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Code Domain Level 
1.  General/Theory 

 
1.1  Demonstrate working knowledge of aetiologies for Ataxias and HSP   

1.1.1  
Describe the major aetiologies (i.e. structural, genetic, infectious, 
metabolic, immune, and neurodegenerative /genetic, lifestyle, 
occupational, environmental) for Ataxias and HSP 

B 

1.1.2  Describe the most common pathophysiologies of Ataxias and HSP B 

1.2  
 

Demonstrate general knowledge of clinical presentation, disease 
onset and progression and natural history aspects 

 

1.2.1  Know the current definition of Ataxias and HSP  B 

1.2.2  

Describe the classification of Ataxias and HSP regarding aetiology, age of 
onset, distribution, involvement of other movement disorders etc. 
- pure HSP vs. complicated HSP 
- pure cerebellar ataxias vs. cerebellar ataxias with involvement of other 
structures beyond cerebellum/or other clinical manifestation beyond 
cerebellar syndrome (pyramidal, extrapyramidal syndrome other 
movement disorders, polyneuropathy, dementia); 
- relation between clinical manifestation and aetiology (degenerative, 
metabolic diseases; mitochondrial diseases); 

B 

1.2.3  Describe the classical clinical presentation (clinical symptoms, pattern 
recognition and red flags), clinical course and spectrum of Ataxias and HSP B 

1.2.4  Recognize Non-Progressive Congenital Ataxia -NPCA (signs, co-morbidities 
and associated outcome) B 

1.2.5  Identify the main entities in NPCA differential diagnosis A 
1.2.6  Recognize typical signs and symptoms as well as typical gait patterns in HSP B 
1.2.7  Distinguish HSP from other motoneuron diseases and movement disorders.  B 

1.2.8  

Describe the spectrum of neurological (intellectual disability, epilepsy, 
other movement disorders, peripheral neuropathy, etc.) and non-
neurological features (cardiomyopathy for FRDA; liver disease for POLG; 
cancer predisposition and immunodeficiency for ataxias due to DNA repair 
defects; etc) that are part of the clinical syndrome in common forms of 
Ataxia and HSP. 

B 

2.  Diagnosis /Neurogenetics 

 
2.1  Demonstrate knowledge and use of ERN-RND endorsed diagnostic 

flowcharts  
 

2.1.1  Know and apply the diagnostic flowchart for Ataxia   B 
2.1.2  Know and apply the diagnostic flowchart for early-onset Ataxias   B 

2.1.3  Know and apply the diagnostic flowchart for Hereditary Spastic Paraplegias 
(HSPs) B 

2.1.4  Be able to make differential diagnosis of ataxias and HSPs with emphasis on 
potentially curable diseases B 
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2.2  Demonstrate in whom, when and how genetic testing should be 

applied 
 

2.2.1  Propose a diagnostic plan for a patient with suspected Ataxia/HSP B 
2.2.2  Demonstrate knowledge about indications for genetic testing B 

2.2.3  Describe the actions to be taken to validate a genetic variant as a disease 
causing variant B 

2.2.4  
Decide what type of genetic testing to conduct (nDNA /mtDNA sequencing, 
CGHarray or SNP array, PCR fragment analysis or other techniques for 
repeat disorders, WES, WGS) 

A 

2.2.5  Interpret and apply the results of genetic testing accurately in the clinical 
context A 

2.2.6  Demonstrate knowledge in genetic counselling of patients with Ataxia and 
HSP  B 

2.2.7  Demonstrate knowledge about indication of presymptomatic genetic 
testing in children in affected families: pro’s and con’s  B 

2.2.8  Demonstrate knowledge about testing before and during pregnancy in 
affected families: indications, types of testing B 

2.2.9  Demonstrate knowledge in population screening in HSP and ataxias – its 
potential future indications, pro’s and con’s. A 

 
2.3  Demonstrate a working knowledge of biochemical tests and 

biomarkers in ataxia and HSP  
 

2.3.1  Demonstrate knowledge about indication for laboratory tests in diagnostics 
and management of patients with ataxia and HSP  B 

