
Suspicion of mitochondriopathy

Anamnesis

Bodily fluids - basis

Physical examination including
neurological status

MITO?

MITO?

CNS? PNS? Muscles?

MRI (MRS), cerebrospinal fluid - lactate

Abandonment of 
mito. diagnostics

CNS, PNS, 
muscles Syndrome?

Encephalo-(myo)-neuropathies,
No defined syndrome

Syndrome-specific
Genetics diagnostics?

Genetically defined
syndrome?

Mutation 
investigation

Blood?

Genetics in respect
of muscle biopsy

Genetically
defined

syndrome?

Specific diagnostics
Blood, urine?

1

Apparatus-based organ examinations,
stress tests, expanded laboratory

diagnostics

Muscle biopsy (+skin)

Biochemistry, histology

Unambiguous
diagnostics?

Specific genetics
appropriate?

Diagnosis

1

2
1

Summary: 
MITO?

Re-enter further on

Apparatus-based organ examinations,
expanded laboratory diagnostics

Biopsy of the affected tissue
(+skin, muscles)

Non-neurological,
other organs

1

MITO?

MITO? Abandonment of 
mito. diagnostics

Abandonment of 
mito. diagnostics

Abandonment of 
mito. diagnostics

Treatment

Abandonment of 
mito. diagnostics

CNS, PNS, muscular involvement

MITO?Abandonment of 
mito. diagnostics

Genetics, blood

Specific diagnostics, blood, urine

Positive? 

Specific genetics –
appropriate? Genetics, tissue

1

Biopsy of the
affected tissue? Note: We refer to the problems

associated with a biopsy

2

Syndrome with central nervous system,
peripheral nervous system, muscular involvement

2


