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Data within the INPDR will provide
a single site information database
about Niemann-Pick disease (NPC
& ASMD) that will allow for
acceleration of research, improved
clinical trial design and access,
improved clinical care and more
effective patient advocacy.
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The International Niemann-Pick Disease Registry

clinical features ranging from a neonatal fatal
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disorder to an adult onset, chronic debilitating

improved and more supportive healthcare

neurodegenerative disease. Registration can

environment for patients affected by Niemann-
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Pick disease. This was a vision shared by the

complex natural history, support accelerated

collaborating patients, health professionals and
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medical researchers, who wished to encourage

development and monitoring of care standards.

efficient and timely diagnosis, improve access to
expert care and treatment, and to facilitate

The rare disease environment of today is very

research that would improve patient experience.

different from that in 2013. Greater recognition
of the extent of unmet medical need has led to

The INPDR is a new concept in rare disease

increased interest in the development of

registries; it is a unifying force with the power

therapies at a time of economic challenge,

to increase knowledge and understanding of

changing health policy and political uncertainty.

Niemann-Pick diseases. A key strength is the
collaborative relationships developed from the

In this context, high quality disease-specific data

outset and enabling the powerful combination of

is increasingly important to reflect the patient

patient leadership and professional

experience, support stakeholders in addressing

implementation. This strengthens the validity of

unmet need and improve patient outcomes.

the patient perspective ensuring it is kept at the
heart of our organisation.

The 2020-2022 period will be critical in the
development of the INPDR in ensuring it

The INPDR model provides access to a singular

achieves its potential to drive improvements in

resource for use by advocacy organisations,

the care of Niemann-Pick disease internationally.

industry, academia, policy makers and health
care professionals. The Registry also promotes

Accordingly, over the next three years the

cross-sectoral collaboration to advance the

INPDR shall focus on strengthening governance,

outcomes of Niemann-Pick disease. This

fostering sustainability and expanding

represents both a significant departure from and

international data collection, to ensure that the

an improvement to the long established norm of

Registry works hardest to serve patient needs.

disease databases developed by individual
organisations for specific business needs.
An international registry for Niemann-Pick
disease is particularly important. With incidence
of less than 1 in 100,000 persons it is very rare,
encompassing Acid Sphingomyelinase Deficiency
(ASMD, types A & B) and Niemann-Pick disease
type C (NPC) which have distinct but
overlapping

James Green, Chair
INPDR Board of Trustees

Toni Mathieson
INPDR Trustee
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1.1 Background
The International Niemann-Pick Disease Registry (INPDR) was launched in 2013 with grant funding
from the Consumers, Health, Agriculture and Food Executive Agency (CHAFEA - an executive
agency of the European Union).
The resulting three-year grant project was supported by 11 professional partners (7 Clinical centres
and 4 patient organisations) in seven EU countries, together with 17 associate partners from the
rest of the world.
The project successfully created a multifunctional web-based registry capturing clinical data and
contributing to effective clinical management, providing a platform for future research.
Recognising the need to sustain this invaluable resource, the International Niemann-Pick Disease
Alliance (INPDA) supported the INPDR in achieving independent status as a non-profit charitable
company in 2017, constituted under UK law.
The INPDR is now established as an independently governed rare disease registry for the global
collection of Niemann-Pick patient data, encompassing both Acid Sphingomyelinase Deficiency
(ASMD type A and B) and Niemann-Pick disease type C (NPC).

Work continues to

Grant funding
approved following

EU project

further develop and

application to the EU

successfully

ensure sustainability

Health Program

completed

of the INPDR

2011

Proposal for a diseasespecific registry agreed
by patient groups &
health professionals

2013

2014

Web-based
registry launched &
curation of SMPD1
Mutation database

2016

2017

PRESENT

The INPDR is
established as an
independent
charitable company

Figure 1: A brief history of the INPDR
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1.2 Governance
The INPDR is an excellent example of global partnerships and collaboration, that showcases what can
be achieved when multiple, cross-sector stakeholders work together to achieve a common goal.
As an independent, non-profit chari table company, the INPDR is governed by its Articles of
Association and strategical ly directed by a Board of Trustees, who are responsible for financi al and
risk management. A subsidiary company of the INPDA, the INPDR is registered in the UK and subject
to regulation and oversight from the Charities Commission for England & Wales and Companies House.
A Scientific Advisory Committee provides professional guidance and support to the Board of Trustees
while a Stakeholder Working Group support the Registry Management Team with regulatory, clinical
and industry knowledge for the ongoing development of the Registry.
Sponsorship arrangements are managed locally and data collection is investigator led at each clinical
site. Investigators are responsible for compliance with local research governance requirements, in
addition to the INPDR' s own standards and procedures.
A commerci al subsidiary company - INPDR Gateway Ltd. - has also been established to further
facilitate the work of the INPDR and enabl e commerci al activity as we move into the next phase of
development.

