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The International  Niemann-Pick Disease Registry
( INPDR) was establ ished in 2013 to faci l i tate an
improved and more support ive healthcare
environment for pat ients affected by Niemann-
Pick disease.  This  was a vis ion shared by the
col laborat ing pat ients ,  health professionals  and
medical  researchers ,  who wished to encourage
eff ic ient and t imely diagnosis ,  improve access to
expert  care and treatment,  and to faci l i tate
research that would improve patient experience.

The INPDR is  a new concept in rare disease
registr ies;  i t  is  a  unifying force with the power
to increase knowledge and understanding of
Niemann-Pick diseases.  A key strength is  the
col laborat ive relat ionships developed from the
outset and enabl ing the powerful  combination of
patient leadership and professional
implementat ion.  This  strengthens the val idity of
the pat ient perspective ensuring i t  is  kept at  the
heart  of  our organisat ion.

The INPDR model  provides access to a s ingular
resource for use by advocacy organisat ions,
industry,  academia,  pol icy makers and health
care professionals .  The Registry a lso promotes
cross-sectoral  col laborat ion to advance the
outcomes of Niemann-Pick disease.  This
represents both a s ignif icant departure from and
an improvement to the long establ ished norm of
disease databases developed by individual
organisat ions for specif ic  business needs.

An international  registry for Niemann-Pick
disease is  part icular ly important.  With incidence
of less than 1 in 100,000 persons i t  is  very rare,
encompassing Acid Sphingomyel inase Defic iency
(ASMD, types A & B)  and Niemann-Pick disease
type C (NPC) which have dist inct but
overlapping
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cl inical  features ranging from a neonatal  fatal
disorder to an adult  onset ,  chronic debi l i tat ing
neurodegenerat ive disease.  Registrat ion can
provide suff ic ient data to understand this
complex natural  history,  support accelerated
recruitment to tr ia ls  and faci l i tate the
development and monitor ing of care standards.

The rare disease environment of today is  very
different from that in 2013.   Greater recognit ion
of the extent of  unmet medical  need has led to
increased interest in the development of
therapies at  a t ime of economic chal lenge,
changing health pol icy and pol it ical  uncertainty.

In this  context ,  high qual i ty disease-specif ic  data
is  increasingly important to ref lect  the pat ient
experience,  support stakeholders in addressing
unmet need and improve patient outcomes.

The 2020-2022 period wi l l  be cr it ical  in the
development of the INPDR in ensuring i t
achieves i ts  potentia l  to dr ive improvements in
the care of Niemann-Pick disease international ly .

Accordingly,  over the next three years the
INPDR shal l  focus on strengthening governance,
foster ing sustainabi l i ty and expanding
international  data col lect ion,  to ensure that the
Registry works hardest to serve pat ient needs.  

STRATEGIC PLAN 2020 - 2022
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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 result ing three-year grant project was supported by 11 professional  partners (7 Cl inical  centres
and 4 pat ient organisat ions)  in seven EU countr ies ,  together with 17 associate partners from the
rest of  the world.   

The project successful ly  created a mult i functional  web-based registry capturing c l in ical  data and
contr ibuting to effect ive c l in ical  management,  providing a platform for future research.

Recognis ing the need to sustain this  invaluable resource,  the International  Niemann-Pick Disease
Al l iance ( INPDA) supported the INPDR in achieving independent status as a non-profit  char itable
company in 2017,  const ituted under UK law.

The INPDR is  now establ ished as an independently governed rare disease registry for the global
col lect ion of Niemann-Pick pat ient data,  encompassing both Acid Sphingomyel inase Defic iency
(ASMD type A and B)  and Niemann-Pick disease type C (NPC).

2011 2013 2014 2016 2017 PRESENT
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Health Program
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independent
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health professionals
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further develop and
ensure sustainability

of the INPDR

Web-based
registry launched &
curation of SMPD1
Mutation database
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1.1 Background

Figure 1: A brief history of the INPDR
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Includes comprehensive natural  history data,  leading to potentia l  genotype/phenotype correlat ions
Identif ies pat ients el ig ible for c l in ical  tr ia ls
Supports post-marketing survei l lance and therapy development
Supports research;  
Supports regulatory interact ion between national/supranational  agencies and industry and
supports col laborat ion.

Since inception,  the INPDR has made s ignif icant progress in developing a registrat ion system capable
of support ing the information needs of stakeholders ,  and offer ing a col laborat ive environment that
supports data col lect ion,  underpinned by robust governance and electronic security.

Working c losely with our technology partner ,  OpenApp,  a Dubl in based health IT company with
experience in disease registrat ion,  we have developed an international ly functioning electronic data
capture (EDC) platform with an inbui lt  qual i ty system and the highest electronic data security
standards.

The col lect ion of extensive c l in ical  and pat ient reported data is  act ively supported by c l in ic ians,
pat ient advocates and researchers from 18 countr ies ,  across 5 continents ,  faci l i tat ing the col lect ion
of demographic information,  diagnost ic  results ,  treatment and health outcomes data.

The Registry is  approaching a maturity that shal l  enable the achievement of a sustainable pat ient- led
database of at  least  1000 patients ,  that:

The INPDR is  an excel lent example of g lobal  partnerships and col laborat ion,  that showcases what can
be achieved when mult iple ,  cross-sector stakeholders work together to achieve a common goal .

As an independent,  non-profit  char itable company,  the INPDR is  governed by its  Art ic les of
Associat ion and strategical ly  directed by a Board of Trustees,  who are responsible for f inancial  and
risk management.  A subsidiary company of the INPDA, the INPDR is  registered in the UK and subject
to regulat ion and oversight from the Charit ies Commission for England & Wales and Companies House.

A Scientif ic  Advisory Committee provides professional  guidance and support to the Board of Trustees
whi le a Stakeholder Working Group support the Registry Management Team with regulatory,  c l in ical
and industry knowledge for the ongoing development of the Registry.

Sponsorship arrangements are managed local ly  and data col lect ion is  invest igator led at  each cl in ical
s ite.  Invest igators are responsible for compl iance with local  research governance requirements,  in
addit ion to the INPDR's own standards and procedures.

A commercial  subsidiary company -  INPDR Gateway Ltd.  -  has a lso been establ ished to further
faci l i tate the work of the INPDR and enable commercial  act iv ity as we move into the next phase of
development.

