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Inter-ERN Aims

= to develop guidance towards a common approach betwe
(endorsed by EAN & PAGs, where possible)

= to know first (survey) and then to develop diagnostic pathwa
treatment options through Europe

= ICD-10 codes

= the education needs:
ERN webinars, EAN, ESHG workshops or teaching courses,
training curriculum
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Do you think that PMDs have an important role in clinical practice?
220 responses

B Yes
® Mo
' Da nal ko

Do you follow patients with PMDs
220 responges




WGS availability
[ Yes

[l Yes/for scientific purpose only
[l No/do not know

Exome availability

B Yes
[l Yestfor scientific purpose only
I No/do not know

NGS panel availability
[ Yes

[ No/do not know
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Is the mitochondrial cocktail reimbursed by the health system of your Country?
220 responses

Do you prescribe the mitochondrial cocktail to your PMD patients

220 responses ® Yes
® No
@ 1 do not know
@® Yes
® No

)

@ 1 do not know

if you prescribe the mitochondrial cocktail, what do you usually consider (multiple choices allowed)
167 responses

Conezime Q10 and analogues 142 (85%)
Riboflavine 108 (64.7%)
carnitine 101 (60.5%)
lipoic acid 32 (19.2%)
vitamin E 51 (30.5%)
vitamin C 51 (30.5%)
Other 39 (23.4%)
None 18 (10.8%)
0 50 100 150




Are you happy with the ICD-10 codes for classifying PMDs discherged from your HCP?

220 responses

@® Yes
® No

@ | not not know

Do you think PMDs deserve specific ICD codes for reimbursement reasons or for better attention

and tailored healthcare for these patients
220 responses

® Yes
® No

@ | not not know




Closed Project 2023-Il: Management of mitochondrial epil

International Consensus Workshop on the Management of Seizures in
Patients with Mitochondrial Diseases

FUNDED BY EJP RD Networking Support Scheme

Treatment of mitochondrial epilepsy is challenging
even for expert epileptologists. Examples of this difficulty are the risk
of valproate toxicity and propofol infusion syndrome. Reason why
standards of care need to be developed and disseminated.

A panel of experts in mitochondrial medicine, representative of the
five ERNs will meet in Budapest. During this workshop, the experts
will produce a consensus paper on the management of epilepsy in
mitochondrial diseases. Its dissemination and a plan for updating and

curating the consensus paper will also be established.
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Current management of primary mitochondrial disorders In EU
countries: the European Reference Networks survey

Michalangels Mancuso! - - Piarvito Lopriom” - Costanza Lampartt” - Thomas Klopstock?®* - Shamima Rahmean®-
- Cornalia . .

The education needs Bt

Is there a need for education and training in the residency programms in PMDs
220 responses

@ Yes

® No

Is there a need for education and training in PMDs? @ I do not know

220 responses

® Yes
® No

/ @ | do not know

Do you think ERNs must provide more education on PMDs through different initiatives
220 responses

® Yes
® No
@ 1 do not know

)




Webinars e academy

= EURO-NMD Webinar series (February 2022: ,, mitochondrial
month*)

= An introduction into mitochondrial disease in adulthood, Cornelia Kornblum
03.02.2022

* Primary mitochondrial myopathies, Michelangelo Mancuso 17.02.2022

» Targeted therapies for Leigh syndrome: Systematic review and steps towards
a Treatabolome,
Rita Horvath 24.02.2022

= EURO-NMD Webinar series (September 2022: ,,mitochondrial
awareness week*)

= Mitochondrial Epilepsy, Michelangelo Mancuso, 01.09.2022

» Mitochondrial Movement Disorders, Chiara LaMorgia, 21.09.2022
= Mitochondrial Genetics, Costanza Lamperti, 22.09.2022
= Mitochondrial Optical Neuropathies, Chiara LaMorgia, 29.09.2022
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Group projects 2024-25

CPMS

Guidelines

Educational activities

Education (Curriculum, in collaboration with Marianne DeVisser)
Awareness

ICD codes

Collaboration with EAN and European Society for Mitochondrial
Research (www.e-mit.org), and more

.
D Building bridges and breaking barriers in rare neuromuscular diseases
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http://www.e-mit.org/

