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FOREWORD

The EUROPLAN national conferences or workshops are organised in many European countries as
part of a coordinated and joint European effort to foster the development of comprehensive
National Plans or Strategies for Rare Diseases addressing the unmet needs of patients living with a
rare disease in Europe.

These National Plans and Strategies are intended to implement concrete national measures in key
areas from research to codification of rare diseases, diagnosis, care and treatments as well as
adapted social services for rare disease patients while integrating EU policies.

The EUROPLAN national conferences/ workshops are jointly organised in each country by a
National Alliance of rare disease patients’ organisations and EURORDIS—Rare Diseases Europe.
Rare Disease National Alliances and Patient Organisations have a crucial role to shape the
national policies for rare diseases.

The strength of EUROPLAN national conference/ workshop lies in its shared philosophy and
format:

- Patient-led: National Alliances are in the best position to address patients’ needs;

- Multi-stakeholders: National Alliances ensure to invite all stakeholders involved for a broad
debate;

- Integrating both the national and European approach to rare disease policy;

- Being part of an overarching European action (project or Joint Action) that provides the
legitimacy and the framework for the organisation of EUROPLAN national
conferences/workshops;

- Helping national authorities adhere to the obligations stemming from the Council
Recommendation of 8 June 2009 on an action in the field of rare diseases.

Since 2008, National Alliances and EURORDIS have been involved in promoting the adoption and
implementation of National Plans and Strategies for rare diseases. Altogether, 41 EUROPLAN
national conferences took place in the framework of the first EUROPLAN project (2008-2011) and
the EU Joint Action of the European Union Committee of Experts on Rare Diseases - EUCERD -
(2012-2015).

Within RD-ACTION (2015-2018), the second EU Joint Action for rare diseases, National Alliances
and EURORDIS continue to get involved in a coordinated European effort to advocate for and
promote integrated national policy measures that have an impact on the lives of people living with
rare diseases.

The EUROPLAN national conferences or workshops taking place within RD-ACTION focus on
specific themes identified by the National Alliances as the most pressing priorities to tackle with
national authorities. These thematic priorities are addressed in sessions where all the stakeholders
discuss relevant measures to be taken or ways to sustain the full implementation of already
approved measures.

Each National Alliance prepares a final report on the national workshop, based on a common
format such as the one that follows.



GENERAL INFORMATION

Country UKRAINE

National Alliance (Organiser) NGO RARE DISEASES OF UKRAINE

Date & place of the national

P 20/10/2017 KYIV, Instytutska street, 21/8, Office

workshop/conference
of Ukrainian Parliament Commissioner for Human
Rights

Website www.facebook.com/orphandisua/

Members of the Steering Committee Tetyana Kulesha
Domenica Taruscio
Valeria Lutkovska
Oleksandr Linchevsky

List of Themes addressed 1. Creating a state registry of rare disease patients
in Ukraine
2. Screening of newborns in Ukraine

Annexes . List of Participants (by stakeholders’ categories)
Il. Programme of the conference
[Il. Resolution (English, Ukrainian)

FINAL REPORT

As active members of the Rare Diseases (RDs) community, Ukrainians have a strong desire to be
on the cutting edge of trends that spread nationwide with innovative initiatives, activities and
projects that will ultimately improve the quality of life of rare disease patients. We understand
the importance of developing a comprehensive national strategy and plan for rare diseases;
covering all aspects from research to care. Basic steps to facilitate the diagnosis and support the
identification of Ukrainian RD patients should be put in place first. Indeed, access to screening
programmes, gene testing, genetic counselling as well as the development of a national registry
of rare disease patients are crucial initial steps which need to be implemented within a specific
legal framework.

I Introduction/ Plenary session
The conference started with the announcement of the themes identified as key priorities to be
discussed.

Then, the Ombudsman declared that the independent institution of Ombudsman secures certain
control over the governmental authorities to the extent of compliance by them with their
respective obligations.

The Deputy Minister of Health agreed to make a step forward and rely on the experience of
national and foreign experts in areas relevant for rare diseases. The ministry assures of its
readiness to cooperate.




Il. Theme
Implementation of national actions for patients with rare diseases by creating a patient registry.

- ldentification of specific gaps, challenges and needs.

The Law of Ukraine on Rare Diseases provides provisions for the creation of a national patient
registry. Since the adoption of the law in 2014, the unavailability of enough patients’ data has
prevented the assessment of needed actions as well as the expenditure planning. The inaccuracy
of accounting for the number of rare disease patients in the country results in incomplete
provision of assistance.

