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Dystrophic epidermolysis bullosa

• Autosomal recessive (COL7A1, 
MMP1)

• Type VII collagen defect –
anchoring of epidermis to 
underlying dermis

• 1 per million newborns

• Life expectancy 30y: failure to 
thrive, infection, skin cancer (80%)



Allogeneic stem cell transplant

• Dr Jakub Tolar, University of Minnesota Masonic Children’s Hospital

• Donated bone marrow cells

• To date, 30 transplants: 
• two-thirds, ‘life changing improvements’ – tougher skin, reduced blistering, 

better healing; 8 deaths

“One of the reasons we’re doing it is to try to prolong my life,” Pitre told the 
Citizen in an interview this week. “Right now, if we don’t do anything, I may not 
live to be 20. Maybe 18 even. So my time really is running short… Hopefully, my 
quality of life will improve — that’s the No. 1 thing. We know it’s not a cure.”







Comparative effectiveness

• Randomized controlled trials of new technology against best 
alternative (current) treatment

• Equipoise

• Objective, empirical assessments

• Outcomes – benefits, harms, costs







Somatic gene editing

• Effects confined to the individual

• Desired effects on target gene

• Unanticipated effects on target gene

• Effects on off-target genes

• Other risks, e.g. infection from immunosuppression



Germline gene editing

• Effects on all future generations

• Desired effects on target gene

• Unanticipated effects on target gene

• Effects on off-target genes

• Mosaicism

• Timescale to ascertain harmful effects





Comparative effectiveness

• Randomized controlled trials of new technology against best 
alternative (current) treatment

• Equipoise

• Objective, empirical assessments

• Outcomes – benefits, harms, costs



We argue for the formal integration of the sociopolitical dimensions of 
health care technologies into assessments. The ability of HTA to more 
fully address important issues from a public policy point of view will 
increase by making explicit the sociopolitical nature of health care 
technologies.

Blume, Lehoux 2000



Frameworks clearly demarcating research use of genome editing from 
potential clinical use, and carefully distinguishing use of somatic and 
germ cells, will ensure that the research community remains at the 
forefront of this novel area, while exploring the complex issues around 
different clinical applications in a robust and inclusive manner.
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