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Introduction

Huntington’s Disease (HD) is a progressive neurodegenerative disorder 
and probably the most widely known example of CAG repeat expansion 
phenotype. The mutant gene responsible is inherited in an autosomal 
dominant pattern, thus tending to express itself in every generation of 
an affected family at any time from the first to the eighth decade of life 
[1]. The classical presentation of HD includes a broad range of motor 
manifestations with dominance of chorea, alongside non motor features 
that involve loss of cognitive abilities and increased susceptibility to 
emotional disturbances. An akinetic – rigid syndrome may occur 
progressively in the advanced stages of the typical – onset disease [2,3], 
however, its appearance ab initio is less common and correlates with 
young age (Westphal variant) [1,4].

In this report, we examine the case of a young man presenting with this 
variant and describe the management process.

Case Report

A 33-year-old man with HD presented to us with motor, emotional and 
cognitive decline, along with dysphagia over the previous few weeks, as 
reported by the father. He noted that the patient was having a fluctuating 
degree of confusion and was persistently expressing negative thoughts 
surrounding his brother’s death, also an HD patient. Furthermore, the 
patient himself complained about formication (“bees crawling on my 
skin”). He was under treatment with duloxetine (30 mg once daily) and 
amantadine (100 mg two times daily).

Genetic testing had confirmed the diagnosis before (53 CAG repeats), 
which was strongly suggested by his general symptomatology and 
family history. The earliest symptom was described as bilateral muscular 
weakness of the upper and lower limbs, with onset at age 22 and a 
progressive course of five years. It was accompanied by frequent falls 
and, though considerable, was not severe enough to impede the patient’s 
functionality. The father reported that the patient had been frequently 
complaining about joint pain and weakness directly after exercise since 
late adolescence, implying that symptoms were most likely present several 
years before the time of symptom onset as specified by the patient himself. 

During the following years, he was having gradual gait disturbances 
because of rigidity and advancing upper limb dystonia particularly on 
the right side, as well as depressive symptoms. Over the last year only 
sporadic dysphagia was noted. 

The family history revealed that there was at least one person with a related 
condition in every generation of the family, as shown in the figure (Fig. 1). 
His mother died at the age of 29 and used to have a choreic phenotype, as 
opposed to our patient’s rigid syndrome. His maternal aunt died at the age 
of 32, while his maternal grandfather committed suicide at the age of 50, 
as a result of emotional deterioration. The patient had a brother who died 
at the age of 30, because of dysphagia-related aspiration. It is remarkable 
that his condition had an accelerating course, with serious behavioural 
changes, irritability and outbursts of anger. They all experienced motor 
abnormalities resembling our patient’s. The patient’s daughter, aged 8 
years and therefore unable to consent to a predictive genetic test for HD, 
was healthy and symptom-free at the time of the examination. (Figure 1)
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On clinical examination, the patient was well orientated in time, space and 
person. He scored 20/30 on the mini-mental state examination, showing 
impairment mainly in attention, calculation and drawing copying. His 
speech was relatively poor and disfluent, mostly because of impaired 
control of speaking rate, rather than dysarthria. Rigidity and upper limb 
dystonia reported by the history were confirmed, with normal muscle 
strength. The deep tendon reflexes were increased in all extremities and 
Babinski sign was positive on the left.

Later that day our patient was hospitalised. We performed Fiber-optic 
endoscopic swallowing evaluation (FEES), which indicated the need for 
gradual feeding through nasogastric intubation. Following provision of an 
unstressful environment and inpatient psychological support, we replaced 
duloxetine with mirtazapine (30 mg daily) and added quetiapine (50 mg 
in the morning + 100 mg at night, daily) to ease his constant depressive 
thoughts and formication. We also provided cobalamin coverage, because 
fairly low serum levels were detected. His swallowing test improved within 
twenty days, whereupon it was possible to remove the tube. His motor 
presentation improved as well and psychiatric symptoms were relieved. 
After discharge from the hospital he was recommended a follow - up 
in two weeks. Finally the father was given instructions to manage his 
medication.

