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Huntington's disease (HD, ICD-10 — G-10, ICD-11 — 8A01.10) — is an autosomal dominant neurodegenerative disease characterized by motor disorders
(chorea in adults and akinetic-rigid syndrome in children), mental disorders and dementia with progressive course and mortality of 100%.

Aim of research. To present a unique case of Huntington's chorea diagnosed in a child at the age of 4 in the third generation in the family. This case is descri-
bed for the first time in Ukraine.

Results of research. Girl at the age of 4 years and 7 months who has been admitted to the NCSH «OKHMATDIT» with complaints about linguistic and psychic
skills loss, ambulation disorder, and periodic falls from her standing height, episodes of urinary incontinence and attacks. Child was born healthy. Mental deve-
lopment was appropriate with age. The first symptoms appeared at the age of 1 year while walking. Initially, a slight spastic lower paraparesis (walking on
toes) was diagnosed. With time a spastic-dyskinetic walking appeared, worse to the left. From the age of 4, the regress of psychic functions began (The inte-
rest in fairy tales disappeared. The child became inattentive, ceased to maintain herself, memory decreased). Furthermore regress of speech began with the
formation of extrapyramidal dysarthria and the poverty of speech. At the same time, the ambulation worsened, generalized epileptic seizures appeared. It is
necessary to emphasize the fact that the family anamnesis is burdened on the father's line. Her father, grandfather, great-grandmother on the father's line had
HD. Across pregnancy, testing of an amniotic fluid was conducted. 120 CAG repeats were detected. During the examination of the child the disruption of com-
munication was determined (the girl performs some simple commands), dysphasia, extrapyramidal dysarthria (pronounces some obscure words, no phrasal
language). In the neurological status there is pseudobulbar syndrome (hypersalivation), deviation of the tongue to the right. The gait is spastic-dystonic, worse
to the left. Change in muscle tone by plastic type in arms and legs, more to the left; hyperkinesis in the fingers (athetosis), dystonia in the feet and feet clo-
nus. On the MRI there was a moderately expressed diffuse decrease in the volume of parenchyma of both cerebellar hemispheres, the deepening and expan-
sion of the cerebellar grooves, some thinning of the cerebellar stalks. Also there are no cerebellar tonsils, wide Magendie's foramen, and a moderately enlar-
ged cisterna magna. It is interesting to note that the MRI of cerebral hemispheres, basal ganglia is without pathological changes. The electroencephalogram
revealed generalized high-amplitude spike-wave epileptic activity during the entire recording. At the age of 4 years, the molecular genetic analysis was re-con-
ducted; the number of CAG repeats was 130. For the treatment of epilepsy, the girl received antiepileptic drugs (valproates, lamotrigine) at maximum doses
with minimal effect.

Conclusions. 1. Huntington's chorea is a severe autosomal dominant neurodegenerative disease with 100% mortality. 2. Genetic imprinting is characteristic
for the disease. It is dependence of a form and severity of the disease onset from the parent source of the mutant chromosome. 3. At an early age and in youth
the akinetic-rigid syndrome is prevalent. 4. Under 10 years of age, the disease may occur with epileptic seizures, so it is necessary to collect family anamne-
sis not only for epilepsy, but also for the progressive neurological and psychiatric diseases, including adults. 5. With the signs of progressing neurodegenera-
tive disease in a child, it should not be rejected that there is the possibility of the Huntington's chorea diagnosis. Such families should be referred for medical
genetic counseling.
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Xopes l[eHTUHIToHa y AuTUHN. MepLue onncaHHa XBOopoou
y ANTUHU B YKpaiHi. BnacHe cnocTtepeXeHHs

T1. Creyenko', 0. CaByenko?, H.3. Canan’, |.B. [onoBatiok’

'HauioHanbHa Mefu4Ha akagemist nicnagunnomHoi ocsith imeni M.J1. Wynuka, m. Kuie, YkpaiHa
*HauioHanbHa autaya cneuianizosaHa nikapHsa «OXMATOUT» MO3 Ykpainu, M. Knis

Xsopo6a lentuHrrona (XI, MKX-10 — G-10, MKX-11 — 8A01.10) — ayToCOMHO-[JOMIHaHTHe HeipOAEereHepaTNBHe 3aXBOPIOBAHHS, fKE XapaKTepu3yeTbes
PYXOBUMU MOPYLLEHHAMU (XOpes y LOPOCIUX Ta aKIHETUKO-PUTiZHWA CUHAPOM Y AiTelA), NCUXIYHUMM pPO3nagamm Ta AeMEHLIE0 3 MPorpecyoynum nepeoirom i
netanbHictio 100%.

