PSP & Genetics

The cause of PSP is unknown but there is likely to be both a genetic and an environmental (toxic) component to the disease.  

It is only very rarely that PSP is found in more than one family member. Cure PSP in the USA cites that fewer than one in 100 people with PSP knows of even one other family member with PSP. 

With regard to PSP and our genetics, a variant (known as the H1 haplotype) in the gene on chromosome 17 that encodes for tau protein, is more common in PSP than in the rest of the population. Around 95% of people with PSP have this variant on both of their copies of chromosome 17 compared to about 60% of the rest of the population. Therefore, while the H1 haplotype may be implicated it is not sufficient to cause the disease.  


One very large family has been reported with PSP in multiple members but this family has a variant in a gene other than the tau gene.  As yet the specific gene has not been identified.

Two other genetic variants associated with hereditary Parkinson's disease- the parkin gene (PARK2) and the dardarin gene (PARK8), can sometimes cause changes in the brain similar to those seen in PSP. This suggests there may be different genetic contributors to PSP with no one single "PSP gene." It also suggests that PSP, Parkinson's and perhaps other neurodegenerative disorders may share come causative factors.
Current research is seeking to better understand the genetic and environmental components of PSP.  In particular, the recent NIH-funded study, led by Dr Irene Litvan, entitled ‘Genetic and Environmental Risk Factors for PSP” aims to determine if PSP may be associated with: (1) the H1/H1 genotype and specific H1 sub-haplotypes; (2) occupational and/or environmental chemical exposures and (3) hypertension or traumatic brain injury prior to symptom-onset.  

In summary, at present there is no evidence that PSP is an inherited disease.  Your genes may mean you have an increased risk of developing PSP as is the case for many other diseases (e.g., cancer, diabetes), but whether you go on to develop it in later life depends on your exposure to some as yet unidentified environmental factor(s).
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