
Evidence creation through nationwide surveillance of the progeria syndrome Werner 

syndrome and establishment ofa case registration system  

【Background】  Werner syndrome (WS) is a typical genetic progeria that develops after puberty 
and dies in forties by malignant tumor or arteriosclerosis. Anationwide survey in 2009 sugested that 
the life expectancy is improving as new drugs for metabolic diseases and the early detection and 
treatment ofmalignant tumor were successful. However, the fundamental therapy method is not 
established. There are new problems that hematopoietic malignancy and lower limb amputation, 
due to intractable skin ulcer, increase. We have established a case registration system. In 2016, a 
nationwide survey was conducted again, and 116 newly confirmed cases, 51 suspicious cases, 153 
confirmed case cases in the past 10 years were found, and a total of320 patients was clarified. We 
have asked registry registration at the facility where confirmed cases were reported, and curently 30 
facilities participates. 

【Aim】  We manage the registration system and solve the clinical question related to medical 
treatment ofWS and establishing high-quality evidence that contributes to the revision ofclinical 
practice guidelines. We acquire curent disease profile / natural history information, the disease 
prognosis through case folow-up nationwide, and link it to the development ofa new therapy. 

【Feature】  The estimated number ofWS patients in Japan is about 2,000, accounting for 60% ofthe 
world's report, the prevalence rate in Japan is extremely high, and it is difficult to conduct research 
outside Japan. We have revised WS diagnostic criteria for the first time in 25 years and prepared the 
world's first clinical practice guidelines by 25 years ago so that we can utilize the results ofthe 
registration system developed in this research subject as it is for revision work, It can contribute to 
improving the quality ofmedical treatment and patient's prognosis. It is already building a network 
with domestic medical institutions that treat patients. We have patient information of705 cases by 
the survey in 2009 and 2016. Using the registration system, we can increase the number ofregistered 
patients. 

 【Expected Results】  Through the results of this research, we can continuously investigate WS's 
disease profile, natural history and prognosis in Japan at present, improve accuracy of patient data, 
make effective use of medical data, and improve medical system. Curently, we can rescue patients 
who have not had appropriate medical treatment and can support patient's prognosis improvement 
and reintegrationby improving the quality ofmedical treatment.  
 
 