2.3.2  Know specifically and broadly about CSF biomarkers beyond standard tests A 

2.3.3  Know specifically and broadly how to interprete laboratory data of blood, 
CSF and other body fluids or tissue as relevant for neurology B 

 
2.4  Demonstrate a working knowledge of assessment of various disease 

aspects  
 

2.4.1  Knowledge and understanding of basic clinical scales (SARA, FARS, INAS, 
SPRS) for assessment of cerebellar ataxias and HSP B 

2.4.2  

Knowledge and understanding of oculomotor and vestibular abnormalities 
in cerebellar ataxias, methods of examinations (videooculography, 
electronystagmography, speech analysis) and their possible use for 
differential diagnostics.  

A 

2.4.3  Demonstrate knowledge of the assessment of the quality of life of the 
patient and of PROMs B 

2.4.4  Recognize and understand speech impairment in hereditary ataxias,  
possibility of its objective analysis and its role in disease monitoring. A 

2.4.5  
Demonstrate knowledge about the main cognitive and neuropsychiatric 
features in cerebellar ataxias and HSPs, its association with different 
subtypes, and their assessment.  

A 

 
2.5  Accurately order and interpret neuroimaging and neurophysiology  

2.5.1  
Know basic principles and techniques, pitfalls and limitations in 
neuroradiology and nuclear medicine including CT, MRI, SPECT and PET 
scanning  

B 

2.5.2  Know the most commonly used MR biomarkers for SCA: volumetric 
(structural MRI), microstructural (diffusion MRI), biochemical (MRS) A 
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2.5.3  State the recommended sequences, recognize the MRI patterns, identify 
common imaging features in ataxias and HSP A 

2.5.4  Demonstrate knowledge about indication and interpretation of basic 
neuroimaging in ataxia and HSP A 

2.5.5  Demonstrate knowledge about indication and interpretation of advanced 
neuroimaging (e.g.functional, spectroscopy etc.) in ataxia and HSP  A 

2.5.6  Assess the role of imaging in diagnosis of very early ataxias B 

2.5.7  
Know to accurately order and interpret neurophysiological tests such as: 
Nerve Conduction Study (NCS), EMG, Evoked potentials – mainly used at 
the beginning of the diagnostic process in both HSP and Ataxia 

B 

3.  Specific disease management aspects 

3.1  Demonstrate knowledge on pediatric ataxias and HSPs including 
multidisciplinary teamwork  

 

3.1.1  

Describe the role of a multidisciplinary team including doctors from other 
disciplines (general pediatrics, internal medicine, genetics, immunology, 
cardiology, etc) occupational-, speech and language- and physiotherapists, 
nurses, dieticians, psychologists, teachers and social workers 

A 

3.1.2  Know the methods used by other medical and paramedical specialists.  A 

3.1.3  Demonstrate knowledge of community based care of children with 
neurological impairments  A 

3.1.4  Demonstrate knowledge of educational provision for children with 
neurological impairments A 

3.1.5  

Be able to choose and interpret a suitable neuropsychological assessment 
(particularly important patients older than 5y and in congenital non 
progressive ataxia that falls in the group of developmental delay 
conditions) and be able to understand and interpret the results in the 
context of the clinical presentation of the disease 

A 

3.2  Demonstrate knowledge of neurogeriatric aspects in ataxia and HSP   

3.2.1  Demonstrate knowledge of clinical assessment of the elderly 
 B 

3.2.2  
Know specifically and broadly of differential diagnosis of common geriatric 
problems such as visual and auditory disturbances, delirium, depression, 
dementia, weakness, falls, and transient losses of consciousness  

B 

3.2.3  Demonstrate knowledge about maintaining functional abilities and illness 
prevention in the case of limited resources  B 

3.3  Demonstrate knowledge of neurological aspects in palliative care  

3.3.1  Demonstrate knowledge of advanced palliative care planning  B 
3.3.2  Demonstrate knowledge of specific ambulant palliative care management  B 

4.  Treatment/ Therapy  

4.1  Demonstrate up-to-date knowledge in pharmacological treatment of 
Ataxia and HSP 

 

