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— MUDr. Zuzana Liba, Ph.D., MUDr. Radka Valkovicova

 Centrum hereditarnich ataxii FN Motol
— MUDr. Alena Zumrova, Ph.D. a kol.




Plan projektu pro rok 2018

Centrum pro epilepsie Motol
- Analyza genetickych pric¢in epilepsie a kortikalnich malformaci
— Sledovani trendt v chirurgické lIécbé epilepsie
— Optimalizace intraoperaéniho monitorovani
— Vyzkum mechanizmu epileptogeneze

Neuromuskularni centrum FN Motol
— Zvysovani kvality multidisciplinarni péée nervosvalovych pacientt
-~ Vyzkum patogeneze NMD
-~ Klinické studie experimentalni Ié€by NMD

Poradna pro neurokutanni onemocneni
— Sledovani déti s tuberézni sklerézou a rhabdomyomy srdce
- Studium patogeneze a komplikaci neurofibromatézy typu 1

Centrum hereditarnich ataxii FN Motol

— Pokracovat v multidisciplinarnim sledovani pacientd s hereditarni ataxii,
zvysSovani kvality a dostupnosti diagnostiky (NGS)

DNA laborator Kliniky déetské neurologie
— Projekt vySetrovani pacient s détskymi epileptickymi encefalopatiemi

— Projekty vysetrovani pacienti s dédiénou neuropatii, dédi¢nou spastickou

paraparézou a €éasnou nesyndromovou hluchotou

— Celoexomové sekvenovani
pacientd s nejasnou diagnézou




Dosazené vysledky v roce 2018

« Cena za tvurci poCin: Zavedeni molekularné-genetické
diagnostiky a personalizované terapie u pacientu
s nezvladatelnou epilepsii

Tym na Klinice détské neurologie:
MUDr. Katalin Stérbova

MUDr. Petra LasSuthova, Ph.D.

Ing. David Stanék

Ing. Lucie Sedlackova, Ph.D.

MUDr. Barbora Beriova

Prof. MUDr. Pavel Seeman, Ph.D.
Prof. MUDr. Vladimir Komarek, CSc.
Prof. MUDr. Pavel Krsek, Ph.D.

Tym na Neurologické klinice:
MUDr. Jana Zarubova

MUDr. Hana Krijtova

Prof. MUDr. Petr Marusic, Ph.D.

Tym na Ustavu biologie a Iékarské genetiky:
MUDr. Markéta VICkova, Ph.D.

RNDr. Petra HedviCakova

Ing. Hana Zinova



Dosazené vysledky v roce 2018

« Clenové naseho tymu se v roce 2018 podileli na
25 originalnich sdélenich se souhrnnym IF 116,857

* Vznik novych center vr. 2018

 Neuromuskularni centrum pro detské pacienty
(uznané odbornou spole¢nosti CLS JEP, sou¢asné jsme sou&asti
ERN for Rare Neuromuscular Diseases - ERN NMD)
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Epileptochirurgie — trendy, efektivita, bezpecnost

European trends in epilepsy surgery 16 evropskych center pro epileptochirurgii

Maxime O. Baud, MD, PhD, Thomas Perneger, MD, PhD, Attila Racz, MD, PhD, Max C. Pensel, MD, 4 I bd b [
Christian Elger, MD, PhD, FRCP, Bertil Rydenhag, MD, PhD, Kristina Malmgren, MD, PhD, g S rovn a n I O O I 1997_ 1998 VS . 20 1 2_20 1 3
J. Helen Cross, MD, PhD, Grainne McKenna, BA, BChir, Martin Tisdall, MD, Herm J. Lamberink, MD,

Sylvain Rheims, MD, PhD, Philippe Ryvlin, MD, PhD, Jean Isnard, MD, PhD, Frangois Mauguiére, MD, PhD, { ] zvvge n I’ poetu vy’ ko n c‘ ) z kra’ ce n i d o by trva’ n I'

Alexis Arzimanoglou, MD, PhD, Serdar Akkol, MD, Kaancan Deniz, MD, Cigdem Ozkara, MD,
Morten Lossius, MD, PhD, Ivan Rektor, MD, Reetta Kalviainen, MD, Lotta-Maria Vanhatalo, MS, ‘I : M H 4 4 I )4 [

