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Dr. Editor:

Guillain Barré syndrome (GBS) is an immune-mediated
disorder of the peripheral nervous system characterized
by acute polyradiculoneuritis. Clinically it is characte-
rized by a sensory alteration, ascending paresis and
areflexia. Sometimes, the symptoms are preceded by gas-
trointestinal tract infection. The diagnosis is clinical, and
complementary explorations (lumbar puncture and neu-
rophysiological study) support the diagnosis and rule out
other etiologies. The primary role of magnetic resonance
imaging (MRI) is not well established. We present two
cases in which the MRI resulted being the key to the
diagnosis.

Case 1

A 25-year-old man with no significant medical history, pre-
sented to the emergency room with weakness of both feet.
The exploration showed distal paresis of both legs, grade
3/5, with exaggerated lower limbs osteotendinous reflexes
and indifferent cutaneo-plantar reflex. The initial diag-
nostic suspicion was myelitis, so an MRl was performed,
which showed an enhancement in conus medullaris and
nerve roots (Fig. 1). A posterior lumbar puncture showed
pleocytosis (8 cells/mm?) and elevated cerebrospinal fluid
(CSF) protein sprain (93.00mg/dL), with negative serolo-
gies. The nerve conduction study reported prolonged F wave
latency in right S1, with delayed ipsilateral sural conduc-
tion and mild S1 denervation in bilateral insertion study,
all compatible with acute, sensitive polyneuropathy motor
with mixed profile. The neurophysiological study realized
one month later showed lower motor action potential val-
ues and signs of moderate denervation. A control study, six
months after the onset of symptom, was normal. Anti-GM 1
and GM2 IgM anti-ganglioside antibodies were positive. On
the basis of clinic manifestation, MRI, neurophysiological
study and CSF, the final diagnosis was an acute idio-
pathic polyradiculoneuritis, acute motor axonal neuropathy

/

(AMAN) variant. The patient improved with no specific
treatment.

Case 2

A 51-year-old male, with no relevant medical history, pre-
sented to the emergency room with bilateral facial paresis
and 24-h progressive dysphagia. The neurological exami-
nation showed bilateral facial paresis with other cranial
nerves and osteotendinous reflexes preserved. The lumbar
puncture showed pleocytosis (13 cells/mm?3, 100% mononu-
clear) with serologies, PCR for meningitis and CSF cultures,
all negative. The study was completed with brain and
cervical MRI with gadolinium, finding bilateral millimeter
enhancement of both the VII and VIl cranial nerves in
the internal auditory canals (Fig. 2). The anti-ganglioside
antibodies (including GM1, GM2, GM3, GD1a, GD1b, GT1b
and GQ1b) were negative. On the basis of the clini-
cal manifestation, the lumbar puncture and the MRI the
patient was diagnosed with acute idiopathic polyradicu-
loneuritis (facial diplegia variant). Finally, the patient was
treated then with intravenous Immunoglobulin improving his
symptoms.

Discussion

The diagnosis of GBS is established based on clinical mani-
festation and physical examination. The neurophysiological
studies and cerebral fluid exam are used to confirm the
diagnosis and rule out other etiologies. In the first case,
we suspected a transversal myelitis. The MRI showed the
enhancement in conus medullari and the root nerves, but not
an inflammation of the medular spine. This result was essen-
tial to guide the posterior examinations, which confirmed
the diagnosis of acute idiopathic polyradiculoneuritis, AMAN
variant, due to neurophysiological study and the positivity of
Anti-GM1 and Anti-GM-2 antibodies. In the diagnosis of GBS
the role of MRI is not well established. There are few papers
that describe changes in MRI in patients with GBS."? In a
retrospective study of twenty-four children, Mulkey et al.
discuss its importance in the differentiation of a myelitis or
GBS, and how the enhancement of the lumbar nerves could
be more sensitive than the neurophysiological study in early
inflammation.? In the second patient, the MRI ruled out neo-
plastic or infectious causes, showing an enhancement of VI
and VIII cranial nerves, also compatible with an inflamma-
tion of the nerves and the final diagnosis of facial diplejia,
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Figure 1

Lumbar MRI (A—C), and medullary MRI. (A) T1-weighted sequence without contrast. (B) STIR sequence. (C) T1-weighted

sequence with gadolinium. (D) Medullary MRI. Left image T1 weighted sequence; right image T2-weighted sequence. The figure
shows linear enhancement in conus medullaris and nerve roots (green arrow).

