Participants highlighted the importance of regular access to counselling to help manage
diagnosis-related grief, anxiety, and day-to-day coping. Mental health should be recognised
as essential to overall wellbeing, with flexible funding that can be tailored to individual
needs and circumstances.

Accessibility must extend beyond the home to support independence and social
participation. Participants emphasised the need for universal access to buildings, public
spaces, and digital platforms. Without this, they face unnecessary barriers to engaging with
their communities, attending appointments, or participating in education and employment.

Many participants also shared advice for others in the mito community navigating the NDIS:

1.

Clearly address the NDIS’ key reasonable and necessary criteria'® in supporting
documents

Advocate for yourself when working with health professionals to complete forms, as they
may be unfamiliar with the most relevant information to include

If possible, consider investing in a functional capacity assessment by an OT, as this is
often the most effective way to secure NDIS access.
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Discussion

Respecting and engaging with lived experience emerged as a key component of effective care
and support across both healthcare and disability systems. This aligns with a substantial body
of literature highlighting communication breakdowns as a common source of dissatisfaction—
particularly among people living with rare, chronic, and/or poorly understood conditions like
mito.>”"""'3 In both healthcare and disability support settings, effective communication has
been consistently linked to improved outcomes for people impacted by rare diseases.®'*'¢ It
includes practices such as involving people with lived experience in decision-making,
encouraging questions, using accessible language, and actively listening without interruption.™
This helps build strong interpersonal relationships, enhance information exchange, and
support patients’ confidence and self-management.' For people living with rare diseases like
mito, where diagnosis is often delayed and uncertainty prolonged, these principles are not just
best practice—they are essential.®'>'"~"" Acknowledging the limits of clinical knowledge and
valuing patients’ expertise in their own condition can significantly reduce the emotional burden
and improve care quality for those navigating complex and often invisible health challenges.

A second key theme across both healthcare and disability support was the high burden placed
on individuals and families to coordinate their own care. The Australian government has
acknowledged that the healthcare system is not adequately equipped to manage rare, chronic,
and complex conditions despite their significant economic and social burden.?® For people
living with rare diseases like mito, fragmented systems often require them—or their carers—to
act as navigators: sourcing information, managing referrals, handling paperwork, and linking
siloed services across both healthcare and disability settings, and intersecting sectors,'%'321-23
This extensive self-advocacy is not only time-consuming but also financially, emotionally and
mentally taxing, particularly when paired with the demands of a complex, progressive
condition and the specific energy limitations often associated with mito.?'~** These challenges
are further compounded by broader issues affecting the general population, including the high
cost of specialist care and limited access to specialists in the public system. For many,
necessary care is only available in private settings, creating additional barriers to timely and
affordable support.>® Addressing these issues will require a multifaceted approach, including
improving coordinated care through strengthened centres of expertise that offer integrated,
multidisciplinary support and system navigation,*?® alongside broader reforms such as
increasing specialist training to improve availability, upskilling GPs to manage more complex
care without immediate referral, and investing in public healthcare infrastructure to expand
access to essential services.?

Similarly, the NDIS, while promoting choice and control, has shifted much of the coordination
and administrative burden onto participants and their families.?*3° When families lack the
resources, capacity, or support to navigate these demands, they risk missing out on essential
services—raising serious concerns about equity and access, as those with the greatest support
needs are often least equipped to secure them.?*" Reducing the reliance on individual
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advocacy requires greater consistency in decisions and streamlined pathways for access and
review.*® Encouragingly, the current NDIS reform process includes several recommendations
from the Independent Review that aim to simplify access, improve consistency, and strengthen
support for participants with complex needs.*? Significant work is needed to ensure these
reforms are implemented in ways that work well for people living with mito and other rare
diseases.

