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Hunti ngton disease – case presentati on and 
diff erenti al diagnosis algorithm

Dr. Raluca BADEA, Dr. A. RIBIGAN, Dr. P. IOAN, 
Dr. Florina ANTOCHI
Neurology Department, University Emergency Hospital, 
Bucharest 

Introducti on. Hunti ngton disease is a neurodegener-
ati ve disorder, easily recognized due to its specifi c hy-
perkineti c movement manifestati ons, but also due to 
the accompanying neuropsychiatric symptoms. Misdi-
agnosis of Hunti ngton disease frequently arise in pa-
ti ents having severe psychiatric symptoms but without 
evident motor symptoms. 

Materials and methods. Case presentati ons of 2 pa-
ti ents diagnosed with Hunti ngton disease, having severe 
neuro-psychiatric symptoms, but with scarce motor 
manifestati ons. The clinical cases will be accompanied 
by the descripti on of an algorithm that can be used for 
the diff erenti al diagnosis of Hunti ngton disease. Moreo-
ver, we will present the most recent guidelines focused 
on behavioral symptoms of Hunti ngton disease.

Results. The clinical cases describe two female pa-
ti ents with similar ages (47 and 63 years-old), admitt ed 
to the Neurology department for severe behavioral 
symptoms with onset at 40, respecti vely 50 years of age, 
followed by progressive motor manifestati ons, consist-
ing in mild athetosis of the upper limbs. Both pati ents 
had signifi cant familial history of similar manifestati ons 
with death at young age. None of the aff ected relati ves 
received a proper diagnosis. Both pati ents were evaluat-
ed by cerebral MRI, which revealed atrophy of the head 
of caudate nucleus and geneti c testi ng which confi rmed 
the diagnosis of Hunti ngton disease, one of the pati ent 
having 43 CAG repeats in the Hunti ngton gene and the 
other 45. 

Conclusions. Despite broad availability of geneti c 
testi ng and modern cerebral imaging techniques nowa-
days, pati ents with Hunti ngton disease are sti ll misdiag-
nosed. This is probably due a low prevalence of this dis-
ease, but also due to the predominance of behavioral 
symptoms in some cases. The treatment of Hunti ngton 

disease is exclusively symptomati c. According to the 
current guidelines, treatment behavioral symptoms can 
signifi cantly improve the quality of life of pati ents with 
Hunti ngton disease. 
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Facial hemispasm is a rare disorder which might be a 
result of a confl ict between a branch of the vertebral 
artery and facial nerve at its apparent origin from brain 
stem. Very rarely the confl ict is given by direct contact of 
vertebral artery itself and the facial nerve. The current 
presentati on refers to clinical aspects, current treat-
ment methods and intraoperatory surgical aspects in 
facial hemispasm. By the use of advanced technology – 
microscope integrated neuronavigati on and electro-
physiology – minimally invasive neurosurgical interven-
ti ons are possible, making surgery an important 
treatment opti on, with low risk and solid and rapid ef-
fects for the pati ent.
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Introducti on. Despite the fact nonmotor manifesta-
ti ons of Parkinson’s disease (PD) are intensively studied 
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worldwide, few data are available regarding neuropsy-
chiatric abnormaliti es in pati ents diagnosed with PD in 
Romania. Therefore, the aim of the present observa-
ti onal prospecti ve study is to establish possible correla-
ti ons between neuropsychiatric symptoms and certain 
features of the neurodegenerati ve disease on a popula-
ti on from North-Eastern Romania.

Materials and methods. Subjects were recruited 
from pati ents diagnosed with PD which were admitt ed 
to First Neurology Clinic of “Prof. Dr. N. Oblu” Emergen-
cy Clinical Hospital, Iasi within a 2 year period (1.02.2018 
to 1.02.2019). A total of 112 pati ents were included. 
Each pati ent was assessed by a clinical psychologist 
which administered several neuropsychological tests: 
MoCA, HAM-D, QUIP-RS and GAF.

Results. Almost 51% of subjects have minor cogni-
ti ve impairment, with the highest frequency among pa-
ti ents with an age at onset higher than 66 years. Also, 
the highest MoCA scores were obtained by pati ents 
treated with associati on between dopamine agonist 
and levo-dopa. No correlati ons were established be-
tween impulsive-control disorders and dopaminergic 
treatment. The level of depression infl uences GAF and 
MoCA scores inverse proporti onally. 

