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• An abnormal condition that
negatively affects
the structure or function of all or
part of an organism, and that is
not immediately due to any
external injury.

• May be classified by
cause, pathogenesis, or
by symptom(s).

• Classical classification of human
disease derives from the
observational correlation
between pathological analysis
and clinical syndromes.

What is a disease?
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Making a diagnosis
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Perez-Carbonell et al, MDJ 2023.

1/3 no information about NDD at Dx
• >50% of these found out online

>90% wanted to receive this information
• All from their clinician

Several suggested that information be 
disclosed sequentially, starting at the first 
consultation
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Shifting to a biological definition of disease?

GB_XAD_690 May 2023



Wang Z, et al. JAMA Neurol 2021. GB_XAD_690 May 2023



Siderowf A, et al. Lancet Neurol 2023. 

UPSIT percentile
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Kluge A et al. Brain 2022;145:3058–71; Stefani A et al. Brain 2021;144:1118–26.

For each time point, measurements of all 30 Parkinson’s disease patients and 
all 50 controls were combined and demonstrated as means ± SEM.
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Hyposmia in 
the clinic

NICE (71) - 2017

70-90% have 
hyposmia/anosmia at the 
point of diagnosis

Subjective and objective 
olfactory function are 
loosely correlated
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Monogenic PD 5–10%
Most is ‘sporadic’

Schneider SA et al, Neurotherapeutics 2020;17:1378–92
Nalls MA et al, Lancet Neurol 2019;18:1091–102

MAPT, microtubule-associated protein tau; PRKN, parkin RBR E3 
ubiquitin protein ligase; PINK1, PTEN-induced kinase1; SNCA, 
synuclein alpha; SNP, single nucleotide polymorphism. 7.8M SNPs in 37.7K cases, 18.6K UK Biobank proxy-cases 

(having a first degree relative with PD), and 1.4M controls. 
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Genetic 
testing in 
the clinic

No mention of genetic analysis in either

NICE guidelines
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PD genetics panel

Note – GBA not there

GB_XAD_690 May 2023



What is 
Parkinson’s 
disease 

We are approaching a 
point in time where we 
will be forced to re-
examine this question

GB_XAD_690 May 2023



Until then…
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