STRATEGIC PLAN 2020 - 2022

1.2 Governance

1.3 Current Status
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Strengthening Governance:  Bui lding on the robust governance model  developed s ince 2013,
the INPDR has made s ignif icant progress in developing a longitudinal  registrat ion system.
Extended data col lection -  promoting completeness and qual ity :  The INPDR shal l  further
develop our data qual i ty management programme in l ine with international  regulatory
expectat ions and international  standards¹ ,  including a comprehensive data review, to enable a
broader range of data col lect ion and seek to continue its  expansion global ly into new
jurisdict ions,  to increase the number of pat ients in the Registry.   A key aspect of  this  wi l l  be
working c losely with regulatory authorit ies to ensure our data meets user and regulatory
requirements.
Planning for  Sustainabi l ity :  The INPDR wi l l  implement a sustainabi l i ty plan that wi l l  encourage
stakeholder support and interact ion,  enable registry development and help to accelerate
progress for this  g lobal  rare disease community.   A subscr ipt ion model  and payment structure
wil l  provide the opportunity for commercial  organisat ions to invest in the INPDR enabl ing
expansion and enhancing the range of services that can be offered.  A whol ly owned commercial
subsidiary company – INPDR Gateway Ltd -  has a lso been establ ished to further support the
work and expansion of the INPDR.

The next phase of development wi l l  see the INPDR real ise i ts  potentia l  to improve outcomes for
Niemann-Pick disease pat ients and wi l l  focus on three pr imary themes:

1.4 Building on Success

STRATEGIC PLAN 2020 - 2022

This Strategic Plan is  a  f lexible working document and wi l l  be regular ly updated with the
information and plans needed to achieve the successful  implementat ion of the INPDR’s a ims and
object ives (2020-2022) ,  detai led in the pages that fol low. It  is  underpinned by Annual  Del iverables
and Milestones that wi l l  ref lect  the pr ior it ies and cr it ical  requirements for the INPDR over the
three-year period.  An annual  operat ional  plan wi l l  guide the day-to-day work of the INPDR on an
ongoing basis .  A review of progress against  this  Plan wi l l  be publ ished annual ly between October
and December.

1.5 Statement of Intent

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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The mission of the INPDR is  to document the Niemann-Pick pat ient experience to advance
research and improve health outcomes.    

2.1 Mission

Our vis ion is  the creat ion and ongoing development of a comprehensive,  international  data
resource,  specif ic  to Niemann-Pick diseases which benefits  pat ients by increasing understanding
of these rare condit ions,  encouraging eff ic ient and t imely diagnosis ,  enabl ing progress in research
and cl in ical  tr ia ls ,  and faci l i tat ing the development of therapeutic interventions.

2.2 Vision

2.3 Values

We can only achieve our vis ion with the support of  our stakeholders ,  especial ly  pat ients who
share their  data with the expectat ion that i t  is  handled safely and used responsibly.

Our values ref lect  these expectat ions:

Integrity

Accountability

Innovation

Independence

Respect We shal l  respect and protect pat ient pr ivacy and bui ld trust  among
our pat ient community.

We shal l  operate with the highest levels  of  scientif ic  integrity and
promote high qual i ty research.

Quality We wil l  str ive for excel lence through continuous improvement,
professional ism and expert  support .

Collaboration We wil l  foster and promote col laborat ive relat ionships to improve
outcomes in Niemann-Pick disease.

We wi l l  be transparent in communicat ions and accountable for our
act ions and decis ions.

We shal l  remain independent of advocacy,  pol icy and commercial
interests and let  the data tel l  the story of Niemann-Pick disease.

We wi l l  embrace innovation and change as appropriate to our
needs.
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To faci l i tate the advancement of research that wi l l  re l ieve s ickness amongst individuals  affected
by Niemann-Pick diseases,  by developing and maintaining a high qual i ty longitudinal  g lobal
populat ion-based registry

To descr ibe the epidemiology and natural  history of ASMD Niemann-Pick disease and
Niemann-Pick type C   
To support development of standards of diagnosis ,  c l in ical  management and qual i ty of  care 
To improve access to biomedical  and genetic test ing
To establ ish genotype-phenotype correlat ions 
To faci l i tate c l in ical  research through data shar ing and provis ion of analyt ical  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 decis ion making
To support network development and col laborat ion across the pat ient ,  c l in ical  and research
community
To support regulatory interact ion between national/supranational  medicines agencies and
pharmaceutical  companies
To faci l i tate accelerated recruitment to interventional  studies
To provide a regulatory compl iant registry to sat isfy post-marketing observat ions
Protect pat ient pr ivacy and ensure compl iance with data protect ion and the highest c l in ical
standards

STRATEGIC PLAN 2020 - 2022

The INPDR is  a  disease-specif ic  registry managed by professionals  for  the benefit  of  the whole
Niemann-Pick disease community:  pat ients ,  c l in ic ians,  researchers and industry.  I t  was establ ished to
rel ieve s ickness amongst affected individuals  through the advancement of education in a l l  matters
concerning Niemann-Pick diseases.  This  includes faci l i tat ing research that wi l l  improve
understanding,  enable therapy development and empower pat ients ,  whi lst  ensuring compl iance with
data protect ion and the highest c l in ical  standards.

The INPDR wi l l  work to enhance and faci l i tate progress in a l l  of  these aspects through the fol lowing
aims and object ives:

3.1 Aims

3.2 Objectives
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The INPDR has a strong governance structure in place to support future
business development.   To ensure that the Board of Trustees and Scientif ic
Advisory Committee (SAC) are best supported,  the Registry shal l  work to
further establ ish and embed a suite of  pol ic ies and standard operat ing
procedures to guide decis ion making.

In addit ion,  the INPDR shal l  in it iate a robust ,  regular ly monitored r isk
management programme. We shal l  a lso undertake regular  audits  of
compl iance with data protect ion regulat ion,  Good Cl inical  Pract ice (GCP)
and data qual i ty as wel l  as an annual  f inancial  audit .  Audit  reports shal l  be
shared with stakeholders and recommendations shal l  be integrated into
business planning.

Strong governance is  underpinned by transparency and robust records
management to ensure accountabi l i ty .  The INPDR shal l  maintain a f i t-for-
purpose document control  system and wi l l  publ ish key records and
decis ions on its  website.

Key partners in the further development of the registry wi l l  be authorit ies
such as the European Medicines Agency (EMA) and the US Food & Drug
Administrat ion (FDA) to ensure our functions meet regulatory requirements.