MeTa: npeAcTaBnUTH YHIKanbHUIA BUNALOK LiarHOCTOBAHOr0 3aXBOPKOBAHHA XOPEi EHTUHITOHA Y AUTUHY BIKOM 4 pOKIiB y TPETbOMY MOKONiHHI B pOAHI. JaHui
BUNAZLOK ONUCYETbCS B YKpaiHi BnepLue.

Pe3ynbTath. HaBoanmo BnacHuii JOCBIA CNOCTEPEXEHHS Ta NiKyBaHHA AiBYMHKN 4 pOKIiB 7 MicsLiB, fka rocnitanizosaHa B HOC/T «OXMATOWNT» 3i ckapramu
Ha BTPaTy MOBHMX i MCUXi4HUX HABMYOK, MOPYLUEHHS XOAW Ta HasBHICTb Hanafis. 3 4-pi4HOro BiKy MOYABCSA Perpec NCUXiYHWX PYHKLiA ( nponas iHTepec
[0 Ka30K, CTana HeyBaXHoH, NoripLumiacs nam'atb, nepecrana ce6e 06Cnyrosysatit) i MOBMIEHHS 3 (DOPMYBAHHAM eKCTpanipamigHoi Au3apTpii Ta 36iLHIHHAM
MOBJEHHEBOIO 3anacy. B Liei Xe 4ac noripumnacs xofa, 3'ABUAMCA reHepani3oBaHi eninentuyHi Hanagu. HeobXigHO akLeHTyBaTu yBary ToMy Te, Lo CimMei-
HWit aHaMHe3 06TSXKeHWIA No NiHii 6aTbka — y 6aTbka, Aigycs, Npadabui no 6aTbKOBIA NiHii xopes TeHTIHrTOHA. MMpu OrNSAl y ANTUHN BYNO BUSBNIEHO NOPYLLEH-
HA KOMYHiKawii, aucdhasito, excTpanipamigHy Au3apTpito, ncesaobynbOapHUii CMHAPOM. X0Aa CMacTUKO-AUCTOHIYHA, Fiple 3niBa. 3MiHa M'A30BOr0 TOHYCY
N0 NJaCTU4HOMY TUNY B PyKax i Horax, GinbLue 3niBa; rinepkiHean B nanbugx pyK (aTeto3), AMCTOHIA B CTONAX, KnoHycu cton. Ha MPT Bigmivyanocs nomipHo
BUpaXeHe Andy3He 3MEHLLEHHS 06'eMy NapeHxiMu 060X MiBKYNb MO304Ka, 3arnmbeHHs Ta PO3LLUINPEHHs 6OPO3H MO304Ka, 1eIKE CTOHLLIEHHS MO304KOBUX
HDKOK; TakOX BIZCYTHi MWUTZANNKX MO304Ka, WMPOKWA OTBIp MaxaHzi Ta nomipHo 36inblueHa B 06'eMi Bennka uucTepHa. Ha enekTpoeHuedanorpami
6yno BUSABNEHO FeHepanisoBaHy BMCOKOAMNAITYAHY MiK-XBUMbOBY €NiNenTU4HY aKTUBHICTb Mif Yac BCbOro 3anucy. Y Bilyi 4 pokis 6yB NOBTOPHO NPOBEAEHUIA
MOJEKYNIAPHO-TeHETUYHNIA anani3, Kinbkictb LAT — nosTopis cTaHosuna 130 Ta 6yB NigTBEpAKEHUN AiarHo3 XBOpo6U [eHTUHITOHA.

BucHoBku. 1. [1nq XxBOpo6UM XapaKTepPHUIA FEHETUYHWIA IMIPUHTUHT — 3aNeXHICTb (POPMM i BXXKOCTI NPOSBIB 3aXBOPIOBAHHA Bif 6aTbKIBCbKOr0 [Kepena
MYTaHTHOI XpOMOCOMW. 2. Y AUTAYOMY Ta tOHALbKOMY BiLli JOMIHYE aKiHETUKO-pUrigHuin cuHapom. 3. Y autaqomy Biui (2o 10 pokis) xBopo6a MOXe Le6HTY-
BaTW eninenTU4HUMKU Hanagamu, ToMy HeobXifHO 36MUpaTh CIMERHWA aHaMHe3 He NuLLe WoAo eninencii, ane M Ha NpeaMeT NPOrpecydnx HeBPONOriYHNX
Ta NCUXIaTPUYHUX 3aXBOPIOBaHb. B ToMy uucni y gopocnux. 4. Mpu 03HaKax NpPoOrpecytyoro HeMpOAereHepaTUBHOrO 3aXBOPIOBAHHA Y AUTUHM He Chif
BiZIKMAATI MOX/IMBICTb JjiarHO3y Xopei FeHTUHITOHA, NOTPIGHO CKePOBYBATU TaKi CiM'i HA MeJNKO-TEHETUYHE KOHCYSbTYBaHHS.

