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OLGU 1

* 7vas 2/12 kiz hasta

* Nobet gecirme



HIKAYE

* Onsekiz aylikken bos bakma ve davranista
duraksama seklinde nobetleri baslamis

* Dis merkezde takibe alinmis ve levetirasetam
tedavisi verilmis

* Nobet kontroll saglanamayinca, 4 yasinda
levetirasetam kesilip valproik asite gecilmis

* Valproik asit tedavisi altinda nébet sikliginda
azalma olan hasta takibinin devami icin
klinigimize basvurdu



OZGECMIS

Antenatal: Takipli, sorunsuz gebelik
Natal: G1P1 anneden, 38 hafta, 3200 gr normal dogum

Postnatal: Yasaminin 2. giininde indirekt
hiperbilirubinemi sebebiyle 1 gln fototerapi almis

Asilari tam

Desteksiz oturma 7 ay, yurume 13 ay, ilk kelime 1 vyas,
cimle kurma 2 yasinda

1. sinifa gidiyor, okuma-yazmayi 6grenmis ancak okul
basarisi iyi degil



SOYGECMIS

Anne - baba akrabaligi yok.
Anne: 35 vyas, SS

Baba: 42 yas, epilepsi tanili (23 yasinda tani
almis, levetirasetam kullaniyor)

1.Cocuk: Hastamiz
2.Cocuk: 1 vyas, K, SS



FIZIK MUAYENE

e BC:51cm (33p)

* Bilinci acik, koopere ve oryante

* IR +/+, Kraniyal sinirler intakt

* DTR normoaktif

* Serebellar muayenede 6zellik yok
» Kas gucl dort ekstremitede 5/5

* Diger sistem muayeneleri olagan



HANGI TETKIKLERI PLANLARIZ?



LABORATUVAR

Biyokimya ]

WBC: 10200 Glukoz: 73,1 mg/dL
HGB: 12,4 g/L BUN: 4,7 mg/dL

HCT: % 36,1 Kre: 0.33mg/dL

MCV: 84,5 fL Na/K: 136 / 4,4 mmol/L
PLT: 238 000 Cl:102 mmol/L

Ca/P:9.2/5 mg/dL
Mg:2,12 mg/dL
AST/ALT:26,5 /9,5 U/L
T.Bil/D.Bil:0.32/0.13mg/dL
ALP: 168 U/L

Ph:7.37/PC0O2:41/cHCO3: 23,7

LDH:240 U/L
Amonyak: 35.2 ug/dL
Laktat: 9
T.protein:72.6 g/L
Albumin: 43,4 g/L
CRP: 8 mg/L

U.asit: 4 mg/dL

CPK: 84 U/L

Vitamin B12: 925 ng/L
Vitamin D: 8,2 ng/mL



Kraniyal MRG: normal

Hastanin dis merkezde cekilen EEG sinin
anormal oldugu sdylenmis, trase gortulmedi

1. EEG : Seyrek olarak hemisfer 6n
bolgelerinden kaynaklanan fokal epileptiform
desarjlar goralmustur.

2. EEG (llk EEG’den 1 yil sonra): Normal



ILK EEG




DENVER Il GELISIMSEL TESTI

e Takvim yasi 7 iken yapilan

Kisisel & sosyal gelisim 5.5-6 yas;
Ince motor gelisimi 6.5-7 yas,
Dil gelisimi 6.5-7 yas

NN X X

Kaba motor gelisimi 4.5-5 yas



OLGU 2 (BABASI)

e 42 yas erkek

e 2-3 senede bir tekrarlayan nobet



HIKAYE

* |k ndbeti 23 yasindayken iftardan bir saat
once olmus ve epilepsi tanisi konularak
levetirasetam baslanmis.

* Nobetleri; genellikle aclik donemlerinde olan
ve iki-Uc¢ senede bir tekrarlayan jeneralize
tonik klonik vasifli nébetlermis.

* Bazi ndbetlerinden birkac¢ saat dnce kelimeleri
tekrar etme (ekolali) ataklari olabiliyormus.