Figure 2

Brain MRI. (A) T1-weighted sequence. (B) Fat suppression T2-weighted sequence. (C) T1-weighted sequence with

gadolinium. The figure shows millimeter enhancement of both the VIl and VIII cranial nerves.

an unusual variant of GBS.* The MRI helped the diagno-
sis of GBS and this case report supports another previously
described.>’

We present images already described, but unusual in clin-
ical practice. In our patients the MRI has been the key to
the diagnosis of the pathology described. We think that
it is an important exam to perform in doubtful cases or
those in which the neurophysiological studies does not show
abnormalities?®; it should be taken into account in the diag-
nosis criteria.
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Confusion diagnoéstica de R
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lesiones desmielinizantes y
diagnéstico incidental de una

nueva mutaciéon patogénica del

gen FLNA

Diagnostic confusion of demyelinating lesions
and incidental diagnosis of a new pathogenic
mutation of the FLNA gene

Sr. Editor:

Con el aumento de la disponibilidad y calidad técnica de la
resonancia magnética (RM), ha ido siendo posible avanzar
hacia un diagnostico mas preciso y precoz de enfermedades
desmielinizantes como la esclerosis multiple (EM). Como
contrapartida, también ha aumentado el numero de hal-
lazgos que pueden llevar a un diagnostico erroneo de EM
y, por tanto, a un tratamiento innecesario. Un estudio
norteamericano multicéntrico' recogié pacientes diagnos-
ticados erroneamente de EM y analizd las posibles causas.
Exceptuando las enfermedades del espectro NMO, casi todos
los diagndsticos finales (trastornos conversivos, migrafa,
fibromialgia, etc.) carecian, al igual que la EM, de un
biomarcador especifico. Hasta un 24% de los pacientes
erroneamente diagnosticados lo fueron por un neurélogo
especialista en EM, y hasta un 70% recibieron tratamientos
modificadores de la enfermedad (en ocasiones con iatroge-
nia significativa) y mantuvieron el diagndstico a lo largo de
anos. Uno de los factores mas implicados en el error diag-
nostico fue la sobreinterpretacion de los hallazgos de RM,
que pueden tener multiples origenes?. Es por ello que los
nuevos criterios de McDonald de 20173 hacen hincapié en la
importancia de la clinica, describiendo «red flags» y situa-
ciones en las que prima ser cauteloso en la aplicacion de los
mismos (pacientes asintomaticos o con una clinica atipica),
y recomiendan en estos casos ampliar estudios analiticos y
radiologicos®.

Describimos el caso de una mujer de 19 afnos, migranosa,
sin mas sintomas neuroldgicos previos o actuales, que
fue derivada a nuestra unidad de EM por el hallazgo
en la RM cerebral (realizada durante el estudio de la
migrana) de lesiones de sustancia blanca subcorticales y
periventriculares que podian apuntar en su contexto a una
EM. La paciente tenia antecedentes de enfermedad de

Caroli incompleta (ectasia congénita de via biliar intrahep-
atica) y sindrome de Laubry-Pezzi (cardiopatia congénita
consistente en comunicacion interventricular alta e insu-
ficiencia adrtica secundaria). La exploracion neurologica
era estrictamente normal y no presentaba episodios pre-
vios que sugirieran brotes. Se completo el estudio con
una puncion lumbar, cuyos resultados citobioquimicos e
inmunologicos resultaron normales. Ante la duda diag-
nostica, se recuperaron las imagenes radiologicas para
una revision detallada (fig. 1). Las lesiones subcorticales
eran de aspecto inespecifico y se consideraron un hal-
lazgo incidental en paciente con historia de cefalea®. En
cuanto a las lesiones periventriculares, presentaban una
menor hiperintensidad en secuencias potenciadas en T2
(isointensas con respecto a la corteza cerebral) y tenian
una morfologia nodular que protruia sobre los ventriculos
laterales, sin captacion de contraste. Fueron finalmente ori-
entadas como una heterotopia cortical periventricular. La
paciente no confirm6 antecedentes familiares de interés.
En la reexploracion se objetivo hiperlaxitud articular
e hipertelorismo.

Dadas las multiples alteraciones congénitas de la
paciente, se remitio al Servicio de Genética Clinica. Tras el
adecuado asesoramiento genético, un primer estudio medi-
ante array no mostro alteraciones destacables, por lo que
se realizo un analisis del exoma clinico, donde se iden-
tificd una variante probablemente patogénica en el gen
FLNA en heterocigosis, no descrita previamente en la lit-
eratura ni en las bases de datos poblacionales. Dicho gen
codifica la proteina FLNA — filamina A—, que se une a la
actina y a muchos otros ligandos con diversas funciones
estructurales celulares®. La variante hallada consiste en una
delecion de 4 nucleotidos (c.6981_6984del) en el exon 42
de los 47 totales, que produce presumiblemente un cam-
bio en la pauta de lectura y la aparicion de un codon
de parada prematuro (p.T2328Ffs*9). Se han descrito vari-
antes patogénicas en el gen FLNA asociadas, entre otras,
a displasias valvulares cardiacas’, heterotopia periventric-
ular nodular® y a sindromes del espectro fenotipico de
la osteodisplasia otopalatodigital con caracteristicas del
sindrome de Ehlers-Danlos (hiperlaxitud cutanea e hiper-
movilidad articular)®'®. Dado que la paciente presentaba
dichas manifestaciones, esta variante no descrita fue con-
siderada probablemente patogénica. Dicho gen se transmite
siguiendo un patron de herencia ligado al cromosoma
X, por lo que actualmente la madre de la paciente se
encuentra pendiente de estudio genético. Se realizd el
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