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Abstract 

In 2017 India first formulated its National Policy for Treatment of Rare Diseases which faced many implementational barrier. 
India’s national policy for rare diseases,2021 is the output of an expert committee review of National Policy for Treatment of Rare 
Diseases,2017, and stakeholder’s feedback which got approval on 30th March 2021.  many other countries also have policies for rare 
diseases including United States of America, China, and few others but is usually driven by the nature of the diseases, economic factor 
and prevalence. Similarly, India's National policy for rare diseases tries to address subjects like importance of understanding the 
economic impact of the rare diseases, with a vision to create a social support system for the impacted families through financial aid in 
various stages of treatment, rare disease epidemiology in INDIA, health and describes the keynotes and policy implementation 
strategy and barriers. The current paper focuses to analyse the scopes of the newly approved policy, its need, the scope for providing 
benefits to the patient and the families, fiscal policies, path to achieve the much-needed newer preventive approach. it consists of an 
introduction, key policy features, categories of rare diseases covered under the policy, policy implementation strategies, discussion 
and conclusion. 
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Introduction 

The field of rare diseases is vast ranging from 7000-8000 types of rare diseases recognized globally and yet unexplored and 
remaining as a mystery and least explored area.it led to challenges like unavailability of concrete statistical data, lack of a system to 
collect those data, serious confusion in inclusion and exclusion criteria for a disease to be counted as rare. We also lack information 
regarding the appropriate step if one is diagnosed with rare diseases, lack of health care delivery facility to address the diagnosed 
cases, referral system for the same. The problem also includes the fact that many of the rare diseases need long-term treatment and 
there was no standard treatment for the diagnosed cases. India’s National policy for rare diseases has been launched in an attempt to 
deal with the above techniques as well as an implementation limitation and thereby paving a concrete foundation for the future in the 
field of rare diseases epidemiology. It also drew the attention of health care workers and researchers to explore the field of rare 
diseases. 

 
Keynotes of Policy 
              The keynotes of the final policy document on National Policy of Rare Diseases, 2021 talks about Issues and challenges about 
the definition, incidences, and prevalence of rare diseases in the Indian context and challenges in finalizing the criteria for the same. It 
also talks about the limitation of existing knowledge of the physiology of rare diseases and also rare diseases epidemiology. Treatment 
availability, cost of treatment, lack of regional collaboration. There is an urgent need to Define Rare diseases specifically in the Indian 
drug manufacturer context keeping in mind the severity of the disease, Life risk, familial or hereditary nature of the condition, the 
occurrence of the disease in India, levels of rarity, and the possibility to study the disease.(Final NPRD, 2021(7).pdf, n.d.)The existing 
challenges in the area of diagnosis of the rare disease, and contributing factors for the challenges ranging from lack of awareness, 
limited numbers of the testing facility with the ability to run the test for only a few conditions, the limited scope of genetic counselling 
and many more. 
 

Post any certain diagnosis of rare conditions the challenges continue in terms of treatment and drug availability, cost of the 
treatment including the number of hospital visits, hospitalization charges, long term follow up charges, and the cost-effectiveness of 
the available treatments that is how many life years being added and the quality of life in those added years. 
 
                 The policy document also briefly talks about the limitations and challenges in the research and development area of rare 
diseases where work needs to be done. Scarcity of the patients due to their rare nature leads to a lack of first-hand experience in 
medical professionals.it also leads to a lack of literature on rare disease data, treatment outcomes, and long-term treatment effects of 
the orphan drugs. it calls for regional collaborations at various levels. The possible solutions are suggested to address the problem of 
addressing these new additions with limited health care budget financial budget address the competing health priorities. Health in 
India is primarily a state subject and hence the centre encourages the state to take needful actions with help from the centre and 
crowdfunding. 
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 It also gives a view of details on the approved rare diseases to be covered under this policy and the entitlements categorizing 

them into 3 categories 
A. Group 1: Disorders amenable to one-time curative treatment  

   a) Disorders amenable to treatment with Hematopoietic Stem Cell Transplantation (HSCT)  
 b) Disorders amenable to organ transplantation  