OZGECMIS- SOYGECMIS

Miadinda, NSVY ile dogum
Postnatal oyklde 6zellik yok
Lise mezunu, profesyonel kaleci

Anne-baba akrabaligi yok
4 kardesi var, SS
Ailede baska norolojik hastalik yok.



OLGU 2’NiN EEGSI
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)
&; * Baba ve cocukta epilepsi

* Aclikla tetiklenen nébet

"

* Hafif bilissel gerilik

e On taniniz nedir?

* Hangi tetkikleri
planlarsiniz?



Selzure type

Epilepsy type .

Aetiology
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Epilepsy syndrome




ILAE 2017 Classification of Seizure Types Expanded Version !

( Focal Onset ]

P

Generalized Onset

\.

~\

J

Impaired
s

Awarenes

[ Aware

/ Motor Onset

automatisms
atonic 2

clonic

epileptic spasms
hyperkinetic
myoclonic

tonic

Nonmotor Onset

autonomic
behavior arrest
cognitive
emotional
sensory

2

\ P

[ focal to bilateral tonic-clonlc]

motor

tonic-clonic

clonic

tonic

myoclonic
myoclonic-tonic-clonic
myoclonic-atonic
atonic

epileptic spasms

Nonmotor (absence)
typical

atypical
myoclonic

\eyelid myoclonia

\

A

s N\
Unknown Onset
\ J
4 Motor N
tonic-clonic
epileptic spasms
Nonmotor

behavior arrest
. J
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ILAE COMMISSION REPORT

Instruction manual for the ILAE 2017 operational
classification of seizure types
'Robert S. Fisher, ’J. Helen Cross, *Carol D'Souza, ‘lac.‘uenne A.French, *Sheryl R. Haut,
“Norimichi Higurashi, "Edouard Hirsch, *Floor E. Jansen, "Lieven Lagae, '°Solomon L. Moshé,
"'Jukka Peltola, "*Eliane Roulet Perez, "*Ingrid E. Scheffer, '“Andreas Schulze-Bonhage, '*Ernest
Somerville, '*Michael Sperling, '’Elza Marcia Yacubian, and '*'*Sameer M. Zuberi on behalf of
the ILAE Commissi i Termi

Epilepsia, S8(4):531-542. 2017
doi: 10.1111/epi. 13671



Co-morbidities

\

Etiology

Generalized Unknown

Epilepsy types

Combined

Generalized : Unknown
Generalized Metabolic
& Focal

Epilepsy Syndromes J

ILAE POSITION PAPER

ILAE classification of the epilepsies: Position paper of the
ILAE Commission for Classification and Terminology
"23Ingrid E. Scheffer, 'Samuel Berkovic, ‘Giuseppe Capovilla, “Mary B. Connolly,
‘]a«]ueline French, "Laura Guilhoto, *’Edouard Hirsch, '°Satish Jain, ''Gary W. Mathern,
2Solomon L. Moshé, "Dou;las R. Nordli, “Emilio Perucca, 'Torbjérn Tomson,
'éSamuel Wiebe, '’ Yue-Hua Zhang, and '*'?Sameer M. Zuberi