Discussion

In the present case, the patient presented with features that, despite 
their apparent pertinence to a hereditary disease, were not suggestive of 
classical Huntington‘s, since the usually prominent chorea was absent. The 
phenotype described is that of a typical juvenile HD patient (Westphal 
variant). The proportion of HD setting on before the second decade of 
life ranges from 5% to 10% [4] of all cases, with diverse prevalence among 
different countries.

Depression is one of the most prevailing psychiatric incidents of the 
disease [5]. It is important to remark its binary etiology, because apart 
from its neuropathological base regarding the frontal lobe and basal 
ganglia [6], it has psychosocial components as well. He loss of our patient‘s 
brother exacerbated his immersion to a depressive syndrome, which was 
further compounded by the deprivation of his parental rights, as his wife 
claimed sole custody of the child. It is interesting how this contrasted with 
the progress of the disease in the brother, who experienced significant 
behavioral over activity without depressive elements. Although behavioral 
differences in the latter generation of the family may well primarily have 
been caused by differences in the CAG repeat between the two brothers 
or other differences in the genetic background, family interdependence 
should not be left unconsidered.

Dysphagia consists the most alarming part of managing a patient with 
HD and requires particular attention through regular evaluation of the 
swallowing mechanism. We believe that the wider burden of emotional 
relapse at the time facilitated the derangement of swallowing, as it is 

common for physical or psychological stress to worsen clinical symptoms 
[1]. The timely intervention to an affected swallowing mechanism is 
crucial, because eventual aspiration pneumonia is a prominent cause 
of death in HD [7]. By following the patient’s history and paying close 
attention to the course of their swallowing capacity, it is possible to 
estimate the right time to proceed to gastrostomy feeding, to prevent the 
serious consequences of gradually worsening dysphagia.

The patient and his caregiver reported amelioration of motor symptoms 
with amantadine, thus we did not modify his medication. Although 
levodopa would have been a reasonable option for us to take into 
consideration, it had been tried and badly – tolerated in the past. It 
is possible for dopamine to cause a disinhibition syndrome [8], as 
happened in our case, therefore the balance between the benefits of such 
medication and the avoidance of adverse central nervous system effects 
should constantly be under consideration during treatment, as further 
derangement of mental health in HD patients is distressing. In addition, we 
replaced duloxetine with mirtazapine due to its better sleep – promoting 
effects, which would help alleviate our patient‘s anxiety. Our observations 
on our medical approach are being made to underline the fact that current 
treatment guidelines for HD are controversial and that drug treatment, if 
necessary, should be individualized.

What is, finally, particularly relevant for juvenile HD is the role of 
‘anticipation’. We attempt to draw attention to this aspect of the disease, 
because it has implications for clinical practice. The possibility of an 
earlier symptom onset as the genetic disorder passes throughout the 
generations increases the clinician’s alertness for an early diagnosis. An 
elevated awareness for symptoms may also be important for the close 
relatives and caregivers, because they are often in denial or do not realize 
early deficits. Personality changes, e.g., can be easily attributed to puberty 
and chorea may be misinterpreted as nervosity or a sign of anxiety. In 
our case, even though we have no information on the CAG repeats in 
the forebears, the mother of the patient very likely inherited an extended 
repeat from her father.

Conclusion

Besides pharmacotherapy for physical alterations, a broad management 
is important for maintaining functionality in HD patients at an optimal 
level. Minimum appropriate support involves physical therapy, frequent 
controls of the swallowing mechanism and regular psychiatric evaluation. 
Because of its effect on the mental sphere, HD can cause patients to 
withdraw from activities, therefore it is essential to encourage them to 
maintain previous interests or take up a new activity. There is a wide 
variety of stimulating activities, some of which evidently enhance motor, 
social and cognitive functioning, e.g. gardening [9]. Since establishing 
environmental stability minimizes psychological stress in these patients, 
it remains equally essential to examine the implications of the disease for 
the family and consider the interactions between the affected person and 
members of the kindred.
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