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Hereditary Spastic Paraplegias (HSP)

Klebe S, Stevanin G, Depienne C. Rev Neurol (Paris). 2015

• HSP comprise a group of
genetically and phenotypically 
heterogeneous diseases 
characterized by progressive 
degeneration of the 
corticospinal tracts 

• To date, >90 different genes 
have been identified as disease 
causative

• 30-40% of HSP patients have 
unknown genetic diagnosis

• There is no therapy able to 
delay or reverse the 
neurodegeneration in HSP



HSP Registry

HSP Biobank

Preclinical 
Trial

Clinical
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• To aggregate
• To identify
• To validate
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Why a register?
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Where we started: The Daisy Network
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STOP-HSP.net
Storing a collection Of Patients with HSP – network 

• Target: >500 patients

Fixed visit intervals
12 months	± 3 months

Baseline 1-year FU 2-year FURetrospective

• In-depth fenotyping all different form 

of HSP

• Tracking longitudinal progression and 

disease trajectories

• Assessing and validating potential 

molecular, clinical and instrumental 

endpoints for clinical trials
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https://stop-hsp.cineca.it/eCRF



Clinician-reported Outcomes (ClinRO):
- Spastic Paraplegia Rating Scale (SPRS)
- Scale for the assessment and rating of ataxia (SARA)

Patient-reported Outcome Measures (PROM):
- Quality of life questionnaire EQ-5D-5L
- FARS functional Staging and activity of Daily living (FARS-stage/FARS-ADL)
- Hereditary Spastic Paraplegia-Self Notion and Perception Questionnaire (HSP-SNAP)

Biosampling
Core: DNA, serum, plasma 
Optional: urine, RNA, PBMC, Dried Blood Spot, fibroblast, CSF, muscle

Reported outcome and samples

Comprehensive & Harmonized



Registry Update

Recruitment started in January 2024

Total N patients recruited: 181

1y Follow up: 14

N patients Roma Messina Treviso Bologna Pisa Tot

M 18 15 2 28 32 95

F 11 11 2 2 40 86

181

Mean Age (y) 53 47 56 51 27 46.8



Closing remarks

The establishment of STOP-HSP.net will facilitate the collection and management 

of patients’ data over time, encouraging the research and development of clinical 

trials and disease-modifying therapies.

We can pave the way for innovative therapies in patients living with these 

challenging conditions.