This study also highlights the significant overlap between health and disability systems in the
lives of people with mito. For many, health and disability needs cannot be neatly separated—
yet systems often operate in silos, creating gaps in care and support that individuals and
families are left to bridge themselves. Addressing these challenges requires greater integration
across systems, with a focus on multidisciplinary, holistic, and person-centred care.'®*?
Developing coordinated pathways that bridge health, disability, social, and community
supports is essential to ensure people with rare diseases receive continuous, responsive care
that meets the spectrum of their needs.'®** Continued collaboration between healthcare,
disability, and rare disease stakeholders will be essential to designing systems that are
responsive, coordinated, and capable of meeting the nuanced needs of this community.3*
Some of this work is already underway in parts of Europe, offering valuable opportunities for
Australia to learn from and adapt models of integrated care.'3333¢

Conclusion

The aim of this study was to explore the experiences of the Australian mito community with
both health care and disability supports. 22 people impacted by mito in Australia were
interviewed. The study reveals the many challenges faced by mito community members, the
impacts of these challenges and key changes that could improve health and disability support
systems in Australia. The study also reveals solutions developed by community members,
including their coping strategies.

Many of these experiences are consistent with what is known about the experiences of others
living with chronic and rare conditions. Participants shared examples of how the combination
of energy limitations, multiple disabilities and a health condition that is not well understood
create specific challenges for them.

The participants shared a range of experiences, which reflects the diversity of mito, an
umbrella term that includes over 350 different genetic conditions. This report focusses on
common experiences and perspectives. Future work could explore many topics shared in
interviews that have not been covered in this report. These include the reproductive health
priorities of the mito community, mental health and wellbeing support needs, experiences with
clinical trial participation (including how these might inform routine care), and the perceived
effectiveness of current management strategies such as exercise, nutrition, and dietary
supplements.
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Driving change is a key priority for Mito Foundation, including through research and systemic
advocacy. The insights in this report suggest that this work should focus on:

e enhancing health care for mito, including improved centres of expertise and care
coordination between primary, specialist and allied health care

e significant changes to disability support systems to reduce the burden on people with mito
and to ensure they are responsive and flexible to changing needs

e continued work to ensure timely and precise diagnosis

e increasing what is known about mito through both research and educating professionals in
both disability and health services.

Limitations

This study primarily engaged community members already connected to Mito Foundation,
limiting perspectives from those not in regular contact with Mito Foundation. Additionally,
certain groups—including men, younger people, people from culturally and linguistically
diverse (CALD) communities, Aboriginal and/or Torres Strait Islander peoples, and individuals
with specific types of mito—were underrepresented. Additionally, some participants were lost
to follow-up due to changes in contact details or life circumstances, impacting the continuity of
data collection. Participation was restricted to Australian residents, excluding insights from the
broader global mito community.

There was also significant overlap between the two research topics—healthcare experiences

and disability support needs—making it difficult to fully separate findings. Many participants’
experiences spanned both areas, highlighting the interconnected nature of healthcare access
and disability support for people living with mito.
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Appendix A: Mito Stories Project pilot overview

The Mito Stories project pilot (the pilot) explored critical gaps in healthcare and disability
support for Australians affected by mitochondrial disease (mito). Despite the profound impact
mito has on individuals and families, many struggle to access appropriate medical care,
navigate complex support systems, and find reliable information about their condition. This
pilot study focused on two key areas:

Topic 1: Understanding the Australian mito community’'s experiences with health care:
examining how people with mito access and use healthcare services, the barriers they face,
and how care can be improved

Topic 2: Understanding the Australian mito community’s disability support needs: identifying
the challenges people with mito encounter in securing appropriate disability support, including
their experiences with programs like the National Disability Insurance Scheme (NDIS).

Methods
Eligibility criteria

The Mito Stories Project collects stories from members of the mito community in Australia. To
participate in the pilot project, mito community members had to:

e be atleast 18 years old

e provide informed consent

e be able to communicate effectively, either independently or with the assistance of a
translator or support person,

e have accessed or attempted to access healthcare services for mito and/or self-identified as
having disability support needs.

Recruitment
Participants were recruited in a staged approach following the pilot launch in July 2024:

e Direct outreach: Personal emails to respondents of the 2022 Mito Community Survey who
had expressed interest in future interviews

e Broader community engagement: Email campaigns and social media outreach via Mito
Foundation channels

¢ Targeted follow-up: Outreach to individuals who had engaged with Mito Foundation
support services.