4.1 Strengthening Governance

STRATEGIC PLAN 2020 - 2022

4.2 Promoting Completeness & Quality

Aligned with enhanced data col lect ion (see Sect ion 4.5 below),  the INPDR
shal l  develop a data qual i ty management programme. This  shal l  promote
completeness,  consistency,  accuracy and t imel iness of  data to ensure
that the INPDR faithful ly  ref lects the pat ient experience and provides the
highest standard of evidence to support research and service planning.

This  wi l l  include defining a range of Key Performance Indicators (KPIs)  that
wi l l  be used by the INPDR Board,  the Registry Management Team and
Stakeholder Working Group to develop a continuous improvement plan for
data qual i ty .  Furthermore,  the SAC wi l l  be able to draw on KPI information
to support decis ions related to data shar ing.  

This  information wi l l  be routinely communicated with registry stakeholders
to support their  research planning and to help interpret research outputs
that have ut i l ised registry data.
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An important component of  qual i ty wi l l  be the continued global  expansion
of the Registry into new jur isdict ions.  This  wi l l  increase the number of
patients enrol led in the Registry,  faci l i tate research studies that require
larger pat ient numbers and wi l l  capture insights into best pract ice in pat ient
care to support qual i ty improvement init iat ives.  The emphasis  of  future data
col lect ion wi l l  be on capturing the pat ient experience through prospective
data col lect ion,  however,  the Registry wi l l  continue to value the important
contr ibution and inclusion of retrospective data.

STRATEGIC PLAN 2020 - 2022

4.3 Continued Growth

4.4 Planning for Sustainability

The Registry shal l  implement a sustainabi l i ty plan that wi l l  enable
commercial  investment in the INPDR via a subscr ipt ion model  and payment
structure.  The investment of  subscr ibing organisat ions wi l l  faci l i tate long-
term development of the Registry,  enabl ing advancement and expansion of
the services i t  can offer ,  including safety studies,  c l in ical  research studies
and unmet needs research.

There are s ignif icant r isks associated with seeking commercial  investment.
Therefore,  these plans wi l l  be underpinned by transparency,  a  c lear industry
engagement pol icy and strong research governance,  a l l  designed to protect
the independence,  integrity and credibi l i ty of  the INPDR. In addit ion,  the
Registry wi l l  work with academic and cl in ical  partners to seek research
funding from the statutory and voluntary sectors .

Currently ,  the INPDR col lects data for extensive c l in ical  and pat ient
reported databases.  The Registry wi l l  extend col lect ion to a broader range
of c l in ical  data to support safety monitor ing,  post-marketing survei l 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 expert ise to ensure current and future
user needs are ful ly  ref lected in the INPDR. This  work shal l  a lso involve the
integrat ion of pat ient and cl in ical  data,  v ia  an anonymised identif ier
enabl ing this  data to provide greater insight and understanding through its
l inkage.

To support enhanced data col lect ion,  the Registry has prepared a Global
Development Plan that identif ies pr ior ity s ites for engagement and pat ient
recruitment.  This  wi l l  ref lect  the locat ions that have large pat ient cohorts
and have exist ing expert ise in the management of ASMD and NPC.  The
phased plan is  presented in Sect ion 5.3.

4.5 Enhanced Data Collection
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Annual  reports on registry act iv ity and the latest  stat ist ics
Reports on completeness and qual i ty
Subject specif ic  studies on patterns of  care,  epidemiology and natural
history of Niemann-Pick disease

For the Registry to real ise i ts  potentia l  to improve pat ient outcomes,  the
data must be used for research to improve understanding of the disease and
help support therapeutic and diagnost ic  development act iv ity.   

The Registry is  approaching a maturity that shal l  enable the data to be used
in support of  c l in ical  and epidemiological  research.  Pr imari ly  the registry
wi l l  achieve this  through sharing data with experts in the Niemann-Pick
Research f ie ld including c l in ic ians,  academics and industry.  The INPDR has
implemented a data request process that wi l l  both protect sensit ive pat ient
data and also ensure that the data is  accessible to researchers.  The Registry
wi l l  act ively encourage use of registry data with the aim of faci l i tat ing at
least  15 research studies over the next two years.

Our data shar ing model  wi l l  be both transparent and fair  and shal l  ref lect
the values of  the INPDR. Whilst  we wi l l  not charge for access to data,  our
Subscr ipt ion Model  wi l l  enable recovery of costs associated with i ts
management,  handl ing and analysis .

The INPDR shal l  a lso present a three-year publ icat ion plan that wi l l  include:

The Registry shal l  a lso publ ish quarter ly stakeholder specif ic  newsletters to
communicate progress and highl ight the research impact of  the INPDR.

Registry reports wi l l  be publ ic ly avai lable at  www.inpdr.org.  Research
outputs wi l l  be disseminated through peer-reviewed,  high impact ,  open-
access journals  and be supported by press-releases,  br ief ing documents and
digita l  content to maximise vis ibi l i ty and impact.

STRATEGIC PLAN 2020 - 2022

4.6 Making Data Work For Patients
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Prepare a sustainabi l i ty plan,  including a commercia l
subscr ipt ion model  & payment structure for non-
commercial  sectors

Communicate sustainabi l i ty with stakeholders and
prepare subscr iber contracts

Embed industry engagement pol icy

Undertake non-f inancial  audit  of  registry business

Embed a records management system

Review data shar ing processes

Implement recommendations of non-f inancial  audit

Develop a f ive-year f inancial  plan

Business Area TimescaleObjective

G
ov

er
na

nc
e 

Su
st

ai
na

bi
li

ty

Q3 2020

Q3 2020

Q2 2021

Q2 2021

Q2 2021

Further develop the r isk management system

Q2 2021

Q1 2021

Q3 2020

Q3 2020

Q3 2020

Q3 2020

Extend data col lect ion according to Global  Development
Plan detai led in Tables 1 -  4

Q4 2022

Undertake comprehensive review of data col lected from
cl inic ians and pat ients

Review impl icat ions of data changes in terms of GCP &
data protect ion regulat ion and implement amendments
accordingly

E
nh

an
ce

d 
da

ta
co

lle
ct

io
n

5.1 Deliverables for 2020 - 2022

Implement changes to database and rol l  out
international ly

Q4 2020

Identify and enrol  professional  partners to assist  in
complet ing work packages

Q2 2021

The fol lowing table outl ines the object ives of  the INPDR over the course of this  strategic planning
period.  The Registry Management Team wil l  work to del iver these pr ior it ies in partnership with the
Working Group.  The Registry wi l l  report  to the INPDR Board on progress against  this  plan on a
quarter ly basis  and wi l l  publ ish an annual  progress report  on the INPDR website.
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Monitor qual i ty of  registry data on a quarter ly basis  and
report  to Board of Trustees and SAC

Review and enhance data qual i ty system and establ ish a
suite of  key performance indicators to monitor qual i ty

Seek advice to faci l i tate post-marketing monitor ing
studies and pharmacovigi lance research from EMA

Engage with international  regulatory bodies including
US FDA to seek approval  for  regulatory act iv ity in post-
marketing phase.

