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IMPACT OF DELAYED DIAGNOSIS AND CARDIAC EVALUATION ON OUTCOME OF AMYLOIDOSIS  
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Background: Amyloidosis is a rare disease with subtle presentation and generally poor outcome. It is unclear whether delays in diagnosis and institution of available treatment options regularly impact the outcome of this disease. We aimed to assess local referral patterns, time to diagnosis and time to cardiac evaluation and their impact on patient outcomes. 
Methods: Referral patterns, time to final diagnosis, treatment strategies and outcomes of 49 patients with biopsy-proven amyloidosis (1998-2008; 13 focal, 29 AL, 2 AA, 4 senile, 1 familial) were evaluated retrospectively. 
Results: Age at specialty referral was 57±25 years. Time from primary evaluation to specialty referral: 60±94 days; from primary evaluation to diagnostic biopsy: 118±223 days; and from specialty referral to echocardiography 175±480 days. Cardiac magnetic resonance imaging was performed in 9 patients. Cardiac involvement was present in 24 (49%) and was associated with delayed referral (80±121-vs-35±48 days, p=0.035) and early mortality (mean 1.7 years, p=0.05). Therapy included bone marrow transplant (n=10), chemotherapy (n=21), cardiac transplant (n=2), or none (n=9). During a follow up period of 3.8±3.1 years, 25 (51%) died (time from primary evaluation to death 2.9±2.6 years), 21 directly due to amyloidosis. 
Conclusion: Substantial delays exist in initial evaluation and subspecialty referral of patients with amyloidosis. Echocardiographic evaluation is performed late (>6 months from presentation) and cardiac magnetic resonance imaging is underutilized despite high prevalence of cardiac involvement and its impact on survival. The generally poor outcome of amyloidosis appears to be in part related to delayed diagnosis and late institution of specific therapy.    