4.1.1  Demonstrate knowledge of treatable causes/types of ataxia and HSP and 
basic principles of its management B 

4.1.2  
Demonstrate knowledge of principles of symptomatic treatment in ataxia 
(spasticity, downbeat nystagmus, urinary incontinence, dystonia etc.) in 
cerebellar ataxias and HSP  

B 

4.1.3  Recommend appropriate therapy (symptomatic and disease-modifying) B 
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4.1.4  Provide information to patients regarding potential adverse effects of used 
drugs B 

4.1.5  Know generally about restorative neuropharmacology B 

4.1.6  Apply principles of management of behaviour disorders including 
pharmacotherapy, counselling and psychotherapy A 

4.2  Demonstrate up-to-date knowledge about neurorehabilitation in 
ataxia and HSP 

 

4.2.1  Demonstrate knowledge of basic concepts and methodologies of 
neurorehabilitation for paediatric and adult patients B 

4.2.2  Demonstrate knowledge of functional assessment and defining outcome 
measures A 

4.2.3  
Know basic concepts about usage of adult and paediatric orthotics, wheel 
chairs and other forms of adaptive equipment, hearing and vision aids, 
communication aids, computers, ventilatory assistance etc.  

B 

4.2.4  Demonstrate knowledge to make timely and appropriate referrals to other 
specialists such as psychologists, psychiatrists, speech therapists.  B 

4.2.5  Define selection criteria for spasticity surgery in Ataxias and HSP patients B 

4.3  Demonstrate working knowledge of non-invasive stimulation 
techniques 

 

4.3.1  Know various non-invasive stimulation techniques options for HSP and 
ataxias A 

4.4  Demonstrate knowledge on advanced therapies in ataxias and HSP  

4.4.1  Be able to discuss the pros and cons of gene therapy in relation to a specific 
disorder and suggest clinical trials, if appropriate A 

5.  Communicating with and counselling ataxia and HSP patients  

5.1  Know and use Patient Journeys as working documents to identify gaps 
in care and adapt care pathways and better meet the needs of 
patients living with rare neurological disease. 

 

5.1.1  
Know and use the patient journey in Fridreichs Ataxia (developed by Mary 
Kearny, FARA Ireland and ERN-RND ePAG representative and members of 
the ERN-RND Disease Group ‘Ataxia and HSP’) 

B 

5.1.2  

Know and use the patient journey for Hereditary Spastic Paraplegias 
(developed by  Adam Lawrence, chair of the UK HSP Support Group and 
Lori Renna Linton, ERN-RND ePAG representative and members of the ERN-
RND Disease Group ‘Ataxia and HSP’) 

B 

5.2  Communicate information about genetics in an understandable, 
comprehensible and sensitive way, helping patients to make informed 
decisions and choices about their care. 

 

5.2.1  Demonstrate awareness that genetic information may have ethical, legal 
and social implications. B 

5.2.2  Demonstrate awareness that genetic information impacts not only on the 
patient but also on their immediate and extended family.  B 

5.2.3  Use appropriate communication skills and demonstrates awareness of the 
need for confidentiality and a non-directive approach. B 

5.2.4  Is able to explain potential options for treatment or prophylaxis of 
conditions within own speciality.  B 
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5.2.5  
Demonstrate an awareness that a patient’s cultural and religious 
background and beliefs concerning inheritance are important to consider in 
providing care for people with, or at risk of, genetic conditions 

B 

5.3  Demonstrate awareness on specific social and life style issues related 
to Ataxias and HSP 

 

5.3.1  Demonstrate awareness on social issues including school integration, work, 
legal, and related aspects B 

5.3.2  
Demonstrate awareness regarding lifestyle matters, such as driving, sports, 
alcohol, stress, sleep, drug use, and non-adherence/cognitive function, 
prognosis 

B 

5.4  Communicate information about the causes and consequences of the 
disease and its treatments 

 

5.4.1  Communicate to patients and families, as appropriate, about the 
epidemiology of Ataxias and HSP B 

5.4.2  Educate patients and family about relevant disease aspects (e.g. prognosis, 
psychiatric comorbidities etc.) B 
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