Kntoyosi cnoBa: fiit, HeiipoJereHepaTusHi XBopoou, eninencis, xopes.
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Bosne3Hb [eHTUHITOHA %pe6e|-||(a. MepBoe onucaHue 3abonesaHus
y peb6eHka B YkpauHe. Co6cTBeHHOe HabnogeHme

T1. Creyenko’, 0. CaByenko?’, H.3. Canan’, |.B. [onoBatiok’

'HaumoHanbHas MeauUMHCKas akagemus nocneanniaoMHoro o6pasosanus umenn M.J1. LWynuka, r. Knes, YkpanHa
’HaumoHanbHas Aetckas cneunanuauposaHas 6onbHuLa «OXMATOET» M3 VkpanHsl, r. Kues

BonesHb MeHTunrTona (X, MKX-10 — G-10, MKX-11 — 8A01.10) — ayTOCOMHO-A0OMUHAHTHOE HEMpOAereHepaTMBHoE 3a60neBaHne, KOTOPOe XapakTepuay-
€TCA ABNraTeNbHbIMU HAPYLLIEHUSAMU (XOPes y B3POCHbIX U aKUHETUKO-PUTrMAHBIA CUHAPOM Yy [eTel), NCUXMYECKUMI PacCTPOICTBAMY U AeMEHLMEN ¢ Npo-
rPECCUPYIOLLUM TeqeHneM 1 netanbHocTbio 100%.

Llenb: npeAcTaBUTb YHUKANbHbIA CAyYaii 4UarHOCTUPOBAHHOIO 3a60MeBaHMs X0pen [eHTUHITOHA y pebeHka B BO3pacTe 4 NeT B TPETbEM NOKOIEHNN B CEMbE.
B YKpanHe faHHbIiA Cyyai On1CbIBaeTCS BNepBbIe.

Pe3ynbTartbl: [peacTaBnsem COOCTBEHHbI ONbIT HAONOAEHUS U NeYeHNs [eBOYKM 4 neT 7 mecaues, koTopas noctynuna B HOCb «OXMATLET» ¢ xanob6amu
Ha NOTEpPI0 Pa3roBOPHbIX 1 MCUXMUYECKIX HABLIKOB, HAPYLLEHE MOXOAKW W Hanuyme npucTynoB. G 4-neTHero Bo3pacTa Havancst Perpecc NCUXMYecknx yHK-
UniA (Nponan WHTEPeC K Ckaskam, CTana HeBHUMATENbHON, YXYALUMAAch NamsATb, nepectana ce6e 06CNyX1BaTh) U pedn ¢ PopMUpOBaHNEM 3KCTPANUpaMn-
HOW Aan3apTpun n Oﬁeﬂ,HeHl/IeM C/10BapHOro 3anaca. B aT0 xe BpemdA yxyallnnacb noxoaka, NOABUINCL reHepann3npoBaHHble 3NUNenTU4eckne NPUCTynbl.
Heo6Xx04UMO aKLEHTUPOBATb BHUMAHWE Ha TOM, YTO CEMEMHbIV aHAMHE3 OTATOLLEH MO JIMHAK 0Tua — Y 0TUA, AeAa, npadabyLwKu no 0TLOBCKON JIMHWN XOpes
leHTuHrTOHa. Mpu ocMoTpe y pebeHKa 6binn BbISBNEHbI HAPYLLIEHNS KOMMYHUKAUUW, Aucdasns, aKCTpanupamMmugHas an3apTpus, nceBfobynb6apHbli CH-
[POM; NOXOAKA — CNACTUKO-AUCTOHUYECKAS, XyXKe CNeBa; N3MEHEHIe MbILLEYHOr0 TOHYCa N0 NiacTU4eCKOMy TUMY B pyKax U Horax, 60MbLle Cnesa; runep-
KMHEe3bl B NanbLax pyk (ateTo3), ANCTOHUS B CTONAX, KNOHYCbI cTon. Ha MPT oTmMe4anuch yMepeHHO BbipaeHHble AnYy3HOe YMeHbLLIeHNe 06bema napeH-
XWMbI 060MX NOMYLLAPUIA MO3XKEYKa, Yriy6reHHas 1 paclunpeHHas 60po3aa MO3XKe4Ka, HEKOTOPOE YTOHYEHNE MO3XKEHYKOBbIX HOXKEK; TakxKe OTCYTCTBOBANM
MUHAANMHBI MO3)XKEYKa, LWNPOKoe 0TBepcTe MaxaHan 1 yMepeHHo yBennyeHHas B 06beme 60/bluas LuucTepHa. Ha anekTposHuedanorpamme 6bi1a BbIsB-
NeHa reHepann3npoBaHHas BbICOKOAMMINTYAHASA NIK-BOMHOBAS ANUENTUYECKasn akTUBHOCTL BO BPeMs BCeli 3anucu. B Bo3pacTe 4 neT 6bi1 NOBTOPHO Npo-
BELIEH MOJIEKYNAPHO-TEHETNYeCKIA aHanus, konuyecteo LIAM-noBTopos coctasuno 130 v 661 NOATBEPXKAEH AMArHO3 60/1€3HM TEHTUHITOHA.