B. Group 2: Diseases requiring long term / lifelong treatment having a relatively lower cost of treatment and benefit has been 
documented in the literature and annual or more frequent surveillance is required  
      a) Disorders managed with special dietary formulae or Food for special medical purposes (FSMP)  
      b) Disorders that are amenable to other forms of therapy (hormone/ specific drugs) 

C. Group 3: Diseases for which definitive treatment is available but challenges are to make an optimal patient selection for 
benefit, very high cost, and lifelong therapy.  
       a) Based on the literature sufficient evidence for good long-term outcomes exists for the following disorders 
b) Literature Awaited High-Cost Diseases(Final NPRD, 2021(7).Pdf, N.D.) 

 
                     The policy is directed mostly preventive approach consisting of emphasizing on pre, post, marital genetic counselling, 
prenatal, perinatal, and postnatal testing of the new-borns of the parents having a prior history of offspring having a rare disease, 
human resource training on preventive approaches towards rare diseases through IEC. It also speaks about primary, secondary, and 
tertiary prevention of the diseases. In order to address the issues on testing, diagnosing, and treating the condition 8 Centres of 
excellences and 5 Nidankendra has been identified and are responsible for Education & Training Screening, Diagnostics, Prevention 
and Research in the area of low-cost diagnostics & therapeutics. To increase the affordability of drugs used for rare diseases various 
departments including the   Indian council of medical research (ICMR) will be involved in research and development and testing of 
newly developed drugs as per the guidelines.(Final NPRD, 2021(7).pdf, n.d.) 
 
                       The supportive roles of the government of India are funds allocation from The Rastriya Arogya Nidhi towards 
treatment, increasing coverage of benefits beyond the BPL category up to 40% of the target population. Creating a digital platform for 
encouraging voluntary crowdfunding and private corporate organizations under corporate social responsibility,2014 rules. Developing 
manpower by collaborating with state governments through creation of a department of medical genetics and involvement of Nidan 
Kendra working under the Department of Biotechnology in the testing of rare diseases. The consortium will be constituted for 
synchronization in activities of treatment and research and development.(Final NPRD, 2021(7).pdf, n.d.) 
 
Policy implementation strategies 

 Creation of hospital-based rare diseases registries with ICMR. 
 capacity building of health care providers and raising awareness for genetic counselling 
 an integrated approach from both centre as well as the state to address the overall benefit of the patient and attempt for steady 

financial support from various sources like centre aid, crowdfunding, fundraising through CSR, etc. 
 creation of a digital platform to bring together the centre of excellence, and possible donors. to address the transparency of 

funding received through any source the Center of excellences should have linkage to ICMR registries 
 roles of a various government department- the creation of the department of medical genetics, promotion of research and drug 

development, reduction of customs duties, 
 

The policy gives a clear-cut picture of the status of rare diseases in our countries along with possible solutions keeping our health 
system in mind, the implementation of those in a practical situation still debatable. The level of community acceptance towards 
genetic counselling is a sensitive aspect before which much attention should be paid to raise awareness and understanding on such 
diseases. 
 
Discussion 

Though the policy aspires towards the development of a system to focus on the prevention of rare diseases it’s a challenge 
keeping in view the lack of advanced screening technologies and their cost, lack of awareness towards genetic screening and 
counselling indigenous drug, and their feasibility in a resource constraint setting like India. 

 
Conclusion 

Keeping in mind the very few cases count in the Rare Diseases there is no adequate epidemiological data available. Added to 
that the cost for the diagnosis and treatment is extremely expensive. Many of such conditions need lifelong rehabilitation services 
along with frequent follow-ups and hospitalization which again adds to the financial burden and out of the pocket expenditure. 
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considering all the facts the current national policy for rare diseases will play a very impactful milestone for the rare diseases in 
India.it will not only grab n draw the attention of the entire health care delivery system, researchers, and various government bodies 
but also act as a stepping stone into a more detailed preventive approach and an era of medical genetics. 
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