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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, lasi, Timis) nominated in 2014. lasi 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 lasi 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 lasi (Directia de Sanatate
Publica lasi) 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 lasi Regional Medical Genetics Centre belonging to lasi
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; lasi 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, lasi, 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, lasi,
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
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Conference of the Romanian Society of Medical Genetics 2019
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UNIVERSITATEA DE MEDICINA SI FARMACIE 10.00-15.00 SECTIUNEA 1I ~MEDICINE (Centrul de limbi modeme si
GRIGORE T. POPA [AS] ’ 3 integrare culturala — Amfiteatrul Mic)

Moderatori:

Cristian § scu (Universitatea de Medicina si Farmacie "Gr. T. Popa" lasi)

Marius Valeriu Hinganu (Universitatea de Medicind §i Farmacie “Gr. T. Popa” lagi)

Radu Andy Sascdu (Universitatea de Medicina si Farmacie "Gr. T. Popa” lasi)

Secretar:

e
. - r =
(e ' SIMPOZIONUL INTERNATIONALE :

N EE TR

| TEAGHING]AND) LEARNINGS
 INNOVATIONS| IN]
MEDICAL EDUCATION, &

| Editia a XIX-a d
1 PROGRYAM ' '

Asist. Dr. Setalia Popa (Universitatea de Medicina si Farmacie "Gr. T. Popa" lasi)

1.Monica Pinzaru, Lavinia Caba, Licrimioara lonela Butnariu, Elena Braha (Institutul
National de Endocrinologie “C.1. Parhon”, Bucuresti), Roxana Popescu, Setalia Popa,
Irina Resme Eusebiu Vlad Gorduza, Cristina Rusu (Universitatea de Medicina si
Farmacie Popa" lasi) — Coding of rare diseases with Orphacodes
Monica Péanzary, Cristina Rusu, Lavinia Caba, Licrimioara Tonela Butnariu, Mihaela
Gramescu, Sctalia Popa, Irina Resmeritd, Eusebiu Viad Gorduza (Universitatea de
Medicina si Farmacie "Gr. T. Popa" lasi) ~ Genetic aspects of autism spectrum
disorders
Licramioara Tonela Butnariu, Cristina Rusu, Monica Panzaru, Lavinia Caba, Roxana
Popescu. Setalia Popa, Irina Resmeritd, Cristina Rusu (Universitatea de Medicina si
Farmacie "Gr. T. Popa" lasi) — Probleme etice i genetice in tulburirile de
reproducere umani
Licrdmioara lonela Butnariu, Cristina Rusu, Monica Pinzaru, Lavinia Caba, Roxana
Popescu, Setalia Popa, Irina Resmeritd, Cristina Rusu (Universitatea de Medicina si
Farmacie "Gr. T. Popa" lasi) Eterogenitatea geneticd in sindroame cu
acrocefalo-polisindactilie
Irina Resmeritd, Sebastian Cozma, Oana Bitere, Roxana Popescu, Lavinia Caba, Monica
Péinzaru, Licramioara Butnariu, Setalia Popa, Luminita Radulescu, Eusebiu Vlad Gorduza,
Cristina Rusu (Universitatea de Medicina si Farmacie "Gr. T. Popa" lasi) - Hipoacuzia
sindromica ~ difi ti de di; i g i tratament
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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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AGENDA

COMNFERINTA EUROPLAN OMNLINE
Ea 25 — 26 noiembrie 2021
Ziua 1 25,11.2021
14.00 -14. 30 Dreschidere oficiald EUROPLAN
Progrese & provecari in domeniul belilor rare — Advecacy la nivel national si international
Reprezentanti ai autoritdfiler, Dorica Dan -presedinte ANBRaRo:
1445 -15.45 Acces la diagnostic si tratament, moderator Prof. Dr. Maria Puiu, UMFT:
1. Prezentarea Documentului ROMANIA — CALATORIA CATRE "RARE 2030°, Obisctiv:

14.45-15.00 Managementul integrat al pacientului cu beli rare, document realizat in parteneriat de
catree AMBRaReo, CMBR, SRGM: Orphanet si Takeda — Prof Dr. Maria Puiu, UMFT

14.320-14.45

2. "Dreptul la diagnostic - UHilitatea screeningului metabolic neonatal extins in
15.00-15.75 identificarea maladiilor metabolice ereditare din perspectiva geneticii medicale” .
Dr. Plaiasu Wasilica, CRGM Bucuresti, INSMC Alessandrescu-Rusesou;

3. "Boli rare ereditare renale: provociri si noi perspective”, Dr. Elena Rusu, Institutul

D= Clinic Fundeni

4. "Testarea genomica in bolile rare”, Prof dr. Jurca Claudia, Prof dr. Bembea Marius,
15.20-715.45 Universitstea din Orades, Facultatea de Medicini si Farmacie Spitzlul Clinic Municipal dr]
Gavril Curteanu” Orades, Centrul Regional de Genetics Medicala Bihor

Raport .. Monitorare” — Monitorizarea implementarii PNER in Romania, Prof. Dr. Emilia
15.45 -17.00  |Severin, UMFE. Dezbatere.