Petia Dimova, MDdées v R Anke Maren Staack, MD, Bernhard J. Steinhoff, MD, epl ep5|e prl OperaCII mlrne z epsenl OUtcome
Adam Kalina@MD, Pavel Krsek, MD, PhD, Pet) Marusic, MD, PhD, Zsofia Jordan, MD, Daniel Fabo, PhD,

Evelien Carreti®™RaQuB3 R’ Saulius Rocka, MD, Ruta Mameniskiene, MD, PhD, Opera Ce p‘r"i Vyggi kompIeXité pFipad G

Serge Vulliemoz, MD, PhD, Francesca Pittau, MD, PhD, Kees P.J. Braun, MD, PhD, and Margitta Seeck, MD

Nel uru!ugy 2018;91:¢96-¢106. doi:10.1212/WNL.0000000000005776 (I F . 7 y 609)

Chirurgicka lécba epilepsie u déti: e kompletni epileptochirurgicky soubor
KDN 2.If UK a FNM: 232 pacientt, 263
UDr. Anezka Bélohlavkova', Ing. Petr Jezdik, Ph.D.2, MUDr. Alena Jahodova, Ph.D., MUDr. Martin Kudr, Ph.D%; vy’ ko n ﬁ

MUDr. Barbora Beiiova', Mgr. Alice Maulisova' 3, MUDr. Petr Liby, Ph.D.*, MUDr. Martin Kyndl, Ph.D.%,
prof MUDr. Vladimir Komarek, CSc.', doc. MUDr. Michal Tichy, CSc.?, prof. MUDr. Pavel Krsek, Ph.D.!
Stské neurologle 2.LF UK a FN Motol, Praha

* 80.3% déti bez zachvatti 2 roky po
2Fakulta elektro eorie obvodil, Ceské vysoké uéeni technické

operaci
30ddéleni klinické psychologie FN Motol, Praha , ., o
*Neurochirurgicka klinika déti a dospélych 2. LF UK a FN Motol, Praha e praxe a trendy odpovidaji EU centrim

*Klinika zobrazovacich metod 2. LF UK a FN Motol, Praha

2126 IEEE TRANSACTIONS ON NEURAL SYSTEMS AND REHABILITATION ENGINEERING, VOL. 26, NO. 11, NOVEMBER 2018 EMB

—“o—— e prokazana bezpecnost nami vyvinuté
Intraoperative Thermography of the Electrical stimulaéni metody intraoperaéniho

Stimulation Mapping: A Safety Control Study  monitorovani motorickych funkci

R. Janca", P. Jeze® A. Jahodova, M. Kudr, B. Benova, P. Celakovsky; (”: 3 972)
J. Zamechilk. V. Komarek, P. Liby, M. Tichy, and P. Krsek : !




Epileptochirurgie — genetickeé priciny malformaci
korového vyvoje

Brain Pathology ISSN 1015-6305

ORIGINAL ARTICLE

Genotype-phenotype correlations in focal malformations of

cortical development: a pathway to integrated pathological * souhrnna studie o doposud publikovanych

diaanosis in epilepsv surgery genetiCkVICh p‘l‘l'éinéch fokalnich malformaci
Barbora Benova ) ; Thomas S. Jacques®* korového Vy’VOje
! 2nd Faculty of Medicine, Department of Paediatric Neurology, Charles University and Motol University Hospital, Prague, Czech Republic. o na,VOd p ro Zavedenll genetiCkého Vygeti‘enll
2 2nd Faculty of Medicine, Charles University, Prague, Czech Republic. , . , ve . . .o
3 Developmental Biology and Cancer Programme, UCL GOS Institute of Child Health, London, UK. tka ni Odebra nYCh prl eplleptOCh iru rg"
* Department of Histopathology, Great Ormond Street Hospital for Children NHS Foundation Trust, London, UK.
(IF: 6,187)
Genetics e studie 73 probandi s variantami v
@ American College of Medical Genetics and Genomics ARTI CLE inMEdiCi ne GATO R 1 ko m plexu (ge ny DEPDCS,
Open NPRL2, NPRL3) a fokalni epilepsii
* 24% mélo MCD, 10 pacientt
The landscape of epilepsy-related GATOR1 variants podstoupilo epileptochirurgii
Sara Baldassari, PhD and Stéphanie Baulac, PhD * 60% operova nVch pacientﬁ bY'O

A full list of authors and affiliations appears at the end of the paper.

