ERN MELAS WORKING GROUPS
WG leader identified in bold

Group 1 MELAS DEFINITION (INCLUDING SLE
DEFINITION)

1. Mary Kay Koenig (pedi/adult)
2. Rob Pitceathly (adult)
3.Michelangelo (adult)

4. Rita Horvath (adult)

5. Daria Diodato (ped)

6. Manuel Schiff (ped)

7. Serenella (adulti)

8. Felix Distelmaier (pediatric)
9. Chiara La Morgia (adult)

10. Michio Hirano (adult/ped)
11. Rene de Coo (pediatric/ adult)
12. Amel Karaa (peds/adult)
ECR: Piervito Lopriore

Group 2 MANAGEMENT OF SLE

1.Marcello Bellusci (ped)

2. Guido Primiano (adult)
3.Daria Diodato (ped)
4.Fernando Scaglia (ped/adult)
5. Chiara La Morgia (adult)

6. Manuel Schiff (ped)

7. Serenella (adulti)

8.Bobby McFarland (paediatric)
ECR: Luisa Semmler

Group 3 MANAGEMENT OF COGNITIVE AND
PSYCHIATRIC ISSUES

1. Cornelia Kornblum (adult)
2. Thomas Klopstock (adult)
3. Amel Karaa (peds/adult)
4. Serenella (adulti)
5.Costanza Lamperti (ault)
6. Musumeci Olimpia ( adult)
7. Mika Martikainen (adult)
ECR: Luisa Semmler

Group 4 Management of headache and epilepsy

1. Michelangelo Mancuso (adult)
2. Omar Hikmat ( pediatric)

3. Musumeci Olimpia ( adult)

4. Guido Primiano (adult)

5. Felix Distelmaier (pediatric)
6.Bobby McFarland (paediatric)
7. Chiara La Morgia (adult)

8. Rene de Coo (pediatric/ adult)
9.Mika Martikainen (adult)

ECR: Piervito Lopriore

Group 5 Management of comorbidities
(cardiomyopathy, gastrointestinal....)

1. Mary Kay Koenig (pedi/adult)
2. Fernando Scaglia (pedi/adult)
3. Chiara La Morgia (adult)

4. Costanza Lamperti

5. Musumeci Olimpia (adult)
6. Michio Hirano

7. Amel Karaa (peds/adults)
ECR: Luisa Semmler
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Literature search strategy

We are going to search electronic databases MEDLINE via PubMed, ClinicalTrials.gov and the
European Clinical Trials Register. Both MeSH terms and open search will be performed

1. From now to May 15th each WG will perform a revision of the published literature until
March 31st 2025.

2. Thefocus of the search will be a genetically confirmed primary mitochondrial disease
characterised by 1. the full clinical phenotype of MELAS or 2. by encephalopathy and
at least one stroke-like episode

3. Each working group has to provide the results as PRISMA Flowchart, the final list of
included articles must be provided as well as the queries to be voted in the first Survey

4. Mandatory strategies/aspects to be explored for WG1:
Books and documents, clinical trials, meta-analyses, randomized controlled trials,
reviews and systematic reviews under the search terms (see below)

Inclusion criteria literature search for WGs:

e Peerreviewed papers: case reports, case series, case control studies, prospective or
retrospective cohort studies, non-randomized uncontrolled trials, randomized control
trials, reviews and systematic reviews

e Only papers with genetically confirmed MELAS (m.3243A>G, POLG etc.)

Exclusion criteria literature search for WGs 2-6:
@® Papers without genetic confirmation of MELAS
e Studies that are not reporting any outcome from therapeutic intervention

WG1

Previous criteria:

Hirano 1994 (MELAS) (https://pubmed.ncbi.nlm.nih.gov/1422200/)
Yatsuga 2012 (MELAS) (https://pubmed.ncbi.nIm.nih.gov/21443929/)

Yi 2019 (SLE) (https://pubmed.ncbi.nlm.nih.gov/32090171/)

Yi 2022 (SLE) (https://pubmed.ncbi.nlm.nih.qov/34927673/)

Emmanuele 2022 (MELAS) (https://pubmed.ncbi.nim.nih.gov/35606253/)

Prompt:
e MELAS Syndrome (MeSH Term) and Stroke-like episode AND/OR diagnostic criteria
AND/OR definition AND/OR diagnosis
e MELAS Syndrome (MeSH Term) AND metabolic AND stroke

WG2
Prompt:

e MELAS Syndrome(MeSH Term) AND Stroke-like episode AND/OR management AND
therapy AND/OR prevention

WG3



Prompt:
e MELAS Syndrome (MeSH Term) AND/OR Stroke-like episode AND mental disorders

WG4

Prompt:
e MELAS Syndrome (MeSH Term) AND/OR Stroke-like episode AND epilepsy (MeSH Term)
AND/OR seizures (MeSH Term)
e MELAS Syndrome (MeSH Term) AND/OR Stroke-like episode AND headache (MeSH Term)

WG5

Prompt:
e MELAS Syndrome (MeSH Term) AND/OR Stroke-like episode AND/OR Glucose

intolerance AND/OR Diabetes AND/OR Gastrointestinal* AND/OR Cardiomyopathy
AND/OR Hearing AND/OR Endocrine * AND/OR Kidney failure AND/OR Visual* AND/OR
Liver* AND/OR Infection AND/OR Neuropathy AND/OR Myopathy AND/OR Multi-organ
failure AND/OR Rhabdomyolysis AND/OR lactic acidosis
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