Achondroplasia

Achondroplasia is a rare genetic condition that leads to well-characterized skeletal
dysplasia and serious muscular, neurological, and cardiorespiratory
complications.’-8

Etiology

Achondroplasia arises from a systemic variant in the fibroblast growth receptor 3 (FGFR3) gene.*8

Epidemiology
» Achondroplasia affects more than 250,000 people worldwide, varying geographically.2°

* Achondroplasia is inherited as an autosomal dominant condition with 100% penetrance;
however, approximately 80% of affected individuals have parents without achondroplasia.*®

Clinical Presentation

Clinical manifestations are associated with significant, potentially life-threatening complications
over the lifetime of an individual.' Clinical manifestations and medical complications have
detrimental effects on QolL, physical functioning, and psychosocial function.2:56:15

Medical complications may vary across different stages of life.36.16-19
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Achondroplasia

Updated Perspective

Historically, achondroplasia has been viewed primarily as a skeletal condition; however, FGFR3
is expressed in multiple tissues throughout the body, resulting in a wide range of medical
complications.’®

Historical Consensus4 6° Updated Perspectives&10-17
Causality FGFR3variant FGFR3variant
A skeletal condition, A systemic, multiple organ condition,
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Management of
Achondroplasia

Pediatric Neurologist — — Dentist/Orthodontist

Monitoring and management of
achondroplasia require a
multidisciplinary approach that
should consider both the
Pediatric Orthopedist — individual's age and specific — ENT Specialist
clinical manifestations.6'®

Pediatric Pulmonologist —f — Cardiologist

Surgeon/Neurosurgeon — — Audiologist

ENT: Ears, Nose, Throat; FGFR3: Fibroblast Growth Factor Receptor 3; HRQoL: Health-related Quality of Life
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