Ziua 2 26.11.2021
1400 - 1530 |Boli rare: Tngrmma pacientilor cu boli rare, moederator dr. Violeta Stan

1. Provocari in ingrijirea pacientilor cu boli reumatologice rare in 2021,

14.00-14.15 o i
Dr. Laura Damizn, Centru de Expertiz2 pentru boli muscule scheletsle rare
14.15-14.20 2. Centrul de Boli Rare Oculare Timisoara — noi inceputuri, Florinz Stoica. Alexandra
lonescue
14.30-14.45 3. Angicedemul Ereditar in Romania situafia actuald privind accesul la tratament, Dr.
Bara Moemi Centrul de Expertizd pentru Angicedem Ereditar Tg. Mures
14.45-15.00 4. Modificarea paradigmei legate de educatia si cercetarea vizand bolile rare Conf Dr.

Micoleta Andreescu, UMFT

5. Refeaua Ro-MMCA ID - participarea la ERM ITHACA- avantaje, limite, probleme, 5.L
15.00-15.15 Dr. Adela Chirita-Emandi, UMFT, Centrul Regional de Genetica Timis, Centrul de
Expertiza Ro-NMCA ID - ERN ITHACA

&, RD CODE - importanta codificarii unitare a bolilor rare, Prof Dr. Cristina Rusu, UMFI
15.15 - 1530 Orphanet Romania

15.15-15.20 Intrebiri, comentarii

Raport .. Monitorare” — Monitorizarea implementarii PMER in Romania, Prof. Dr. Emilia
15301630 Severin, UMFE. Dezbatere,

16.20- 17.00  (Concluzii & Rezolutia Europlan, Dorica Dan - presedinte AMBRaRo

Cwe Phizer 3 )i, Chirsi

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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d‘ Riianta National

Agenda
Scoala de Boli Rare pentru Jurnalisti
15.12.2021 - 16.12.2021

14.00 - 14.10 Welcome - Alexandra Manaila, jurnalist

14.10 - 14.20 Implicare in sanatatea digitala —- ANBRaRo 2021
Dorica Dan, presedinte ANBRaRo

14.20-17.00  Sesiune plenara

14.20-14.50 | Lupta pentru cucerirea universului bolilor rare - genomica,
terapii genice, terapii celulare, Dr. Marius Geanta, Centrul de
Inovare in medicina

14.50-15.00 Q&A

15.00-15.30 | Digital and Data Advisory Group in context European, Veronica
Popa — EURORDIS,

15.30- 16.00 CORE - RD, codificarea ORPHA pentru bolile rare in Romania,
Prof. Dr. Cristina Rusu, UMF lasi

16.00- 16.30 Formare profesionala in boli genetice si boli rare -
ProGeneRare - raport final implementare proiect, loana Streata,
UMF Craiova

16.30-17.00 | Concurs Podcast Boli Rare - cine?
Concluzii

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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HOSPITAL

& Logout Boli Rare

IT tool

It allows to choose between 193 different ORPHAcodes.

Adauga) s # | Introducere dete | Adauga

Spitalul Clinic de Urgenta pentru Copii "Sf. Maria" lasi

Boalarara * Diagnostic * Data
: consult Gonfirmat
98896 - Distrofia musculara Duchenne v G71.0 Distrofia musculara v genetic ~ Tratarment
98896 - Distiofia musculara Duchenne Decedat
81 - Sindrom Tumer 45X
1772+ Disgenezie gonadica mida 453 485
1001 - Microdeletie 2037 Data Mediu Judet Tara (se completeaza numaiin cazulin care pacientul este strain)
915- Gindram Aarskog nasterii *
98895 - Distrofie musculara Becker N Na M NA M

579 Wucopolizaharidoza tip |
904 - Sindrom Williams-Beuren
730~ Sindrom Prader- Wil

908 - Sindrom X fragl

2911 - Secventa Paland
784- Sindrom Sacthre-Chotzen

107 - Sindrorm Branhiaotarenal
72- Sindrom Angelman

70 - Amictrofie spinala

506~ Fibroza chistica
592 - Mucopalizaharidoza tip IV Teste genetice - detalii Detalii
287 - WACTERL

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).