Epilepsia, 58(4):512-521,2017
doi: 10.1111/epi. 13709



TAEBLE 1 Epilepsy syndromes included in specific position papers =
=
=

Type of epilepsy E
Epilepsy syndromes with onset in « Self-limited {Eamilial) = Genetic epilepsy with = Myoclonic epilepsy in infancy = Early infantile DEE
neonates and infants* neonatal epilepsy febrile seizures plus « Epilepsy of infancy with migrating focal seizures
+ Belf-limited (familial) = Infantile epileptic spasms syndrome
infantile epilepsy « Dravet syndrome
+ Self-limited familial = Etiology-specific DEEs
neonatal-infantile epilepsy « KCNQ2-DEE
+ Pyridocdne-dependent and pyridoodamjine 5'
phosphate deficiency DEE
« CDELS-DEE
+ PCOHI9 clustering epilepsy
« GLUT1DS-DEE
= Sturge-Weber syndrome
= Gelastic seizures with HH
Epilepsy Syndromes with onset in Self-limited focal epilepsies » [Epilepsy with myoclonic » Epilepsy with myoclonic-atonic seizures
childhood™ + Self-limited epilepsy with absences » Lennox-Gastaut syndrome
centrotemporal spikes » Epilepsy with eyelid myoclonia  » DEE or EE with spike-and-wave activation in
+ Self-limited epilepsy with sleep
autonomic seizures » Febrile infection-related epilepsy syndrome
+ Childhood occipital visual » Hemiconvulsion-hemiplegia-epilepsy
epilepsy
+ Photosensitive occipital
Inbe epilepsy
Epilepsy syndromes with onset ata  « Mesial temporal Epilepsy with reading- Rasmussen syndrome
variahle ag‘e" lobe epilepsy with induced seizures Progressive myoclonus epilepsies
hippocampal sclerosis
+ Familial mesial temporal
lobe epilepsy
+ Sleep-related hypermotor
(hyperkinetic) epilepsy
i : m
« Familial focal epilepsy ...G
with variable foci .
+ Epilepsy with auditory
features
Idiopathic generalized epilepsies™ + Childhood absence epilepsy

» Juvenile absence epilepsy

» Juvenile myoclonic epilepsy

» Epilepsy with generalized
tonic—clonic seizures alone

wTeIsd9)

Epilepsia

SPECIAL REFORT

Methodology for classification and definition of epilepsy
syndromes with list of syndromes: Report of the ILAE Task
Force on Nosology and Definitions

Elaine C. Wirrell' © | Rima Nabbout™ © | Ingrid E. Scheffer® © | Taoufik Alsaadi®® |
Alicia Bogacz® | Jacqueline A. French’ © | Edouard Hirsch®© | Satish Jain® |

Sunao Kanecko™ | Kate Riney' ™ @ | Pauline Samia’ @ | O. Carter Sncad'™ |

Ernest Somerville'*© | Nicola Specchio™ © | Bugen Trinka'™™" & | sameer

M. Zuberi™™™ | Simona Balestrini®™ & | Samuel Wiebe™ @ | J. Helen Cross™F @ |
Emilio Perucca™ ™ © | Solomon L. Moshé™ @ | Paolo Tinuper™**



GENETIK ANALIZ SONUCU

e SLC2A1 geninde C.50G>A (p.Gly17Glu) VUS
(belirsiz 6neme sahip bir varyant) mutasyon

 Otozomal dominant, heterozigot
e Baba ve kizinda saptanmis



! I
l Normal  Mutated
gene gene

L

Affected child  Unaffected Unaffected  Affected child
child child

© MAYO FOUNDATION FOR MEDICAL EDUCATION AND RESEARCH. ALL RIGHTS RESERVED,



LP SONUCLARI
et nsior__soslenguon

Hastamiz 34 mg/dL 77 mg/dL

Babasi 46 mg/dL 99 mg/dL %46

GLUT-1 EKSIKLIGI SENDROMU



TAKIP

* Cocuk metabolizma poliklinigine yonlendirildi.
* Modifiye ketojenik diyet baslandi.



GLUT-1 EKSIKLIGi SENDROMU

-




TAEBLE 1 Epilepsy syndromes included in specific position papers
Type of epilepsy
Pogition paper Focal
Epilepsy syndromes with onset in « Self-limited {Eamilial)
neonates and infants* neonatal epilepsy
+ Self-limited (familial)
infantile epilepsy

Self-limited familial
neonatal-infantile epilepsy

Epilepsy Syndromes with onset in
childhood™

Selflimited focal epilepsies
+ Self-limited epilepsy with
Self-limited epilepsy with
autonomic seizures
+ Childhood occipital visual
epilepsy
+ Photosensitive occipital
lobe epilepsy
Mesial temporal
lobe epilepsy with
hippocampal sclerosis
Familial me=ial tempaoral
lobe epilepsy
Sleep-related hypermaotor
(hyperkinetic) epilepsy
Familial focal epilepsy
with variable fioci
Epilepsy with auditory
features

