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Centre for Rare Diseases

Zentrum fiir Seltene
Erkrankungen

1. Centre established in 2010

Behandlungs- und Forschungszentrum .
fiir Seltene Erkrankungen * NAMSE
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> Umbrella centre including diagnostic care pathway
for undiagnosed RD patients
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> 16 Centres of Expertise for RD groups that (too a s i ———

lage extent) correspond with ERN disease grouping BN

Inpatient and outpatient care

| Sie haben bereits eine | Sie haben keine klare Dia- | Fragen zu den vielfiltigen
o (Verdachts-)Diagnose und gnose, es besteht aber der Aufgaben und Aktivititen
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ormally acknowiedge centre since peten it beigeeinen Terinder |
eine Zweitmeinung? Nehmen Sie Kontakt zur
Hier finden Sie unsere Fachzentren Geschiftsstelle auf
i Vorstellungswunsch
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OrphaCoding at Centre for Rare Diseases

Anzahl Patient:innen ZSE Tilbingen 2021 gesamt: 10.246 Anteil ambulante/stationdre Patient:innen 2021

ZSNeph CCFC ZCDIR Anzahl Félle

6% 2% / stationar

18%

1. Started OrphaCoding
at Centre in 2019

2. Main reasons

> Visibility of expertise

> Distribution of public
funding to CoE based on
OrphaCoded patient and

case humbers I||||||||||I
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Ambulante bzw. stationire Fille je Fachzentrum 2021

Anzahl Félle stationar 1 Anzahl Falle ambulant
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Expertise-based ORPHAcoding

CoE report ORPHAcodes according to their expertise
ORPHAcodes on disorder level

Goal: high compliance with BfArM/DIMDI alpha-id-se list

ORPHAcode + ICD-10-GM code firmly linked
Minimal extra coding work.

(SAP).

Medical Controlling & IT: Entering OU expertise lists into the local hospital information system

CoEs have access exclusively to their individual hit lists
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[J KI3_85414_MOS 21 sIJA: Juvenile chronische Arthritis, systemische: Schulterregion [Klavikula. Skapula, Akromioklavikular-. Schulter-, Ste|40
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[J KI3_85438 MO8 86 Arthritis, idiopathische juvenile, Enthesitis-assoziierte: Unterschenkel [Fibula, Tibia, Kniegelenk] 56
[J KI3_85438 MBS 87 Arthritis, idiopathische juvenile, Enthesitis-assoziierte: Knochel und FuR [FuBwurzel, Mittelful, Zehen. Sprunggelenk, s|57
[J KI3_85438_M08 88 Arthritis, idiopathische juvenile, Enthesitis-assoziierte: Sonstige [Hals, Kopf, Rippen, Rumpf, Schadel, Wirbelsaule] 58
[J KI3_85435_M0& 89 Arthritis, idiopathische juvenile, Enthesitis-assoziierte: Nicht nadher bezeichnete Lokalisation 509



OrphaCoding at Centre for Rare Diseases

Disadvantages of the CoE expertise lists:
* In-house maintenance needing SAP programming/IT deployment time
* Enable simple, standardised OrphaCoding exclusively at the Centre for RD

* Match with Alpha-ID-SE list not 100%

I
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OrphaCoding at Centre for Rare Diseases

Counting RD patients with ORPHAcodes (QlikView):
* QlikView (data analysis software): Counting patient and case numbers (CoE and UKT)

* Assignment of patients to CoEs in QlikView via combination of specific ORPHAcode
lists + organisational unit

- Simple, efficient analysis of rare disease figures via ORPHAcodes

— Evaluation of CoEs and distribution of the centre funding based on ORPHAcodes

I
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Paradigm change

As of 1st April 2023 all German hospital must ORPHAcode
inpatient RD patients/cases.

The ORPHAcoding has to be done using the Alpha-ID-SE list
which matches ICD10-GM with Orphacodes on disorder
level.