Business Area TimescaleObjective
A

ch
ie

vi
ng

 c
om

pl
et

e 
&

 h
ig

h
qu

al
it

y 
da

ta

Q2 2021Implement plans to address barr iers to data col lect ion
across a l l  jur isdict ions,  including the creat ion of data
sharing agreements with a l l  s i tes

Q2 2021

Q2 2021

Q2 2021

M
ak

in
g 

da
ta

 w
or

k

OngoingPresent outputs at  rare disease conferences in poster
and oral  presentat ions

Q4 2020

OngoingMaintain a record of research publ icat ions

Faci l i tate research and publ ic  debate through the
provis ion of stat ist ical  service to the Niemann-Pick
disease community

Q4 2020

Promote use of the INPDR through implementat ion of a
comprehensive communicat ion plan

Faci l i tate at  least  15 data shar ing requests

Q1 2021

Q4 2022

Del iver a ser ies of  INPDR-led publ icat ions over a three-
year period

Q4 2022

Se
rv

ic
e

de
li

ve
ry

Refine the data shar ing process to enhance eff ic iency,
t imel iness and qual i ty of  research support

Q3 2021

Q2 2021

Q4 2022Promote the registry across the Niemann-Pick research
community to encourage appl icat ions for data requests

Develop and ref ine a service plan for the INPDR
including service standards and procedures

Q1 2021Prepare a plan to continuously improve the qual i ty of
INPDR longitudinal  data

Increase the number of pat ients registered to >1,000 Q4 2022
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Business Area TimescaleObjective
Fo

st
er

in
g 

gl
ob

al
co

lla
bo

ra
ti

on

Q4 2021

Q4 2021

Q4 2021

Promote use of INPDR data across a g lobal  network of
Niemann-Pick researchers

Promote col laborat ion with the broader rare disease
community to develop resources to support disease
registrat ion and research

Formal ly col laborate with other rare disease registr ies
to create a support ive environment to share best
pract ice and work in the best interest  of  pat ients
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5.2 International Development

In September 2020 there were 300
patients registered in the INPDR

Clinic ian Reported Database (CRD)
across seven countr ies and 13
cl inical  s i tes.  This  includes 67

ASMD patients and 233 with NPC.

In addit ion,  in September 2020,
there were 61 pat ients currently
part ic ipat ing in the pat ient
reported database across nine
countr ies including 12 with ASMD
and 50 with NPC.

NPC

ASMD

NPC

ASMD

The INPDR has prepared a Global  Development Plan to grow the number of pat ients in the Registry
and increase international  representat ion.  This  plan bui lds on the global  networks developed by the
INPDA and the progress made during the or ig inal  EU funded project to develop the Registry.  

Chart 1: Clinician Reported Database - Current Status

Chart 2: Patient Reported Database - Current Status
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Phase I  of  the Global  Development Plan wi l l  focus on s ites in countr ies where the Registry has an
exist ing presence with pr ior ity given to those with s ignif icant pat ient numbers.  Currently ten centres
in seven countr ies are f inal is ing research governance with one centre in the USA already enter ing
data.  The aim is  to complete Phase I  by December 2020.  

Phase I I  includes countr ies where there is  act ive c l in ical  interest  and s ignif icant pat ient numbers or
centres with smal ler  numbers that are a lready part ic ipat ing in c l in ical  tr ia ls .  Currently c l in ic ians
in nine of the Phase I I  countr ies are in the ear ly stages of complet ing research governance
approvals .  Alongside this ,  the INPDR is  preparing appropriate translat ions to faci l i tate pat ient
recruitment.  Including pat ients currently enrol led and s ites targeted in phases I  and I I ,  there is
potentia l  to increase registrat ions to over 900 patients .  The aim is  that registrat ion wi l l  have
commenced in a l l  jur isdict ions l isted in Phase I I  by Quarter 4 2021.  

Phase I I I  includes ten countr ies where there has been posit ive c l in ical  engagement and there are at
least  300 patients .  The INPDR wi l l  commence regulatory processes during Q3 2021.   

Phase IV includes a further f ive countr ies with s ignif icant pat ient populat ions and cl in ical
engagement.  Due to cultural ,  language and regulatory chal lenges,  a  longer lead-in phase to
commence registrat ion in these regions is  required.  Whi le these regions cannot currently be
prior it ised,  the INPDR is  committed to ensuring pat ients wi l l  be able to part ic ipate in registrat ion in
the next 5 years .   

The Global  Development Plan presented below sets out the INPDR prior it ies to grow cl inical  data
col lect ion international ly .  The plan is  arranged into four phases:

Recruitment of  new patients to the Registry is  v ita l  to ensuring we have a high qual i ty registry.  The
ongoing col lect ion of longitudinal  data on exist ing pat ients is  s imi lar ly important.  As both are integral  to
ensuring the Registry can help ful ly  understand the natural  history of Niemann-Pick diseases and
adequately evaluate therapeutics .  The INPDR wi l l  ensure both aspects of  data col lect ion are equal ly
pr ior it ised as the Registry develops global ly .

Whi le Phases I I  and I I I  are in progress,  pat ients from al l  jur isdict ions wi l l  have the opportunity to
contr ibute to the Registry via the pat ient reported database,  which is  a lready international ly avai lable.
Although part ic ipat ion is  currently only avai lable in the Engl ish language,  the INPDR wi l l  work to
translate a l l  pat ient facing materia ls  into ten languages by June 2021,  with the support of  a professional
translat ion service.

STRATEGIC PLAN 2020 - 2022

5.3 Global Development Plan

In  Lat in  America,  we feel  b lessed and opt imist ic  when we
have the guidance of  the INPDR br inging together  the
Niemann-Pick community  in  search of  knowledge and
empathy;  in  i ts  pursuit  of  a  better  pathway in  research of
new therapies  and shaping the way fami l ies  and physic ians
can take better  care of  NP pat ients  around the wor ld .