Epilepsy syndromes with onset at a
variable age™

Idiopathic generalized epilepsies™

Focal andfor

generalized

= Genetic epilepsy with
febrile seizures plus

Generalized

= Myoclonic epilepsy in infancy

» [Epilepsy with myoclonic
ahsences

= Epilepsy with eyelid myoclonia

Epilepsy with reading-
induced seizures

» Childhood absence epilepsy

» Juvenile absence epilepsy

» Juvenile myoclonic epilepsy

» Epilepsy with generalized
tonic—clonic seizures alone

T LTI

Syndromes with DEE or with progressive

neurclogical deterioration

= Early infantile DEE

« Epilepsy of infancy with migrating focal seizures

Infantile epileptic spasms syndrome

Dravet syndrome

Etiology-specific DEEs

» KCNQ2-DEE

+ Pyridocdne-dependent and pyridoodamjine 5'
phosphate deficiency DEE

» CDKL5S-DEE

= Gelastic seizures with HH

» Epilepsy with myoclonic-atonic seizures

= Lennox-Gastaut syndrome

» DEE or EE with spike-and-wave activation in
sleep

» Febrile infection-related epilepsy syndrome

» Hemiconvulsion-hemiplegia-epilepsy

Rasmussen syndrome
Progressive myoclonus epilepsies

1d3
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Epilepsia

SPECIAL REFORT

Methodology for classification and definition of epilepsy
syndromes with list of syndromes: Report of the ILAE Task
Force on Nosology and Definitions

Elaine C. Wirrell' © | Rima Nabbout™ © | Ingrid E. Scheffer® © | Taoufik Alsaadi®® |
Alicia Bogacz® | Jacqueline A. French’ © | Edouard Hirsch®© | Satish Jain® |

Sunao Kanecko™ | Kate Riney' ™ @ | Pauline Samia’ @ | O. Carter Sncad'™ |

Ernest Somerville'*© | Nicola Specchio™ © | Bugen Trinka'™™" & | sameer

M. Zuberi™™™ | Simona Balestrini®™ & | Samuel Wiebe™ @ | J. Helen Cross™F @ |
Emilio Perucca™ " © | Solomon L. Moshé™ © | Paoclo Tinuper™™**



Self-limited epilepsies

Self-limited neonatal epilepsy (SeLNE)
Self-limited familial neonatal-infantile
epilepsy (SeLFNIE)

Self-limited infantile epilepsy (SeLIE)
Genetic epilepsy with febrile seizures
plus (GEFS+)

Myoclonic epilepsy in infancy (MEI)

Do L2

Epilepsia

SPECIAL REPORT

ILAE classification and definition of epilepsy syndromes
with onset in neonates and infants: Position statement by
the ILAE Task Force on Nosology and Definitions

Sameer M. Zuberi' | Elaine Wirrel’© | Elissa Yozawitz*® | Jo M. Wilmshurst*c |
Nicola Specchio®® | Kate Riney®”© | Ronit Pressler® © | Stephane Auvin® |
Pauline Samia' © | Edouard Hirsch'?© | Santiago Galicchio" | Chahnez Triki'* |
0. Carter Snead” | Samuel Wiebe'® | J. Helen Cross'’**© | Paolo Tinuper®® |
Ingrid E. Scheffer” © | Emilio Perucca™© | Solomon L. Moshé***%° 5 |

Rima Nabbout®” ©



GLUKOZ TASIYICI TiP 1 EKSIKLIGI
SENDROMU

* Nadir genetik-metabolik bir hastaliktir (4.2 / 100,000).

* Glukozun kan-beyin bariyeri ve diger dokulardan gecmesini
saglayan GLUT-1 isimli proteinin eksikliginden kaynaklanur.