Discussions and conclusions. Data obtained aft er 
stati sti cal analysis follows the main points present in 
medical literature. However, there are some diff erences 
especially regarding dopaminergic treatment: there is 
lack of correlati on between dopamine agonists treat-
ment and impulse-control disorders and dopamine ago-
nists appear to be associated with less cogniti ve dys-
functi ons. Both results must be interpreted under the 
reserve of the short durati on of the study. Further, more 
prolonged s tudies are required.

Keywords: Parkinson’s disease, neuropsychiatric dis-
orders, dopamine agonists

Sleep disorders in Parkinson’s disease
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Sleep disorders are commonly encountered in Par-
kinson’s disease (PD), being reported by more than half 
of the pati ents. These symptoms are recognized as be-
ing clinically relevant by the PD pati ents and may signif-
icantly aff ect their quality of life. Sleep disorders in PD 
can be classifi ed into: disturbances of sleep and distur-
bances of wakefulness. All types of sleep disorders may 

be encountered in PD: insomnia, excessive dayti me 
sleepiness (EDS), rapid eye movement sleep behavior 
disorders (RBD), restless legs syndrome and sleep-disor-
dered breathing. Insomnia in PD pati ents has an esti -
mated prevalence of 40% and it has important conse-
quences, like sleepiness, fati gue, mood disorders. EDS is 
a frequent complaint among PD pati ents and it is char-
acterized by diffi  culti es in staying awake in passive or 
acti ve situati ons. Episodes of sudden onset of sleep 
might also occur. RBD has a prevalence of 19-70% and 
consti tutes one of the prodromal symptoms of PD, be-
ing manifes t even before the occurrence of the motor 
symptoms.

The eti ology of sleep disorders in PD is multi factorial 
and it might be related with the degenerati on of the 
sleep-regulati ng structures. The severity of the motor 
features and of other non-motor symptoms might infl u-
ence the quality of sleep. The assessment of the sleep 
disorders can be done with generic and specifi c scales, 
but also using sleep recording techniques, like acti gra-
phy or polysomnography. This lecture will focus on re-
viewing the classifi cati on, defi niti on and the characteris-
ti cs of the most frequent sleep disturbances encountered 
in PD, along with their pathophysiology, assessment, 
and management.

Modifi ed cogniti ve performance in pati ents 
treated by caroti d artery stenti ng – a subdomain 
analysis correlated with the persistence of 
microembolic signals

C. LAZA1, F.A. ANTOCHI2, O.A. BĂJENARU2,3

1Neurology Clinic, Emergency County Clinical Hospital
“Sf. Andrei”, Constanta, Romania
2Neurology Department, University Emergency Hospital,
Bucharest, Romania
3Neurology Department, Faculty of General Medicine,
“Carol Davila” University of Medicine and Pharmacy,
Bucharest, Romania

Introducti on. The aim of this study was to asses the 
long term cogniti ve performance of pati ents undergoing 
caroti d artery stenti ng (CAS), with an in-depth subdo-
main analysis. Also, seeing that microembolic signals 
(MES) presence in the cerebral circulati on is a potenti al 
cause for cogniti ve decline, another objecti ve was to es-
tablish if there is a correlati on between the altering of 
diff erent cogniti ve subdomains and the detecti on of 
MES.

Methods. 52 pati ents with signifi cant symptomati c 
caroti d stenosis were monitored for MES detecti on and 
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assesed using a batt ery of cogniti ve tests 24 hours be-
fore and one year aft er CAS. Both a screening test and 
tests aimed at various subdomains were used: executi ve 
functi on, work memory, att enti on, processing speed, 
language, visuo-spati al orientati on, learning and memo-
ry. The pati ents were segregated according to Mi-
ni-Mental State Examinati on score decline: control 
group with 0/1 point decline and test group with 2/
more points decline.

Results. The test group showed signifi cant decline in 
executi ve functi on, work memory, processing speed and 
att enti on scores (p < 0.05), results that were strongly 
correlated with the detecti on of MES at one year aft er 
stenti ng – Rs ranging from 0.54 to 0.89 and OR ranging 
from 8.5 to 24 in diff erent tests.