(IF: 9,937)

po operaci bez zadchvatl (Engel |)




Epileptochirurgie — mechanismy epileptogeneze

&

frontiers
in Neurology
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ORIGINAL RESEARCH

The Sub-Regional Functional

Organization of Neocortical Irritative
Epileptic Networks in Pediatric

Epileps

Vladimir Komarek?, Petr Mary#ic® and Premysl Jiruska*t

" Department of Circui

Radek Janca'*, Pavel Krsek? Pytr Jezdik’, Roman Cmejla’, Martin Tomasek?,

eory, Faculty of Electrical Engineering, Czech Technical University in Prague, Prague, Czechia,
?Department of Pediatric Neurology, 2nd Faculty of Medicine, Charles University, Motol University Hospital, Prague, Czechia,

“ Department of Neurology, 2nd Faculty of Medicine, Charles University, Motol University Hospital, Prague, Czechia,
“Department of Developmental Epileptology, Institute of Physiology, The Czech Academy of Sciences, Prague, Czechia

Contents lists available at ScienceDirect

Neurolmage

)

-
ey !
EL SEVIER journal homepage: www.elsevier.com/locate/neuroimage

The dynamics of error processing in the human brain as reflected by
high-gamma activity in noninvasive and intracranial EEG
a,d,h,1

Tomasek ", Petr Marusic”, Peter C. Reinacher #/,
Kndreas Schulze-Bonhage %!, Wolfram Burgard %™,

Tonio Ball %%

* Translational Neurotechnology Lab, Medical Center — University of Freiburg, 79106, Freiburg, Germany
® Graduate School of Robotics, University of Freiburg, 79106, Freiburg, Germany

< Department of Computer Science, University of Freiburg, 79110, Freiburg, Germany

4 BrainLinks-BrainTools, University of Freiburg, 79110, Freiburg, Germany

* Faculty of Biology, University of Freiburg, 79104, Freiburg, Germany

" Bernstein Center, University of Freiburg, 79104, Freiburg, Germany

# Faculty of Medicine, University of Freiburg, 79106, Freiburg, Germany

" Department of Neurology, 2nd Faculty of Medicine and Motol University Hospital, Charles University, 15006, Prague, Csech Republic

! Department of Paediatric Neurology, 2nd Faculty of Medicine and Motol University Hospital, Charles University, 15006, Prague, Czech Republic

i Stereotactic and Functional Neurosurgery, Medical Center — University of Freiburg, 79106, Freiburg, Germany

* Institute of Neuroscience and Medicine (INM-6), Institute for Advanced Simulation (IAS-6), Jillich Research Centre and JARA, 52428, Jilich, Germany
! Epilepsy Center, Medical Center - University of Freiburg, 79106, Freiburg, Germany

= Autonomous Intelligent Systems, University of Freiburg, 79110, Freiburg, Germany

s

e studie vlastnosti interiktalnich
epileptiformnich vybojl na tkdnich pacient(
podstupujicich epileptochirurgii

e popis funkcni organizace iritacni zony

(IF: 3,508)

e mezinarodni projekt studia organizace
kortikalnich funkci detekci vysokofrekvencnich
oscilaci

* U pacientl podstupujicich intrakranialni EEG
studie studovany fyziologické mechanizmy
uceni a chovani

(IF: 5,426)
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Neuromuskularni centrum FNM

Neuromuscular
Diseases (ERN EURO-NMD)

Neuromuscular ® Member
Motol University

Hospital — Czechia
RESEARCH PAPER

MRI in sarcoglycanopathies: a large international
cohort study

Giorgio Tasca,' Mauro Monforte," Jordi Diaz-Manera,* Giacomo Briscaf‘
Claudio Semplicini,SAdele D’Amico,6 Fabiana Fattori,? Anna Pichiecchio,’

Angela Berardinelli® Lorenzo Maggi,°® Ello Maccagnano N|collne Lakken
Chiara Marini- Bettolo Francina Munell Angel Sanchez )