Overview of HIS and coding tools

Hospital Information System Coding tool

SAP IS/H - Cerneri.s.h.med ID DIACOS

SAP IS/H - Daedalus Orbis ID DIACOS

SAP IS/H - Cerner Medico ID DIACOS
MEONA ID DIACOS

SAP IS/H - Cerneri.s.h.med 3M KODIP

SAP IS/H - Daedalus Orbis 3M KODIP

SAP IS/H - Cerner Medico 3M KODIP
MEONA 3M KODIP
MEONA Own development



ORPHA coding in the practice - Tubingen
(SAP IS/H - Cerner i.s.h.med and ID DIACOS)

Coding software DIACOS:
* Coding via "Rare" tab for entire hospital
* Coding according to the Alpha-ID-SE list of the BfArM

* Implementation of so-called DIACOS card index boxes: cooperation with DIACOS to
ensure the same functionality as OU hit lists.

I
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Coding of an SE in the ID DIACOS
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[ (Q00-Q07) Angeborene Fehlbildungen des Nervensystems
(Q10-Q18) Angeborene Fehlbildungen des Auges, des Ohres,
(Q20-028) Angeborene Fehlbildungen des Kreislaufsystems
(Q30-034) Angeborene Fehibildungen des Atmungssystems
[ ({Q35-Q37) Lippen-, Kiefer- und Gaumenspalte

@ ({Q38-Q45) ige ang Fehlbildungen des Verdau
[ (Q50-Q56) Ang F i gen der Geni gane
# (Q60-Q64) Ang: Fehlbildungen des F ¥

= (Q65-Q79) Angeborene Fehlbildungen und Deformitaten des |
1 065.- Angeborene Deformitaten der Hufte
) Q66.- Angeborene Deformitaten der FiRe
Q6T - Angeborene Muskel-Skelett-Deformitaten des Kopfes
Q68 - Sonstige angeborene Muskel-Skelett-Deformitaten
@ Q69.- Polydaktylie
& Q70.- Syndaktylie
#Q71.- Reduktionsdefekte der oberen Extremitat

# Q72.- Reduktionsdefekte der Extremitat
@ Q73.- Reduktionsdefekte nicht naher bezeichneter Extremiti
#QT74- ige angeb Fehlbildungen der Extremitat(e

=+ Q75.- Sonstige angeborene Fehlbildungen der Schadel- un

Q75.0 Kraniosynostose

Q75.1 Dysostosis craniofacialis
Ink
Q75.2 Hypertelorismus
Q75.3 Makrozephalie
Q75.4 Dysostosis mandibulofacialis
-kl
Q755 Okulo-mandibulo-faziales Syndrom
~Q75.8 Sonstige naher bezeichnete angeborene Fehlbildl

Inkl

Q75.9 Ang Fehlbildung der Schadel- und Gesich

Inkl
[ Q76.- Angeborene Fehlbildungen der und des
[ Q77.- Osteochondrodysplasie mit Wac torungen de
@ Q78.- ige Osteochondrodysplasi

Q79.- Angeborene Fehlbildungen des Muskel-Skelett-Syste
(Q80-089) Sonstige angeborene Fehlbildungen

g P S

Zeilenumbruch [ Kurzi Oink. O exa.

Kommentar

~

v

Suchergebnis
Spezifisch (9) Sekundar (0) | Unspezifis€h (0) | Selten (81)
5. Code Text
Kraniosynostose Typ ...
Q750  ..Boston
* Q750 .. Philadelphia
Q75.8 ... Warman
* Q750  Kraniosynostose miti Verkalkungen
* Q750 Syndrom der Krani tose und Radil
* q750  Baller-Gerold-Syndrom [Kraniosynost nl
*» 0750  Hypsizephalie
* Q750  Oxzephalie
*p Q750  Tumizephalie
* Q750  Akrozephalie
* Q750  Pyrgozephalie
*p Q750  Pyrgozephalus
*» Q750  Spizschadel
* 0750  Turmschadel
*» Q750  Kreiborg-Pakistani-Syndrom
* Q750  Familidres Skaphozephalie-Syndrom Typ McGillivray
* Q750  Nicht-syndromale Sagittalnaht 1
% Q75.0  Nicht-syndromaler Oxyzephalus
Isolierte ...
* Q750 .. Brachyzephalie
*p Q750 .. Trigonozephalie
* Q750 .. Skaphozephalie
* Q75.0 Isoliertes Kleeblattschadel-Syndrom
Dysostosis ...
Q751 .. craniofacialis
Qa7sA ... craniofacialis Crouzon
Q751 .. craniofacialis hereditaria
Q751 Kraniofaziale Dysostose Typ Crouzon
@751  Kranio-fronto-nasale Dysplasie
Q75.1 Crouzon-Krankheit
Q751 Crouzon-Syndrom
Q75.1 Morbus Crouzon
Details zu Q75.0 Kraniosynostose... ¥ B
Katalog

