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Background and Objectives: Collecting data on 

rare diseases is challenging, as data are scarce and 

often fragmented. The National Congenital 

Anomaly and Rare Disease Registration Service 

(NCARDRS) is evaluating the utility of routinely 

collected national data sources to support rare 

disease registration in England. In this study, we 

aimed to estimate population and birth prevalence 

for Spinal Muscular Atrophy Type 1 (SMA1) for 

England using Office for National Statistics (ONS) 

mortality data and national hospital admissions 

(HES) data. 

Methods: We identified admissions in HES data 

with a finished consultant episode from April 01, 

2008 to March 31, 2018 containing a diagnostic 

code of ICD-10 G12.0 Infantile spinal muscular 

atrophy, type I. We identified cases of SMA1 on 

the NCARDRS data management system. Vital 

status of patients was traced using the national 

Summary Care Record. Deaths from 2008-2016, 

with G12* Spinal muscular atrophy and related 

syndromes in the coded cause of death (COD) 

fields extracted from the mortality dataset. Free text 

COD fields were reviewed and deaths indicating 

either SMA1, SMA0, or SMA were identified. The 

resulting datasets were linked using the National 

Health Service (NHS) number. 

Results: Using ONS mortality data and HES data, 

we identified 380 suspected SMA1 cases. We 

estimated a population prevalence of 1.9 per million 

(95% CI: 1.6-2.3) and a birth prevalence of 6.2 per 

100,000 births (95% CI: 5.6-6.8).Of the 307 deaths 

in cases born in 2008-2016, 213 (69%) were 

ascertained from both HES and ONS mortality 

data; 14 (5%) from HES and 80 (26%) were from 

ONS mortality data only. One case was ascertained 

from NCARDRS only. 

Discussion and Conclusions:We estimate that 1 in 

16,150 babies born in England have SMA1 and that 

in mid-year 2016, there were 107 people living with 

SMA1 in England. Around one-quarter of deaths 

attributed to SMA1 in the mortality data had no 

code indicating SMA1 in the HES record in the 

time frame examined. These findings reinforce the 

need for a multi-source approach to case 

registration, including genetic diagnoses and 

subtyping. This will reduce case misclassification 

and improve the ascertainment usefulness of the 

data for healthcare planning and research. 
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