1.3 Current Status
Since inception, the INPDR has made si gnificant progress in devel oping a registration system capable
of supporting the information needs of stakeholders, and offering a collaborative environment that
supports data collection, underpi nned by robust governance and electronic security.
Worki ng closely with our technology partner, OpenApp, a Dubl in based health IT company with
experience in disease registration, we have developed an internati onally functioning electronic data
capture (EDC) platform with an inbuilt quality system and the hi ghest electronic data security
standards.
The col lection of extensive clinical and patient reported data i s acti vely supported by cli nicians,
patient advocates and researchers from 18 countries, across 5 continents, facili tating the collection
of demographic information, diagnostic results, treatment and health outcomes data.
The Registry is approaching a maturity that shall enable the achievement of a sustainable patient-led
database of at least 1000 patients, that:
Includes comprehensive natural history data, leading to potential genotype/phenotype correlations
Identifies patients eligible for clinical tri als
Supports post-marketing surveillance and therapy development
Supports research;
Supports regul atory i nteraction between nati onal/supranational agencies and industry and
supports collaboration.
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1.4 Building on Success
The next phase of development will see the INPDR realise its potential to improve outcomes for
Niemann-Pick disease patients and will focus on three primary themes:
Strengthening Governance: Building on the robust governance model developed since 2013,
the INPDR has made significant progress in developing a longitudinal registration system.
Extended data collection - promoting completeness and quality : The INPDR shall further
develop our data quality management programme in line with international regulatory
expectations and international standards¹, including a comprehensive data review, to enable a
broader range of data collection and seek to continue its expansion globally into new
jurisdictions, to increase the number of patients in the Registry. A key aspect of this will be
working closely with regulatory authorities to ensure our data meets user and regulatory
requirements.
Planning for Sustainability : The INPDR will implement a sustainability plan that will encourage
stakeholder support and interaction, enable registry development and help to accelerate
progress for this global rare disease community. A subscription model and payment structure
will provide the opportunity for commercial organisations to invest in the INPDR enabling
expansion and enhancing the range of services that can be offered. A wholly owned commercial
subsi diary company – INPDR Gateway Ltd - has also been established to further support the
work and expansion of the INPDR.

1.5 Statement of Intent
This Strategic Plan is a flexible working document and will be regularly updated with the
information and plans needed to achieve the successful implementation of the INPDR’s aims and
objectives (2020-2022), detailed in the pages that follow. It is underpinned by Annual Del iverabl es
and Milestones that will reflect the priorities and critical requirements for the INPDR over the
three-year period. An annual operational pl an will guide the day-to-day work of the INPDR on an
ongoing basis. A review of progress against this Plan will be published annually between October
and December.
¹Discussion paper: Use of patient disease registries for regulatory purposes - methodological and operational considerations.
European Medicines Agency: The Cross-Committee Task Force on Patient Registries. November 2018.
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2.1 Mission
The mission of the INPDR is to document the Niemann-Pick patient experience to advance
research and improve health outcomes.

2.2 Vision
Our vision is the creation and ongoing development of a comprehensive, international data
resource, specific to Niemann-Pick diseases which benefits patients by increasing understanding
of these rare conditions, encouraging efficient and timely diagnosis, enabling progress in research
and clinical trials, and facilitating the development of therapeutic interventions.

2.3 Values
We can only achieve our vision with the support of our stakeholders, especially patients who
share their data with the expectation that it is handled safely and used responsibly.
Our values reflect these expectations:

Respect

We shall respect and protect patient privacy and build trust among
our patient community.

Quality

We will strive for excellence through continuous improvement,
professionalism and expert support.

Integrity

We shall operate with the highest levels of scientific integrity and
promote high quality research.

Accountability

We will be transparent in communications and accountable for our
actions and decisions.

Collaboration

We will foster and promote collaborative relationships to improve
outcomes in Niemann-Pick disease.

Innovation

We will embrace innovation and change as appropriate to our
needs.

Independence

We shall remain independent of advocacy, policy and commercial
interests and let the data tell the story of Niemann-Pick disease.
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The INPDR is a disease-specific registry managed by professionals for the benefit of the whole
Niemann-Pick disease community: patients, clinicians, researchers and industry. It was established to
relieve sickness amongst affected individuals through the advancement of education in all matters
concerning Niemann-Pick diseases. This includes facilitating research that wil l i mprove
understanding, enable therapy development and empower patients, whilst ensuring compliance with
data protection and the highest cl inical standards.
The INPDR will work to enhance and facilitate progress in all of these aspects through the following
aims and objectives:

3.1 Aims
To facilitate the advancement of research that will relieve sickness amongst individual s affected
by Niemann-Pick diseases, by devel oping and maintaining a high quality longitudinal global
popul ation-based registry

3.2 Objectives
To describe the epidemiology and natural history of ASMD Niemann-Pick disease and
Niemann-Pick type C
To support devel opment of standards of diagnosis, clinical management and quality of care
To improve access to biomedical and genetic testing
To establish genotype-phenotype correlations
To facilitate cl inical research through data sharing and provision of analytical services
To accelerate progress in understanding of Niemann-Pick diseases, be encouraging education
of health professionals and researchers
Provide evidence to enable advocacy and inform publ ic debate and decision making
To support network development and collaboration across the patient, clinical and research
community
To support regulatory interaction between national/supranational medicines agencies and
pharmaceutical compani es
To facilitate accelerated recruitment to interventional studies
To provide a regulatory compliant registry to satisfy post-marketing observations
Protect patient pri vacy and ensure compliance with data protection and the highest cl inical
standards
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4.1 Strengthening Governance
The INPDR has a strong governance structure in place to support future
business development. To ensure that the Board of Trustees and Scientific
Advisory Committee (SAC) are best supported, the Registry shall work to
further establish and embed a suite of policies and standard operating
procedures to guide decisi on making.
In addition, the INPDR shall initiate a robust, regularly monitored risk
management programme. We shall also undertake regular audits of
compliance with data protection regulation, Good Clinical Practice (GCP)
and data quality as well as an annual financial audit. Audit reports shall be
shared with stakeholders and recommendations shall be integrated into
business planning.
Strong governance is underpinned by transparency and robust records
management to ensure accountabil ity. The INPDR shall maintain a fit-forpurpose document control system and will publish key records and
deci sions on its website.
Key partners in the further development of the registry will be authorities
such as the European Medicines Agency (EMA) and the US Food & Drug
Administration (FDA) to ensure our functions meet regulatory requirements.

