
BACKGROUND. Despite progress in the diagnosis and treatment of Fabry Disease (FD)
and Gaucher Disease (GD), many patients still experience a significant psychosocial
burden. People with lysosomal storage diseases (LSDs), live with chronic problems
that require substantial supportive therapy that not only diminish quality of life but
also cause significant high psychological distress. Often, patients living with those
rare diseases become their own “disease experts” as they navigate the healthcare
landscape and learn how to cope with the range of emotions that come with these
diagnoses.
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PERSONS & METHODS. During the pandemic period, the Spanish cohort of FD and
GD patients were questioned about their knowledge about their respective diseases,
beliefs about medicines (BMQ), and illness perception (BIPQ). We obtained
anonymous responses from 49 FD (96% adults, 53% males) and 40 GD (87.5% adults,
55.7% males). As other different chronic metabolic condition we obtained
questionaries from 35 adults with phenylketonuria (PKU), a metabolic disease that
requires chronic and strict dietetic restrictions.

FINAL COMMENTS: During the last 2 years of COVID-19 pandemic, we witnessed a more personalized approach between LSD patients and
healthcare professionals. Indeed, in many specialized units of inborn errors of metabolism (IEM) there has been an extraordinary effort to adjust
telemedicine and home therapy to the increasing needs of LSD patients. Furthermore, in our Spanish Association of IEM (AECOM) a new working
group (AECOM&Sociedad) was created with the aim to attend the increasing needs of communication, and education in partnership with patient’s
associations.
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JUSTIFICATION AND AIMS. Although there have been studies evaluating psychological
and psychiatric issues among patients with FD and GD, very little has been
investigated about individual knowledge and control, concerns about the disease or
the emotional distress that can result from living with one of these chronic
conditions. Moreover, there are no studies comparing potential differences among
those LSD in the referred issues.

RESULTS & DISCUSSION. All three groups of metabolic patients have adequate
knowledge about the diseases. The striking differences observed in “disease control”
between FD and GD patients reflect significant differences both in the biological
impact of these treatable LSD disorders and in the efficacy of treatment.
FD patients have significant more concerns about the disease and higher
psychological distress than the other chronic conditions.
It is crucial that health care providers could recognize these psychological challenges
and be able to refer patients for an appropriate assessment. A better understanding
of all these aspects might have important implications for health service planning,
evaluation of treatment options, and clinical management.
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