- £2 lan 2019 = Oct 2021 Spitalul Clinic de Urgenta pentru Copii "Sf. Maria" lasi
# / *Inapoi
(3R] Distributia pacientilor pe sexe - G71.0 X3 Distributia pacientilor pe medii de rezidenta - ICX3 Distributia pacientilor pe grupe de varsta -
Distrofia musculara G71.0 Distrofia musculara G71.0 Distrofia musculara
I
Feminin Hecompletst -+

5-9
Urban ’
30-34 -_ﬂ‘
. 10-14

rd 25-29
Masculin
Rural 20-24 15-19
"I Distributia lunara a cazurilor - G71.0 Distrofia %] Distributia trimestriala a cazurilor - G71.0 "8 Distributia anuala a cazurilor - G71.0
musculara Distrofia musculara Distrofia musculara
o 15
H 4 4 H
54 w33 3 ) 3 E 10
2 2.272:272.272.27 2.272.272.272.27 2.272.272.27 E 5 e 833 833 5-;3
ERE 1 1 1 Z§ B
‘ ] ] [ 0 £
\J o (\) o A0 () Q N N
B g & .
L L A
T &P T <& 2019 2020 2021
® Cazuri - Medie @ Cazuri -9 Medie ® Cazuri - Medie

Training activities
1) A training on ORPHAcodes for clinicians (Medical Genetics residents, Pediatricians)
involved in lasi Regional Medical Genetics was organized.

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

We started case registration in lasi Regional Medical Genetics Centre). lasi 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
lasi — Nephrology Department, Timis Regional Medical Genetics Centre and Prader Willi Association
- NoRo Expert Centre for Rare Diseases.

Introducere date # | Introducers date | Bolirare

Spitalul Clinic de Urgenta pentru Copii "Sf. Maria" lasi

Pepagina. 10 v Cauta;
Data
Data consult

ORPHA Boala rara Diagnostic ICD10 Proceduri nasterii (o) genetic

638 Meurofibromatoza @85.0 Meurdfibromatoza (nemaligna) G071 MORFOMETRIE,G12 FOTOGRAFIERE,GO4 EXTRACTIE 2006-01-05  40187580910831928474  2019-12-02
tip | Al

636 Meurofibromataza ©85.0 Meurafibromataza {nemaligna) G01 MORFOMETRIE,G12 FOTOGRAFIERE, G4 EXTRACTIE 2005-03-12  40578B842157046340602 2018-10-03
tip | ADN

738 Sindrom Prader- 287 14 Sindromul Prader-willi G017 MORFOMETRIE,GO4 EXTRACTIE ADN,G15 MLPA 2018-10-10  40B561R790GB3GA34836 2018-04-04
il PO3GI070 PENTRU SCREENING SUBTELOMERE,G12

FOTOGRAFIERE

738 Sindrom Prader- 287 14 Sindromul Prader-willi G071 MORFOMETRIE,G12 FOTOGRAFIERE 2015-08-07  40148741222726131878  2018-04-23
Willi

739 Sindrom Prader- Q87.14 Sindramul Frader-willi G071 MORFOMETRIE,G12 FOTOGRAFIERE,GO4 EXTRACTIE 2019-06-08  40163163723064381686 2019-01-18
il ADN 315 WLPAPO3E070 PENTRU SCREEMING

SUBTELOMERE

739 Sindrom Prader- Q87.14 Sindramul Frader-willi G071 MORFOMETRIE,G12 FOTOGRAFIERE,GZE MLPAMED2E  2013-03-25  40106099907630372100 2019-01-09
il PENTRLU SINDROM PRADER-WILLI

738 Sindrom Prader- 287 14 Sindromul Prader-willi G01 MORFOMETRIE 1884-05-24  40187099842673175883 2018-10-16
il

805 Sclerozatuberoasa  G94.1 Scleroza tuberoasa G071 MORFOMETRIE,G12 FOTOGRAFIERE 2010-04-13 401735278305837191273  2019-07-10

805 Sclerozatuberoasa  Q84.1 Sclerozatuberoasa G071 MORFOMETRIE,G12 FOTOGRAFIERE 1974-05-25  401294565938482682304  2019-07-24

881 Sindrom Turner Q960 Kariotip 45, % G01 MORFOMETRIE,G12 FOTOGRAFIERE 2014-12-20  40841678887995061083 2018-08-06
454

21 =30 din 76 41 2!4 5 a »

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

10
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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 lasi — 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.
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