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Mitochondrial Disease Version 2.0 NINDS CDE Project 
Endocrinology Subgroup Summary 

 
The NINDS Mitochondrial Disease v2.0 Common Data Element (CDE) Endocrinology Subgroup considered CDEs related 
to the diagnosis, evaluation, and management of endocrine disorders impacting individuals with mitochondrial disease 
to be within their purview. 
 
Across the lifespan, individuals with mitochondrial disease can develop a variety of endocrine disorders, as 
demonstrated in natural history studies (e.g., Al-Gadi et al., 2018), and reviewed in multiple publications (e.g., Ng et al., 
2022). Clinical care guidelines (e.g., Parikh et al., 2017) recommend monitoring for disorders of carbohydrate 
metabolism (including both hypoglycemia and diabetes mellitus) and other treatable conditions whose prevalence may 
be increased in mitochondrial disease (e.g., hypoparathyroidism, adrenal insufficiency, pituitary hormone deficiency, 
thyroid disorders, reproductive endocrine disorders), especially in specific sub-types where endocrine manifestations 
are prominent, including, e.g., large-scale mtDNA deletion syndrome. In addition, like other individuals with chronic 
illness, individuals with mitochondrial disease often develop disorders of growth, puberty, and bone health that are 
multi-factorial in etiology. 
 
Where available, CDEs that are already in widespread use in the context of endocrine disorders were reviewed and 
included, e.g., anthropometric measurements and associated population reference values and outcomes reflecting 
diagnosis and management of diabetes mellitus. Where no appropriate CDEs were available, tools for collection of CDEs 
were developed and/or adapted from v1.0 CDEs. Potential overlap with other subgroups was addressed; specifically, the 
Endocrinology Subgroup reviewed tools to assess growth, pubertal development, and bone health in collaboration with 
the GI/Hepatology and Nutrition Subgroup. Symptoms referrable to hypothalamic impairment (e.g., sleep and circadian 
problems, temperature dysregulation) will be addressed elsewhere. 
 

Summary of Recommendations 
Subdomain CRF Name Classification 

General Health History Bone Health History Supplemental 

Diabetes-Related Medical History Supplemental – Highly Recommended; 
Exploratory 

Reproductive and Hormonal History Supplemental 

Imaging Diagnostics DXA Supplemental 

Laboratory Tests and 
Biospecimens/Biomarkers 

Diabetes Labs Supplemental – Highly Recommended; 
Supplemental; Exploratory 

Labs of Bone Mineral Metabolism Supplemental 
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