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Backgrou nd and ObjeCtIVG Methods  Amixed qualitative-descriptive approach was applied in three steps
=51in 10,000 6,000+ 27-36M 1 Structured interview 2 Targeted review 3 Mapping and rating
. : : . ne
people affected is the EU dieicissases Wﬁ'ﬁh --people inthe EU = Caregiver and patient advocate Erika = Atargeted review was conducted, Each unmet need theme was mapped against each
threshold for a rare disease' together affect...> . . . : ]
Stariha was interviewed on the 8th of focused on grey literature and initiative on a four-level scale:
June 2026, via Microsoft Teams policy documents
Due to the rarity of these conditions, caregivers and patients often face a . Sheisthe parentof achildwith SATE2- = Theaimwas toidentify EUand UK GRLSAR) the intiative directly addresses the need
much greater burden than those with non-rare diseases when organisin - _ initiati
g . : nan the nne ca: ne g g associated syndrome a.nd co fc?under of initiatives relevant to the unmet - the coverage is tangential or incomplete
and funding their care.*~ Clinical guidelines, specialist training, and referral SATB2 Europe. The family lives in need themes
pathways may be lacking if not initiated and developed by families and Slovenia +  The original search was conducted Weak the initiative is relevant in principle,
patient advocates.*°’ =  Unmet need themes were identified in June 2026, and the status of but does not materially address the need
from the transcript and mapped to three each initiative was checked on the No link ) no link to the need
phases of the care journey (pre- 30th of September, 2026

The objective of this research was to evaluate the alighment diagnosis, at diagnosis, post-diagnosis) Overall rating per need: Partially addressed if a law, policy or

between the lived caregiver burden in rare diseases and olus one cross-cutting category funded programme rates Direct or Partial; otherwise Largely
current European policy initiatives unaddressed. Time-limited links alone do not count for long-

term funding.

~C o C C C -10 atives Ide 20 ep 2, grouped b ne O entand 8
Binding EU law Adopted policy, non-binding Funded programmes and infrastructure Not yet policy
EHDS and genomics Council Recommendation 2009 and national ERNSs: 24 virtual networks of expert centres ERDERA: Horizon Europe research partnership, EU Rare Disease Action Plan
infrastructure (EU plans: non-binding EU recommendation (2009/C for rare diseases’s building on Solve-RD, including reanalysis of (called for, not yet proposed)’®
lation)® 151/02) that led t tional i lans™0 unsolved cases'®
regulation) o1/02) that led to national rare disease plans JARDIN: EU-funded project embedding the EURORDIS: European Organisation
EU medicines EU mental health and carer policy’ ERNs in national health systems'4 EU funding: EU4Health, MFF 2028-2034"/ for Rare Diseases’®
9
framework Global frameworks: WHO and UN resolutions, Orphanet and ORPHAcodes: knowledge
IRDiRC research goals and UDNI2 base and coding system’®
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National plans, the ERNs, JARDIN, ERDERA and IRDiRC provide frameworks and
Fragmented coordination and It took seven years to obtain the SATB2 diagnosis, despite tests being goals for diagnostic coordination, but there is no mechanism at the point of care .
) ) . . : . L Partially addressed
unequal access to diagnostics available. which coordinates laboratories and clinicians or guarantees equal access to
sequencing.
ok No systematic reanalysis of Whole exome sequencmg bepame gvallable in S!ovenla in late 2016. As | ERI?ERA reanalyses data in res.earch., and Orphanet codes for un.dle?gnosec.j :
0 di d patient there was no system to identify undiagnosed patients and reanalyse their patients, but no health system is obliged to reanalyse data or re-invite undiagnosed Partially addressed
' undiagnosed patients data, diagnosis was delayed until 2020. patients on a regular cycle.
No psychological support during The family had no psychological support during the years of uncertainty While EURORDIS documents the burden, no initiative provides funds or requires
. . . : : : . : : Largely unaddressed
diagnostic uncertainty ahead of diagnosis. psychological support for families of undiagnosed patients.
No standard handover to networks, Farr!l!les often find spemgllst ngtworks, .patlent organisations or other | EUR.ORDI.S and ERDERA offer.ne.tworks, and thg ERNs., JARDI.N and Orphangt
it d famili families with the same diagnosis on their own, for example, through social provide directories, but none is linked to the point of diagnosis. No mechanism Largely unaddressed
O community and tamilies media. ensures families are introduced to these networks or directories at diagnosis.
= The quality of genetic counselling varies. Staff shortages can lead to The ERN.S’ JAR[.)IN and Orphanet give access to genetics expertlse anq experjc- .
. . . : : centre directories, and EURORDIS advocates for standards in how a diagnosis is i
= Inconsistent genetic counselling months-long delays between a test result and a diagnosis, and some : . : : Partially addressed
: . . . communicated, but no initiative addresses counselling capacity, the delay before a
results arrive by post with no accompanying explanation. . . : )
counselled diagnosis, or results sent without explanation.
Caregiver as default coordinator; no  The caregiver becomes the care coordinator and the main source of The ERN.S. angl CPMS prpylde ) rogte for expert consultation, but imitations include ]
f ti 1 t ref l nformation underutilisation by clinicians, limited funding, and the fact that many ultra-rare Partially addressed
unctionat expertreterra ' conditions have no expert centre.
: Clinical practice guidelines absent For many uFtra-‘rare conditions, therg 'S No expert centre e.".]d no clln.lc.al The ERNs develop guidelines for certain conditions, but most ultra-rare conditions .
. familv-led practice guideline. For SATB2-associated syndrome, families are driving still lack them Partially addressed
O ortamity-ie the guideline work, which is labour-intensive and unpaid. '
Advocacy out of reach for families Effective advocacy requires langu.age skills, profess!onal skills, .tl'me, . EURORDIS training and EU carer policy support families, but none specifically ]
ith the highest d money, a stable family, and a sufficiently healthy child. The families with address the barriers posed by lansuage. skills. time. monev. and health Partially addressed
wi e highest nee the greatest clinical need are least likely to have these. P ylanguage, ’ ’ e '
: Project-based funding; foundations ~ -° 'Undingis project-based, meaning it may build infrastructure, butthen ¢ /o1 funds the ERNs, Orphanet and JARDIN for fixed periods, but there is no
= f bli ] there is no long-term funding. Patient foundations pay for services that ermanent funding. and the main srants end in 2027 Largely unaddressed
paytor public services public systems should provide. P & g '
[ ] =406 [) - - =Ye DN 0. ¢ - e rated aga Y- a =Y=Ye JIre Weak No link

[ J L ]
P NaSeE s pec ANA hationsa ¥ ANC - ARL RDERA rohane NIN S S Alleo RORL

Pre-diagnosis 1 Diagnostic coordination and access Weak = _ K — — _ —
2 Reanalysis of undiagnosed patients K = = - = K Dire Dire K = =
3 Psychological support K = = Weak Weak Weak K = = K Weak Weak
] ) 4 Handover to networks and families — - - — - - — Weak - — - Weak
At diagnosis : :
5 Genetic counselling - = = - = = - = Weak
6 Caregiver as coordinator _ = _ Weak = = = E —
Post-diagnosis 7 Clinical guidelines K = = K Weak K Weak = K = —
8 Advocacy for highest-need families K Weak = = = Weak = = K Weak
All phases 9 Project-based funding K = Weak K Weak Weak = Weak Weak
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