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	Item
	Topic
	CARE element (abridged)
	Where reported
	Status
	Comment

	1
	Title
	Diagnosis/focus and “case report” identified
	Title page
	Reported
	

	2
	Keywords
	Key terms identify the diagnosis/focus and include “case report”
	Keywords
	Reported
	Keyword list includes “case report” and has been aligned with the final manuscript.

	3a
	Abstract
	Why the case is worth reporting / contribution
	Abstract - Background
	Reported
	

	3b
	Abstract
	Main symptoms and important clinical findings
	Abstract - Case presentation
	Reported
	

	3c
	Abstract
	Diagnosis, management/interventions, and outcomes
	Abstract - Case presentation
	Reported
	

	3d
	Abstract
	Principal take-away lesson
	Abstract - Conclusions
	Reported
	

	4
	Introduction
	Why the case is informative in context of literature
	Background
	Reported
	

	5a
	Patient information
	De-identified patient information
	Case presentation, opening paragraph
	Reported
	

	5b
	Patient information
	Primary concerns and symptoms
	Case presentation, opening paragraphs
	Reported
	

	5c
	Patient information
	Relevant medical, family, psychosocial/genetic history
	Case presentation, family-history paragraph
	Reported; psychosocial details were not available/relevant
	

	5d
	Patient information
	Relevant prior interventions and outcomes
	Case presentation, longitudinal follow-up paragraph
	Reported to the extent available
	

	6
	Clinical findings
	Important examination findings
	Case presentation, age 10 and age 23 examinations
	Reported
	

	7
	Timeline
	Chronological summary of the episode of care
	Table 1. Longitudinal clinical timeline
	Reported
	

	8a
	Diagnostic assessment
	Diagnostic methods and testing
	Case presentation: CK, NCS/EMG, muscle biopsy, cardiac testing, molecular testing
	Reported
	

	8b
	Diagnostic assessment
	Diagnostic challenges
	Case presentation and Discussion - molecular confirmation / uncertain family history
	Reported; delayed molecular confirmation is described
	

	8c
	Diagnostic assessment
	Diagnosis and relevant differential considerations
	Case presentation; Discussion - Phenotypic evolution and clinical diagnostic value
	Reported
	

	8d
	Diagnostic assessment
	Prognostic features, when applicable
	Discussion - Cardiac surveillance
	Reported where applicable
	

	9a
	Therapeutic intervention
	Type(s) of management/intervention
	Case presentation - multidisciplinary follow-up, physiotherapy, occupational therapy, orthopedics, rehabilitation
	Reported
	

	9b
	Therapeutic intervention
	Dose/intensity/duration, where applicable
	Not applicable
	No drug or protocolized therapeutic intervention is the focus of this case report
	

	9c
	Therapeutic intervention
	Changes in treatment and rationale
	Case presentation
	Reported only to the extent documented in the retrospective record
	

	10a
	Follow-up/outcomes
	Clinician- and patient-assessed outcomes
	Case presentation, longitudinal follow-up
	Reported; formal patient-reported outcome instruments were not available
	

	10b
	Follow-up/outcomes
	Important follow-up test results
	Case presentation - adult EMG and cardiac assessment
	Reported
	

	10c
	Follow-up/outcomes
	Adherence/tolerability
	Not applicable / not documented
	No medication regimen or treatment-adherence assessment is reported
	

	10d
	Follow-up/outcomes
	Adverse or unexpected events
	Not applicable
	No treatment-related adverse event is described
	

	11a
	Discussion
	Strengths and limitations
	Discussion - Strengths and limitations
	Reported
	

	11b
	Discussion
	Relevant medical literature
	Discussion throughout
	Reported
	

	11c
	Discussion
	Rationale supporting conclusions
	Discussion throughout
	Reported
	

	11d
	Discussion
	One-paragraph take-away conclusion
	Discussion and Conclusions - Conclusions
	Reported
	

	12
	Patient perspective
	Patient perspective on the illness/treatment
	Not included
	Not available in the supplied clinical record. Add only if the patient provides a genuine perspective; do not fabricate.
	

	13
	Informed consent
	Consent for publication
	Declarations - Consent for publication
	Reported; written consent obtained, including for clinical photographs
	



Submission note. CARE item 12 (patient perspective) remains unreported because no authentic patient-perspective text was provided. Add a patient perspective only if it is obtained directly from the patient; it should not be inferred or fabricated.