Dr Charles Lourenço,  Professor of  Cl inical  Genetics and Appl ied Medical
Research,  Centro Universitar io Estacio de Ribeirao Preto
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95

4

31

20

24

4

43

43

40

Estimates based on population size and UK prevalence

4

50

2

2

COUNTRY

UK - other centres

France

Brazil

Australia

The Netherlands

USA

Canada

NUMBERS KNOWN

NPC ASMD

40

200

8

103

30

107

100

TOTAL 588

34

21

35

30

182
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Phase I Phase II

Phase III

Phase IV

COUNTRY

Poland

Israel

Germany - other centres

Denmark

Italy - other centres

Spain - other centres

Ireland

NUMBERS KNOWN

NPC ASMD

5

132

3

16

60

74

TOTAL

14Switzerland

2

2

399 130

COUNTRY

Norway

Chile

Austria

Argentina

Finland

Sweden

Belgium

NUMBERS KNOWN

NPC ASMD

200

21

17

10

10

19

TOTAL

133Turkey

USA - other centres

460 110

COUNTRY

Tunisia

South Africa

Greece

China

Taiwan

India

NUMBERS KNOWN

NPC ASMD

TOTAL

Numbers currently
unknown

Table 3: Global Development Plan - Phase III

Table 1: Global Development Plan - Phase I

Table 2: Global Development Plan - Phase II

Table 4: Global Development Plan - Phase IV

Figure 2: Currently active centres and global projection
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The INPDR operates in a highly regulated environment where
the highest standards of qual i ty are required to ensure
patient r ights are respected with regard to pr ivacy and
expectat ions as to how data is  used.  Breaches of good cl in ical
pract ice and data protect ion therefore represent s ignif icant
r isks pertaining to loss of  pat ient and publ ic  confidence in
the Registry as wel l  as associated f inancial  and legal
impl icat ions.
 
In addit ion,  the fai lure of  the Registry to del iver agreed
services to users represents a key r isk.  The value of the
Registry is  based on its  abi l i ty to share information and data,
fa i lure to achieve this  key role wi l l  undermine trust  in the
Registry as a partner to support research.

As wel l  as these operat ional  r isks ,  the Registry wi l l  operate in
the context of  several  external  r isks.  The INPDR enjoys
strong commitment and support from many international
partners.  However,  other s ignif icant data col lect ions such as
product registr ies or  large natural  history studies have the
potentia l  to weaken the resources avai lable to the Registry.
More general ly ,  the INPDR depends on support from cl inical
centres for recruitment and data col lect ion,  any loss of
support may impact on completeness,  t imel iness and
ult imately the ut i l i ty of  the INPDR.

The INPDR wi l l  a lso c losely monitor the impact of  the
forthcoming departure of the UK from the European Union,  as
wel l  as other geopol it ical  changes on its  act iv it ies and
regulatory requirements.

The current Covid-19 pandemic has a lso created a chal lenging
context for  a l l  c l in ical  research and it  presents chal lenges for  
on-site data col lect ion and qual i ty assurance that may create
delays in data col lect ion.  Furthermore,  the Registry wi l l
continue to monitor how Covid-19 and other factors may
inf luence health pol icy and the commercial  pr ior it ies of
industry,  and how these may impact c l in ical  research in the
orphan disease sphere.

The key r isks to the Registry are summarised in Figure 3:  Risk
Management Model  a long with the systems in place to
manage r isk.

STRATEGIC PLAN 2020 - 2022
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The INPDR shal l  operate with a strong
corporate governance model  to support
the Board of Trustees with regulatory
compl iance and ensure consistency
with our mission,  v is ion and values.
In addit ion to f inancial  audit ,  the
INPDR wi l l  implement an audit
programme that wi l l  monitor
compl iance with good cl in ical
management pract ice,  good
pharmacovigi lance pract ice and data
protect ion law.
Our r isk management system wi l l  be
further enhanced to support the INPDR
Board of Trustees in monitor ing and
mit igat ing organisat ional  r isks.

The INPDR has a comprehensive suite of
pol ic ies and procedures to ensure robust
corporate governance including confl ict  of
interest  and industry engagement pol ic ies .
Al l  pol ic ies wi l l  be regular ly reviewed and
updated by the INPDR Board of Trustees.
A set of  controls  shal l  be establ ished to
manage governance r isks and ensure
compl iance.
The INPDR shal l  maintain a complete
records management system to faci l i tate
audit  and monitor ing.
The INDPR shal l  operate in a transparent
manner,  communicat ing pol ic ies and
procedures c lear ly and openly with
stakeholders.

While many r isks are outside of the control  of  the INPDR, a strong r isk management structure wi l l
ensure that the impact of  such events on registry act iv it ies are minimised.  

The INPDR Risk Management Model  is  presented above:

STRATEGIC PLAN 2020 - 2022

6.1 Risk Management Structure

Figure 3: Risk Management Model
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The INPDR launched in 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
f inancial  contr ibution of €800,000 from part ic ipat ing partners.  

Fol lowing the successful  complet ion of the EU project phase in October 2016,  the International
Niemann-Pick Disease Al l iance ( INPDA) provided f inancial  and personnel  support ,  enabl ing the INPDR
to achieve independent status as a non-profit  char itable company.    

The ongoing development of the INPDR has s ince been supported by successful  appl icat ions to trusts
and foundations by unrestr icted educational  grants from industry stakeholders and by the dedicat ion
of many committed,  expert  volunteers providing expert ise,  guidance and hands-on support .   

Restr icted grant funding to support designated work areas has been secured up to Q2 2022 and the
INPDR wi l l  continue to seek grant funding streams as a source of investment in the future.

The next phase of development wi l l  see the INPDR accelerate act iv ity through the introduction of a
Subscr ipt ion Model  that wi l l  generate investment,  br ing new l iabi l i t ies and increase f inancial  r isk.  The
INPDR Board of Trustees recognises this  s ignif icant step-change in business act iv ity ,  therefore a robust
f ive-year f inancial  plan wi l l  be developed to monitor progress,  enable forward planning and support
continual  improvement.   The f inancial  plan wi l l  be completed by Q1 2021 and implemented alongside
our strategic and operat ional  planning.

7.1 Finance

7.2 Sustainability

To faci l i tate continued growth and the implementat ion of this  strategic plan,  a  comprehensive
sustainabi l i ty plan in the form of a commercial  subscr ipt ion model ,  wi l l  be implemented in Q4 of 2020.
In addit ion,  and to ensure balanced and broad based funding,  the INPDR wi l l  continue to pursue
international  grant opportunit ies in the statutory and voluntary sectors .