Nicol C Voermans,'” Jahannaz Dastgir,'® Dmltry Vloda\.r
Gianmichele Magnano,?' Maggie C Walter, 2 Susana Quua Re

Robert-Yves Carlier,* Baziel G M van Engelen,'” John Vissing, 12 Volker Straub,

Carsten G Bonnemann, Eugenio Mercuri,”> Francesco Muntoni,"® Elena Pegoraro,”
Enrico Bertini,® Bjarne Udd,”**+*® Enzo Ricci,' Claudio Bruno®

Mezinarodni studie vzorce dystrofickych zmén na magneticka rezonance svalu
u pacientd se sarkoglykanopatii - soubor 167 pacienta IF 6.8

A randomized placebo-controlled phase 3 trial of an antisense
oligonucleotide, drisapersen, in Duchenne muscular dystrophy

Nathalie Goemans **, Eugenio Mercuri ® Elena Belousova ¢, Hirofumi Komaki ¢,
Alberto Dubrovsky ¢, Craig M. McDonald f John E. Kraus &', Afrodite Lourbakos ".

Zhengning Lin ", Giles Campion ", Susanne X. Wang ", Craig Campbell ' for the DEMAND III
study group

Mezinarodni randomizovana studie Iéby DMD (exon skipping) IF 2,487
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for rare or low prevalence

Neuromuskularni centrum FNM

Neuromuscular
Diseases (ERN EURO-NMD)

@® Member
Motol University
Hospital — Czechia

Nové moznosti lécby vrozenych neuromuskularnich onemocnéni v détském veku
MUDr. Jana Haberlova, Ph.D.

Neuromuskuldrni centrum, Klinika détské neurologie 2. LF UK a FN Motol, Praha

Souhrnny ¢lanek v éeském recenzovaném casopisu bez IF

ONEMOCNENI U D ETI

METALELE PERAT

Jan Lebl, Tereza Dousov4,Jana Haberlova, Markéta

Havlovicova, Radana Kotalova, Milan Macek ml., Kristyna
Potuznikova, Klara Rozenkova, Anna Sediva, Zdenék Sumnik,
Daniela Zemkova

VZACNA ONEMOCNENI U DETI

Kapitola v knize - Nové moznosti Ié¢by vrozenych neuromuskularnich onemocnéni v détském
véku, lé€ba spinalni svalové atrofie a svalové dystrofie typu Duchenne.
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Neuromuskularni centrum FNM

* Kilinické studie experimentalni lIéCby
PTC STRIDE — DMD th Translarna
SRP - 4045, 4053 — DMD th exon skipping
nové CLMIO70A2301 — SMA typ 1 p.o. exon skipping

1 pacient SMA typ 1 se ucastni klinické studie genové lécby — Boston (US)

VISION-DMD
Future trial design an

« Poradani mezinarodnich konferenci/workshopli
Mezinarodniho workshopu o biomarkrech NMD

Celoroc¢ni konference ERN-NMD
EURO-NMD Annual Meeting

complex diseases

 Evropské granty

Pokrac€uje u€ast na evropském grantu VISION DMD - vyvoj nového typu
kortikoidu pro DMD

Noveé ucast v evropském COST projektu - Delivery of Antisense RNA
Therapeutics (CA 17103)




Poradna pro neurokutanni onemocnéni

V ramci péc€e o pacienty s tuberézni sklerézou (TSC) jsme se podileli
na zaverecné fazi mezinarodniho FP7 projektu EPISTOP.

_EPISTeP

Nadale se jako jediné specializované pracovisté v CR vénujeme
diagnostice, Ié€bé a sledovani déti s neurokutannim onemocnénim.

