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Abstract: Rare diseases are a general term for a large number of low
incidence diseases affecting a large number of patients. They are
characterized by early onset seriously phenotype poor prognosis and
lack of effective treatment resulting in a huge burden to patients

families and society. The vast majority of rare diseases are genetic
diseases with genetic abnormalities. In recent years with the
determination of the human genome map and the progress of sequencing
technology  breakthroughs have been made in the research on the
pathogenic genes of several rare diseases the pathogenic mechanism of
gene variation and the relationship between genotype and clinical typing.
Especially in recent years with the development of gene vector and
editing technology many gene therapy drugs have been approved by
several regulatory agencies worldwide for the treatment of rare diseases.
China government has issued multiple policies to encourage the
registration of rare disease drugs. Taking genetic drugs for treating spinal
muscular atrophy as an example this paper will discuss that how to apply
the expedited registration pathways so as to provide reference for
promoting the innovative research and development of rare disease drugs
in China and meet urgent needs in clinic.
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Table 1 Approved gene therapy drugs for rare diseases worldwide
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Table 2 Clinical classification and prognosis of spinal muscular atrophy
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