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Ambulantni péce

1 zachvaty

1 opozdeéni vyvoje
1 cefalea

1 neurosy

1 urazy lbi

t‘l

Klinicka pracoviste

“epilepsie / epileptochirurgié“

neurovyvojova onemocneni -

neuroinfekce 7 autoimunity
neuromuskularni/neuropaticka o.

neurokutanni/neuroonkologicka o.




Diagnostika a leCba epilepsie
1 Epilepsie je nejCastejsSim onemocnenim mozku

1 Zachvat epileptickeho razu prodela az 10 % deti,
chronickou epilepsii trpi jedno procento populace

1 U jedné tretiny pacientu je nadéje na vyléceni,
jedna tretina je kompensovana na trvale lecbe,

tfetina pacientu je povazovana za farmakoresistentni



Diagnosticke a terapeuticke kroky

. Epilepticka nebo neepilepticka udalost ?
. Typ epi zachvatu, koreluje s EEG ?

. Je mozna syndromicka diagnoza ?

. Jaka je etiologicka diagndoza ?

LéCit €i nelédit ? Jaké je AE 1. volby ?

. Je lecba efektivni ? Epileptochirurgie ?



EPILEPTICKY NEEPILEPTICKY




Diferencialni diagnostika
zachvatu - video

Vazene studentky a studenti,

Omluvte prosim snizenou kvalitu této
verze prednasky. Je to jen torzo.
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Neepilepticke zachvaty - novorozenci

1 Apnoea apnoickeé pauzy |jsou zastavou dychani vice nez
15 sekund. |zolovana apnoe nebyva epileptické patogeneze.
Muze vznikat z centralnich i perifernich pricin.

1 Protahovani (tonicka protahovani) je benigni a fyziologicky
motoricky projev hlavné u nezralych novorozencu, kdy dojde
k extenzi dolnich koncetin s véjirem prstcu.

1 Novorozenecky tres (tremor) a drazdivost (jitteriness)

1 Dystonicke ataky jsou epizody extenchiho hypertonu, kterée
tlumi relaxacni poloha. Pretrvavani do kojeneckého véku (KV)
a vyse je hrozbou rozvoje détské mozkoveé obrny.

1 Ulekové reakce, hyperekplexie (stiff baby syndrom,
startle disease)




Neepileptické zachvaty - kojenci

Familiami syndrom rektalni bolesti

Jedna se o dramaticky NZ, ktery je provokovan perinealni ¢i perianalni
stimulaci, muze byt provazen zrudnutim (zblednutim) poloviny obliCeje.
Doprovodna byva bradykardie az s hrozici asystolii.

Benigni novorozenecké spankoveé myoklonie

Jsou to repetitivni, nejcasteji rytmicke, bilateralni, fokalni, multifokalni Ci
segmentalni myoklonlckezaskuby rukou, nohou | obllcejovych svall
s vyskytem predevsim v non — REM spanku

Otrasanise, chvéni se (shuddering attacks), epizody tresu

/Otrasani” je abnormalni neepilepticky projev bez doprovodnée poruchy
vedomi, ktery je tfeba diferencovat od |S. Pocatek je ve 4-6 mesicich
\ neboi pOZdEJI az po 3. roce veku. Ataky jsou startovany strachem,
rozcCilenim, frustraci, studem a silnou pozitivni emoci.

Afektiviiizdchvaty (afektivné respiraéni apnoe, cyanoticksé walidni))




Nahla, neocekavana ohrozeni zivota

SUDEP(Sudden Unxpected Death in Epilepsy)

SIDS (Sudden Infant Death Syndrome)

ALTE (Apparent Life Threatening Events)

CPVT (Catecholaminergic Polymorphic
Ventricular Tachycardia)



Sudden unexpected death in
epilepsy patients (SUDEP)

SUDEP=devastating cause of death among patients with epilepsy

The estimated incidence of SUDEP ranges from 0.7 to 1.3
per 1000 patients-years depending on the cohort studied,
and from 3.5 to 4.1 per 1000 patients-years among patients
included Iin anticonvulsant trials and/or surgery programs

Overall, this amounts to a 24-fold increase in sudden death
In patients with epilepsy compared with matched controls

Adrian Baranchuketal., The central nervous systemand sudden cardiac death Cardiology Journal 2008,



Schuele, SU - Effects of Seizures on Cardiac Function
Journal of Clinical Neurophysiology:. October 2009

1 Various chronic and acute autonomic effects on the heart are
seen during epileptic seizures, and some have been implicated
In cases of sudden unexpected death in epilepsy (SUDEP).

% Chronic autonomic dysfunction, either congenital or
acquired through seizures or medications, and structural
changes of the heart may all predispose patlents to
SUDEP. Acute autonomic changes during seizures, in
particular ictal bradycardia or transient ischemia, may indicate
an increased and preventable risk of mortality in patients with

epilepsy.

% These cases suggest that autonomic instability ending in
cardiorespiratory arrest may be provoked by postictal
suppression rather than by ictal activation of the autonomic
nervous system.



~ardiology Journal 2009, Vol. 16, No. 2

-igure 1. Brain-heart anatomical interactions. Integration of physiological responses.