Conclusion. Pati ents treated by CAS that present 
with cogniti ve decline one year aft er the procedure 
have a patt ern of cogniti ve deteriorati on consistent with 
the vascular cogniti ve decline type. In the aff ected sub-
domains there is a signifi cant correlati on with the per-
sistance of MES detecti on one year aft er stenti ng. 

A more sensiti ve-case blood pressure 
management may be linked to a bett er outcome 
in acute ischemic stroke
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Introducti on. Blood pressure (BP) is elevated in 
more than 70% of pati ents with acute ischemic stroke, 
whether they were hypertensive or not, and is a major 
risk factor for poor outcome. Although more evidences 
of BP control were accumulated in the last decades, the 
opti mal BP management during the acute stage sti ll re-
mains unclear.

Objecti ves, method. To analyze the determinants in 
the BP control in the fi rst week of ischemic stroke and 
associated with good outcome.

A cohort of 462 pati ents over 18 moths (65% female, 
mean age 71 y) with acute ischemic stroke due to large 
artery occlusion was retrospecti vely analyzed. Premor-
bid conditi on and comorbiditi es were considered, along 
with stroke complicati ons, interventi ons for BP control 
and neurological status aft er the fi rst week from onset 
and at discharge.

Results. Of the 462 pati ents with atherothromboti c 
and cardioembolic ischemic stroke, 406 (87.87%) have 

survived, more than 2/3 with moderate and severe dis-
ability (mRankin 3-4). Systolic blood pressure at onset 
was at least 2 cmHg higher than premorbid values (more 
in previous hypertensive pts) and necessitated at least 
one anti hypertensive agent, except 34 pati ents: 21 with 
congesti ve heart failure or concomitant myocardial in-
farcti on and 13 with severe dehydrati on of diff erent 
causes. The most common factors that interfere with BP 
control: limited oral drugs administrati on (impaired lev-
el of conscience and swallowing), overtreatment and 
unexpected BP variati ons (cardiac arrhythmias, heart 
failure, hyperthermia, inadequate water balance).

Conclusions. Although with few pati ents and for a 
short follow-up period, this study supports the fact that 
BP control may be diffi  cult in acute phase of stroke, par-
ti cularly in pati ents with ischemic stroke due to large 
artery atherosclerosis or embolic heart diseases. Be-
sides the fact that the moment and the level of BP low-
ering are sti ll on debate, many individual factors may 
interfere with BP and require specifi c interventi ons. 
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Introducti on. Untreated Treponema pallidum (TP) 
infecti on can be complicated by a vasculiti c infl ammato-
ry process aff ecti ng mainly cerebral small vessels of 
middle cerebral artery (MCA) and basilar artery (BA) ter-
ritory, leading to their occlusion. 

Objecti ves. To analyze the stroke and CSF character-
isti cs in pati ents with latent TP infecti on secondary diag-
nosed as meningovascular neurosyphilis.

Methods and results. Retrospecti ve analysis of 26 
HIV-negati ve pati ents diagnosed with neurosyphilis in 
ten years period. 14 pati ents were diagnosed with 
meningovascular neurosyphilis and middle cerebral ar-
tery stroke syndrome. 

We observed an increased CSF protein level in the 
group of pati ents with vascular form of disease and ple-
ocytosis in syphiliti c meningiti s.

Diff erent forms of neurosyphilis can cause the same 
symptomatology. We noti ced stati sti cally signifi cant cor-
relati on between vascular damage and cranial nerve 
palsies (p = 0.004).
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Conclusion. The meningovascular neurosyphilis in-
volving MCA territory was the most common form in 
our group of pati ents. The cranial nerve palsies is prob-
able caused by the same infl ammatory mechanism 
(small vessel vasculiti s).

The presence of an increased CSF protein levels it`s 
due to the blood-brain barrier damage. Cerebrospinal 
fl uid pleocytosis is most consistent with syphiliti c men-
ingiti s and the severity of TP infecti on.