The complexity in creating the registry is explained by the fact that the different institutions have
different vision of the entity responsible for creating such registry and the data that is to be
recorded. It was stated that the medical reforms launched in Ukraine is an additional factor
preventing the creation of the registry. The desire of the Ministry of Health to cover multiple
fields, including e-health tools to manage the patients, has delayed establishing the rare disease
patient registry and thus, providing necessary assistance to these patients.

However, the registry created by the State Expert Centre of the Ministry of Health shows that
establishing a rare disease patient registry would be feasible as well specific registries.
Simultaneously, it was pointed out that the quality of data depends on the availability of the
designated expert assessment centres forming the central registry and the need for
communication between the institutions and centres.

- Assessment of the integration of European guidelines and policy recommendations into
the national system.
Subject to the European experience disclosed in the report, the participants have agreed that the
application of the recommendations to create the patient registry may rely on the suggested
principles and existing models may be applied in Ukraine following some adjustments.

One of the steps on the way with regard to implementing European policies is the inclusion of
Ukrainian institutions in European Reference Networks (ERNs) for rare diseases. It was reported
that next year (2018), ERNs will be expanded and will be open to European Union’s neighbouring
countries, although not being EU member states. The intent is to take part in this endeavour,
emphasising that such action will result in agreeing on the joint quality criteria of centres. It is a
chance to clear a border between institutions inside the country.

- Expected outcomes in the near future, medium and long term.

The key expectation is that the state would provide a legal framework for accounting of the
number of patients and give them rights for assistance. As of 2018, the rights for medical
treatment will be secured.

The medium term plans for 2018 to 2020 provide the expansion and creation of new
programmes for newborn screening. This initiative combined with patient registration will
facilitate early interventions, thus maximising positive treatment outcomes.

In the long run, rare disease patients getting not treatment will become controllable in terms of
costs planning by the state.

- Which actions/ measures need to be taken.
It has been decided to create a working group, before the end of the year 2017, on the
development of a methodology for the creation of the state rare disease patients registry. This
working group will include interested stakeholders under the control of the Commissioner for
human rights of the Parliament of Ukraine. The Ministry of Health of Ukraine will be responsible
for appointing an authority empowered to create and maintain the register.



Ill. Conclusions

The development of a national rare disease patients registry is currently a bottleneck. This
registry is crucially needed to inform any governmental decisions on the care management of
Ukrainian rare diseases’ patients and implement relevant and necessary measures.
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ANNEXES

List of Participants (by stakeholders’ categories)

State bodies:

Olexandr Linchevskiy, Deputy Minister of Health

Taras Lysnevskiy, Ministry of Health

Valeria Lutkovska, Commissioner for human rights of the Parliament of Ukraine (Ombudsman)
Dmytro Lyah, Deputy Ombudsman

Tatyana Dumenko, Director of State Expert Centre of the Ministry of Health of Ukraine

Patients’ organisations
Tatiana Kulesha, Head of NGO Rare Diseases of Ukraine

Vitaliy Matyushenko, President of Kharkiv Foundation "Children with spinal muscular atrophy

Tatiana Zamorska, President of Foundation “BE”

Scientific bodies

Domenica Taruscio, Director of the National Center for rare diseases at the Italian National
Institute of Health

Natalya Horovenko, Chief geneticist, Professor, Corresponding member of the Academy of
Sciences of Ukraine

Natalya Olkhovich, Head of the Laboratory of Medical Genetics of the National Children's
Specialized Hospital "Okhmatdit"

Lyudmila Livshits, Professor, Institute of Molecular Biology and Genetics, NAS of Ukraine
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PROGRAMME
WORKSHOP ON IMPLEMENTATION OF NATIONAL ACTIONS FOR PATIENTS WITH RARE DISEASES
in the frame of the programme UKRAINE-EUROPLAN 2
October 20, 2017
Meeting Time and Location - Instytutska str., 21/8, Ombudsmen office. 10 - 163°
Kyiv, Ukraine
The themes of discussion:
- Implementation of national actions for patients with rare diseases;
- Patient registry;
- Best practices of genetic diagnostics and genetic counselling;

- Selections from experience of European countries.

10.00 - 11.30 (1.5 hours)
Moderator - Tatiana Kulesha, Head of NGO Rare Diseases of Ukraine.

Welcome speech on support of rare diseases’ patients in Ukraine
Speaker - (5 minutes) Olexandr Linchevskiy - Deputy Minister of Health.

