
Age of onset may vary considerably and may vary even within 
one family.
Red �ags that may point towards MFM: when patients expe-
rience a lack of strength in the hands or feet, frequent falls or 
tripping, dif�culties in running, climbing stairs or walking long 
distances, dif�culties in cutting food or handling tools, a physi-
cian should be consulted. 
Some cases present with heart involvement and/or respiratory 
involvement. 

STEP 5 When severe disability is the case

STEP 1 Pre-diagnosis

• People may see you as clumsy or lazy.
• Feeling / knowing that there is something wrong, not 

knowing what, makes you feel uncertain, looking for 
explanations.

A rehabilitation physician or neurologist may help to prevent 
overburdening or under use of muscles.An evaluation of the respiratory 
function should be done regularly from day one. Be aware of symptoms 
such as daytime sleepiness, nightmares, morning headaches, waking 
up very tired after having slept all night.
A regular cardiac evaluation is recommended. Physical therapy may be 
helpful, especially to help prevent overburdening of healthy muscles.
Pain management may be necessary as a result of overburdening 
(healthy) muscles or contractures
It can be useful / necessary to have an easy accessible instruction (e.g. in 
your phone or written on a card) for emergency workers in case of an 
accident or other emergency: what to do or not to do (e.g. whether respi-
ratory support is provided or anaesthetics that may be avoided)

• Aids, such as a wheelchair, crutches, walking stick or 
mobility scooter may help to manage fatigue and keep 
doing things that make you happy (and thus provide 
energy). The disease will become more visible. Think 
ahead what you will say when people (sometimes 
complete strangers) ask what is wrong with you.

• Car adaptations may be necessary to continue driving 
safely.

• Fatigue may affect your ability to keep positive. Learning 
to manage your energy levels is important.

• Those with a paid job may need to adapt their working 
hours or adjust their tasks to less strenuous activities.

Not all mutations result in very severe disability, which is rare and usual-
ly occurring in late-disease stages.
See a physician regularly to prevent problems such as pressure sores, 
contractures, loosing energy due to insuf�cient body support/inade-
quate seating.  Correcting or preventing contractures can be done by 
stretching and wearing (night)splints. Aids may be needed to help: 
hoist, hospital bed, arm support to keep moving your arms, power 
wheelchair, high toilet, shower commode. Home care may help with 
dressing, showering and other activities of daily living. Prevent/treat 
pressure sores and contractures 

STEP 4 When symptoms get more serious

It is recommended to have regular consultations with medical specia-
lists. At least by the neurologist or cardiologist, preferably by both. 
Follow-up may address cardiac problems, muscle skeletal evaluation, 
rehabilitation, respiratory function and swallowing problems.
Doing exercise is important. Stretching is good. Moving the muscles that 
are still in good condition. Keeping breathing muscles in condition is 
useful to remain having an effective cough. For children exercise may be 
going for instance to the pool and splash around. Do not compare to 
peers.
The diet should be varied.Supplementation of vitamins could be useful.

• This may be a good time to reconsider your professional 
ambitions to �nd a job that is possibly less strenuous 
and/or can be continued when the body weakens. Having  
or keeping a job can contribute to the feeling of having a 
meaningful live. In the early stage, the disease often is 
“invisible” for others. 

• For others it may be dif�cult to understand what it does to 
you. 

STEP 3 First years after diagnosis

STEP 2 Diagnosis

 Patient Journey
Myo�brillar myopathy

Myo�brillar myopathy is a group of diseases causing muscle 
weakness. Mutations can be found in different proteins. Symptoms 
may vary depending on the affected protein. The results of the 
following tests can point in the direction of Myo�brillar myopathy: 
Blood samples, including determination of CK (creatine phosphoki-
nase) levels, EMG (electromyogram), muscle magnetic resonance 
(MRI), muscle biopsy and genetic testing As it is a rare disease, diagno-
sis is often set in a referral/expert centre (university or academic 
centre) by a neurologist or genetic counsellor specialized in 
neuro-muscular disorders.

• It may be a relief to �nally get the correct diagnosis.
• For affected parents: It can be dif�cult to see that you 

passed the disease on to your child
• Your partner or other signi�cant persons may need time to 

accept the disease as well. 
• Finding information about this rare disease is often dif�cult. 
• Your social environment might have dif�culties to estimate 

the severity of the disease, because it is unknown.

• Don’t get tired of visiting all different medical specialists. 
Healthcare is typically not yet organized around the 
patient, but being followed up medically is important.

• It is important to keep socially active and to somehow 
have a meaningful life. Make good use of your better days.

• Evaluate ways of visiting the toilet, such as a (suprapubic) 
catheter or belly button stoma. Make sure you manage to 
participate in society, by obtaining the right assistive 
devices, dealing with inaccessibility issues in society to 
prevent loneliness. This can be strenuous.

MEDICAL SOCIAL

To learn more about this 
patient journey, scan me!

The ERN EURO-NMD is funded by the European Commission under the EU4Health programme (EURO-NMD 23-27 — 101156434 — EU4H-2023-ERN2-IBA)

C

M

J

CM

MJ

CJ

CMJ

N

PJ2FINAL .pdf   7   16/04/2024   18:50