Whi lst  the INPDR does not charge for pat ient data,  i t  must recover the cost of  data management,
handl ing and analysis  (where appl icable) .  Our sustainabi l i ty plan is  designed to support the maintenance
and ongoing development of the Registry and to further our a im of st imulat ing research on behalf  of  the
patient community and our stakeholders.  

In a l l  of  our act iv it ies and interact ions,  whether commercial  or  otherwise we aim to be fair  and
transparent and wi l l  at  a l l  t imes retain our independence and integrity.  We wi l l  re ly on our robust
governance arrangements to ensure that these values continue to be upheld as we introduce this
Subscr ipt ion Model .  We have also strengthened governance further through:  

Establ ishment of  the INPDR Gateway Ltd. ,
which both protects the INPDR and
faci l i tates i ts  commercial  act iv ity

Development of an Industry Engagement
Pol icy to guide our management of
commercial  re lat ionships
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The Subscr ipt ion Model  (see Table 5)  is  designed to support the c l in ical  research needs of industry and
corporate stakeholders whi lst  enabl ing fair  access for pat ients and academic researchers.  I t  wi l l  offer
t iered levels  of  service that encourage stakeholder support and are ref lect ive of both their  needs and
status.

Col laborat ion and partnerships are central  to dr iv ing meaningful  change for pat ients .  This  model  ref lects
the need for the Registry to faci l i tate the important role of  the entire research community in improving
health outcomes for Niemann-Pick pat ients through data shar ing and analyt ics ,  and the need for stable,
long-term, f inancial  investment to maintain and develop essentia l  research infrastructure.

Key features:  
Three t iered levels  of  service avai lable to commercial  organisat ions,  featur ing increasing levels  of
access and engagement,  and var iable contract durat ion.

Subscr ipt ion fees wi l l  be provided to potentia l  subscr ibers on request .

Subscr ipt ion fees wi l l  enable the on-going development of the INPDR, support research and analysis
requests from cl inical  invest igators ,  advocacy,  groups and media and faci l i tate evidence col lect ion in
under-funded areas such as health services research and end of l i fe care.

Academic and statutory organisat ions can request access to datasets and analyt ics for  approved
research with a s ingle use charge appl ied on a case by case basis .

Cl inical  invest igators in the INPDR wi l l  receive access to anonymised datasets and analyt ical  services
for approved research studies at  no cost .

Advocacy organisat ions,  pat ient groups and media organisat ions wi l l  be granted access
to approved analyt ical  services as part  of  the core service of the INPDR.

The Scientif ic  Advisory Committee and Board of Trustees wi l l  ensure use of registry data is  consistent
with the mission,  v is ion and values of  the INPDR. No data or analysis  wi l l  be transferred to any user
without their  approval .

STRATEGIC PLAN 2020 - 2022

7.3 Key features of the Subscription Model
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Premier Plus  subscr ibers wi l l  receive an extensive service to support routine data shar ing for
act iv it ies such as post-market monitor ing support and long-term longitudinal  studies.  Addit ional ly ,
Premier Plus includes up to three appl icat ions for routine data each year ,  access to the INPDR’s
stat ist ical  services ( including the production of aggregate outputs ,  descr ipt ive analyses,  as wel l  as
mult ivar iate model l ing studies)  and a copy of the annual  data qual i ty report .  Representat ion on the
Stakeholder Working Group is  a lso included.  The subscr ipt ion fee wi l l  ref lect  specif ic  data needs and
sharing arrangements,  plus durat ion (mult i-year contract wi l l  apply)  which wi l l  be contractual ly
agreed on an individual  basis .
Premier subscr ibers can present up to two data requests each year ,  draw on up to 100 hours of
analyt ical  services and benefit  from cl inical  research support .   Premier subscr ibers wi l l  have a
representat ion on the Stakeholder Working Group and wi l l  receive a copy of the annual  data qual i ty
report .   The subscr ipt ion fee wi l l  ref lect  the detai l  and durat ion of this  service (mult i-year contract
wi l l  apply) ,  which wi l l  be contractual ly agreed on an individual  basis .
Advanced subscr ibers can submit one data request per year ,  can draw on up to 50 hours of  stat ist ical
services ( including aggregate outputs ,  descr ipt ive analyses and mult ivar iate model l ing studies)  and
benefit  from cl inical  research support .  Advanced subscr ibers wi l l  a lso have representat ion on the
Stakeholder Working Group and wi l l  receive a copy of the annual  data qual i ty report .  The service wi l l
involve a mult i-year contract .
Essential  wil l  be avai lable to non-subscr ibing academic and government organisat ions only and
through this ,  users may apply for data or analyt ical  services from the registry.  Charges wi l l  be
appl ied to cover both the administrat ive and research costs for  del iver ing these services

1.

2.

3.

4.

The INPDR Subscr ipt ion Model  provides four options designed to support the individual  research needs
of our differ ing stakeholders.  Subscr ibers can choose from Premier Plus,  Premier ,  Advanced or
Essentia l :

Clinical research support & advice

Regular anonymised datasets [e.g. post-
marketing monitoring or longitudinal studies]

Access to one-time anonymised datasets

Routine data quality reports

Representation on the INPDR Working Group

Review schedule

Commercial

3/year

150 hrs

AdvancedPremier
Premier

Plus

Multi-Year Contract

Provision of analytical services

Government/
Academic

2/year 1/year As required

As required100 hrs 50 hrs

Essential
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Patient advocacy organisat ions wi l l  a lso be able to access INPDR services at  no cost .

7.4 Subscription Model

Table 5: INPDR Subscription Model
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The INPDR could not have achieved its  goals  to date without the col laborat ion and support of  the
International  Niemann-Pick Disease Al l iance ( INPDA),  i ts  partner organisat ions and its  professional  and
patient networks.  

The INPDA played a key role in the appl icat ion 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 f inancial  contr ibution of €800,000 from 11 EU-based associate
partners (see Appendix 1)  and benefitt ing from the support of  17 global  col laborators ,  this  three-year
project successful ly created a mult i functional  Niemann-Pick specif ic  disease registry.  

At the end of the grant period and with the agreement of a l l  project partners ,  the INPDA provided
management and f inancial  support ,  plus pro-bono staff  t ime to maintain the registry and support the
creation of the INPDR as an independently governed,  non-profit  subsidiary company of the
INPDA.  
 
