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Abstract: People with rare diseases such as MCT8 deficiency face complex medical and
structural challenges. Due to severe developmental disorders, those affected are unable to
speak for themselves. Their relatives therefore take on central roles — as caregivers, advo-
cates and liaisons between clinics, research and everyday life. Based on a literature review,
this article analyses what care needs exist and to what extent these have been taken into
account in previous studies. A total of eleven evidence-based treatment studies and one re-
search initiative on the care situation of those affected were identified. The analysis shows
that patient-relevant aspects, in particular quality of life and problems in coping with
everyday life, have not been sufficiently taken into account to date. The results underscore
the need to systematically integrate patient-relevant objectives — in particular quality of
life — into clinical research on MCT8 deficiency and care practice. On this basis, recom-
mendations are derived for needs-oriented, participatory and interdisciplinary support
for families with MCT8 deficiency through sustainable institutional structures.
Keywords: MCT8 deficiency; rare disease; patient-relevant outcomes; communication
processes

INTRODUCTION

Rare diseases such as MCT8 deficiency not only pose a medical challenge, but
also require a comprehensive understanding of the communication processes and
the social and institutional conditions under which care is provided to those affect-
ed. Due to severe neurocognitive and motor impairments (cf. Allan et al. 1944; Du-
mitrescu et al. 2004; Friesema et al. 2004; Schwartz et al. 2005), affected children
are unable to communicate their needs themselves, have complex requirements and
are dependent on lifelong care (cf. Van Geest et al. 2023). Their relatives therefore
take on central roles — as carers, advocates and mediators between clinics, research
and everyday life.

Needs-based care requires the interaction of various institutions - from special-
ized medical centers, doctors in private practice and therapy services to care and
social insurance providers, educational authorities, self-help organizations and sci-
entific players. While there are established care models and contact points for com-
mon diseases, such structures are often lacking for rare diseases or are not tailored
to their specific requirements. Parents often find the role of care coordinators over-
whelming — a task that should actually be the responsibility of specialist health care
agencies (cf. Baumbusch et al. 2018). A global comparison reveals a structural lack
ofholistic, person-centered and multidisciplinary approaches to the care of rare dis-
eases (cf. Lopez Gousset et al. 2021). In the German healthcare system in particular,
the economic focus makes it difficult to provide needs-based care — especially for
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children and adolescents with complex chronic diseases (cf. Heinen 2020). The lack
of centralized expertise on rare diseases and a lack of understanding of the reality of
life for those affected often prevent adequate disease management.

This is particularly evident in the example of MCT8 deficiency, which is char-
acterized by an extremely low number of cases (cf. Schwartz, 2017) and a superre-
gional distribution of those affected (cf. MCT8-Forschung eV. 2019). Despite iso-
lated studies (cf. Van Geest et al. 2023), only limited knowledge about the reality of
care for this patient group is available to date. This gap not only makes it difficult to
optimize treatment, but also to support the families of those affected and to imple-
ment effective disease management.

The aim of this article is therefore to gain a deeper understanding of the care
situation of people with MCT8 deficiency on the basis of a literature review and
to critically evaluate existing communication, research and care processes. The
analysis provides important insights into treatment needs, gaps in care and every-
day needs from the perspective of relatives — information that is indispensable for
research, care and policy. Only through a participatory approach can the specific
needs of this particularly vulnerable patient group be adequately taken into account
and translated into care practice.