4.2 Promoting Completeness & Quality
Aligned with enhanced data collection (see Section 4.5 below), the INPDR
shal l develop a data quality management programme. This shall promote
completeness, consistency, accuracy and timeliness of data to ensure
that the INPDR faithfully reflects the patient experience and provides the
highest standard of evidence to support research and service planning.
This will incl ude defining a range of Key Performance Indicators (KPIs) that
will be used by the INPDR Board, the Registry Management Team and
Stakehol der Working Group to develop a conti nuous i mprovement plan for
data quality. Furthermore, the SAC will be able to draw on KPI information
to support decisions related to data sharing.
This information will be routinely communicated with registry stakeholders
to support their research planning and to help interpret research outputs
that have util ised registry data.
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4.3 Continued Growth
An important component of quality will be the continued global expansion
of the Regi stry into new jurisdictions. This wil l increase the number of
patients enroll ed in the Registry, facil itate research studies that require
larger patient numbers and will capture insights into best practice in patient
care to support quality improvement initiatives. The emphasis of future data
collection wil l be on capturing the patient experience through prospective
data collection, however, the Registry wi ll continue to value the important
contribution and inclusion of retrospective data.

4.4 Planning for Sustainability
The Registry shal l implement a sustainability plan that wil l enable
commercial investment in the INPDR via a subscription model and payment
structure. The investment of subscribing organisations will facil itate longterm devel opment of the Registry, enabling advancement and expansion of
the services it can offer, including safety studies, clinical research studies
and unmet needs research.
There are significant risks associated with seeking commercial investment.
Therefore, these plans will be underpinned by transparency, a clear industry
engagement poli cy and strong research governance, all designed to protect
the independence, integrity and credibility of the INPDR. In addition, the
Registry wil l work with academic and clinical partners to seek research
funding from the statutory and voluntary sectors.

4.5 Enhanced Data Collection
Currentl y, the INPDR col lects data for extensive clinical and patient
reported databases. The Regi stry will extend collection to a broader range
of cl inical data to support safety monitoring, post-marketing surveil lance
and natural history studies. The Registry is currently undertaking a
comprehensive data review to develop a new INPDR minimum database.
This review involves cross-sector experti se to ensure current and future
user needs are fully refl ected in the INPDR. This work shall also involve the
integrati on of patient and cl inical data, via an anonymised identifier
enabli ng thi s data to provide greater insight and understanding through its
linkage.
To support enhanced data collection, the Registry has prepared a Global
Development Plan that identifies priority sites for engagement and patient
recruitment. This will reflect the l ocations that have large patient cohorts
and have existi ng expertise in the management of ASMD and NPC. The
phased plan is presented in Section 5.3.
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4.6 Making Data Work For Patients
For the Registry to realise its potential to improve patient outcomes, the
data must be used for research to improve understanding of the disease and
hel p support therapeutic and diagnostic development activity.
The Registry is approaching a maturity that shall enable the data to be used
in support of clinical and epidemiological research. Primaril y the registry
will achieve this through sharing data with experts in the Niemann-Pick
Research field i ncluding clinicians, academics and industry. The INPDR has
implemented a data request process that will both protect sensitive patient
data and also ensure that the data is accessible to researchers. The Registry
will actively encourage use of registry data with the aim of facilitating at
least 15 research studies over the next two years.
Our data sharing model will be both transparent and fair and shall reflect
the values of the INPDR. Whilst we will not charge for access to data, our
Subscription Model wil l enable recovery of costs associated with its
management, handling and analysis.
The INPDR shall also present a three-year publication plan that will include:
Annual reports on registry activity and the latest statistics
Reports on completeness and quality
Subject specific studies on patterns of care, epidemiology and natural
history of Niemann-Pick disease
The Registry shall also publish quarterly stakeholder specific newsletters to
communi cate progress and highlight the research impact of the INPDR.
Registry reports will be publicly available at www.inpdr.org. Research

outputs will be disseminated through peer-reviewed, high i mpact, openaccess journal s and be supported by press-releases, briefing documents and
di gital content to maximise visibility and impact.
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5.1 Deliverables for 2020 - 2022
The following table outlines the objectives of the INPDR over the course of this strategic planning
period. The Registry Management Team will work to deliver these priorities in partnership with the
Working Group. The Registry will report to the INPDR Board on progress against this plan on a
quarterly basis and will publish an annual progress report on the INPDR website.

Governance

Business Area

Objective

Timescale

Emb ed in dustry en ga geme nt poli cy

Q3 2 02 0

Und ertake no n-fina ncial a ud it o f re gis try busin ess

Q3 2 02 0

Emb ed a r ecord s mana ge me nt sys tem

Q2 2 02 1

Re vi ew d ata sha ring process es

Q2 2 02 1

Impl emen t re co mmen da tio ns o f n on -fin an cia l audit

Q2 2 0 21

Further de ve lop th e ri sk man ag ement syste m

Q2 2 02 1

Id en tify an d enr ol pro fes sion al partne rs to assi st in

Q2 2 02 1

Prepare a sustain ab ility pla n, includ ing a commer cia l

Q3 2 02 0

subs criptio n mo del & payment structur e for no n co mme rcial s ectors
Co mmuni cate susta ina bil ity wi th s tak eho ld ers an d

Q3 2 02 0

pr epare subscrib er con tracts
Dev elo p a fiv e-yea r fi nan cia l pla n

Q1 2 02 1

Und ertake co mpre hen siv e r evi ew of data co llecte d fro m

Q3 2 02 0

cl inician s a nd pa tien ts

coll ecti on

Enhanced data

Sustai nabil ity

co mple tin g wor k pack ag es

Re vi ew impl ication s o f da ta cha ng es i n terms of GCP &

Q3 2 02 0

d ata pro te ctio n r eg ula tio n an d i mplemen t amen dmen ts
acco rdi ng ly
Impl emen t chan ge s to d atab ase an d r oll out

Q4 2 0 20

in ter nation all y
Exte nd da ta col lection accor din g to Glo bal Deve lo pmen t

Q4 2022

Plan de tail ed in Tab les 1 - 4
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Objective
Monitor qual ity of registry data on a quarterly basis and

