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Results and Discussion 
The „Musterdatensatz“ is an electronic file 
that contains a 1:1 mapping of the ICD-10-
GM to the OrphaNumber. The content of 
this file was defined based on the 
granularity of the Master file of the RD-
Action. This file is in ongoing development 
and currently includes 4.148 entries for 
RD. The inclusion of all Orphacodes of the 
Master file is a priority for the further 
development of the “Musterdatensatz”. 
The completeness of the file will make the 
tests more reliable. 
The „Musterdatensatz“ was successfully 
implemented in different ways in the IT 
systems of four German centres of 
expertise on RD. In some centres  it was 
possible to integrate it into the hospital 
coding software.  
The centres of expertise reported  that the 
level of granularity of the “Musterdaten-
satz” was not adequate for the routine 
coding of some diseases. That is why it 
was extended over the level of granularity 
suggested in the Master file of the RD-
Action for some diseases . This is for ex-
ample the case of the distal myopathies. 
The users of the „Musterdatensatz“ are 
free use the automatic electronic coding or 
may use different codes to the proposed 
on the file. This enables the use of all 
levels of granularity of both Classifications 
but risks standardisation and the interoper-
ability of the collected data. An analysis of 
the collected data and its usability will 
follow.  
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Figure 1: Example of the “Musterdatensatz” 

Introduction 
The estimation of the impact of rare 
diseases (RD) in Health Care Systems, 
which is based on their statistical 
representation, is not satisfying1. Since 
there is only few epidemiological data 
available, numbers for incidence and 
prevalence of RD are mostly esti-
mated2. The prerequisite for an 
adequate statistical representation of a 
disease is a consistent and standar-
dised encoding of collected data. This 
problem affects RD not only in 
Germany but in all countries around the 
world. 
DIMDI´s project „Kodierung von 
Seltenen Erkrankungen“ (RD coding) is 
an initiative in the context of the 
National Action Plan for People with 
Rare Diseases. It is financed by the 
Federal Ministry of Health and should 
improve the statistical data collection 
and thus the representation of RD in the 
Health System by mapping the 
Orphanet Nomenclature and the ICD-
10-GM into one file, the “Muster-
datensatz”. This file should ensure an 
easy and standardised procedure for 
the daily routine of double coding RD 
with ICD-10-GM and OrphaNumber in 
one step. 
To prepare this file, the Orphanet 
Nomenclature is being mapped to the 
Alphabetical Index of ICD-10-GM. A 
dual control principle ensures the 
quality of this mapping. The process is 
performed in collaboration with Orpha-
net. Figure 1 shows an example of the 
“Musterdatensatz“. 
 

Conclusion 
 The structure of the “Musterdatensatz“ 

is mostly satisfying for users. 
 The testing and the feedback process 

of the “Musterdatensatz” generates  
valuable input for quality control and 
further developments of the classifi-
cations involved. 

 To be able to create a precise 
connection between the classifi-
cations, all involved parties must work 
together in a coordinated way.  

 The Orphanet Nomenclature is up-
dated in a very fast rhythm. This could 
make the mapping to other 
classifications difficult and unstable.   

 A clear definition of goals, the 
knowledge of the involved classifi-
cations and the selection and pre-
paration of data increases the chance 
for success.  

 The feedback that emerges from the 
mapping between the classifications 
as well as from the testing process is 
a valuable input for further devel-
opments and the quality assurance of 
the classifications. 

 The feedback of the coder and the 
purpose of the process may influence 
the coding results. This represents a  
risk for the standardization and thus 
the interoperability of the collected 
data. 

Methods 
The “Musterdatensatz” is being tested 
since the middle of 2017 by four centers 
of expertise on RD which have diverse 
IT and organizational structures. They 
implemented the file into their routine 
coding system and are giving feedback 
about the usability, structure and 
content of the file to DIMDI on a regular 
basis. 
The “Musterdatensatz“ can be adapted 
according to the feedback. 
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