BoiBogbl. 1. [1nf 6011€3HU XapakTepeH reHeTUYeCKUi UMNPUHTUHT — 3aBUCUMOCTb DOPMbI M TSHXKECTU NPOSBEHNIA 3a60/1eBaHNS OT OTLLOBCKOrO UCTOYHUKA
MYTaHTHON XPOMOCOMbI. 2. B JIETCKOM 1 HOHOLLECKOM BO3PAcTe AOMUHUPYET akKWHETUKO-PUrMAHbINA cuHapom. 3. B netckom Bospacte (fo 10 net) 60nes3Hb
MOXET 4e6t0TMPOBaTh 3NUNENTNYECKMMM NpUCTYNami, No3TOMy He06XOAUMO cO6MpaTh CEMENMHbIA aHAMHE3 He TOMbKO MO 3MWUAENCUM, HO U OTHOCUTENIbHO
HEBPOJIOTMYECKIAX 1 NCUXMATPUYECKMX 3a60NEBaHNIA, B TOMY Yucne Y B3pochbix. 4. [pu npuaHakax nporpeccupyoLLero HelpoiereHepaTMBHOro 3a60neBanmns
y pebeHka He crnedyet 0T6packiBaTb BOSMOXXHOCTb [UarHo3a Xopeu MeHTUHITOHA HY)XXHO HanpaBsTh TakWe CeMbU Ha MELUKO-TEHETUYECKOE KOHCYNbTUPOBAHME.
KnioyeBbie ¢noBa: Aetu, HelipoAereHepaTnBHble 60NE3HN, ANUENCUs, Xopes.

untington's disease (HD, ICD-10 — G-10,

ICD-11 — 8A01.10) — is an autosomal
dominant neurodegenerative disease characteriz-
ed by motor disorders (chorea in adults and
akinetic-rigid syndrome in children), mental
disorders and dementia with progressive course
and mortality of 100%.

The disease was described for the first time
by the American physician George Huntington in
1872. The basis of the pathogenesis is an increase
in the number of triplet repeats of cytosine-adeni-
ne-guanine (CAG) in the IT215 gene on the chro-
mosomal segment 4p16.3, that encode huntingin
protein, the exact function of which remains
unknown. In its first exon, the gene has a tandem
sequence of CAG repeats, the number of which
is normally from 6 to 20.

The essence of mutation in the Huntington's
chorea is the expansion of intragenic tandem tri-
nucleotide repeats, the number of which in pati-
ents is increased to 36—180. The prevalence rate
of HD in the adult population is about 10: 10 000,
while in Western Europe the rate ranges from
3 to 7 cases per 100 000, and in North America —
from 5 to 10 per 100 000 [8,9]. Among the chil-
dren's population there are no statistical data
due to the rarity of cases. Onset of HD is usually
observed at the age of 35—-40 years. Approximate-
ly in 10% of cases the disease occurs prior to
20 years old [1]. The division into juvenile form

(onset at the age of 10—20 years) and the chil-
dren's form (onset from 3 to 9 years) is generally
accepted. The children’s form is not more than 5%
of all cases of HD and usually occurs in cases when
the patients are the father and grandfather
of the proband (the phenomenon of anticipation in
the male line) [1, 9]. Over the last 5 years, 6 cases
of Huntington's disease have been described in the
literature with the onset prior to 20 years old.