Timescale
Q4 2020

Prepare a plan to continuousl y improve the quality of

Q1 2021

INPDR longitudinal data
Implement pl ans to address barriers to data col lection

quality data

Achieving complete & high

report to Board of Trustees and SAC

Q2 2021

across all jurisdictions, including the creation of data
sharing agreements with all sites
Seek advice to facili tate post-marketing monitoring

Q2 2021

studies and pharmacovigilance research from EMA
Engage with i nternational regulatory bodies incl uding

Q2 2021

US FDA to seek approval for regulatory activity in postmarketing phase.
Review and enhance data quality system and establish a

Q2 2021

suite of key performance indicators to monitor qual ity
Increase the number of patients registered to >1,000

Q4 2022

Facil itate research and public debate through the

Q4 2020

provision of statistical service to the Niemann-Pick

Making data work

di sease communi ty
Promote use of the INPDR through impl ementation of a

Q1 2021

comprehensi ve communication plan
Facil itate at least 15 data sharing requests

Q4 2022

Deliver a series of INPDR-led publications over a three-

Q4 2022

year period
Maintain a record of research publications

Ongoing

Present outputs at rare disease conferences in poster

Ongoing

and oral presentations

delivery

Service

Develop and refi ne a service plan for the INPDR

Q2 2021

including service standards and procedures
Refine the data sharing process to enhance efficiency,

Q3 2021

ti mel iness and quality of research support
Promote the registry across the Niemann-Pick research

Q4 2022

communi ty to encourage applications for data requests
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Objective

collaboration

Fostering global

Promote use of INPDR data across a global network of

Timescale
Q4 2021

Niemann-Pick researchers
Promote collaborati on with the broader rare disease

Q4 2021

communi ty to develop resources to support disease
registration and research
Formally collaborate with other rare disease registries

Q4 2021

to create a supportive environment to share best
practice and work in the best interest of pati ents

14

STRATEGIC PLAN

2020 - 2022

5.2 International Development
The INPDR has prepared a Global Development Plan to grow the number of patients in the Regi stry
and increase international representation. This plan builds on the global networks developed by the
INPDA and the progress made during the original EU funded project to develop the Registry.

In September 2020 there were 300

200

patients registered in the INPDR
Cli nici an Reported Database (CRD)

150

across seven countries and 13
cli nical sites. This includes 67
ASMD patients and 233 with NPC.
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Chart 1: Clinician Reported Database - Current Status

In additi on, in September 2020,
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Chart 2: Patient Reported Database - Current Status
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In Latin America, we feel blessed and optimistic when we
have the guidance of the INPDR bringing together the
Niemann-Pick community in search of knowledge and
empathy; in its pursuit of a better pathway in research of
new therapies and shaping the way families and physicians
can take better care of NP patients around the world.

Dr Charles Lourenço, Professor of Clinical Genetics and Applied Medical
Research, Centro Universitario Estacio de Ribeirao Preto

5.3 Global Development Plan
The Global Development Plan presented below sets out the INPDR priorities to grow clinical data
collection internationally. The plan is arranged into four phases:
Phase I of the Global Development Plan will focus on sites in countries where the Registry has an
existing presence with priority given to those with significant patient numbers. Currently ten centres
in seven countries are finalising research governance with one centre in the USA already entering
data. The aim is to complete Phase I by December 2020.
Phase II includes countries where there is active clinical interest and significant patient numbers or
centres with smaller numbers that are already participating in clinical trials. Currently clinicians
in nine of the Phase II countries are in the early stages of completing research governance
approvals. Alongside this, the INPDR is preparing appropriate translations to facilitate patient
recruitment. Including patients currently enrolled and sites targeted in phases I and II, there is
potential to increase registrations to over 900 patients. The aim is that registration will have
commenced in all jurisdictions listed in Phase II by Quarter 4 2021.
Phase III includes ten countries where there has been positive clinical engagement and there are at
least 300 patients. The INPDR will commence regulatory processes during Q3 2021.
Phase IV includes a further five countries with significant patient populations and clinical
engagement. Due to cultural, language and regulatory challenges, a longer lead-in phase to
commence registration in these regions is required. While these regions cannot currently be
prioritised, the INPDR is committed to ensuring patients will be able to participate in registration in
the next 5 years.
Recruitment of new patients to the Registry is vital to ensuring we have a high quality registry. The
ongoing collection of longitudinal data on existing patients is similarly important. As both are integral to
ensuring the Registry can help fully understand the natural history of Niemann-Pick diseases and
adequately evaluate therapeutics. The INPDR will ensure both aspects of data collection are equally
prioritised as the Registry develops globally.
While Phases II and III are in progress, patients from all jurisdictions will have the opportunity to
contribute to the Registry via the patient reported database, which is already internationally available.
Although participation is currently only available in the English language, the INPDR will work to
translate all patient facing materials into ten languages by June 2021, with the support of a professional
translation service.
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Figure 2: Currently active centres and global projection

Phase I

Phase II
NUMBERS KNOWN

COUNTRY
Australia
Brazil

NUMBERS KNOWN

NPC

ASMD

40

10

Denmark

200

50

Germany - other centres

COUNTRY

NPC

ASMD

5

2

132

43

Canada

8

2

3

2

France

103

34

Israel

16

4

30

21

Italy - other centres

95

31

UK - other centres

107

35

Poland

60

20

USA

100

30

Spain - other centres

74

24

TOTAL

588

182

The Netherlands

Ireland

Switzerland
TOTAL

14

4

399

130

Table 1: Global Development Plan - Phase I
Table 2: Global Development Plan - Phase II

