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Public summary of opinion on orphan designation 
Ganaxolone for the treatment of CDKL5 deficiency disorder  

On 13 November 2019, orphan designation EU/3/19/2224 was granted by the European Commission 
to Pharma Gateway AB, Sweden, for ganaxolone for the treatment of CDKL5 deficiency disorder. 

What is CDKL5 deficiency disorder? 

CDKL5 deficiency disorder is a condition associated with problems with the brain and nervous system 
function (encephalopathy), resulting in seizures (fits), as well as developmental delay, abnormal 
muscle tone and inability to use the hands properly, and gut and breathing problems. It is caused by 
mutations (changes) in the gene for making a brain-cell protein called CDKL5. This gene is on the X 
chromosome, one of the two chromosomes (X and Y) that determine a person’s sex, and most patients 
with CDKL5 deficiency disorder are girls (who have two X chromosomes). When it occurs in boys (who 
have only one X chromosome) it is likely to be much more severe. 

CDKL5 deficiency disorder is life-threatening and chronically debilitating due to early-onset seizures 
that do not respond to treatment, developmental delay, abnormal muscle tone and other related 
problems. 

What is the estimated number of patients affected by the condition?  

At the time of designation, CDKL5 deficiency disorder affected approximately less than 0.5 in 10,000 
people in the European Union (EU). This was equivalent to a total of fewer than 26,000 people*, and is 
below the ceiling for orphan designation, which is 5 people in 10,000. This is based on the information 
provided by the sponsor and the knowledge of the Committee for Orphan Medicinal Products (COMP). 

What treatments are available?  

Although there are no specific treatments, the condition is managed with currently authorised epilepsy 
medicines and with a special, low-carbohydrate diet called a ketogenic diet. 

 
*Disclaimer: For the purpose of the designation, the number of patients affected by the condition is estimated and assessed 
on the basis of data from the European Union (EU 28), Norway, Iceland and Liechtenstein. This represents a population of 
518,400,000 (Eurostat 2019). 
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The sponsor has provided sufficient information to show that the medicine might be of significant 
benefit for patients with CDKL5 deficiency disorder. This is because early studies in humans suggest a 
reduction in seizures when patients are treated with the medicine along with standard care.  

How is this medicine expected to work? 

Ganaxolone mimics the action of a substance in the body called allopregnanolone. It switches on so-
called GABA receptors, which reduce the electrical activity of the brain. This is expected to calm the 
excess activity in seizures, improving the symptoms of the disease. 

What is the stage of development of this medicine? 

The effects of ganaxolone have been evaluated in experimental models. 

At the time of submission of the application for orphan designation, clinical trials with ganaxolone in 
patients with CDKL5 deficiency disorder were ongoing. 

At the time of submission, ganaxolone was not authorised anywhere in the EU for the treatment of 
CDKL5 deficiency disorder. Orphan designation had been granted in the United States for the 
treatment of this condition. 

In accordance with Regulation (EC) No 141/2000, the COMP adopted a positive opinion on 10 October 
2019, recommending the granting of this designation.  

 

__________________________ 
 

Opinions on orphan medicinal product designations are based on the following three criteria: 

• the seriousness of the condition; 

• the existence of alternative methods of diagnosis, prevention or treatment; 

• either the rarity of the condition (affecting not more than 5 in 10,000 people in the EU) or 
insufficient returns on investment. 

Designated orphan medicinal products are products that are still under investigation and are 
considered for orphan designation on the basis of potential activity. An orphan designation is not a 
marketing authorisation. As a consequence, demonstration of quality, safety and efficacy is necessary 
before a product can be granted a marketing authorisation. 

For more information 

Sponsor’s contact details: 

Contact details of the current sponsor for this orphan designation can be found on EMA website.  

For contact details of patients’ organisations whose activities are targeted at rare diseases see: 

• Orphanet, a database containing information on rare diseases, which includes a directory of 
patients’ organisations registered in Europe; 

• European Organisation for Rare Diseases (EURORDIS), a non-governmental alliance of patient 
organisations and individuals active in the field of rare diseases. 

https://www.ema.europa.eu/en/medicines/field_ema_web_categories%253Aname_field/Human/ema_group_types/ema_orphan
http://www.orpha.net/consor/cgi-bin/index.php
https://www.eurordis.org/disease_search
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Translations of the active ingredient and indication in all official EU 
languages1, Norwegian and Icelandic  

Language Active ingredient Indication 

English Ganaxolone Treatment of CDKL5 deficiency disorder 
Bulgarian Ганаксолон Лечение на синдром на дефицит на CDKL5 
Croatian Ganaksolon Liječenje poremećaja deficijentnosti CDKL5 
Czech Ganaxolon Léčba onemocnění zapříčiněného deficitem CDKL5 
Danish Ganaxolon Behandling af CDKL5-deficiens 
Dutch Ganaxolone Behandeling van CDKL5-deficiëntiestoornis 
Estonian Ganaksoloon CDKL5 vaegushäire ravi 
Finnish Ganaksoloni CDKL5-puutokseen liittyvän sairauden hoito 
French Ganaxolone Traitement du trouble CDKL5 
German Ganaxolon Behandlung des CDKL5-Mangels 
Greek Γαναξολόνη Θεραπεία της διαταραχής ανεπάρκειας του CDKL5  
Hungarian Ganaxolon CDKL5 hiánybetegség kezelése 
Italian Ganaxolone Trattamento del disturbo da carenza di CDKL5  
Latvian Ganaksolons CDKL5 deficīta traucējumu ārstēšana 
Lithuanian Ganaksolonas CDKL5 stokos sutrikimo gydymas 
Maltese Ganassolon Trattament tad-Disturb ta’ defiċjenza ta’ CDKL5 
Polish Ganaksolon Leczenie choroby niedoboru CDKL5  
Portugues
e 

Ganaxolona Tratamento da síndrome de deficiência de CDKL5  

Romanian Ganaxolonă Tratamentul sindromului de deficiență de CDKL5  
Slovak Ganaxolon Liečba poruchy nedostatočnosti CDKL5  
Slovenian Ganaksolon Zdravljenje bolezni pomanjkanja CDKL5  
Spanish Ganaxolona Tratamiento del trastorno por deficiencia de CDKL5 
Swedish Ganaxolon Behandling av CDKL5 syndrom 
Norwegian Ganaksolon Behandling av CDKL5-relatert encefalopati 
Icelandic Ganaxólon Meðferð við CDKL5-skorti 

 

 
1 At the time of designation 
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