All patients were males at the age of 4
to 17 years. They had a number of CAG repeats from
49 to 169, which correlated with the age of the onset
and the severity of the disease — the greater the
number of repeats, the earlier the disease began and
had more severe course [3,5-7,10,11]. For all forms,
a triad of signs is characteristic: motor disorders,
mental disorders and progressive dementia. The dis-
ease begins with motor or mental disorders; signs of
dementia develop as the pathology progresses.

A distinctive feature of the clinical picture
of HD with the onset prior to 20 years is the begin-
ning of disease with akinetic-rigid set of symptoms.
There is slowness and constrained movements,
a masked facies, shuffling gait. Dystonic muscular
tone with tendency to increase by plastic type; ten-
don reflexes are not changed or slightly brisk.
The static tremor is often characterized by a frequ-
ency of 4-5 per second. Often there are cerebellar
symptoms: ataxia, kinetic tremor, nystagmus, asy-
nergia, syllabic speech. At the onset of HD in
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childhood hyperactivity and emotional lability are
noted; negativism is increasing; there are difficulties in
studying. In future there is an arrest of mental deve-
lopment with the subsequent loss of mental skills.

A separate issue for discussing HD with
the onset prior to 10 years old is the frequent deve-
lopment of epilepsy [2]. Epileptic seizures
are detected in 30—-50% of patients with the onset
of disease prior to 10 years old and only in 2%
of patients in classical form [9]. Epilepsy occurs,
on average, two years after the first symptoms appe-
ar: motor, cognitive or mental disorders. The
following types of seizures are characteristic: myoc
lonic and myoclonic-astatic, atypical absences,
generalized clonic-tonic seizures. On EEG charac-
teristic epileptiform pathognomonic phenomena
are not recorded. Spike/polyspike wave activity
or long spike-wave discharges with the frequency
of about 3 Hz with bifrontal predominance
(EEG-pattern of atypical absences) are recorded
and positive effect of photostimulation (Fig. 1-3).

In neuroimaging, a typical picture is determi-
ned: on the brain MRI, the atrophy of the head
of the caudate nucleus, striatum, cerebral cortex
with ventriculomegaly in the form of «butterfly
wings» is diagnosed (Fig. 4).

The exact diagnosis is established according
to modern methods — the molecular genetic
analysis with the determination of the number
of CAG repeats.

Depending on the number of CAG repeats,
there is a subsequent gradation of the possible
development of a disease:

e <26 repeats — normal alleles;

e 27-35 repeats — transitional alleles. The dis-
ease doesn’t develop in an individual with
such number of repeats, but there is a risk of
transferring their allele with an abnormally
increased number of repeats to their children.
The risk of the disease developing is 6—10%;

e 36-39 repeats — alleles with variable penet-
rance;

e >40 repeats — full penetrance. These alleles
are associated with the development of
the Huntington's chorea.

There is a direct correlation between the num-
ber of repeats and the degree of phenotypic mani-
festation of the disease and the inverse correlation
with the age of the manifestation. For the
Huntington’s chorea, the phenomenon of anticipa-
tion is characteristic — increasing the severity of
the disease and reducing the age at which
it occurs in subsequent generations. The reason
is the accumulation of CAG repeats when inheri-
ted. In this case, an increase in their number
is observed more often with transferring of the
mutant gene from the father. This phenomenon
is called genetic imprinting. Huntington’s Disease
is differentiated with other neurodegenerative
diseases that manifest with the seizure and akine-
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Fig.1. EEG of patient. Spike/polyspike wave activity or long spike-wave discharges with the frequency of about 3 Hz with bifrontal predominance

(EEG-pattern of atypical absences) (amplitude 100mkV/sm)
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Fig. 2. EEG result of photostlmulatlon (amplitude 100mkV/sm)
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Fig. 3. EEG polyspike wave activity or long spike-wave discharges. (amplitude 200 mkV/sm)
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Fig. 4. On the brain MRI, the atrophy of the head of the caudate nuc-
leus, striatum, cerebral cortex with ventriculomegaly in the form of
«butterfly wings» is diagnosed

tic-rigid syndrome (diseases with iron accumulation,
neuronal ceroid lipofuscinosis).

