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Background  
In Romania (population of 20 million inhabitants) there is no ORPHAcode implementation in 

routine coding systems at national level. The health system uses DRG coding and ICD10 for reporting 

rare disorders. Most of the cases are reported by the 6 Regional Medical Genetics Centres (Bihor, 

Bucharest, Cluj, Dolj, Iasi, Timis) nominated in 2014. Iasi Regional Medical Genetics Centre covers 9 

districts (Moldova province) that accounts approximately for 20% of the Romanian population. 

Congenital anomalies and genetic disorders were systematically reported until 1989. After 1989, there 

is no national inventory of rare disorders, only Bihor Regional Medical Genetics Centre contributed to 

EUROCAT and thus has a registry in the field.  

Objectives  
To introduce ORPHAcodes, according to the « Standard procedure and guide for the coding 

with Orphacodes » and the « Specification and implementation manual of the Master file » in daily 

practice of the Romanian Health System and to facilitate allocation of proper resources for patients 

with rare diseases. The work has started in Iasi center and later will be extended to other centres 

involved in ERNs.  

 

Team description 
Dr. Liviu Stafie - the manager of the Department of Public Health Iasi (Directia de Sanatate 

Publica Iasi) has discussed with the Health Minister representatives and has presented the benefits of 

Orphacodes for Health Information Systems and the possibilities to implement Orphacodes. The 

Health Ministry recently asked for specific numbers concerning rare diseases, but as the services do 

not have a specific information system working, this was a very difficult task. Thus, the introduction of 

Orphacodes in daily practice of the Health Information System will allow accurate reporting of RD 

cases. 

 Prof. Cristina Rusu - coordinator the Iasi Regional Medical Genetics Centre belonging to Iasi 

Children’s Hospital and member of the National Council of Rare Diseases disseminated information 

about Orphacodes and Standard operating procedures at different conferences (Conference of the 

Romanian Society of Medical Genetics 2019; Iasi Pediatric Days 2019; Moinesti Hospital Days 2019; 

First National Congress of the Romanian Society of Audiology and Pathology of Communication 2019). 

She discussed with representatives from 6 Regional Medical Genetics Centres (Bihor, Bucharest, Cluj, 

Dolj, Iasi, Timis) and coordinator of National Alliance of Rare Diseases - Dorica Dan, in order to 

elaborate a work plan to introduce Orphacodes for each centre. Most of the rare diseases cases in the 

country are reported by the 6 Regional Medical Genetics Centres (Bihor, Bucharest, Cluj, Dolj, Iasi, 

Timis) nominated in 2014.  

 Senior lecturer Monica Cristina Panzaru MD PhD – a medical geneticist involved in the 

diagnosis of rare diseases patients – disseminated information about Orphacodes and rare diseases to 

colleagues from other medical specialities. 
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Activities carried out /achievements  

 

 Communication activities  
1) Senior lecturer Monica Cristina Panzaru had a presentation “Coding of rare diseases with 

Orphacodes” at International Symposium “Teaching and learning innovations in medical 

education”. 

2) Conference of the Romanian Society of Medical Genetics 2019 

3) First National Congress of the Romanian Society of Audiology and Pathology of 

Communication 

 

 

Moinesti Hospital Days 2019 

 

 

Conference of the Romanian Society of Medical Genetics 2019 
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First National Congress of the Romanian Society of Audiology and Pathology of Communication 
 

  

 

4) Prof. Cristina Rusu had a presentation « RD CODE : the importance of uniform codification of 

rare diseases » at Europlan online Conference, 26.11.2021. 
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5) Prof. Cristina Rusu had a presentation « CORE-RD : ORPHA codes for rare diseases in 

Romania » at Rare diseaseas School for journalists, 15.12.2021. 
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IT developments 
According to the Standard operating procedures and specification and implementation 

manual an elaborate support was created for software developers to incorporate Orphacodes into 

Health Information Systems.  

An IT tool was selected for ORPHAcode registration (fig. below).  

A training on the IT tool was organized in order for the users to get acquainted with the tool. 
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IT tool 

It allows to choose between 193 different ORPHAcodes. 

 

Clinicians can complete with additional information (fig below). 
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And the tool was designed as to allow to generate statistics (fig below). 

 

Training activities 
1) A training on ORPHAcodes for clinicians (Medical Genetics residents, Pediatricians) 

involved in Iasi Regional Medical Genetics was organized.  

2) 3 Trainings for Timis, Nephrology Parhon Iasi and Zalau Centres were organized. 
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Ongoing work : RD registration 
  

We started case registration in Iasi Regional Medical Genetics Centre). Iasi Regional Medical 

Genetics Centre covers 9 districts (Moldova province) that accounts approximately for 20% of the 

Romanian population.  

A list of 193 rare diseases with associated ORPHAcodes was created in IT tool as described above. 

A periodic evaluation of work is carried out by the implementing center. Difficulties were identified 

and discussed with IT team, National Coordinator and Project Manager. 

3 additional centres in Zalau county started case registration in December 2021: C. I. Parhon Hospital 

Iasi – Nephrology Department, Timis  Regional  Medical Genetics Centre and Prader Willi Association 

- NoRo Expert Centre for Rare Diseases. 

 

 

Cases 

 

Detailed recommendations according to the Standard operating procedures and specification and 

implementation manual and an elaborate plan for extension to other centers in Romania were 

elaborated.   

The number of registered cases per year has drastically increased since the beginning of the project: 

At Month 12: 200 cases/year 

At Month 30: 457 cases/year 
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At month 35: 580 cases/year 

 

Future plans 
Plan for extension to other centers in Romania 

- identification of other centers ((Bihor, Bucharest, Cluj, Dolj) and hospitals with activity in rare 
diseases fields (C.I. Parhon Hospital Iasi – Nephrology) 

- contact the representatives of centers/ hospitals 
- preliminary discussion with representatives to present benefits of Orphacodes for rare 

diseases codification and periodic reports for Health Systems 
- the representatives will indicate a team/ person involved in Orphacodes for rare diseases 

registration 
- establish data for discussion with teams from other centers and major hospitals 
- presentation of Orphacodes 
- presentation of Standard operating procedures and specification and implementation 

manual 
- presentation of IT tool (training) 
- implementation of IT tool 
- presentation of practical introduction of cases 
- discussion about challenges 
- establish monthly discussion about progress and difficulties 
- statistical reports. 

 

Final remarks 
 A simple, easy to use IT tool is essential for extensive ORPHAcodes implementation. 

 

 

 

 