Glucose Transporter Type |
Deficiency Syndrome



GLUT1 in the blood-brain barrier (BBB)

etones

in braln endothellal cells
and in erythrocytes.

«— FIRES, NORSE, Omics, and Urgency The | and the Why - stuttering and the infinity of

Expanding clinical actionability in GLUT1 Deficiency through a
blood based biomarker

21,202 Julie Xian



GENETIK

« Kan-beyin bariyerinden beyne glikoz
tasinmasini kolaylastiran glikoz tasiyici tip
1'l kodlayan SLC2A1 genindeki patojenik
varyantlar neden olur.



SLC2A1 (Glutl) and the blood-brain-barrier (BBB)

Thyroid
hormone

*
Transferrin Arginine
Insulin vasopressin

Tight

junctions

Endothelial cell

Transport across the blood brain barrier (BBB). The endothelial cells in the Central Nervous System are important gatekeepers of
transport into the CNS. The GLUT1 transporter encoded by the SCL2A1 gene is the main transporter for glucose and mutations in the
SLC2A1 gene lead to GLUT1 Deficiency Syndrome. This condition can be treated with the ketogenic diet that allows the brain to
primarily use ketones as an alternate source of energy. Ketones are primarily transported through the MCT1 transporter, which is
encoded by the SLC16A1 gene. Figure inspired by Zlokovic, Nature Reviews Neuroscience 12, 723-738 (December 2011).




Case Reports > N EnglJ Med. 1991 Sep 5;325(10):703-9. doi: 10.1056/NEJM199109053251006.

. oo Defective glucose transport across the blood-brain
TA R I H S E L S U R E barrier as a cause of persistent hypoglycorrhachia,
seizures, and developmental delay

D C De Vivo 1, R R Trifiletti, R | Jacobson, G M Ronen, R A Behmand, S | Harik

* |lk olarak 1991 yilinda De Vivo ve calisma
arkadaslari tarafindan tanimlanmaistir.

* Gelisimsel gecikmesi, ndbeti ve beyin omurilik
sivisinda aciklanamayan dusuk glikozu olan
(hipoglikoraksi) iki cocuga atifta
bulunulmustur.

* Yedi yil sonra, bu durumun altinda yatan genin
SLC2A1 oldugu belirlenmistir.



KLINIK OZELLIKLERI

e Epilepsi

* Gelisimsel gecikme

* Mikrosefali veya bas bluylimesinin yavaslamasi
* Paroksizmal goz- kafa hareketleri

* Hareket bozuklugu

scual JM, De Vivo D. Glucose transporter type 1 deficiency syndrome [updated 2018 Mar 1]. In: GeneReviews
lable at: https://www.ncbi.nlm.nih.gov/books/NBK1430/ (Accessed on July 25, 2022)



KLINIK OZELLIKLERI

Movement
Disorder

PED

Focal
epilepsy

Alaxia

Increasing severity of phenotype

GLUT1
Encephalopathy
Intractable
infantile seizures

Complex
motor disorders

Download figure Open in new tab Download powerpoint

Figure 2 Phenotypic spectrum of glucose transporter type 1 (GLUT1) deficiency syndrome

Absence epilepsies with widely variable onset are a key feature of familial GLUT1
deficiency

]

€ -

S.A. Mullen, A Suls, 7. De jonghe, S.F. Berkovic, LE. Scheffer
N First published june 23, 2010, DOI: hup:



GLUT1 EKSIKLIGINE BAGLI EPILEPSIDE

* Nobetler genellikle li¢ yasindan once cesitli
jeneralize nobet tipleri (6zellikle miyoklonik,
miyoklonik-atonik, jeneralize tonik-klonik) ve
atipik veya erken baslangicli absans ndbetler

e Sabahin erken saatlerinde veya acken ortaya
cikan nobetlerErken baslangicli (dért yasindan
once) absans epilepsisi olan ¢cocuklarin yaklasik
ytizde 10'unda GlutlES vardir; bu nedenle, bu
nébet profiline sahip cocuklar GIut1ES igin

nlnnnrlnnnl:r:lmnl nl:r
Glut1 Defici ySy ndrome (Glu WDS)S of the n 2020 and r onal Glut1DS study group.