Bui lding on our strong relat ionship with the INPDA is  fundamental  to the continuing growth of the
Registry.  The global  reach of the INPDA wil l  boost recruitment,  encourage cl in ic ian engagement and
enable the provis ion of advice and guidance at  a local  level ,  thus support ing del ivery of the INPDR’s
international  development plan over the next two years.  Sect ion 9 below outl ines how the Registry wi l l
engage with the INPDA and other stakeholders to assure their  continued support .
 
Recently ,  the global  growth of the INPDR has been further faci l i tated by a grant award from the Ara
Parseghian Medical  Research Fund (APMRF) which wi l l  support expansion of registrat ion in the USA, in
partnership with the National  Niemann-Pick Disease Foundation (NNPDF).

STRATEGIC PLAN 2020 - 2022
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Registry
Management

Team

Scientific
Advisory

Committee
I N P D R

G a t e w a y
L t d .

Patients &
Advocacy

Organisations

T h e  I N P D R  i s  a n
i n d e p e n d e n t l y

g o v e r n e d  s u b s i d i a r y
o f  t h e  I N P D A

Stakeholder
Working Group

Specialist Sub
Groups

Advisory
capac i ty

Industry Susta inabi l i ty
model  funding

Academic

Anonymous
data  f low

Regulatory

INPDR
B o a r d  o f
T r u s t e e s

T h e  I N P D R  G a t e w a y  L t d .  i s  a
w h o l l y  o w n e d  c o m m e r c i a l
s u b s i d i a r y  o f  t h e  I N P D R

The INPDR has developed an organisat ional  structure that meets i ts  fundamental  requirements as a
registry and ensures i t  operates in keeping with core vis ion and values.  Whi le i t  is  a  subsidiary of  the
INPDA, the INPDR has i ts  own Board of Trustees who govern independently of  i ts  parent.  The Board of
Trustees are supported by a Scientif ic  Advisory Committee who provide expert  insight and ensure the
scientif ic  integrity of  the Registry is  maintained.  A Stakeholder Working Group contr ibutes special ist
expert ise and experience,  support ing strategic and operat ional  development and ensuring the INPDR
meets user needs.  To further ensure independence,  the INPDR wi l l  delegate commercial  services
through a newly created subsidiary company,  INPDR Gateway Ltd.

Figure 4: Governance Structure
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The Registry Management Team (RMT) is  responsible for the day to day operat ional  running of the
Registry and for implementing the aims of the Strategic Plan.  This  includes the IT platform, data
management,  s i te operat ions,  regulatory and compl iance,  recruitment and communicat ions.

The RMT meet regular ly with supplementary communicat ion as required.

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

STRATEGIC PLAN 2020 - 2022

Board of Trustees

Registry Management Team

In 2020,  the RMT wi l l  be strengthened with the addit ion of two Cl inical  Research Associates,  located
in Europe and the United States.

Dr Carol ine Hast ings,  Chi ldren's  Hospital ,  Oakland

The INPDR offers  the only  opportunity  to  col lect  information in
a central  locat ion regarding a l l  aspects  of  Niemann-Pick,
therefore a l lowing sc ient ists ,  researchers  and c l in ic ians to
better  understand the natural  h istory of  the disease and enable
pat ients  to  act ive ly  part ic ipate in  faci l i tat ing progress  for  th is
rare d isease.

Jim Green Tarek Hiwot Toni  Mathieson Marie Vanier Andrea Dardis

Conan Donnel ly Shaun Bolton Jackie Imrie Angela Wilson
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The Working Group is  a  consort ium of stakeholders who are act ively involved in support ing the
strategic direct ion of the INPDR. The Working Group is  formed of c l in ic ians,  researchers ,  pat ient
advocates,  pharmaceutical  industry representat ives 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 mult idiscipl inary background of i ts  members and by act ing as a cr it ical  fr iend,  the INPDR
are able to leverage the Working Group to obtain advice and feedback to help develop materia ls  key to
the successful  del ivery of a robust pat ient registry.  Within the Working Group exist  sub-Working
Groups,  convened to cover specif ic  work streams,  for  example data management,  s i te operat ions and
regulatory interact ions.  Sub-Working Groups meet on an ad-hoc basis  to fulf i l  the work needs of the
INPDR and are typical ly  formed of members of  the Working Group,  but a lso relevant special ist  co-opted
members.
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Scientific Advisory Committee (SAC)

The Scientif ic  Advisory Committee (SAC) consists  of  international  c l in ic ians and researchers who have
knowledge and expert ise in Niemann-Pick diseases,  together with representat ives of  the pat ient
community and industry.   

The SAC work alongside the Board of Trustees and Registry Management Team to offer  knowledgeable
advice on scientif ic ,  ethical  and cl in ical  matters ,  consider data requests and related research proposals ,
and contr ibute to the ongoing development of the INPDR. 

The SAC functions to an agreed Terms of Reference and wi l l  be comprised of not more than 16
members:

Stakeholder Working Group & Sub Groups

CHAIR
Prof. Marc Patterson

(USA)

Dr Benedicte Heron
(France)

Prof. Carla Hollak
(The Netherlands)

Dr Eugen Mengel
(Germany)

Dr Charles Lourenço
(Brazil)

Prof. Melissa
Wasserstein

(USA)

Dr Maria Jose Coll
(Spain)

Dr Uma Ramaswami
(UK)

Prof. Paul Gissen
(UK, Co-opted)

Dr Tarek Hiwot
(UK, INPDR)

Prof. Marie Vanier
(France, INPDR)

Dr Justin Hopkin
NNPDF

(USA, Patient Advocate)

Sandy Cowie
INPDA

(Canada, Patient Advocate)

Veronica Munoz
(US, Industry

Representative,
Sanofi Genzyme)
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Researchers

Advocates

Patients

Clinicians

Industry

Regulators
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10.1 Our stakeholders
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As an international  disease registry,  the INPDR recognises the need for frequent and meaningful
stakeholder engagement.  The support and part ic ipat ion of many different stakeholders is  required
to achieve our object ive of improving outcomes for those affected by Niemann-Pick disease and
ensuring the INPDR has last ing benefits  for  this  rare disease community.

The development of strong networks and relat ionships with pat ients ,  advocacy,  c l in ical ,  academic,
research and industry stakeholders has helped to place the INPDR in a posit ion of strength to
act ively understand and effect ively communicate with our different audiences in ways appropriate
and relevant to their  individual  needs.

Stakeholder engagement is  encouraged through a comprehensive communicat ions strategy that uses
mult iple channels  to communicate key information and ensure transparency about progress towards
our a ims and object ives.