Sledovani od novorozeneckého véku patfi jiz nékolik let mezi standardni
postupy u déti s rhrabdomyomem srdce a rizikem rozvoje tuberoézni
sklerézy. Publikovana studie:

Original article

Early predictors of clinical and mental outcome in
tuberous sclerosis complex: A prospective study

Barbora Benova “”, Borivoj Petrak °, Martin Kyncl ™, Petr Jezdik “, ( T )
Alice Maulisova %/, Alena Jahodova “°, Vladimir Komarek *°,
Pavel Krsek “"

Diagnostika, sledovani a terapie neurofibromatézy typ 1 (NF1) byla pro
praktické vyuziti nové shrnuta v ¢lanku:
Petrak B, Glombova M. Neurofibromatosis von Recklinghausen typ 1 (NF1)

— nejCastéjSi onemocnéni ze skupiny neurokutannich chorob. Neurologie pro
praxi 2018;19(2):104-107.
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Centrum hereditarnich ataxii FNM S
UkOly: ' Neurological Diseases
Longitudinalni sledovani korelaci genotyp-fenotyp u pacientu s SCA 'Ea}::j;ez?_n%::k?mnk
V ramci sité ERN kooperace s dalSimi evropskymi centry
NEUROGENETICKA CAST:

FRDA vysSetieno 61 pacient, 3 z toho pozitivni

SCA vysetieno 137 pacientll, z toho pozitivhi 2x - SCA2, 3x - SCAL17, 1x SCA28

Klinicky exom - vySetieny 4 rodiny: 1 rodina mutace v genu TMEM240 (SCA21)
1 rodina mutace v genu HEXB (Tay-Sachs)

KLINICKA CAST: k publikaci pfipraven souhrnny &lanek
Friedreichova ataxie — longitudinalni multidisciplinarni studie
¢eskych pacientu
(dokoncuje se korelace poctu repeatt a klinického priibéhu onemocnéni)

ve spolupraci s Ing. Z. Dobiasovou a podporou MZ realizovany projekty
urcené pro odbornou i laickou verejnost:
Rehabilitace cerebelarniho syndromu (CD-ROM)
Angelmantv syndrom (CD-ROM)

Priprava 12t International Symposium of the Society for Research on the

Cerebellum and Ataxias
SRCA 2020 - From J. E. Purkyné to the future, Pilsen, Czech Republic -



DNA laborator KDN

Genetika ¢asnych zavaznych epilepsii:

NGS panel gent a WES — celoexomové sekvenovani u pacientl s tézkymi détskymi
epilepsiemi bylo v roce 2018 nové provedeno u 25 pacientl a jejich rodicu

Srandi o ol Omhanet doovmad of Bose Diceoses CHIEBR) 1371

Istpe ol oy 1001 634651 303018081 28 Drphanetj-::qmal of VySIed ky StUd|e Vyéet‘feni
RareDiseases  MPS panelu 112 genti u
RESEARCH e y— ] 51 pamen_tu se zavaznou
W) o casnou epilepsii, Cim
casnéjSi zacCatek zachvatu,

Detection rate of causal variants in severe

childhood epilepsy is highest in patients tim vy$8i objasnitelnost — u
with seizure onset within the first four zacatku do 6 tydna véku az
i 64 %)

wee
David Sanék” @ Petm Laiiuthovd, Katalin Stérbova”, Markéta Vidkowa®, Jana Neupavernd', Marcela Kritovd®
and Favel Seeman’ (IF 3,6)




DNA laborator KDN

Neonatal Onset of Epilepsy of Infancy with
Migrating Focal Seizures Associated with a
Novel rarrt i

Objasnéni Casné epilepsie u MZ
dvojCat, nové popsany gen GABRB3,
(IF: 1,6)

Katalin Stérbova' Markéta VIckova? Petr Klement® Jana Neupauerova® David Stanék?
2 Pavel Seeman? Petra Lassuthovd?

na Zanova

TDepartment of Pediatric Neurology, 2nd Faculty of Medicine, Charles  Address for correspondence Petra Lassuthova, Department of

University in Prague and University Hospital Motol, Prague, Paediatric Neurology, 2nd Faculty of Medicine, Charles University in
Czech Republic Prague and University Hospital Motol, Prague, Czech Republic
2Department of Biology and Medical Genetics, 2nd Faculty of (e-mail: petra.lassuthova@I|fmotol.cuni.cz).