RESEARCH METHODOLOGY

The analysis is based on a literature review of treatment and care concepts for
MCTS8 deficiency. For this purpose, a literature search was conducted in the MED-
LINE/PubMed, Google Scholar and ClinicalTrials.gov databases. The search was
conducted using the following keyword combinations: ‘[ (SLC16A2) OR (MCT38)
OR (AHDS) OR (Allan Herndon Dudley syndrome) ] AND [(therapy) OR (inter-
vention) OR (treatment)]” and ‘[ (SLC16A2) OR (MCTS8) OR (AHDS) OR (Al-
lan Herndon Dudley syndrome)] AND [ (patient-reported outcomes) OR (PRO)
OR (caregiver) OR (stakeholder)]’ and was completed on 10 February 2024. Ev-
idence-based treatment studies on MCT8 deficiency in humans were considered,
as well as studies dealing with the care situation in the context of MCT8 deficiency
that were published in peer-reviewed journals and were available as full-text arti-
cles. There were no restrictions regarding language. Treatment approaches that have
proven to be disadvantageous and are therefore no longer used were excluded. A
total of n=11 treatment studies were included (cf. Wémeau et al. 2008; Zung et al.
2011; Tonduti et al. 2012; Verge et al. 2012; Visser et al. 2012; Groeneweg et al.
2019; Remerand et al. 2019; Refetoff et al. 2020; Van Geest et al. 2021; Gazek et al.
2023; Unsal/ Hayran 2023) and n=1 research initiative on the care situation (cf. Van
Geest et al. 2023) in the context of MCTS8 deficiency that met the requirements.

RESULTS

People with MCTS8 deficiency and their caregivers have complex needs that
require a wide range of therapeutic support. However, previous clinical studies have
largely ignored the everyday stresses and perspectives of those affected. This defi-
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ciency is particularly evident with regard to the practical care problems faced by
families. Although individual therapeutic measures, such as TRIAC for peripher-
al thyrotoxicosis or botulinum toxin for spasticity, have shown positive effects, it
is clear that the existing therapeutic options do not adequately cover the multiple,
complex needs of AHDS patients and their caregiving relatives.

An evaluation of patient registry data from 2018 to 2022 shows that feeding
and sleeping disorders as well as limited motor skills are among the most common
challenges in everyday care (cf. Van Geest et al. 2023). Despite these burdens, the
majority of patients did not receive professional nutritional counselling. Cardiac co-
morbidities, which frequently occur in MCT8 deficiency, were also rarely assessed
by a cardiologist. In addition, 58% of the parents surveyed (18 out of 31) rated the
medical expertise in dealing with MCTS8 deficiency as ‘poor’ or ‘very poor’ (cf. Van
Geest et al. 2023). This assessment indicates a significant discrepancy between pa-
rental expectations and actual care practices. The analysis also makes it clear that
only a few studies have systematically recorded patient-reported outcomes to date.
As aresult, key aspects relevant to everyday life, such as sleep quality, nutrition and
motor independence, remain largely underrepresented from the perspective of rel-
atives.

Given the severity of the disease, the complexity of the needs and the high level
of care required, there is a clear need to systematically incorporate the perspectives
of patients and patient representatives into research and clinical decision-making
processes. At the same time, the central importance of structured, interdisciplinary
care is evident. Only through a needs-oriented, coordinated and participatory ap-
proach — supported by reliable institutional structures — can long-term effective care
be guaranteed.

DISCUSSION

The results of the literature analysis show that patient-relevant aspects — espe-
cially quality of life and everyday challenges — have been insufficiently addressed in
previous research on MCT8 deficiency. Interdisciplinary care areas such as nutri-
tional counseling or cardiological care are rarely used despite clear indications (cf.
Van Geest et al. 2023). The assessment of parental satisfaction with professional
competence in the field of MCT8 also points to a general knowledge deficit within
the healthcare system. In order to tailor care for people with MCT8 deficiency to
their needs, research and care practice must be more strongly focused on patient-rel-
evant objectives. The consistent involvement of patients and their representatives
is just as essential for this as the expansion of interdisciplinary, cross-sector care
structures.

Particularly in the case of rare diseases such as MCT8 deficiency, the devel-
opment of institutional competencies should be promoted — for example, through
specialized treatment centers or central contact points that coordinate care. At the
same time, low-threshold, family-oriented services are needed to relieve and sup-
port family caregivers. The role of self-help organizations should also be empha-
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sized in this context: they make a key contribution to education, networking, and
advocacy and should be structurally strengthened in order to further expand their
potential as a bridge between science, practice, and those affected.