HD therapy is exclusively symptomatic. Treat-
ment is aimed primarily at reducing the manifesta-
tions of rigid syndrome in children, as well as mitiga-
ting mental disorders. Unfortunately, there
is not enough literature on the management of epile-
psy in children with HD, therefore, a recommenda-
tion is made for the use of antiepileptic drugs with a
broad mechanism of action (valproates, lamotrigine,
TPM, levetiracetam). The duration of the disease
varies, but on average it is 15 years in the classical
form, about 10 years in the juvenile form and 4-6
years in the children form. Mortality is 100% [7].

O 000 OOeO
o O+ 0O O 1
n O | B

v .\

Fig. 5. Genealogical tree of patient

Aim of research: to present a unique case
of Huntington's chorea diagnosed in a child at the
age of 4 in the third generation in the family. This
case is described for the first time in Ukraine.

The research was carried out in accordance with
the principles of the Helsinki Declaration. The
study protocol was approved by the Local Ethics
Committee (LEC) of all participating institution.

The informed consent of the patient was
obtained for conducting the studies.

Results of research

We present our own experience of observation
and treatment of a girl at the age of 4 years
and 7 months who has been admitted to the
NCSH «OKHMATDYT» with complaints about
linguistic and psychic skills loss, ambulation disor-
der, and periodic falls from her standing height,
episodes of urinary incontinence and attacks.
From the anamnesis it is known that the child was
born from the first pregnancy, which ran on the
background of toxicosis. It was the 1st natural
delivery at term of 40 weeks. The weight of a child
was 3 kg, height — 53 cm. Mental development
was appropriate with age. The first symptoms
appeared at the age of 1 year while walking.
The child walked on the toes with uncertainty.
Due to these symptoms there were some courses
of rehabilitation. Initially, a slight spastic lower
paraparesis (walking on toes) was diagnosed.
With time a spastic-dyskinetic walking appeared,
worse to the left. From the age of 4, the regress of
psychic functions began (The interest in fairy tales
disappeared. The child became inattentive, ceased
to maintain herself, memory decreased). Further-
more regress of speech began with the formation
of extrapyramidal dysarthria and the poverty
of speech. At the same time, the ambulation wor-
sened, generalized epileptic seizures appeared.

It is necessary to emphasize the fact that the
family anamnesis is burdened on the father’s line.
Her father, grandfather, great-grandmother on the
father’s line had HD (Fig. 5). Despite the fact that
the father has 180 CAG repeats and HD manifests
in the I1I generation, there are slight motor disor-
ders and no mental changes in the clinical picture.
Across pregnancy, testing of an amniotic fluid
was conducted. 120 CAG repeats were detected,
that means, the mother knew her daughter’s diag-
nosis before her birth.

During the examination of the child the dis-
ruption of communication was determined (the
girl performs some simple commands), dysphasia,
extrapyramidal dysarthria (pronounces some obs-
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cure words, no phrasal language). In the neurolo-
gical status there is pseudobulbar syndrome
(hypersalivation), deviation of the tongue to the
right. The gait is spastic-dystonic, worse to the
left. Change in muscle tone by plastic type in arms
and legs, more to the left; hyperkinesis in the fin-
gers (athetosis), dystonia in the feet and feet clo-
nus. On the MRI there was a moderately expres-
sed diffuse decrease in the volume of parenchyma
of both cerebellar hemispheres, the deepening and
expansion of the cerebellar grooves, some thin-
ning of the cerebellar stalks. Also there are no
cerebellar tonsils, wide Magendie's foramen, and a
moderately enlarged cisterna magna. It is interes-
ting to note that the MRI of cerebral hemisphe-
res, basal ganglia is without pathological changes.
The electroencephalogram revealed generalized
high-amplitude spike-wave epileptic activity
during the entire recording. At the age of 4 years,
the molecular genetic analysis was re-conducted;
the number of CAG repeats was 130.

As a result the diagnosis was established: Hun-
tington's chorea, spastic tetraparesis, more on the
left. Akinetic-rigid syndrome. Genetic epilepsy.
For the treatment of epilepsy, the girl received
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antiepileptic drugs (valproates, lamotrigine) at
maximum doses with minimal effect.

Conclusions

1. Huntington's chorea is a severe autosomal
dominant neurodegenerative disease with 100%
mortality.

2. Genetic imprinting is characteristic for the
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chorea diagnosis. Such families should be referred
for medical genetic counseling.
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