Phase III
NUMBERS KNOWN

Phase IV

NPC

ASMD

200

50

Austria

21

5

Belgium

17

4

Chile

50

40

Finland

10

2

Greece

Norway

10

2

India

Sweden

19

4

South Africa

Turkey

133

43

COUNTRY
Argentina

USA - other centres

NUMBERS KNOWN
COUNTRY

Unknown

Tunisia

460

110

TOTAL

Table 3: Global Development Plan - Phase III

ASMD

Numbers currently
unknown

Taiwan

Unknown

TOTAL

NPC

China

Table 4: Global Development Plan - Phase IV

Estimates based on population size and UK prevalence
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The INPDR operates in a highly regulated environment where
the highest standards of quality are required to ensure
patient rights are respected with regard to privacy and
expectations as to how data is used. Breaches of good clinical
practice and data protection therefore represent significant
risks pertai ning to loss of pati ent and public confidence in
the Registry as well as associated financial and legal
implications.
In addition, the failure of the Registry to del iver agreed
services to users represents a key risk. The value of the
Registry is based on its ability to share information and data,
failure to achieve this key role will undermine trust in the
Registry as a partner to support research.
As well as these operational risks, the Registry will operate i n
the context of several external risks. The INPDR enjoys
strong commi tment and support from many international
partners. However, other significant data collections such as
product registries or large natural history studies have the
potential to weaken the resources available to the Registry.
More general ly, the INPDR depends on support from cli nical
centres for recruitment and data collection, any loss of
support may impact on completeness, timeliness and
ultimately the utility of the INPDR.
The INPDR will al so closely monitor the impact of the
forthcoming departure of the UK from the European Union, as
well as other geopolitical changes on its activities and
regul atory requirements.
The current Covid-19 pandemic has also created a challenging
context for all clinical research and it presents chall enges for
on-site data collection and quality assurance that may create
del ays in data collection. Furthermore, the Registry will
continue to monitor how Covid-19 and other factors may
influence health policy and the commercial priorities of
industry, and how these may i mpact clinical research in the
orphan disease sphere.
The key risks to the Registry are summarised in Figure 3: Risk
Management Model along with the systems in place to
manage risk.
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6.1 Risk Management Structure

Figure 3: Risk Management Model

While many risks are outside of the control of the INPDR, a strong risk management structure will
ensure that the impact of such events on registry activities are minimised.
The INPDR Risk Management Model is presented above:
The INPDR shall operate with a strong

The INPDR has a comprehensive suite of

corporate governance model to support

policies and procedures to ensure robust

the Board of Trustees with regulatory

corporate governance including conflict of

compliance and ensure consistency

interest and industry engagement policies.

with our mission, vision and values.

All policies will be regularly reviewed and

In addition to financial audit, the

updated by the INPDR Board of Trustees.

INPDR will implement an audit

A set of controls shall be established to

programme that will monitor

manage governance risks and ensure

compliance with good clinical

compliance.

management practice, good

The INPDR shall maintain a complete

pharmacovigilance practice and data

records management system to facilitate

protection law.

audit and monitoring.

Our risk management system will be

The INDPR shall operate in a transparent

further enhanced to support the INPDR

manner, communicating policies and

Board of Trustees in monitoring and

procedures clearly and openly with

mitigating organisational risks.

stakeholders.
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7.1 Finance
The INPDR launched i n 2013 with the support of a €1.2m Consumers, Health, Agriculture and Food
Executive Agency (CHAFEA - an executive agency of the European Union) grant. This was boosted by a
fi nancial contribution of €800,000 from participating partners.
Following the successful completion of the EU project phase in October 2016, the International
Niemann-Pick Disease Al liance (INPDA) provided financial and personnel support, enabling the INPDR
to achieve independent status as a non-profit charitable company.
The ongoing development of the INPDR has since been supported by successful applications to trusts
and foundations by unrestricted educational grants from industry stakeholders and by the dedication
of many committed, expert volunteers providing expertise, guidance and hands-on support.
Restri cted grant funding to support designated work areas has been secured up to Q2 2022 and the
INPDR wi ll continue to seek grant funding streams as a source of investment in the future.
The next phase of development will see the INPDR accelerate activity through the introduction of a
Subscription Model that will generate investment, bring new liabilities and increase financial risk. The
INPDR Board of Trustees recognises this significant step-change in business activity, therefore a robust
fi ve-year financial pl an will be developed to monitor progress, enable forward planning and support
continual improvement. The financial plan will be completed by Q1 2021 and implemented alongside
our strategic and operational planning.

7.2 Sustainability
To facilitate continued growth and the implementation of this strategic plan, a comprehensive
sustainability plan in the form of a commercial subscription model, will be implemented i n Q4 of 2020.
In addition, and to ensure balanced and broad based funding, the INPDR will continue to pursue
international grant opportunities in the statutory and voluntary sectors.
Whilst the INPDR does not charge for patient data, it must recover the cost of data management,
handling and analysis (where applicable). Our sustainability plan is designed to support the maintenance
and ongoing development of the Registry and to further our aim of stimulating research on behalf of the
patient communi ty and our stakeholders.
In all of our activities and interactions, whether commercial or otherwise we aim to be fair and
transparent and will at all times retain our independence and integrity. We will rely on our robust
governance arrangements to ensure that these values continue to be upheld as we introduce this
Subscription Model. We have also strengthened governance further through:
Establishment of the INPDR Gateway Ltd.,