Codeeingabe:|Q750 | Suchen  { Voriger Nachgter

S Text
*» Kraniosynostose
*» Akrozephalie

Details zu Q75.0 Kraniosynostose... % B



Coding information for §301 data set
Representation in the NDIA module of SAP IS/H
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"Card index boxes" in

- Quickly access all relevant codes per subject

centre

—Enable simple, standardised ORPHAcoding &

CoE assignment

Excerpt from the diagnosis list of the "ID DIACOS® card

index" for the ZSHE
(CoE for Rare Hormonal Diseases):
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DIACOS:

Fachbereich: ZSE

Karteikarte: ZSHE

|=! & Syndrome
15 Q87.1

i Q96.8

‘ Q87.1
| [ Q04.4
= Q87.1
Q87.1

Q96.9

Q96.9

= E713

ID DIACOS® Karteikasten

648 Noonan-Syndrom

444048 Ovardysgenesie-Kleinwuchs-Syndrom

739 Prader-Willi-Syndrom

3157 Septooptische Dysplasie

813  Silver-Russell-Syndrom

231140 Silver-Russell-Syndrom durch Imprintingdefekt von 11p15
881 Tumer-Syndrom

99226 X-Monosomie

43 X-ALD [X-chromosomale Adrenoleukodystrophie]

(=] & Schilddriise Kind

E03.1
E05.0

95717 Angeborene Hypothyreose
525731 Morbus Basedow mit Beginn im Kindesalter

= & Hypophysenerkrankungen

D35.2
D35.2
D35.2
D35.2
D356.2
E24.0
E22.0
D352
D352
\ r D352

99408 Hypophysenadenom onA

91349 NFPA [Hormoninaktives Hypophysenadenom])
314777 Familidres isoliertes Hypophysenadenom
91348 Gonadotropes Hypophysenadenom

96263 Kortikotropes Hypophysenadenom

96253 Hypophysares Cushing-Syndrom

963  Akromegalie

314769 Somatomammotropinom

91347 Thyreotropes Hypophysenadenom

2965  Prolaktinom

Martin et al. Bundesgésiindheitsblatt Health Research Health Protection 2022 —



Orphacoding at the UKT in figures

10,0
7.8

. . 51 5,3

* ORHAcoding at the UKT (ZSE) since 2019 40
2,8

Orphacoding in 2021 (Tiibingen) l I I
Full inpatient cases
Total number 66.579 ambulant  vollstationdr

With diagnosis Orpha identification X!
number Tubingen

Partial inpatient cases B2019 W2020 W2021
Total number 3.022
With diagnosis Orpha identification JEx& Martin, ..., Hebestreit. Bundesgesundheitsbl 2022

number https://rdcu.be/cXAOw
With diagnosis Orpha identification RN

Total number of cases full 70.530 64.572 66.579
number : .

inpatient

Inpatient cases with diagnosis ENS 5.026 6.661

ORPHA code

=
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https://rdcu.be/cXAOw

Orphacoding at the UKT: Data quality

First statements on the quality of orphacoding at the UKT:
Analysis based on R-script "DQ-Checker", developed by Kais Tahar (Gottingen) in the framework of CORD-MI

Cases were evaluated whose diagnoses:
* |CD-10 code to orpha codes are in 1:1 ratio (ICD-10 code coded for a rare disease)

* |CD-10 and Orphacode connection is present in Alpha-1D-SE

Completeness: for ICD-10 codes clearly coding for an SE, an orpha code was also coded.
Plausibility: for ICD-10 codes uniquely coded for an SE, the assigned orphacode was coded using Alpha-ID-SE
version 2021.

- OrphaCoding Completeness Rate | OrphaCoding plausibility rate
2019 49,0 % 87,61 %
2020 | 62,5 % 90,4 %

I
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Summary
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ORHAcoding at the UKT since 2019

Centre for RD: ORPHAcoding thanks to OU hit lists
and financial incentive almost seamless and
complete

Hospital: (proportionally) fewer, but increasing

From January 2023: Coding exclusively via ID
DIACOS (some problems)

ERN interface: counting patients for ERN

monitoring in principle possible

ERN registries interface: template for minimal

(ERDRI) dataset currently implemented

Footer