Catecholaminergic polymorphic
ventricular tachycardia (CPVT)

Catecholaminergic polymorphic ventricular tachycardia occurs in healthy
children and young adults causing syncope and sudden cardiac death.

This is a familial disease, which affect de novo mutation in 50% of the cases.
At least two causative genes have been described to be localized in the
chromosome 1; mutation of the ryanodine receptor gene and calsequestrin
gene.

The classical clinical presentation is syncope triggered by exercise and
emotion in children and adolescents with no structural heart disease.
Polymorphic ventricular tachycardia during treadmill testing, or after
iIsoproterenol infusion, is the most common feature.

Therapeutic options include, B-blockers, calcium-channel blockers and, an
iImplantable cardioverterdefibrillator is indicated in high-risk patients.

Leite LR, Catecholaminergic polymorphicventriculartachycardia: a current
overview , Future Cardiology 2009,



Incidence and Risk Factors of Arrhythmic Events in Catecholaminergic Polymorphic
Ventricular Tachycardia , Meiso Hayashi, Circulation. 2009;119:2426-2434

2 Theoutcomein 101 catecholaminergic polymorphic ventricular tachycardia
patients, including 50 probands, was analyzed. During a mean follow-up of
7.9 years, cardiac events defined as syncope, aborted cardiac arrest,
Including appropriate discharges from implantable defibrillators, or sudden
cardiac death occurred in 27 patients, including 2 mutation carriers with
normal exercise tests.

1 The estimated 8-year event rate was 32% In the total population and 27 %
and 58% In the patients with and without beta-blockers, respectively. Fatal
or near-fatal events defined as aborted cardiac arrest or sudden cardiac
Eligg/th occurred in 13 patients, resulting in an estimated 8-year event rate of

0..

a1 Cardiac and fatal or near-fatal events were not rare in both
catecholaminergic polymorphic ventriculartachycardia probands and
affected family members during the long-term follow-up, even while taking
beta blockers, which was associated with a lower event rate. Further
studies evaluating concomitant therapies are necessary to improve
outcome in these patients.



Diagnosticke a terapeuticke kroky

. Epilepticka nebo neepilepticka udalost ?
. Typ epi zachvatu, korgluje s EEG?
Je mozna syndromicka diagnéia? |
. Jaka je etiologicka diagnoza ? .

LéCit €i neléCit ? Jaké je AE 1. volby ?

. Je lecba efektivni ? Epileptochirurgie ?



Je mozna syndromicka diagnoza ?

1 semiologie zachvatu
1 charakteristicke EEG
13- vekova vazba

1 prognoza

na miru Sita terapie
genetika
etiopatogeneze
Zobrazeni
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Casna epilepticka encefalopatie
81 Pac. Tereza P., nar. 12. 2. 2007

1 Negativni RA1OA, norm. PMV do 28.6. 2007, kdy se objevuji
prvni flekéni spasmy v sériich (az deset za den)

1 Ztracizajem o hraéky, méné sleduje a reaguje

1 17.7. matka ukazuje détskému lékari videozaznam zachvatu,
| presto dostava dité hexavakcinu — ihned po aplikaci
nakupeni flek€nich spasmu a apatie-doporuc¢eno vysetreni
detskym neurologem - ten 19.7. doporucuje hospitalizaci

1 20.7. prijata na kliniku — vymizel zrakovy kontakt, trvaji
flekCni spasmy, hrubé abnormni EEG - hypsarytmie



Tereza P. — prubéh hospitalizace

1 20.-26.7. 07 — série spasmu, hypsarytmie, Vigabatrin
40 mg, snizeni frekvence zachvatu na polovinu, EEG
nezlepseno, trva ,kortikalni slepota ,, nekomunikuje

1 27.-2.8. 07— navyseni VGB az na 100 mg i nasledné
pridani VPA a B6 bez vlivu na kliniku ¢i EEG

1 3.-10. 8. 07 - po nasazeni ACTH do 3 dnu bez zachvatu a bez
hypsarytmie, vraci se vizualni kontakt

2 15.9. 09 - ve véku 31 mésicu je dva roky bez zachvatu,
th VGB 36 mg/kg, normalni oéni kontakt, rekne
basni¢ku, normalni EEG nalez, v planu vysazeni VGB,
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Diagnosticke a terapeuticke kroky

Jaka je etiologicka diagnoza ?
LecCit Ci nelecit ? Jaké je AE 1. volby ?

Je leéCba efektivni ? Epileptochirurgie ?



Jaka je etiologicka diagnoza ?