Development of an Industry Engagement

which both protects the INPDR and

Policy to guide our management of

facilitates its commercial acti vity

commercial relationships
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7.3 Key features of the Subscription Model
The Subscription Model (see Table 5) is designed to support the clinical research needs of industry and
corporate stakeholders whilst enabling fair access for patients and academic researchers. It will offer
tiered levels of service that encourage stakeholder support and are reflective of both their needs and
status.
Collaboration and partnerships are central to driving meaningful change for patients. This model reflects
the need for the Registry to facilitate the important role of the entire research community in improving
health outcomes for Niemann-Pick patients through data sharing and analytics, and the need for stable,
long-term, financial investment to maintain and develop essential research infrastructure.
Key features:
Three tiered levels of service available to commercial organisations, featuring increasing levels of
access and engagement, and variable contract duration.
Subscription fees will be provided to potential subscribers on request.
Subscription fees will enable the on-going development of the INPDR, support research and analysis
requests from clinical investigators, advocacy, groups and media and facilitate evidence collection in
under-funded areas such as health services research and end of life care.
Academic and statutory organisations can request access to datasets and analytics for approved
research with a single use charge applied on a case by case basis.
Clinical investigators in the INPDR will receive access to anonymised datasets and analytical services
for approved research studies at no cost.
Advocacy organisations, patient groups and media organisations will be granted access
to approved analytical services as part of the core service of the INPDR.
The Scientific Advisory Committee and Board of Trustees will ensure use of registry data is consistent
with the mission, vision and values of the INPDR. No data or analysis will be transferred to any user
without their approval.
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The INPDR Subscription Model provides four options designed to support the individual research needs
of our differing stakeholders. Subscribers can choose from Premier Plus, Premier, Advanced or
Essential:
1. Premier Plus subscribers wi ll receive an extensive service to support routine data sharing for
activities such as post-market monitoring support and long-term longitudi nal studies. Additionally,
Premier Pl us includes up to three applications for routine data each year, access to the INPDR’s
statistical services (including the production of aggregate outputs, descriptive analyses, as well as
multivariate modelling studies) and a copy of the annual data quality report. Representation on the
Stakeholder Working Group is also included. The subscription fee will reflect specific data needs and
sharing arrangements, plus duration (multi-year contract will apply) which will be contractuall y
agreed on an individual basis.
2. Premier subscribers can present up to two data requests each year, draw on up to 100 hours of
anal ytical services and benefit from clinical research support. Premier subscribers will have a
representation on the Stakeholder Working Group and will receive a copy of the annual data quality
report. The subscription fee will reflect the detail and duration of this service (multi-year contract
will apply), which will be contractually agreed on an individual basis.
3. Advanced subscribers can submit one data request per year, can draw on up to 50 hours of statistical
services (including aggregate outputs, descriptive analyses and multivariate modelling studies) and
benefit from clinical research support. Advanced subscri bers will also have representation on the
Stakehol der Working Group and will receive a copy of the annual data quality report. The service wi ll
involve a multi-year contract.
4. Essential will be available to non-subscribing academic and government organisations only and
through this, users may apply for data or analyti cal services from the registry. Charges will be
applied to cover both the administrati ve and research costs for deliveri ng these servi ces

Patient advocacy organisations will also be able to access INPDR services at no cost.

7.4 Subscription Model
Government/
Academic

Commercial
Premier
Plus

Premier

Advanced

Essential

Access to one-time anonymised datasets

3/year

2/year

1/year

As required

Provision of analytical services

150 hrs

100 hrs

50 hrs

As required

Clinical research support & advice
Regular anonymised datasets [e.g. postmarketing monitoring or longitudinal studies]

Representation on the INPDR Working Group
Routine data quality reports
Review schedule

Multi-Year Contract

Table 5: INPDR Subscription Model
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The INPDR could not have achieved its goals to date without the collaboration and support of the
International Niemann-Pick Disease Alliance (INPDA), its partner organisations and its professional and
patient networks.
The INPDA played a key role in the application and subsequent approval of €1.2m grant funding from
the Consumers, Health, Agriculture and Food Executive Agency (CHAFEA - an executive agency of the
European Union).

Further boosted by a financial contribution of €800,000 from 11 EU-based associate

partners (see Appendix 1) and benefitting from the support of 17 global collaborators, this three-year
project successfully created a multifunctional Niemann-Pick specific disease registry.
At the end of the grant period and with the agreement of all project partners, the INPDA provided
management and financial support, plus pro-bono staff time to maintain the registry and support the
creation of the INPDR as an independently governed, non-profit subsidiary company of the
INPDA.
Building on our strong relationship with the INPDA is fundamental to the continuing growth of the
Registry. The global reach of the INPDA will boost recruitment, encourage clinician engagement and
enable the provision of advice and guidance at a local level, thus supporting delivery of the INPDR’s
international development plan over the next two years. Section 9 below outlines how the Registry will
engage with the INPDA and other stakeholders to assure their continued support.
Recently, the global growth of the INPDR has been further facilitated by a grant award from the Ara
Parseghian Medical Research Fund (APMRF) which will support expansion of registration in the USA, in
partnership with the National Niemann-Pick Disease Foundation (NNPDF).

23

STRATEGIC PLAN

2020 - 2022

The INPDR has developed an organisational structure that meets its fundamental requirements as a
registry and ensures it operates in keeping with core vision and values. While it is a subsidiary of the
INPDA, the INPDR has its own Board of Trustees who govern independently of its parent. The Board of
Trustees are supported by a Scientific Advisory Committee who provide expert insight and ensure the
scientific integrity of the Registry is maintained. A Stakeholder Working Group contributes specialist
expertise and experience, supporti ng strategic and operational development and ensuring the INPDR
meets user needs. To further ensure i ndependence, the INPDR will delegate commercial services
through a newly created subsidiary company, INPDR Gateway Ltd.

Patients &
Advocacy
Organisations

The INPDR is an
independently
governed subsidiary
of the INPDA

Advisory
capacity

The INPDR Gateway Ltd. is a
wholly owned commercial
subsidiary of the INPDR

INPDR
Board of
Trustees

Registry
Management
Team

Scientific
Advisory
Committee

Stakeholder
Working Group

Specialist Sub
Groups

INPDR
Gateway
Ltd.

