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Rare diseases and legislation in China
Public awareness of rare diseases is increasing in China. 
People with rare diseases and their families, patients’ 
advocacy groups, health-care professionals, lawyers, and 
representatives of the People’s Congress are working 
together to establish a Rare Diseases Prevention and 
Treatment Law. On the basis of WHO’s defi nition of a 
rare disease, at least 10 million people are living with 
rare diseases in China.1 This estimate seems conservative 
for a population of more than 1·3 billion in China.

Rare diseases in China include osteogenesis 
imperfecta, neuromuscular diseases, Fabry’s disease, 
Gaucher’s disease, phenylketonurias, haemophilia 
A and B, lymphangioleiomyomatosis, albinism, and 
acromegaly.2 Unfortunately, Chinese patients with such 
diseases generally do not have access to appropriate 
health care, especially orphan medicines. Very few 
agents used for rare diseases in developed countries 
have entered the Chinese formulary, and few such drugs 
are aff ordable without a supportive policy or health-care 
insurance. Consequently, many patients are unable to 
fulfi l activities of daily living, and might lose their jobs, 
become disabled or isolated, and even die prematurely.

Aymé and co-workers3 discussed the role of patients’ 
advocacy groups—such groups have largely contributed 
to supporting patients with rare diseases, establishing 
policies, and addressing patients’ unmet needs. The 
Chinese organisations for rare disease are also engaged 
in development and dissemination of information, 
increasing public awareness, raising funds, and 

improving patients’ access to health care. These groups 
include the Home of Babies of the Moon—the China 
Albinism Association, the Haemophilia Home of China 
(HHC), the Neuro-Muscular Disease Association of China, 
the China Organisation of Lymphangioleiomyomatosis 
(LAM-China), and the China-Dolls Care and Support 
Association. Some organisations have collaborated 
nationally and internationally, and the disease-specifi c 
groups are planning to form an alliance in China.

The China-Dolls Care and Support Association was 
founded in 2007, and is a non-profi t, non-governmental 
organisation for people with osteogenesis imperfecta. 
The word china has a dual meaning. One is porcelain, 
signifying that these patients are as fragile as porcelain; 
the other is the country China, emphasising those with 
this disease are Chinese citizens, and cannot be ignored 
and should not be discriminated against.4 The slogan 
of the organisation is “Bones are brittle, but our love is 
still tough”. The organisation is most active in bringing 
public attention to rare diseases in China. On Rare 
Disease Day, Feb 28, 2009, the association convened 
a symposium to discuss legislation on rare diseases in 
China.5 With strong support from the China-Dolls Care 
and Support Association and the China Social Welfare 
Education Foundation (CSWEF), the fi rst national 
conference of osteogenesis imperfecta patients was 
held in November, 2009, in Beijing. About 200 patients 
with this disease and other rare diseases attended the 
meeting. The meeting covered a range of issues from 
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medical care, education, and employment, to policy and 
law. During the conference, there were various activities 
such as patient’s training, a volunteer medical service, 
focus group meetings, and tours. With the advent of 
the third Rare Disease Day on Feb 28, 2010, the China 
Charity Federation’s assistance foundation for rare 
diseases, together with CSWEF’s China-Dolls Fund for 
Rare Disorders, is advocating a series of campaigns, 
called Rare Disease Month, to inform people about, and 
draw special attention to, rare diseases.6

The activities of rare disease organisations in China 
have boosted public and governmental concerns. 
However, China has no legislation for rare diseases, 
lagging far behind the USA, the European Union, 
Australia, Singapore, Japan, South Korea, and Taiwan. 
There were only two provisions for rare diseases and 
orphan drugs in the 1999 edition of Chinese drug-
registration regulation, and the most recent 2007 edition 
just provides unchanged policies. One of the provisions 
deals with special needs for clinical trials for new orphan-
drug development; that is, the sponsoring company 
can reduce the sample size of clinical trials and even 
apply for trial exemption for orphan drugs. The other 
provision states that new orphan drugs with substantial 
clinical advantage might get special new-drug review 
and approval.7 Unfortunately, Chinese pharmaceutical 
companies have no such drugs in development.

A Bill of rare diseases is under review by the 
National People’s Congress (NPC) of China. The Bill 
and its accompanying proposal were developed 
with collaboration from patients, advocacy groups, 
and representatives of the NPC. The proposal 
describes the burden of rare diseases in China and 
the diffi  culties patients face, and suggests solutions. 
Proposals include: defi nition of Chinese rare diseases; 
establishment of reimbursement mechanisms and 
succour networks for screening, prevention, diagnosis, 
and treatment of rare diseases; importation of orphan 
drugs proactively by governmental agencies instead of 
passively waiting for drug applications from foreign 
companies; and support and encouragement of new 
drug research and development from the native 
pharmaceutical industry.8

China is reforming the national health-care system 
and health-insurance plans with an initial 3-year 
(2009–11) budget of about US$124 billion.9 We believe 
legislation for rare diseases and orphan drugs is also a 

high priority.10 We hope the proposed Bill is considered 
seriously and passed by the NPC, so that millions of 
Chinese people with rare diseases can benefi t from 
health insurance and treatment alternatives with 
orphan drugs. We look forward to seeing more orphan 
drugs with promising safety, effi  cacy, and cost-
eff ectiveness profi les developed by both multinational 
and local companies under the rare disease law’s 
protection and stimulation. This situation will be win–
win for both the drug industry and patients with rare 
diseases. As has been said before for rare diseases, “It is 
now time for action”.11
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