Introduction to Europlan
Speaker - (10 minutes) Domenica Taruscio, Director of the National Centre for rare diseases at the
Italian National Institute of Health

Recall Ukraine - Europlan2
Speaker - (10 minutes) Vitaliy Matyushenko, President of Kharkiv Foundation "Children with spinal
muscular atrophy”

Rare Diseases Registries in Europe
Speaker - (30 minutes) Domenica Taruscio, Director of the National Centre for rare diseases at the
Italian National Institute of Health

Rare Disease Registries for Ukraine
Speaker - (30 minutes) Tatyana Dumenko, Director of State Expert Centre of the Ministry of Health
of Ukraine

11.30 — 12.00 Discussion with representatives of legislative initiative, guarantying of
sustainability and cooperative work

12.00 — 12.15 coffee break (15 minutes)



12.15-14.15 (2 hours)

A role of a patient organisation in help to the State
Speaker - (10 minutes) Tatiana Kulesha, Head of NGO Rare Diseases of Ukraine.

Screening, genetic counseling, a confirmation\diagnosis, government regulation\cooperation
with genetic laboratories (academic, private and international)

Speakers -

(15 minutes) Natalya Horovenko, Chief geneticist, Professor, Corresponding member of the
Academy of Sciences of Ukraine

(15 minutes) Natalya Olkhovich, Head of the Laboratory of Medical Genetics of the National
Children's Specialized Hospital "Okhmatdit"

(15 minutes) Lyudmila Livshits, Professor, Institute of Molecular Biology and Genetics, NAS of
Ukraine.

14.15 - 15.00 lunch (45 minutes)
15.00 —16.30 (1.5 hours)

Discussion of practical implementation of the issues, the prospects for international cooperation
towards united efforts in help to Rare Diseases’ Patients
Moderator - Tatiana Kulesha, Head of NGO Rare Diseases of Ukraine.

16.30 Closing remarks and closure of the workshop

18.00 — 22.00 dinner
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Resolution

adopted at the seminar on implementation of national actions for establishing registers and
ensuring treatment of rare disease patients

within the framework of Ukraine-Europlan 2 programme
Kiev, Ukraine
October 20, 2017

Participants of the seminar on implementation of actions for creating registers and providing
treatment to rare disease patients who are represented by the patient organisations with rare
diseases in Ukraine - members of the public association 'Orphan diseases in Ukraine',
representatives of human rights Commissioner of the Parliament of Ukraine, representatives of
the Ministry of Health, representatives of European Organisation on rare diseases EURORDIS,
medical doctors, scientists and other participants of the seminar

after listening to the presentations of international experts, representatives of patients’
organisations, representatives of state authorities and scientists;

taking into account:

current legislation of Ukraine;
international obligations of Ukraine;
proposals of the seminar participants;

Considering recommendations of the Council of the European Union and address on rare diseases
of European Commission to European Parliament;

Having studied recommendations of EUROPLAN programme on the development of national plan
and strategy for rare diseases and on implementation of them in terms of creation of registers of
rare diseases;

based on:

international obligations of Ukraine before the Council of the European Union and governed by
declared principles of European integration;

current situation on implementation of state policy in regard to rare disease patients;
Recognising importance and urgent need to create Sate register on rare (orphan) diseases;
it was decided:

1. To consider that the state Register of rare disease patients is an inseparable part of the
development and implementation of the state policy on rare diseases and serves as a basis
for accounting of patients, planning and providing measures on assuring complete, timely
and uninterruptible aid to such patients, calculation of expenditures for provision of



medical drugs, medical products and dietary medical nutrition for the patients with rare
diseases.

2. To create a working group on the development of a methodology for the creation of the
state Register of rare disease patients with participation of representatives of
Commissioner on human rights of the Parliament of Ukraine, representatives of the
Ministry of Health, representatives of the European Organisation on rare diseases
EURORDIS, medical doctors, scientists and representatives of public organisation “Orphan
diseases of Ukraine”

3. To make Ministry of Health of Ukraine responsible for appointing an authority empowered
to create and maintain the register.

4. To approach the Ministry of Health with demand to spread and to ensure the programmes
of screening of the newborn children, as a method of early diagnostics of rare and other
diseases and prevention of early disabling of the patients.

5. To create a unified system of giving specialised aid to the patients with rare diseases on the
state and regional levels.

6. To execute provision of contemporary equipment to diagnostic centers that fulfill the
function of the referent centers on diagnostics of rare diseases by areas.

7. To forward this resolution to all stakeholders and to put efforts into ensuring of their
participation in the implementation of the resolution.