22 community members were interviewed as part of the pilot project, for a total of 25
interviews. Participants shared their experiences with different types of mito, including MELAS,
CPEO, LHON and other rarer types of mito. Table 1 provides an overview of participant
characteristics.
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Data collection and analysis

Interviews were conducted by Mito Stories Project Investigators (HH, RD, CS), audio-recorded,
and transcribed verbatim before being anonymised. Participants had the opportunity to review
their anonymised transcripts. Qualitative analysis was performed using NVivo 14, with
investigators coding data they did not personally collect to enhance objectivity. A deductive
coding framework was applied first, followed by inductive coding to capture emerging themes.
The coding framework was iteratively refined and reviewed collaboratively before being
presented to the Mito Stories Project Advisory Group' for feedback.

i The Mito Stories Project Advisory Group is an independent body established by Mito Foundation to provide expert
and community-informed advice on the development and management of the Mito Stories Database. It includes
researchers and members of the mito community and plays an advisory role in the project.

Page 26 of 31



mito
FOUNDATION
Appendix B: Living with mito

Living with mito can mean navigating chronic fatigue and pain, and unpredictable health
challenges. Many see it as an invisible barrier that dictates daily life, limiting energy and
independence.

Fatigue, pain, and daily challenges

Fatigue is one of the most significant and misunderstood challenges. It is not simply feeling
tired—it is a total depletion of energy that forces the body to stop: “I've been tired my whole life,
but I never let it stop me. Once the episodes started, | didn’t have a choice. My body just stops me
every time | try to overdo it.”

Simple tasks like standing for long periods, household chores, or walking short distances can
be overwhelming: “/ just don't have capacity to do cleaning and vacuum, or anything like that. |
can't even change the bed anymore. It's too physically hard for me to hold my arms up that long.”

Many experience weight loss and struggle to maintain energy levels: “..I had dropped down to
35 kilos...I kind of eat eight small meals a day. | seem to burn off so much energy. So, I've always got
to put the food in my body.”

Chronic pain can make movement difficult, with limited treatment options: “When | walk, | have
like a thousand rocks underneath my feet...I can't walk around without shoes on at all. [My
neurologist] basically just told me there's nothing they can really do; they can [just] help me stay out
of pain.”

Balancing independence and support

Maintaining independence is a daily struggle. Many want control over their lives but face
physical, cognitive and systemic barriers: “I have to get other people to take me somewhere...those
are the things that kind of get you down as well, because you're relying on other people. You feel a
bit [like], ‘am | a burden?'...l know I'm not. They [family members] say I'm not. But you feel like you
are when you say it...”

Cognitive symptoms can further erode autonomy: “/ can’t remember stuff. | forget my address.
Who forgets where they live? It's horrible, it's embarrassing, | feel ashamed.”

Accessing the right support, such as assistive technology or personal care, can make the
difference between feeling trapped and maintaining some independence: “If | didn’t have
support, [my partner and I] wouldn't have a break from each other, and | wouldn't be able to do
things [on my own]. It was like being a little trapped before getting support. It wasn't like | could just
go for a walk, because | couldn't find [the road].”
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Adapting to change

Mito requires constant adjustments—modifying routines, using assistive tools, and making
strategic choices to conserve energy. Many rely on strategies such as buying pre-cut foods,
mobility aids, and environmental modifications to stay as independent as possible. However,
these adaptations come with a sense of loss: “..if it wasn't for the fact that my body is just
[ughhh], and | can’t [do certain things]. | had to relinquish that power. | had to give it up. It's quite
freeing, but it is quite upsetting as well.”

Employment and social life are often affected, with some forced to leave careers and limit
social activities: One participant shared: “[l] can’t go to the shops. [I] can't just jump on a bus. |
can't find the bus stop!” Another participant reflected: “Sometimes it's easier to just stay home.”

Despite these challenges, many find ways to stay engaged: “The [support worker] comes in on
Thursdays and takes me to quilting so | can stay longer, because | don’t have to worry about driving
home.”

Living with mito is an ongoing battle, but within it, many participants expressed hope and
resilience. Even for those needing extensive support, maintaining control over even small
aspects of life remains essential: “I[My partner] was just very insistent that they weren't going to...let
[mito] hold them back.”
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