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Audiology 
SensorineuraJ heanng loss 

Ophthalmology 
Cataracts 

Ophthalmopk!g1a 
Optic nerve atrophy 

Ptosis 
Re!Jnopathy 

Endocrinology 
Adrenal insufficiency 

Diabetes melUtus 
Growltl hormone deficiency 

Hypoparathyroidism 
Hypothyroidism 

Osteopenia 
Short stature 

Gastroenterology 
Constipation 
Dysphagla 
Dysmot~1ty 

Failure to thrive 
Liver dystunctlOO 

Pancreabc insufficiency 
Pseodo-obstruction 

Hematology 
Iron deficiency 
Pancytopen1a 

Sideroblasbc anemia 

Pregnancy 
Gestallonal diabetes 

Preedampsia 
Preterm labor 

Systemic 
Exercise mlolerance 

Fatigue 

Central nervous system 
Abnormal tone 

Ataxia 
Autonomic dysfunction 
Bnunslem dysfunction 

Developmental d1sabhty 
Epilepsy 

Headaches 
Mood cllsorder 

Movement <borders 
Spasbc1ty 

Strokes (metabolic) 

Cardiology 
Arl'hythmia 

CardlOITiyopathy 
Conduction delecls 

Heart block 

Pulmonology 
Apnea 

Aspiration 
Hypovenrnation 

Pulmonary hypertension 
Sleep disorders 

Nephrology 
Fanconl syndrome 

Glomerular dyslunctJon 
Tubulopathy 

Immunology 
Recurrent mlectlOl\S 

Neuromuscular 
Myopathy 

Neuropalhy 

Orthopedic 
Contractu res 

Fractures 
Scohosls 

Sumit Parikh et al: Patient care standards for 
primary mitochondrial disease: a consensus 
statement from the Mitochondrial Medicine 
Society, Genetics in Medicine, 2017 
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8:05-&JQ 3.!Dl 

8:30-9:00 aim 
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1:45-2:15 m 
2: 15-2 :45pm 
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A.ge:nda 

Leveraging mltmalhis tmy dam n·hen designing clinical 
tria.13 

Pa.tieutp cFula.ti.ons election and comiderati.oos fur 
·ped:iatnc patient ewulhEut in clinical trials 

Defining and ass~sing d inir.a]benefit: 
regulatory. scientific, 3!lld patient perspectives 

Pruie1d1scuss.ion#2 

Clinical ·frk11 design and statiBtica[ considerations 
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