Steering Committee of the seminar:

Head of Public Union "Orphan diseases of Ukraine"

Tetyana Kulesha

Director of the National Centre of rare diseases of Italian National Institute of Health
Domenica Taruscio

Commissioner on human rights of the Parliament of Ukraine

Valeria Lutkovska

Deputy Minister of Health

Oleksandr Linchevsky

1. Recommendations of the EUCERD — European Union Committee of Experts on Rare
Diseases: Rare Disease Patient Registration and Data Collection, 5 June 2013

2. Recommendations of the CEG-RD — European Commission Expert Group on Rare Diseases:
Ways to Improve Codification for Rare Diseases in Health Information Systems, 12-13
November 2014

3. EURORDIS-NORD-CORD Joint Declaration of 10 Key Principles for Rare Disease Patient
Registries

4. Fact Sheet on Orphanet — the portal for rare diseases and orphan drugs

5. Data sharing in large research consortia: experiences and recommendations from ENGAGE
(European Network for Genetic and Genomic Epidemiology)



European Project for Rare Diseases National Plans Development of the European Union

.
e )2
REA}!.EIUIRSEQSEEDURIU% OPOAHHI 3AXBOPHOBAHHS YKPAIHH
PE3OJIIOIIIA
CEMIHAPY 3 BITPOBAJIDKEHHA HALIIOHAJIBHUX 3AXOAIB 1JIA
CTBOPEHHAA PEECTPIB TA 3ABE3IIEYEHHS JIIKYBAHHA OPOAHHUX [TAIIIEHTIB
B pamkax nporpamu YKPATHA-EBPOIIJIAH 2

M. Kuie, Ykpaina
20 ocoemusa 2017 poky
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VYyacuuku CemiHapy 3 BIPOBAKCHHS HAIllOHATBHUX 3aXOiB JJsi CTBOPEHHS PpEECTPIB Ta
3a0e3neueHHs JiKyBaHHS Op(aHHUX MAalLi€HTIB, SKI MPEACTaBICH] MalI€EHTCBKUMU OpraHi3alisiMH 3
PIIKICHUMHU 3aXBOPIOBaHHAMH B YKpaiHi — uneHamu ['pomazacekoi cminku «OpdanHi
3aXBOPIOBaHHA YKpaiHW», MpeIcTaBHUKaMHU YTOBHOBaxkeHOro BepxoBHoi Pagu Ykpainu 3 mpas
monuan, npeacraBHukamu MO3  VYkpainu, mnpeactaBHuKamMu €BpOMEHCHKOiI opraHizarii 3
pinkicHux 3axBoproBanb EURORDIS, nikapsmu, HayKOBISIMHU Ta iHIMMMHU ydacHuKamMu CeMmiHapy

3ACJIIYXABIHIU nomoBiii MDKHAPOJIHUX EKCIEPTIB, MPEICTABHUKIB MAIllEHTCHKUX OpTraHi3alli,
OpraHiB JAep>KaBHOI BIIa/IM, HAYKOBIIIB;

BPAXOBYIOUYMU:
YHMHHE 3aKOHOJABCTBO Y KpaiHH;
MDKHApOHI 3000B’s13aHHs Y KpaiHu;
nporo3uilii yuacHukiB CemiHapy;

BEPYUM 1o yBarm pekomenmamii Pamu €Bponu Ta mocmanHs €poneiicbkoi Kowmicii 1o
€pornericbkoro [lapmaMeHTy 1070 pIIKICHUX 3aXBOPIOBAHb;

BUBYUBIIN pexkomennamii mporpamMud €BpoOIUIaH IIOJ0 PO3BUTKY HAIllOHAIBHUX IUTAHIB 1
CTpaTeriil 11l pIAKICHUX 3aXBOPIOBAHb Ta BUKOHAHHS 1X y YaCTUHI CTBOPEHHS PEECTPIB 3 PiIKICHUX
3aXBOPIOBaHb;

CIIMPAIOYUCH:

Ha MDKHAapoJHI 3000B’s3aHHS YKpainm mepen Pamoro €Bpormum Ta  Kepyroduch
3a/ICKJIapOBaHUMH MPUHIIMITAMH €BPOIICHCHKOT IHTETpaIlii;

Ha TOTOYHHWM CTaH peajizamii JIep)KaBHOI TMONITHKMA IIMOJ0 TAIlE€HTIB 3 PIIKICHUMU
3aXBOPIOBAHHIMU;

BU3HAIOUYM BaxnuBICTh Ta HeErajdbHy HEOOXimHICTh cTBOpeHHs JlepkaBHoro Peectpy 3
piakicHuX (ophaHHHX) 3aXBOPIOBAHb;

BUPIIINJIN:

1. BBaxaru, mo /lepxaBuuii Peectp oppaHHUX MaLIEHTIB € HEBi €MHOIO YaCTHHOIO PO3BUTKY
1 BIIPOBAPKCHHS JIEPXKABHOI TMOJITHKU MO0 PIAKICHUX 3aXBOPIOBAaHb Ta € OCHOBOIO TSI
00JIIKy TIalli€HTIB, TUTAHYBAHHS 1 3a0€3MEeUeHHs 3aX0/1iB TI0 HaJIaHHIO CBOEYACHO1, TOBHOT Ta
Oe3repeOiifHOT  JOTIOMOTM  TaKUM TAIli€EHTaM, pPO3PaxyHKY BHTpAaT Ha 3a0e3MeYeHHs



JIKapCbKUMHU 3ac00aMu, BUPOOAMHM MEIUYHOTO MPHU3HAYCHHS Ta JIETUYHUM JIIKYBAJIbHUM
XapuyBaHHSM MAIIEHTIB 3 PIIKICHUMHU XBOPOOAMH.

2. CtBoput PobGouy rpyny mo po3poOimi mertomonorii crBopeHHs JlepkaBHoro Peectpy
op(aHHMX TMAaI€HTIB 13 3aJly4CHHSM TMPEJCTAaBHHUKIB YTOBHOBakeHOTo BepxoBHoi Pamm
VYkpaiau 3 npaB maoauHU, npeactaBHUKIB MO3 Ykpaiau, mpeacTaBHUKIB €BPOINEHCHKOT
opranizauii 3 piakicaux xBopod6 EURORDIS, nikapiB, HaykoBuiB Ta npenctaBHukiB 1'C
“OpdanHi 3aXxBOproBaHHs YKpainu™.

3. Tlokymactu BHW3HAYEHHsS BIJMOBIJATBLHOTO OpraHy 3a CTBOPEHHs 1 BelneHHs Peectpy Ha
MiHiCTepCTBO OXOPOHH 3/I0pOB’sl YKpaiHu.

4. 3pepuytucs 10 MO3 VYkpaiHu 3 BHMOIOI pO3IMIMPEHHS Ta 3a0e3MeueHHs] Mporpam
CKPHUHIHTY HOBOHAPOJDKEHHX, SIK METOly PAaHHBOI A1arHOCTHKH PiJIKICHUX XBOpPOO, 3 METOIO
30epeKeHHS KUTTS 1 3aM00IraHHs PAaHHBOI 1HBAIIAM3aIlil IMAIliEHTIB.

5. CrtBoputH YHIpIKOBaHY CHCTEMY HaJaHHsS CIEIIaJi30BaHOi JOMOMOTH TMaIlieHTaM 3
piAKICHUMU XBOpOOaMU Ha JAEp>KaBHOMY Ta PETIOHATBHUX PIBHSIX.

6. 3naiiicHuTH 3a0e3neueHHs Cy4acHUM OOJIaJHAHHSAM JIarHOCTUYHUX IEHTPIB, 110 BUKOHYIOTh
¢byHK1il pedepeHTHHX IEHTPIB 1O BCTAHOBJICHHIO JMIarHO3y PIAKICHUX XBOpoO (3a
HaIpsIMKaMHu).

7. Pe3omionito HampaBUTH BCIM 3allikaBICHMM CTOpPOHAM Ta JOKJIACTH 3yCWJIb IS
3a0e3medYeHHs iX y4acTi y BAKOHAHHI PE30JIIOIIi.

Po6oua rpyna Ceminapy:

I'onmora I'pomaachKOi CIIiIKH
«OpdanHi 3aXBOpIOBaHHS Y KpaiHU» Tersana Kyaema

Hupextop Hamionansnoro Lentpy
3 P1IKICHUX 3aXBOPIOBaHb [Tamiiicbkoro
Hamionansnoro [HcTuTyTy 310pOB st Jomenika Tapycio

YnoBHoBaxkennii BepxoBHoi Pagu Ykpainu
3 MpaB JOJUHA Banepis JlyrkoBcbka

3acTynmHuK MiHICTpa OXOPOHU 310POB’sI Oaexcanap JliHueBcbKuii

1. Recommendations of the EUCERD — European Union Committee of Experts on Rare
Diseases: Rare Disease Patient Registration and Data Collection, 5 June 2013

2. Recommendations of the CEG-RD — European Commission Expert Group on Rare
Diseases: Ways to Improve Codification for Rare Diseases in Health Information Systems,
12-13 November 2014

3. EURORDIS-NORD-CORD Joint Declaration of 10 Key Principles for Rare Disease Patient
Registries

4. Fact Sheet on Orphanet — the portal for rare diseases and orphan drugs

5. Data sharing in large research consortia: experiences and recommendations from ENGAGE
(European Network for Genetic and Genomic Epidemiology)



