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Muscle atrophy and
fasciculations as a
manifestation of sporadic
Creutzfeldt-Jakob disease: a
case report”

@ CrossMark

Amiotrofia y fasciculaciones como forma de
presentacion de la enfermedad de
Creutzfeldt-Jakob esporadica. A propésito de
un caso

Dear Editor,

Sporadic Creutzfeldt-Jakob disease (CJD) is the most fre-
quent form of presentation of prion diseases. Although the
clinical characteristics of this condition are well known,?
lower motor neuron involvement is a rare form of presenta-
tion, especially in the early stages of the disease.?

* Please cite this article as: Diaz-Diaz A, Hervas-Garcia M, Amela-

Peris R, Garcia-Rodriguez JR. Amiotrofia y fasciculaciones como
forma de presentacion de la enfermedad de Creutzfeldt-Jakob
esporadica. A proposito de un caso. Neurologia. 2019;34:65—67.

Our patient was a healthy 54-year-old man with a 4-
month history of poor coordination and gait instability.
The neurological examination detected fasciculations in the
deltoid, biceps, triceps, and quadriceps muscles, associ-
ated with amyotrophy and mild weakness of the proximal
muscles of his limbs, especially the quadriceps, deltoid,
and periscapular muscles. The patient also displayed global
areflexia with mild dysmetria in all limbs, predominantly
affecting the left side; orthostatic tremor; and ataxic gait
with inability to walk in tandem. He showed no signs of upper
motor neuron involvement.

A brain MRI scan revealed cortical alterations on
diffusion-weighted sequences only (Fig. 1). Laboratory tests
included a complete blood count; a biochemical study;
kidney, liver, and thyroid function tests; and vitamin B,
and By determination. Results were normal. The tests for
infection, paraneoplastic antibodies, tumour markers, and
markers of autoimmunity yielded negative results. An elec-
troencephalography revealed mild, diffuse disorganisation
of background activity; electromyography showed extensive
denervation in the form of fibrillations, positive waves, and
fasciculations in all muscles explored. The nerve conduction
study revealed no abnormalities. A neuropsychological study
revealed mild visuospatial alterations, short-term memory
deficits, and reduced verbal fluency; these findings are
compatible with cortico-subcortical cognitive impairment.
CSF analysis yielded positive results for 14-3-3 protein and
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Figure 1 MRl scan at admission. Axial diffusion-weighted
sequence showing abnormal cortical diffusion restriction in the
precuneus bilaterally (particularly on the right) and in the right
superior parietal lobule at the parasagittal level.

elevated tau protein levels. A brain MRI scan performed
one month later revealed additional signal alterations in
the cortex in diffusion-weighted sequences (Fig. 2). The
patient’s clinical status progressed to severe cognitive
impairment and disabling ataxia; fasciculations were visible
in distal muscles of the limbs, with no involvement of

Figure 2 MRI scan at one month. Axial diffusion-weighted
sequence showing new cortical hyperintensities, predominantly
in the right occipital lobe.

face or tongue muscles. In the final stages, he developed
akinetic mutism, and died 15 months after diagnosis.

Sporadic CJD is characterised by rapidly progressing
dementia, ataxia, muscle tone alterations, and myoclonus.?
However, patients may not develop all these symptoms, and
they may present atypically. Our patient displayed amyotro-
phy, fasciculations, and arreflexia®?; presentation of these
symptoms at disease onset is extremely rare.®” The patho-
physiological mechanisms of this rare form of presentation
are difficult to determine given that post mortem studies
only examine the brain; neural loss in the anterior horn of
the spinal cord secondary to spongiform degeneration has
been proposed as the causal mechanism.*”-8 Amyotrophic
CJD was once regarded as a specific form of the disease.’
Lower motor neuron involvement has been described in
familial and sporadic forms of the disease,® but has not been
associated with a specific genetic alteration; the only case
in the literature undergoing genotyping had the 129 Met/Met
variant.®

Imaging studies reveal isolated cortical hyperintensity in
up to one-third of patients with a final diagnosis of spo-
radic CJD.' As in our case, the available evidence suggests
that diffusion-weighted sequences are the most sensitive for
detecting spongiform changes in the brain secondary to CJD,
particularly during the early stages of the disease.'' '3

Although motor neuron involvement led us to broaden
the differential diagnosis, neuroimaging findings and the
presence of cerebellar involvement and mild cognitive
impairment enabled early aetiological diagnosis. Copres-
ence of amyotrophic lateral sclerosis is unlikely in view of
the absence of signs of upper motor neuron involvement,
the lack of bulbar symptoms, and the rapid progression of
symptoms.

