
 Extended Abstract The Ophthalmologist Clinical and Therapeutic Journal 

 

 

 

Calculating mutation-specific incidence for Leber 

Hereditary Optic Neuropathy (LHON) in England 

based on age, mortality and prevalence data 

Corresponding Author: Steve Bojakowski,  

GenSight Biologics, France 

Email: sbojakowski@gensight-biologics.com 

 

 

ABSTARCT: Gene Therapies (GT) for rare 
diseases offer an exciting opportunity to 
address the high unmet medical need and 
improve the quality of life of patients. 
However, since these therapies tend to be 
priced at a premium, reimbursement 
authorities require a reliable and robust 
assessment of the impact of uptake on their 
budgets. For some GTs, such as for LHON, the 
number of new cases is more relevant for the 
budget impact assessment than using the 
prevalent population. However, deriving the 
incidence from prevalence is complex because 
LHON has incomplete penetrance and onset is 
concentrated in certain age groups. We 
describe how the likely number of mutation-
specific incident cases of LHON in England can 
be calculated from previously published 
information on age, mortality and prevalence 
by age group. The calculation proceeds by i) 
determining the average duration of disease 
(DOD) from the age of onset data; ii) applying 
an adjustment factor based on published 
relative risk (RR) of death; iii) applying the 
adjusted DOD estimate to published local 
prevalence data (point estimates and 95% 
confidence intervals [CIs]) and iv) using a 
computer simulation on the DOD estimation 
to generate 95% credible intervals (CrIs). The 
results show that, for the 11778 mutations, 
we would expect 21 cases per year (point 
estimate) in England, with a range between 
16 and 28 cases depending on the 
combination of prevalence CIs and DOD CrIs. 
These results can be used as a starting point 

for assessing the likely range of the impact of 
GT uptake for LHON on NHS resources. 
Leber genetic optic neuropathy (LHON) is an 
acquired type of vision misfortune. Albeit this 
condition as a rule starts in an individual's 
youngsters or twenties, interesting cases 
might show up in youth or later in adulthood. 
For obscure reasons, guys are impacted 
considerably more frequently than females. 
 
Obscuring and blurring of vision are generally 
the main manifestations of LHON. These 
vision issues might start in one eye or at the 
same time in the two eyes; assuming that 
vision misfortune begins in a single eye, the 
other eye is typically impacted inside a little 
while or months. Over the long run, vision in 
the two eyes deteriorates with an extreme 
loss of sharpness (visual keenness) and 
shading vision. This condition essentially 
influences focal vision, which is required for 
point by point errands like perusing, driving, 
and perceiving faces. Vision misfortune results 
from the passing of cells in the nerve that 
transfers visual data from the eyes to the 
mind (the optic nerve). Albeit focal vision step 
by step works on in a little level of cases, 
much of the time the vision misfortune is 
significant and long-lasting. 
 
Vision misfortune is commonly the main 
manifestation of LHON; nonetheless, a few 
families with extra signs and indications have 
been accounted for. In these people, the 
condition is portrayed as "LHON in addition 
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to." notwithstanding vision misfortune, the 
elements of LHON in addition to can 
incorporate development problems, quakes, 
and irregularities of the electrical signs that 
control the heartbeat (cardiovascular 
conduction deserts). A few impacted people 
foster highlights like numerous sclerosis, 
which is a constant issue described by muscle 
shortcoming, helpless coordination, deadness, 
and an assortment of other medical 
conditions. 


