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X-bunden Adrenoleukodystrofi?

Symptom Spectrum of Adrenoleukodystrophy (ALD)

107
—— Childhood Cerebral ALD
— Adult Cerebral ALD
— Adrenomyeloneuropathy (AMN)
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Follow-up program for asymptomatiske ALD
patienter

Age At diagnosis 0-2 yrs 2-12 yrs 12 yrs and beyond

Sequencing of . .
b - Genetic counseling
. ABCD1 gene: )
Genetics . concerning future
Peedigree . .
. reproductive choices
evaluation

Cereberal MRI every

A baseline MRI six mos, Gadolinium Cereberal MRI every 12 mos,
MRI at the age of 2 only recommended the use of gadolinium as 2-
yrs when a questionable 12 yrs

lesion is identified

AV VAV AN

Screening for adrenal Screening for
. insufficiency every 3-6 adrenal insufficiency
Endocrlnology mos until the age of 10 every year from the
yrs age of 10 yrs




Det Danske ALD studie

Natural history

Hvordan karakteriseres den danske
X-linked Adrenoleukodystrofi
patientpopulation?

Retrospektivt studie

Data indsamlet fra journaler

Kvalitativ studie

® Hvordan pavirker
overvagningsprogrammet for
asymptomatiske XALD-populationer
patienters og familiers liv, og
hvordan kan vi bedst optimere
programmet?

® Semistrukturerede interviews af 4
unge med ALD og 8 foreeldre til barn
med ALD

Pilotstudie til nyfedtscreening

® Retrospektivt pilotstudie for en
screening for ALD.

® Maling af acylkarnitiner (C26:0-LPC)
pa PKU-kort for bgrn fadt juni 2021-
juni 2022.
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89 67% 20% 8% 2% 3%

96 52% 2% 25% 16% 5%

77 31% (+adol.) 1% 46% 14% 8%

116 50% 19% 3% 18% 9% 17 patients
with
insufficient
information

80 34% 7% 14% 27% 7% 11%

63 41% 12% 33% 14%

51 54% 22% 10% 14%

87 62% 16% 7% 7% 8%

48% 5% 5% 25% 10% 8%

113 15% 10% 7% 46% 12% 10%
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Resultater fra det kvalitative studie

ALD patients maintain mental
resilience despite diagnosis
and surveillance

Patients aspire to lead as
normal lives as possible

Patients have great trustin
healthcare professionals, and
it gives them space to leave
their worries behind

Patient concerns evolve/mature
with age, centering on situations
where confrontation with ALD
cannot be avoided

In childhood, patients primarily
express concerns about
situations that confront them
with the disease.

The transition from child to adult
is difficult

Adult patients' predominant
concern arises when faced with
the prospect of passing ALD to
their children

Parents of children with ALD
have both short-term and long-
term worries for their children’s
health

Parents of ALD patients are
notably concerned about both
the onset of cerebral disease
and AMN in the future

The worries were worst in the
time around hospital visits and
MRI

Parents took on a huge
psychological burden to protect
their kids and used different
coping strategies to do so

Parents cope by being well
informed about ALD

Parents avoid telling their
children the difficult parts and
carry this burden alone

Due to its rarity, the diagnosis of ALD
evokes a sense of isolation. Patients
and their families, find it challenging
to explain the condition and
sometimes avoid the topic,
contributing to disease-related
loneliness.

The rarity and complexity of the
disease makes it difficult to explain
to others leading to disease-related
loneliness

Both patients and parents
sometimes avoid talking about the
disease because it is difficult to
explain which can,worsen the feeling
of isolation




Fremtidige indsatsomrader

@® At stotte patientovergangen fra barndom til voksenliv. Hjaelpe foreeldre med at diskutere
ALD-diagnosen med deres bgrn og give omfattende information til deres voksne liv, iseer
vedrgrende genetisk radgivning ved graviditeter.

@ Inkorporere rutinemaessig psykologisk statte til foraeldre i ALD-overvagningsprogrammet.

® Fremskynde MRI-resultater og planlaegge besog udenom starre helligdage eller
betydningsfulde livsbegivenheder.

@ Prioritere patientoplevelsen i barndommen, med saerlig opmaerksomhed pa at gore
smertefulde procedurer mere handterbare, eventuelt ved brug af visuelle hjselpemidler til
foraeldre. Hvis disetrestriktioner er anbefalet, kan en guide til, hvordan foraeldre og patienter
kan mindske stress i sociale sammenhaenge, vaere gavnlig.

@® Give handgribelige forklaringer om ALD-diagnosen for at lette kommunikationen med venner
og familie. Hjaelpe foraeldre og patienter med at identificere ALD-patientorganisationer, der
kan bruges til statte.
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Pilotstudie for en nyfedtscreening
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Etiske overvejelser om nyfadtscreening for

ALD

Sygdommen

Tilstanden bgr vaere
vigtig.

Der skal veere et
genkendeligt latent eller
tidligt symptomatisk
stadium.

Det naturlige forlgb af
tilstanden, herunder
udviklingen fra latent til
erklaeret sygdom, skal
veere tilstraekkeligt
forstaet

Testen

Egnet test eller
undersggelse.

Testen skal vaere
acceptabel for
befolkningen.

Opsporing af tilfaelde bgr
veere kontinuerlig

Behandling

Accepteret behandling
for patienter med
erkendt sygdom.

Faciliteter til diagnose og
behandling skal vaere
tilgeengelige.

Enighed om politik
vedrgrende hvem der
skal behandles som
patienter.

Omkostning

® Omkostninger ved

opsporing af tilfaelde
(herunder diagnose og
behandling af
diagnosticerede
patienter) skal gkonomisk
veere i balance i forhold
til mulige udgifter til
lzegebehandling som
helhed.
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