Anonymous
data flow

Academic

Regulatory

Industry

Sustainability
model funding

Figure 4: Governance Structure
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The INPDR offers the only opportunity to collect information in
a central location regarding all aspects of Niemann-Pick,
therefore allowing scientists, researchers and clinicians to
better understand the natural history of the disease and enable
patients to actively participate in facilitating progress for this
rare disease.

Dr Caroline Hastings, Children's Hospital, Oakland

Board of Trustees
The INPDR is overseen by an independent Board of Trustees who are responsdible for the strategic
di rection and governance of the INPDR.

J im Gre en

Tarek Hi wot

Toni Mathieson

Ma rie Va nier

Andr ea D ar dis

Registry Management Team
The Registry Management Team (RMT) is responsible for the day to day operational running of the
Registry and for impl ementing the aims of the Strategi c Plan. This includes the IT platform, data
management, site operations, regulatory and compliance, recruitment and communications.
The RMT meet regul arly with supplementary communication as required.

Conan Donnelly

Shaun Bol ton

J ackie Imrie

An gela Wilson

In 2020, the RMT wi ll be strengthened with the addition of two Clinical Research Associ ates, located
in Europe and the United States.
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Scientific Advisory Committee (SAC)
The Scientific Advisory Committee (SAC) consists of international clinicians and researchers who have
knowledge and expertise in Niemann-Pick diseases, together with representatives of the patient
community and industry.
The SAC work alongside the Board of Trustees and Registry Management Team to offer knowledgeable
advice on scientific, ethical and clinical matters, consider data requests and related research proposals,
and contribute to the ongoing development of the INPDR.
The SAC functions to an agreed Terms of Reference and will be comprised of not more than 16
members:

CHAIR
Prof. Marc Patterson
(USA)

Dr Maria Jose Coll
(Spain)

Prof. Melissa
Wasserstein

Dr Eugen Mengel
(Germany)

(USA)

Dr Benedicte Heron
(France)

Prof. Marie Vanier

Dr Tarek Hiwot

Prof. Paul Gissen

(France, INPDR)

(UK, INPDR)

(UK, Co-opted)

Prof. Carla Hollak

Dr Charles Lourenço

Dr Uma Ramaswami

(The Netherlands)

(Brazil)

(UK)

Dr Justin Hopkin
NNPDF

Sandy Cowie
INPDA

(USA, Patient Advocate)

(Canada, Patient Advocate)

Veronica Munoz
(US, Industry
Representative,
Sanofi Genzyme)

Stakeholder Working Group & Sub Groups
The Working Group is a consortium of stakeholders who are actively involved in supporting the
strategic direction of the INPDR. The Working Group is formed of clinicians, researchers, patient
advocates, pharmaceutical industry representatives and members of the INPDR, who also chair the
Working Group. Meeting every 6 weeks by video conference and in person at least once per year, the
Working Group play an advisory role to the INPDR in key work stream areas.
Thanks to the multidisciplinary background of its members and by acting as a critical friend, the INPDR
are able to leverage the Working Group to obtain advice and feedback to help develop materials key to
the successful delivery of a robust patient registry. Within the Working Group exist sub-Working
Groups, convened to cover specific work streams, for example data management, site operations and
regulatory interactions. Sub-Working Groups meet on an ad-hoc basis to fulfil the work needs of the
INPDR and are typically formed of members of the Working Group, but also relevant specialist co-opted
members.
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10.1 Our stakeholders

Patients

Advocates

Clinicians

Industry

Researchers

Regulators
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10.2 Working with our stakeholders
As an international disease registry, the INPDR recognises the need for frequent and meaningful
stakeholder engagement. The support and participation of many different stakeholders is required
to achieve our objective of improving outcomes for those affected by Niemann-Pick disease and
ensuring the INPDR has lasting benefits for this rare disease community.
The development of strong networks and relationships with patients, advocacy, clinical, academic,
research and industry stakeholders has helped to place the INPDR in a position of strength to
actively understand and effectively communicate with our different audiences in ways appropriate
and relevant to their individual needs.
Stakeholder engagement is encouraged through a comprehensive communications strategy that uses
multiple channels to communicate key information and ensure transparency about progress towards
our aims and objectives.
Our stakeholders bring invaluable experience and expertise that will support the development and
longevity of the INPDR. We strongly encourage their interaction through opportunities to feed into
our work and to appropriately collaborate in research.
Successful engagement will assist the INPDR in identifying best practice, improving recruitment and
ensuring sustainability of the Registry. In addition, the INPDR is a registry model that will help to
inform and influence the wider rare disease community offering a further opportunity to engage
policy makers and inform progress.
Through the Communications Plan, the INPDR now has established social media channels with
growing follower numbers and steady engagement rates, particularly in the UK and the USA. A new
website supports the sharing of information and access to the Registry databases. A regular
Stakeholder Working Group captures the voice of industry and our presence at relevant
international patient and scientific events enables direct interaction and relationship building.
Over the next three years, the INPDR will undertake focussed activity in the USA, set expectations
regarding regular communication, including a subscription newsletter, and encourage wider twoway communication with global stakeholders.
This plan will be regularly reviewed to identify successes and examine how these could be
replicated to reach less active stakeholders and to expand or improve stakeholder engagement
overall.
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As an ultra-rare disease, Niemann-Pick disease data is both rare and precious. The INPDR was
established in 2013 to l ook after this data and maximise its impact to improve patient outcomes.
The last seven years have taken the Regi stry beyond a proof of concept to a fully functional
clinical data collection and curation programme.
The next two years will be crucial to the ongoing development of the INPDR, creating
infrastructure capabl e of accel erating clinical research, enhancing understanding of Niemann-Pick
disease and improving patient experience.
In l ine wi th our Mission, Vision and Values, the INPDR wil l continue to explore opportuni ties and
expand services that will improve the l ives of Niemann-Pick patients.
This wi ll enable an extensive range of possibil ities, including the ability to track and compare
patient experience and provide personalised feedback. Through the collection of accurate data,
the INPDR will also have the capacity to better understand the economic impact of Niemann-Pick
disease on families, services and society. In addi tion the potential to develop bio-banking
infrastructure could support bench research.
Only the INPDR can create the environment to realise these possibilities; therefore, the next two
years are critical to success.
With the continuing coll aboration of our clinical partners, researchers, industry stakehol ders and,
most importantly patients and famil ies, we can realise the long term benefits of this valuabl e data
resource.
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https:// webg ate.ec. eur opa .eu/chafea_ pdb/hea lth/proj ects/ 2 01 21 2 01 /s um m ar y