CONCLUSION

This analysis illustrates the significant discrepancy between the reality of care
and the actual support needs for rare diseases such as MCT8 deficiency. The needs
of those affected, particularly with regard to quality of life and symptom-oriented
support, are not adequately addressed. Disease management for patients with rare
diseases requires a reorientation of institutional structures towards participatory,
needs-oriented and multidisciplinary forms of support. Family members should be
recognized as key cooperation partners and receive targeted support. Only in this
way can patient needs be effectively incorporated into care and research and the
quality of life of those affected be improved.
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POASATAHAMVMHCTUTYUHUHUTE B IIOAKPEITA HA XOPATA
C PEAKU BOAECTHU U TEXHUTE HACTOMHUITUA

Pestome: Xopama c pedku 3aborssanus, kamo Hanpumep deduyum na MCTS, ca us-
npasenu nped CAONCHU MEOULUHCKU, COYUAAHU U CPYKMYPHU NPedu3sUKameActmed.
Iopadu mexckume Hapyuwienus 6 passumuemo 3acezHarmume He mozam 0a 2060pam
camu 3a cebe cu. Ilopadu mosa mexrume poOHUHU 3AeMAM UEHMPAAHU POAU — KAMO
60AHO2AC0AH Y, 3ACMBNHUYU U BPBIKU MENOY KAUHUKAMA, HAYUHUME U3CACOBAHUSL U
excedresuemo. Bvs ocHosa Ha aumepamypen npeaed u npoyusare cped 21 mexcdynapoo-
HU NPedCMAasumel Ha NAYUEHMU, OCHOBAHO HA AH2ANCUPAHOCI HA 3AUHINEPECOBAHUME
CMpany, 8 HACMOSUUS MEKCI Ce AHAAUSUPAM CHULECBYBALYUME HYHOU U HAYUHBIN,
10 KOUimMo pasiuuHume UHCMUmMyyuu ca ce cnpasuu ¢ msx 0o momenma. ITodobps-
BAHEMO HA KAYECHBOMO HA HUBOM € NOCOUEHO KAMO OCHOBHA YeA — NO-CHeyuaiHo
upe3 n0-006sp coH, noseue Yy00OBOACHIBUE OM IHUBOMA U HAMAALBAHE HA CHIPECOBUE
cumnmomu. Y008AemeopeHocmma om HACMoSWama mepanus u ycAyzu 3a nookpena
€ OyeHeHa Kamo ymepena 6v6 scuuku obracmu. Pesyamamume noduepmasam neobxo-
JuMOCIMa om CUCemMAamu4Ho UHMePpUpane Ha YeAume, C6BP3aHLL ¢ NAyUeHmMume —
0C06eH0 Ka4ecmsomo Ha HUBOM — 6 KAUHUMHUME u3credsanus na depuyuma na MCTS8
u 8 npakmuxama xa epurcume. IIpoyusanemo u3sexcda npenopsku 3a OpueHMuUpana
KoM HYHOUMe, yHACMBAWa U UHMepOUCYUNAUHAPHA NoJKpena Ha cemeiicmsama c de-
Ppuyum na MCTS8 upes ycmoiiuusu uHCMumyyuoHasHu CrmpyKmypu.

Karouosu dymu: deuyum na MCTS; psdko 3aborssane; pesysmamu, cévpp3ani ¢
nayueHmume; KOMYHUKAYUOHHU NPoyecu

Dominika Schiebl, PhD Candidate

Scientific Advisors: Prof. DSc Gosho Petkov and

Assoc. Prof. Dr. Rosen Kalpachki, PhD

University of Library Studies and Information Technologies
Sofia, Bulgaria

E-mail: dominika@schiebl.net

578



	Корица 1 ноември
	Buditeli_28.10ISSN
	Buditeli_Sekcia1
	Buditeli_Sekcia2
	Buditeli_Sekcia3
	Buditeli_Sekcia4
	Buditeli_Sekcia5