Medicine, Charles University in Prague and University Hospital
Motol, Prague, Czech Republic

3Department of Neurology, General University Hospital, Prague,
Czech Republic

4DNA Laboratory, Department of Pediatric Neurology, 2nd Faculty of
Medicine, Charles University in Prague and University Hospital
Motol, Prague, Czech Republic

Neuropediatrics

UBTF Mutation Causes Complex Phenotype of
Neurodegeneration and Severe Epilepsy in
Childhood

1

1 2

Emilie Vyhnalkova
1

Lucie Sedlackova' Petra Lad3uthova' Katalin Stérbova?  Jana Haberlova

Jana Neupauerova' David Stanék! Marie Sediva? Pavel Krsek? Pavel Seeman

y 4 Irwvwese
Nova pfiCina
neu rOdegeneraCe a

. . TDNA Laboratory, Department o - ndence Lucie Sedlackovd, PhD, DNA Laboratory,
e pl Ie pS I e - U BT F Medicine, Charles University in Prague and University Hospital Department of Pediatric Neurology, 2nd Faculty of Medicine, Charles

Motol, Prague, Czech Republic Universityin Prague and University Hospital Motol, v Uvalu 84, Prague
2pepartment of Pediatric Neurology, 2nd Faculty of Medicine, Charles 5, 150 06, Czech Republic (e-mail: lucie.sedlackova@Ifmotol.cuni.cz).
g e n University in Prague and University Hospital Motoal, Prague,

Czech Republic

(I F " 1 6) 3Department of Biology and Medical Genetics, 2nd Faculty of
" 1 Medicine, Charles University in Prague and University Hospital

Motol, Prague, Czech Republic

Neuropediatrics




v Objev nové priciny dédi¢né neuropatie v
DNA laborator KDN ;556 genu ATP1A1 (IF: 8,9)

REPORT

Mutations in ATPTAT Cause Dominant
Charcot-Marie-Tooth Type 2

r”' Adriana P. Rebelo,217 Gianina Ravenscroft,®!7 Phillipa J. Lamont,* Mark R. Davis,5
Fiore—Mamzanelli,® Shawna M. Feely,'3 Chelsea Bacon,'3 Dana Safka Brozkova,! Jana Haberlova,!4
Radim Mazanec,'® Feifei Tao,” Cima Saghira,” Lisa Abreu,” Steve Courel,” Eric Powell,>” Elena Buglo,”
Dana M. Bis,2 Megan E Baxter,” Royston W. Ong, Lorna Marns,® Yi-Chung Lee,® Yunhong Bai,!
Daniel G. Isom,” René Barro-Soria,'! Ki W. Chung,'s Steven S. Scherer,'® H. Peter Larsson,!!

Nigel G. Laing,’ Byung-Ok Choi,'® Pavel Seeman,' Michael E. Shy,'® Lucio Santoro,®
and Stephan Zuchner2”

I;_,, The American Journal of Human Genetics 102, 505-514, March 1, 2018 505

Received: 14 May 2018 Revised: 4 July 2018 Accepted: 17 July 2018
DOI: 10.1111/cge. 13417

Wl LEY ICI.INICAL
SHORT REPORT

Novel SBF2 mutations and clinical spectrum of Charcot-Marie- Klinicka ticka
Tooth neuropathy type 4B2 INICKa a geneticka

charakterizace AR CMT 4B2
P. Lagduthova® Q) | K. Vill> | S. Erdem-Ozdamar® | J.M. Schréder® | H. Topaloglu® |
R. Horvath®

| W. Miiller-Felber? | B. Bansagi® | B. Schlotter-Weigel” | D. Gliser® | (IF- 3,5)
J. Neupauerova® | L. Sedlackoval | D.Stanék® | R. Mazanec? | J. Weis? | P. Seeman? |

J. Senderek’




I DNA laboratof KDN

Journal of Clinical Neuroscience o0 (3000¢) xxx

Contents lists available at ScienceDirect

Journal of Clinical Neuroscience

Vzacna pfriCina pro AR
dédi¢nou spastickou
Case report paraparésu u pacienta

Autosomal recessive hereditary spastic paraplegia type SPG35 due to a 7z Banatu (||:: 1,6)
novel variant in_the FA2H gene-in-a-Czech-patient
b

nna Uhrova Meszarosova®*, Dana Safka Brozkova ®, Martin Vyhnalek”, Radim Mazanec”®,
a Lastuvkova ¢, Marie Trkova ¢, Martina Bittoova¢, Inna Soldatova ¢, Pavel Seeman *