Main partner information
and contact person:

1. University Hospital Birmingham NHS Foundation Trust (UHB), 01-UHBUK, Dr Tarekegn Hiwot

Associate partners

2. Niemann-Pick Disease Group UK, 02-NPDG(UK)-UK, Mrs Toni Mathieson

(Institution, Acronym,

3. Azienda Ospedaliero Universitaria "Santa Maria della Misericordia", 03-

Contact Person):

RDDRD-IT, Dr Bruno Bembi
4. Universitatsklinikum Heidelberg, 04–UKLHD–DE, Dr Heiko Runz
5. Fundacio Privada Clinic per a la Recerca Biomedica, 05–FCRB–ES, Dr
Maria Jose Coll
6. International Niemann-Pick Disease Alliance, 06-INPDA–UK, Mr James
Green
7. Pitié Salpétrière Hospital, 07-PSL-FR, Dr Frédéric Sedel
8. Children’s University Hospital, 08–CUH–IE, Dr Ellen Crushell
9. Niemann-Pick Selbsthilfegruppe e.V., 09–NP-SHG-DE
10. Univerzita Karlova v Praze, 10–CUNI–CZ, Dr Martin Hrebicek
11. Fundación Niemann Pick de España, 11–FNP–ES, Mrs Isabel Hontanilla.
12. Hospital Clinic i Provincial de Barcelona, 12–HCPB–ES
13. University College London, 13–UCL–UK, Prof Paul Gissen.

Collaborating Partners:

1. Mayo Clinic. Rochester, USA. Dr Marc Patterson
2. Mount Sinai School of Medicine. New York, USA. Dr Edward Schuchman.
3. Laboratoire des Maladies Héréditares du Métobalisme Centre Biologie,
Lyon, France. Dr Marie Vanier.
4. Washington University School of Medicine. St Louis, USA. Dr Dan Ory.
5. Vancouver General Hospital. Vancouver, Canada. Dr Sandra Sirrs.
6. Academic Medical Centre. Amsterdamn, the Netherlands. Dr Carla
Hollak.
7. Salford Royal Hospital. Manchester, UK. Dr Chris Hendriskz.
8. Gazi University Hospital. Ankara, Turkey. Dr Faith Ezgu.
9. Vaincre les Maladies Lysosomales (VML), Massey, France. Béatrice
Mouly.
10. Volwassenen Kinderen en Stofwisselingsziekten(VKS). Zwolle, the
Netherlands, Hanka Meutgeert.
11. Argentina NPC. Buenos Aires, Argentina. Marcelo Minotti.
12. National Niemann-Pick Disease Foundation (NNPDF). Wisconsin, USA.
Nadine Hill.
13. Hospital for Sick Children. Toronto, Canada. Dr Julian Raiman.
14. Assoicazione Italiana Niemann-Pick. Lanzo, Italy. Antonio Mezzacapa and
Anna Ciappa.
15. Tartu University Hospital. Tartu, Estonia. Dr Katrin Ounap.
16. Canadian Chapter of The National Niemann-Pick Disease Foundation
(CCNNPDF). Toronto, Canada. Tammy Vaughan.
17. University of São Paulo. São Paulo. Dr Charles Lourenco.
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As a global patient-driven registry, the INPDR is

Limited financial resources available

unique in the NPD field

Small number of dedicated staff to support

Regulatory support – EMA & FDA

development activities

Stand alone non-profit, charitable company set up

Governance and finance processes require

to maintain the Registry

development to support transition to commercial

Initial EU-funded project achieved all objectives and

activity

generated international buy-in

Fallow period between the end of the EU project

INPDA and INPDR have a good reputation

and current development caused some stakeholders

Strong global reach and support

to disengage

Good clinical expertise and strong links with leading

Communication strategy requires further

clinicians and researchers

development in consideration of differing global

Significant engagement from a broad base of

stakeholders

commercial organisations

Limited influence over clinical sites to promote

Fit for purpose electronic registration system with

completeness and timeliness of registry data

high level of data security

Global pandemic may restrict ability to collect data

Facility to collect data from patients and clinicians

or engage with clinical sites

Regular and effective stakeholder feedback and

Limited interest & funding in ultra rare disease

engagement

field

Support from patients and advocacy groups
Robust Governance model to ensure regulatory
compliance
Strong multi-disciplinary management team
Expert Scientific Advisory Committee supporting
Board of Trustee decisions

Strong need for a registry in the areas of NPC and

Uncertainty regarding the impact of Brexit on data

ASMD

protection law, access to funding and regulatory

The concept of a disease-specific registry

requirements

recognised as a future model for rare diseases

Uncertainty regarding the impact of COVID-19 on

Significant potential to expand the registry into

global health policy and commercial priorities in the

multiple jurisdictions internationally

rare disease sphere

Substantial interest in use of the registry for

Introduction of new product registries / natural

research and analysis

history studies competing with the INPDR for data

To work with regulatory bodies to achieve

capture

recognition and support for post-market monitoring

Inability to secure sufficient funding to support

Potential to achieve multiple funding streams

sustainability

To increase INPDR profile and strengthen the
quality of data through routine publishing of
registry outputs
Improve utility of registry data through expansion of
both clinical and patient reported data
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