2 Magneticka rezonance (FCD...) |
-4 Metabolicky screening (B6, GLUT 1)

1 Genetika (SCN1A, PCDH19 ...)



Genetics of Epilepsy

international Child
Neurology Congress

Cairo, 2010 b

Ingrid E Scheffer il
MBBS PhD FRACP >

University of Melbourne e
_Austin Health & Royal
Children’s Hospital, Australia




Outline
| 1.Epilepsy genetics in 2010
~ 2.Clinical practice - Dravet
' 3.Surprisingly simple - Glut1
ﬁ 4.Astonishingly complex - CNV
7 2.Female only section
3

‘ a A




Monogenic Epilepsies: 0.}
lon Channel genes Channelopathie

- Voltage-gated ion channel subunits

— Sodium - GEFS*, Dravet, infantile seizures
— Potassium - neonatal seizures, absence epilepsy
— Calcium - absence epilepsies

- Ligand-gated ion channel subunits

— Nicotinic receptors - frontal lobe epilepsy
— GABA receptors - GEFS*, absence epilepsy,
Jjuvenile myocionic epilepsy



Monogenic Epilepsies:
Non-ion channel genes
- ldiopathic generalized epilepsies

— Early onset absence epilepsy - GLUT7
— Absence epilepsies - GLU7T7

Idiopathic partial epilepsies
— Lateral temporal lobe epilepsy (ADPEAF) - L G/1

= Auxiliary potassium channel subunit

=pileptic encephalopathies
- Ohtahara syndrome, egrly onset EE - ST XBFP7
- Infantile spasms - ARX, CODKLS

Epilepsy limited to Females with MR - PCDH19



Sporadic Infantile Epileptic Encephalopathy
Caused by Mutations in PCDH19 Resembles
Dravet Syndrome but Mainly Affects Females

Patients with PCDH19 and SCN1A mutations had very
similar clinical features including the association of
early febrile and afebrile seizures, seizures occurring
In clusters, developmental and language delays,
behavioural disturbances, and cognitive regression..

Christel Deppienne, 2009



Jaka je etiologicka diagnoza ?

2 Magneticka rezonance (FCD...) |
1 Metabolicky screening (B6, GLUT1...)

1 Genetika (SCN1A, PCDH19 ..))



17-leta divka s pravostrannou frontaini
epilepsii od 2 let (MRI 10x normaini)




Fokalni kortikalni dysplazie




Neurozobrazovani - perspektivy
B A0 B \ MR traktografle (DT1) .

¢

‘V'
Iktalni 99mTc-ECD SPECT

FCD typu lla FTP sin., horm. MRI

Koregistrace
- SPECT a fMRI




Diagnosticke a terapeuticke kroky

. Epilepticka nebo neepilepticka udalost ?
. Typ epi zachvatu, koreluje s EEG ?

. Je mozna syndromicka diagnoza ?

. Jaka je etiologicka diagnoza ?

Lécit €i neléCit ? Jaké je AE 1. volby ?

. Je lecba efektivni ? Epileptochirurgie ?



LecCit Ci nelecCit ? Jake je AE 1. volby ?

1 Bez terapie: FZ, 1.zachvat, BERS (?)

2 Dlouhodoba monoterapie : JME ...

# \/Casna ,razantni® medikace: West ...

a , Orphan® th : stiripentolu DS, RFM u LGS



Fenobarbital
Primidon
Fenytoin

" Sulthiarm

Carbamazepin

“._  Valproat

Jiazepam

Clonazepam

Clobazam

Nitrazepam

Midazolam

Vigabatrin

Gabapentin

Tiagabin

'regabali

Lamotrigin
Levetiracetam

Topiramat

Felbamat
RUFINAMID
Stiripentol
LACOSAMID

Zonisamid




Kvalita zivota deti s epilepsii (1995 vs. 2004)

11272 deti ve veku od 6 do 17 let bylo zarazeno

do studie vroce 1995 a 612 déeti ve veku 6 az
17 let v roce 2004

1 Deti a/nebo jejich rodiCe odpovidali na 34
otazek. Celkem bylo rozeslano 9400 dotaznikul

s navratnosti 20%



Kvalita zivota deti s epilepsii (1995 - 2004)

1 V roce 1995 oznacilo své epileptické onemocnéni za lehcCi
44% deéti, v roce 2004 stoupl pocet déeti s lehci epilepsii na
62% (p=0.01) a to na zakladé kombinace dvou faktoru —
signifikantné vice déti mélo nizsi frekvenci zachvatu a
zachvaty byly kratsiho trvani

1 Soucasné poklesl| pocet déti s poruchami koncentrace

a kognice z 10% na 3% a zvysil se pocet déti bez pocitu
omezeni ve sportovnich aktivitach z 37 na 55%

Komarek V, Smidova J, The psychosocial impact of epilepsy in Czech children: what are
causaltive factors of differences during ten years interval? Epileptic Disorders, 2007




» EpiStop pro Vas vybira zajimave publikace, video, audio
EpiStop is multilingual. Please salect your native language.
Prahonice 2009 a "Aktivity kolem EpiStopu”

Cyklus pofadd z radia Classic FM "Brouci v hlavé”

Soubor minimalnich diagnostickych a terapeutickych standardl u pacientd s epilepsii

+eRC1 RE 1ZEM Fro ukazku odkaz

-

Prezentace Obcanské Sdruzeni EpiStop
Publikace "Zena a epilepsie”

Publikace IBE o cestovani s epilepsii




Profesor MUDr. Ivan Lesny (1914 - 2002)
zakladatel Ceské detske neurologie (1949)
a Kliniky detskeé neurologie v Motole (1971)
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