Keywords: neurosyphilis, stroke
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Geneti c factors play an important role in isolated 
dystonia, considering that more than 10 percentages of 
aff ected persons have a positi ve familial history. Three 
causati ve genes have been associated with isolated dys-
tonia and validated extensively in diff erent published 
reports, TOR1A, THAP1 and GNAL. Other genes have 
been fou nd recently associated to the pathogenesis of 
isolated dystonia, CIZ1, ANO3 and TUBB4 but due to in-
conclusive results these must be further assess in repli-
cati on studies. Most of the early-onset idiopathic cases 
seem to have a monogenic basis with autosomal domi-
nant or someti mes recessive inheritance. Those with 
late-onset seem to have a more complex patt ern of ag-
gregati on suggesti ng geneti c and epigeneti c/ environ-
mental causes. However, in more than 75% of the cases 
the responsible gene is not identi fi ed by using state of 
the art knowledge and methods (rendering them to the 
idiopathic group). Here I will present a review of genet-
ics of isolated and combined dystonia and the way neu-
rologists can approach this complicated fi eld. 
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Introducti on. Recent research has focused on the as-
sociati on between GBA (glucocerebrosidase) mutati ons 
and Parkinson’s disease (PD). The risk of developing PD 
is ten ti mes higher for pati ents with Gaucher disease 
than for the general populati on. Moreover, studies have 
shown that almost 25% of fi rst and second degree rela-
ti ves of pati ents with Gaucher disease are diagnosed 
with PD. On the other hand, approximately one third of 
pati ents with PD are carriers of GBA mutati ons. These 
pati ents have an earlier age of onset, more associated 
cogniti ve changes and a poorer response to levo-dopa. 

Aim. The main objecti ve of our research project is to 
determine the correlati on and associati on between the 
presence of GBA mutati ons and the phenotypic charac-
teristi cs of PD. 

Methods. We will test pati ents with PD from Roma-
nia for GBA mutati ons. Aft er the selecti on of mutati on 
carriers, we will compare them with a control group of 
non-carrier pati ents with PD in order to show if there 
are any diff erences in terms of age at disease onset, sex, 
levo-dopa response, motor and non-motor symptoms 
between the two groups.  

Conclusion. Demonstrati ng an interdependence be-
tween GBA mutati ons and PD will contribute to a bett er 
understanding of the pathophysiology of both Gaucher 
and PD and could have important therapeuti c implica-
ti ons for mutati on carrier pati ents.  

The spectrum of nervous system involvement in 
Behçet’s disease
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Behçet’s disease is an autoinfl ammatory disease 
with a variable phenotype that can include cutaneous, 
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ocular, vascular, gastrointesti nal, arti cular and neurolog-
ic manifestati ons.

Neurologic involvement in Behçet’s disease is rare 
but should be taken into considerati on for the diff eren-
ti al diagnosis of various neurologic diseases of infec-
ti ous, demyelinati ng, vascular or neoplasti c eti ology. 
The spectrum of neurologic manifestati ons of this dis-
ease (named neuro- Behçet’s disease by a recent con-
sensus of experts) can include: 1) a parenchymal  syn-
drome, manifesti ng with symptoms and signs of 
brainstem, cerebral hemispheres or spinal cord involve-
ment; 2) opti c neuropathy; 3) non-parenchymal syn-
dromes, manifesti ng as cerebral venous thrombosis, in-
tracranial hypertension (pseudotumor cerebri) or asepti c 
meningiti s. Brain and spinal cord magneti c resonance 
imaging provides important clues for establishing a cor-

rect diagnosis in the majority of cases but interleukin-6 
dosing in the cerebrospinal fl uid has emerged during 
the past few years as a valuable additi onal element for 
both the defi niti ve diagnosis of neuro- Behçet’s disease 
and the assessment of disease severity. The serum in-
fl ammatory markers, the pathergy test and HLA-B51 are 
extremely useful for the diagnosis of Behçet’s disease,  
but their uti lity in pati ents with exclusively or predomi-
nantly neurological involvement is limited. 

The therapeuti c opti ons targeti ng the neurological 
manifestati ons of Behcet’s disease have improved sig-
nifi cantly over the past few years, so that several immu-
nosuppressive drugs (including azathioprine, metho-
trexate, infl iximab, etanercept and tocilizumab) are 
currently available for diff erent stages and grades of 
disease severity.




