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DESCRIPTION

Rare autoimmune disorders, by their very definition, affect a
small portion of the population typically fewer than 5 in 10,000
individuals. Despite their low prevalence, the diagnostic
challenge they pose is disproportionately high. This is due to
overlapping symptoms, heterogeneous presentations, lack of
validated biomarkers and inconsistency in diagnostic criteria
across medical systems and countries. The absence of
standardized diagnostic only delays accurate
diagnosis but also complicates treatment planning, research
efforts and epidemiological tracking. Patients often undergo
years of misdiagnoses, multiple referrals and unnecessary
procedures before a conclusive diagnosis is made [1]. This delay
can result in irreversible organ damage, reduced quality of life
and in some cases, fatal complications.

criteria not

Internationally recognized guidelines exist for more common
autoimmune diseases like Systemic Lupus Erythematosus (SLE),
Rheumatoid Arthritis (RA) and Multiple Sclerosis (MS).
However, rare autoimmune disorders such as relapsing
polychondritis, autoimmune autonomic ganglionopathy and
anti-synthetase syndrome often lack unified classification and
diagnostic criteria. Consequently, diagnosis often depends on
the subjective interpretation of symptoms and non-standardized
laboratory findings by experienced clinicians. Several recent
studies have advocated the need for harmonized diagnostic
frameworks, incorporating clinical, serological and imaging
based markers [2-4]. For example, the 2023 EULAR workshop
highlighted the inconsistencies in diagnosing conditions like
IgG4-related disease, which can mimic malignancies or
infections. Furthermore, the COVID-19 pandemic revealed the
growing need for international data sharing and consensus-
building, especially when dealing with atypical autoimmune
phenomena triggered post-infection or vaccination.

Efforts are underway to improve this landscape. Initiatives such
as the Rare Disease Clinical Research Network (RDCRN) in the
United States and Orphanet in Europe are working to create
databases that combine genomic, phenotypic and longitudinal
patient data. Machine learning tools are also being tested to

identify patterns that may assist in early and accurate diagnosis,
especially in multi-systemic presentations [5-7]. Despite progress,
a major barrier remains: the lack of global agreement on what
constitutes a "rare" autoimmune condition and how diagnostic
certainty should be graded (e.g., definite, probable, or possible).
Drawing from the successful consensus models used in oncology
and infectious diseases, the development of international task
forces comprising rheumatologists, immunologists, geneticists
and patient representatives may be an effective strategy. These
groups could adopt Delphi techniques to standardize
terminology, identify reliable biomarkers, and propose diagnostic
thresholds that can be validated in multi-center studies [8].

In high-income countries, where diagnostic technology and
specialist access are generally more available, the implementation
of standardized diagnostic algorithms could reduce health care
burden by minimizing redundant investigations. It would also
facilitate faster inclusion of patients in clinical trials, expanding
therapeutic evidence bases and improving outcomes [9].
Additionally, medical education must adapt to include more
exposure to rare autoimmune conditions. Standardized criteria
allow medical trainees and general practitioners to recognize
patterns early and refer appropriately. Digital tools, such as
decision support systems and diagnostic checklists integrated into
Electronic Health Records (EHRSs), can also help guide clinicians.
Ultimately, standardized diagnostic criteria will improve equity in
autoimmune disease diagnosis. While high-income countries may
initially benefit the most due to resources, these frameworks can
be adapted and scaled in resourcelimited settings over time.
Global collaboration remains the key to this transformation. [10].

CONCLUSION

The standardization of diagnostic criteria for rare autoimmune
disorders is both a medical and ethical imperative. By unifying
diagnostic approaches, high-income countries can set a precedent
for early recognition, equitable care and efficient research. The
development of international consensus, supported by real-world
data and modern technologies, will help reduce diagnostic delay
and mismanagement for patients worldwide. The path forward
requires collaboration, commitment and clinical curiosity.
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