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Milestone event of rare disease development in China

• From 2010 to 2023

• National Health Commission of China

• State Council of China

• Ministry of Science and Technology of China

• Ministry of Industry and Information Technology of China

• National Medical Products Administration (NMPA) of China

• National Administration of Traditional Chinese Medicine of China

• 7 policy documents
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Rare Disease Clinical Cohort Study
“13th Five-Year Plan”

National Key Research and Development Program 

'Key Special Project for Precision Medicine Research'

• In 2016, China initiated the first nationwide rare disease registration 

and enrollment study

• Peking Union Medical College Hospital (PUMCH) led a consortium of 20 

top-tier teaching hospitals in China

• It was required to register and study over 50 types of rare diseases, 

with at least 50,000 related cases, and establish multi-omics databases 

and multi-center clinical biobanks. This aimed to provide decision-making 

basis for precise classification, diagnosis, treatment, and prevention of 

rare diseases.
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National Rare Diseases Registry System of China (NRDRS)

• Functions: Registry + Statistics + Quality control

• 300+ Hospitals

• 200+ Diseases

• 60,000+ Registered Cases

• 1000+ Researchers

• RMB 50m Budget

• From 2017 to 2021https://www.nrdrs.org.cn/app/rare/index.html

Website Accessible from 2017

https://www.nrdrs.org.cn/app/rare/index.html
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NRDRS architecture
user layer

channel layer

business 

application layer

application support 
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information 

resource layer 

infrastructure 

layer

• The overall architecture of the system is composed of six layers 

from top to bottom. 

• establishes national rare diseases clinical data and biological 

sample database, gathers the advantages of Chinese rare 

diseases resources, gathers scattered patient and expert 

resources on one platform , forms an efficient diagnosis and 

treatment network for rare diseases, and makes in-depth 

research on disease characteristics and mechanism
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Patient-centric data collection solution, one-stop solution for data management
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The regional distribution map of registered patients from NRDRS

The largest knowledgebase for 

rare diseases in Chinese
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The differences between NRDRS, NRDCRS and DPRSRD
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The national coordinating strategy for the management of rare diseases
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Introducing leading international data technology to support the development of rare disease 
disciplines in China
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NRDRS provides strong data support for rare disease research in China

• Rapid Development of Rare

Diseases empowered by IT

infrastructure Improvement in

China

• National databases

• www.nrdrs.org.cn
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Global Policy Evaluation
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Effort from the Global Alliance to improve patient care for rare diseases patients

• International Terminology for Statistics (ICD-11/ORDO) and for Care and Research (SNOMED CT/HPO)

• Higher requirements for Data Infrastructure because of the integration of genomics data
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The state continues to invest in NRDRS  from 2022 to 2026

• One collaborative network, N disease cohorts

• One intelligent MDT platform

• A number of core technologies to tackle, two national 

distribution mapping

• Two evaluation systems, three application systems

“14th Five-Year Plan”

National Key Research and Development Program

Large-scale sample registration, management, prediction and decision support platform for 

rare diseases and construction of hierarchical diagnosis and treatment and remote MDT
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Summary of construction of national multicentre rare diseases registration system

• Comprehensive analysis of resource advantages, accurate 

selection of entry angle

• Deep understanding of national development needs and 

integrated planning to solve urgent problems

• Fully respect the authority of data, win-win cooperation to 

promote the development of the discipline

• Benchmarking with international technical standards and norms, 

forming international leading academic results
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Insights from the perspective of medical informatics regarding NRDRS

• Data Collection and Integration

• Rare Disease Diagnosis Support

• Disease Monitoring and Epidemiological Research

• Patient Management and Resource Integration

• Facilitating Collaboration and Knowledge Sharing