* DNA Laboratory, Depa Charles University Second School of Medicine and Upiyerd 2

® Department of Neurology, Charles University Second School of Medicine and University Hospital Motol, Prague, Czech Republic
< Department of Medical Genetics, Masaryk Hospital, Usti nad Labemn, Czech Republic

4 Centre for Medical Genetics and Reproductive Medicine GENNET, Prague, Czech Republic

journal homepage: www.elsevier.com/locate/jocn

gite, (zech Republic

(Delece STRC genu jsou velmi
vyznamnou a zfejmeé druhou

GENETIC TESTING AND MOLECULAR BIOMARKERS nej éaStéjél’ p‘r"lléinou vrozené AR
Volume 22, Number 2, 2018 v e , v
© Mary Ann Lisbert Inc. dédi¢né poruchy sluchu v CR,

DOI: 10.1089/gtmb.2017.0155

IF: 1,2)

STRC Gene Mutations, Mainly Large Deletions,
are a Very Important Cause of Early-Onset Hereditary
Hearing Loss in the Czech Population

Simona Poisson Markova! Dana Safka Brozkova! Petra Lagduthova! Anna Mészarosova!
Marcela Kriitova! Jana Neupauerova,1 Dagmar Raékova?
Marie Trkova? David Stanék! and Pavel Seeman’




Genetika epilepsii

Centrum pro epilepsie ve spolupraci
DNA laboratori se v roce 2018 podilelo
na 3 multicentrickych studiich:

popis fenotypl pro pacietny s mutacemi
v genech IQSEC2, HCN1 a PURA

Genetics
ARTICLE | inMedicine

© American Colkege of Medical Geratics an d Genamic

IQSEC2-related encephalopathy in males and females: a
comparative study including 37 novel patients

Cyril Mignot, MD, PhD, Christel Depienne, PhD
A full list of authors and affiliations appears at the end of the paper.
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HCNI mutation spectrum: from neonatal
epileptic encephalopathy to benign
generalized epilepsy and beyond
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Cerpani interniho grantu v roce 2018

* Investice 592.900,- Ké
— Sono pristroj LOGIQ F8 k vySetrovani svall

-~ Neinvazivni diagnostika nervosvalovych pacientu,

intrathekalni aplikace léku Spinraza do subkutanniho portu
pod sono kontrolou




Cerpani interniho grantu v roce 2018
* Neinvestic¢ni prostredky
— Provozni naklady 1.496.000,- Ké
» Sekvenovani, kity, reakéni smési a chemikalie DNA laboratore

> EEG a neurozobrazovaci software

» Spotrebni material Elektrofyziologické laboratore

— Mzdy 600.000,- K¢
— Cestovné 120.000,- Ké
— Odvody 216.000,- K¢




Ile projektu na rok 2019 (+ vyhled do r. 2020)

Centrum pro epilepsie Motol
— Mezioborovy vyzkum v ramci Epilepsy Research Centre Prague
-~ Analyza genetickych pric¢in epilepsie
— Studium faktoru ovliviaujicich kvalitu zivota u déti s epilepsii
— Zapojeni do evropskych FP7 projektech (EPISTOP, Need To Stop)

Poradna pro neurokutanni onemocneéni
— Mezinarodni vyzkum patogeneze epilepsie u tuberézni sklerézy
— Studium a publikace vlastnich soubort déti s NF 1

Centrum pro nervosvalova onemocnéni FN Motol

— Zvysovani kvality, dostupnosti diagnostiky a standardi(i péce o pacienty
nervosvalovymi chorobami ve FN Motol

— Mezinarodni vyzkum patogeneze nervosvalovych nemoci a vyvoj novych léku

Centrum hereditarnich ataxii FN Motol
— Multidisciplinarni sledovani pacientti s hereditarni ataxii
— Mezinarodni spoluprace v ramci ERN-RND, optimalizace diagnostiky

DNA laborator Kliniky détské neurologie
— Genetika epileptickych encefalopatii
— VysSetieni novych skupin pacientu s dédiénou neuropatii, dédi¢nou

spastickou paraparézou a ¢asnou nesyndromovou hluchotou
— WES a WGS u vybranych pfipadt