Our stakeholders br ing invaluable experience and expert ise that wi l l  support the development and
longevity of  the INPDR. We strongly encourage their  interact ion through opportunit ies to feed into
our work and to appropriately col laborate in research.

Successful  engagement wi l l  ass ist  the INPDR in identifying best pract ice,  improving recruitment and
ensuring sustainabi l i ty of  the Registry.  In addit ion,  the INPDR is  a  registry model  that wi l l  help to
inform and inf luence the wider rare disease community offer ing a further opportunity to engage
pol icy makers and inform progress.

Through the Communicat ions Plan,  the INPDR now has establ ished socia l  media channels  with
growing fol lower numbers and steady engagement rates,  part icular ly in the UK and the USA. A new
website supports the shar ing of information and access to the Registry databases.  A regular
Stakeholder Working Group captures the voice of industry and our presence at  relevant
international  pat ient and scientif ic  events enables direct interact ion and relat ionship bui lding.

Over the next three years ,  the INPDR wi l l  undertake focussed act iv ity in the USA, set expectat ions
regarding regular  communicat ion,  including a subscr ipt ion newsletter ,  and encourage wider two-
way communicat ion with global  stakeholders.

This  plan wi l l  be regular ly reviewed to identify successes and examine how these could be
repl icated to reach less act ive stakeholders and to expand or improve stakeholder engagement
overal l .

STRATEGIC PLAN 2020 - 2022

10.2 Working with our stakeholders

28



STRATEGIC PLAN 2020 - 2022

As an ultra-rare disease,  Niemann-Pick disease data is  both rare and precious.  The INPDR was
establ ished in 2013 to look after  this  data and maximise i ts  impact to improve pat ient outcomes.
The last  seven years have taken the Registry beyond a proof of  concept to a ful ly  functional
c l in ical  data col lect ion and curat ion programme. 

The next two years wi l l  be crucia l  to the ongoing development of the INPDR, creat ing
infrastructure capable of  accelerat ing c l in ical  research,  enhancing understanding of Niemann-Pick
disease and improving pat ient experience.

In l ine with our Mission,  Vis ion and Values,  the INPDR wi l l  continue to explore opportunit ies and
expand services that wi l l  improve the l ives of  Niemann-Pick pat ients .

This  wi l l  enable an extensive range of possibi l i t ies ,  including the abi l i ty to track and compare
patient experience and provide personal ised feedback.  Through the col lect ion of accurate data,
the INPDR wi l l  a lso have the capacity to better understand the economic impact of  Niemann-Pick
disease on famil ies ,  services and society.  In addit ion the potentia l  to develop bio-banking
infrastructure could support bench research.

Only the INPDR can create the environment to real ise these possibi l i t ies;  therefore,  the next two
years are cr it ical  to success.

With the continuing col laborat ion of our c l in ical  partners ,  researchers ,  industry stakeholders and,
most importantly pat ients and famil ies ,  we can real ise the long term benefits  of  this  valuable data
resource.
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University Hospital  Birmingham NHS Foundation Trust (UHB),  01-UHB-
UK, Dr Tarekegn Hiwot
Niemann-Pick Disease Group UK, 02-NPDG(UK)-UK, Mrs Toni  Mathieson
Azienda Ospedal iero Universitar ia  "Santa Maria del la  Miser icordia" ,  03-
RDDRD-IT,  Dr Bruno Bembi
Universitatskl inikum Heidelberg,  04–UKLHD–DE, Dr Heiko Runz
Fundacio Pr ivada Cl inic per a la  Recerca Biomedica,  05–FCRB–ES,  Dr
Maria Jose Col l
International  Niemann-Pick Disease Al l iance,  06-INPDA–UK, Mr James
Green
Pit ié Salpétr ière Hospital ,  07-PSL-FR,  Dr Frédéric Sedel
Chi ldren’s  University Hospital ,  08–CUH–IE,  Dr El len Crushel l
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STRATEGIC PLAN 2020 - 2022

As a global  pat ient-dr iven registry,  the INPDR is
unique in the NPD f ie ld 
Regulatory support – EMA & FDA
Stand alone non-profit ,  char itable company set up
to maintain the Registry    
In it ia l  EU-funded project achieved al l  object ives and
generated international  buy-in    
INPDA and INPDR have a good reputat ion   
Strong global  reach and support     
Good cl in ical  expert ise and strong l inks with leading
cl inic ians and researchers
Signif icant engagement from a broad base of
commercial  organisat ions  
Fit  for  purpose electronic registrat ion system with
high level  of  data security  
Faci l i ty to col lect  data from patients and cl in ic ians   
Regular  and effect ive stakeholder feedback and
engagement
Support from patients and advocacy groups  
Robust Governance model  to ensure regulatory
compl iance
Strong mult i-discipl inary management team     
Expert  Scientif ic  Advisory Committee support ing
Board of Trustee decis ions

Limited f inancial  resources avai lable   
Smal l  number of dedicated staff  to support
development act iv it ies 
Governance and f inance processes require
development to support transit ion to commercial
act iv ity 
Fal low period between the end of the EU project
and current development caused some stakeholders
to disengage  
Communicat ion strategy requires further
development in considerat ion of differ ing global
stakeholders
Limited inf luence over c l in ical  s i tes to promote
completeness and t imel iness of  registry data
Global  pandemic may restr ict  abi l i ty to col lect  data
or engage with c l in ical  s i tes 
Limited interest  & funding in ultra rare disease
f ield

Strong need for a registry in the areas of  NPC and
ASMD      
The concept of  a disease-specif ic  registry
recognised as a future model  for  rare diseases 
Signif icant potentia l  to expand the registry into
mult iple jur isdict ions international ly
Substantia l  interest  in use of the registry for
research and analysis     
To work with regulatory bodies to achieve
recognit ion and support for  post-market monitor ing
Potentia l  to achieve mult iple funding streams
To increase INPDR profi le  and strengthen the
qual ity of  data through routine publ ishing of
registry outputs
Improve ut i l i ty of  registry data through expansion of
both cl in ical  and pat ient reported data

Uncertainty regarding the impact of  Brexit  on data
protect ion law, access to funding and regulatory
requirements  
Uncertainty regarding the impact of  COVID-19 on
global  health pol icy and commercial  pr ior it ies in the
rare disease sphere
Introduction of new product registr ies /  natural
history studies competing with the INPDR for data
capture
Inabi l i ty to secure suff ic ient funding to support
sustainabi l i ty
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