In conclusion, although lower motor neuron involvement
is rare in patients with sporadic CJD, it should be included
within the clinical spectrum of the condition; lower motor
neuron involvement as an early manifestation of the disease
may enable early diagnosis.
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Autoimmune necrotising
myopathy: A case report”

@ CrossMark

Miositis necrosante autoinmune: a propésito
de un caso

Dear Editor,

We present the case of a 63-year-old woman with a his-
tory of obesity, arterial hypertension, dyslipidaemia, and
diabetes mellitus who was being treated with losartan,
hydrochlorothiazide, liraglutide, metformin, long-acting
insulin, and rosuvastatin. She visited the neurology depart-
ment due to a one-year history of slightly increased creatin
kinase (CK) levels, which were initially symptomless, and
were detected in routine blood tests. She subsequently pre-
sented progressive weakness in the proximal muscles of the
lower limbs, displaying difficulties climbing stairs, and par-
ticularly standing up from the floor, which was associated
with increased CK values (19321U/L). Both the patient’s
symptoms and the elevated CK levels persisted after discon-
tinuation of statins. The neurological examination revealed
normal cranial nerves; the upper limbs displayed preserved
strength, slightly hypoactive stretch reflexes, and normal
tactile perception; the lower limbs showed bilateral prox-
imal loss of strength, especially in hip flexion (3/5) and
adduction (4/5), and no deficit in knee flexion/extension,
foot dorsiflexion, or plantar flexion bilaterally, positive

* Please cite this article as: Navarro Pérez MP, Sanabria Sanchinel

AA, Alfaro Torres J, Marquina Ibafiez |, Larrodé Pellicer P. Miosi-
tis necrosante autoinmune: a propdsito de un caso. Neurologia.
2019;34:67—68.

Gowers sign, and markedly hypoactive stretch reflexes
(1/4); the patient’s gait presented mild myopathic features.

Analytical studies showed persistently increasing CK
levels, with initial figures of 300-500IU/L, raising to
19321U/L, and finally 21951U/L, with increased aldolase
levels (22.91U/L) and proportionally elevated transami-
nase levels (AST 55IU/L and ALT 1151U/L). The remaining
parameters, including blood count, erythrocyte sedimen-
tation rate, and kidney function, displayed normal values.
The electromyography study (EMG) showed diffuse moder-
ate myopathic involvement. A quadriceps biopsy revealed
focal myophagocytosis, and fibre necrosis with no inflam-
matory infiltrates, vasculitis, or amyloid deposition. The
tests performed revealed no evidence of viral infection, con-
nective tissue disease, or neoplasm. The immunology study
yielded positive results for anti-3-hydroxy-3-methylglutaryl-
coenzyme A reductase (HMGCR) antibodies, confirming the
diagnosis of autoimmune necrotising myopathy (ANM) sec-
ondary to statin use. The patient started treatment with
prednisone at 1 mg/kg/day and azathioprine at 50mg/12h,
which improved her clinical condition at 10 months
of follow-up; regarding motor symptoms, she presented
slightly impaired hip flexion (4+/5), with no impaired
strength in other muscle groups; CK levels had decreased
to 721U/L.

ANM secondary to statin use is a rare, recently described
clinical entity; the antibody involved in its pathogenesis was
identified in 2010." It is characterised by persistence of mus-
cle weakness even after discontinuation of treatment with
statins; cellular necrosis in the muscle biopsy; and presence
of anti-HMGCR antibodies.! Incidence is estimated at 2-3
cases per 100000 patients treated with statins.? The condi-
tion is slightly more frequent in women and more common in
patients aged 50 years or older." The class Il HLA-DRB1*11:01
allele is associated with the development of anti-HMGCR
antibodies.? In patients with a genetic predisposition, the
use of statins causes overexpression of HMGCR through a
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