Klepper ], Akman C, Armeno M, Auvin S, Cervenka M, Cross HJ, De Giorgis V, Della Marina A, Engelstad K, Heussinger N, Kossoff EH, Leen WG, Leiendecker B, Monani UR, Oguni H, Neal E, Pascual JM, Pearson TS, Pons R, Scheffer IE,
Veggiot PWIImse MZI SMDV DC

Epilepsia Open. 2020;5(3):354. Epub 2020 Aug 13.

Paroxysmal eye-head movements in Glut1 deficiency syndrome.
Pearson TS, Pons R, Engelstad K, Kane SA, Goldberg ME, De Vivo DC
Neurology. 2017,88(17):1666. Epub 2017 Mar 24.



* Farkli calismalar ve vaka sunumlarinda da
erken yasta baslayan absans veya ilaca
direncli idiopatik jeneralize epilepsilerde
SLC2A1 mutasyonu gosterilmistir.

e Uluslararasi Epilepsi Savas Dernegi (ILAE) de
son uzlasi raporlarinda 4 yas altinda absans

epilepsi tanisi almis her vakada GLUT-1
hastaliginin taranmasini 6nermektedir.

Cocukluk Cagi Absans Epilepsi



HAREKET BOZUKLUKLARI

e Karakteristik ozelligidir
e Kalici veya paroksismal olabilir

e Klasik olarak yemekten once ortaya cikar ve
vemek sonrasi hafifler

* Paroksismal hareket bozukluklari hastalarin
vaklasik %75’inde gorulir ve paroksismal goz-
bas hareketleri ile paroksismal egzersize bagl
diskinezi (PED) en sik gorulenlerdir



HAREKET BOZUKLUKLARI

* Erken sut cocuklugu doneminde, tekrarlayici, ¢ok
vonlii, sakkadik, siklikla bas hareketiyle ayni yonde
paroksismal bas-goz hareketleri, epileptik nébetlerden
sonra ikinci en sik baslangic bulgusudur.

* Cocuklugun ilerleyen donemlerinde diger paroksismal
olaylar (istemsiz hareket, ataksi, gucsizlik/paralizi)
ortaya cikabilir.

* Yetiskin yaslara dogru kademeli olarak paroksismal
olaylarin siklik ve siddetinin azalmaktadir.



GLUT-1 EKSiKLIGI NE ZAMAN
DUSUNULMELI?

Erken baslangicli ilaclara direncli epilepsi
- fokal ya da jeneralize
Erken baslangich (<4 yas) absans epilepsi
OD kalitim 6zelligi gosteren IGE
Ketojenik diyetle ndbet kontroll saglandiysa
Herhangi bir yasta aciklanamayan paroksismal olaylar
Paroksismal g6z ve bas hareketleri
Aciklanamayan hareket bozuklugu
Egzersizle tetiklenen paroksizmal diskinezi
Edinsel mikrosefali



TANI

* 1. EEG

v’ Interiktal EEG normal olabilir.

v’ Bazen fokal yavaslama veya epileptiform
desarjlarla birlikte EEG zemininde yavaslama
gorulebilir

v'Iki yasindan buyik cocuklarda genellikle

jeneralize 2,5 Hz diken dalga paterni
gorulebilir.



TiPiK ABSANS EEG ORNEGI
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DERLEME / REVIEW

Tipik Absans Nébetleri ve iliskili
Epilepsi Sendromlan

Typical Absence Seizures and Related Epilepsy Syndromes
© Demet KINAY




ATiPiK ABSANS EEG ORNEGI
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TANI

e 2. MRG
v %25 civarinda

v’ Subkortikal U fiber hiperintensitesi
v Genislemis perivaskuiler bosluklar
v’ Genislemis ventrikiller

v Gecikmis miyelinizasyon —

=
Pediatric Neurology )
' :

GLUT1 Deficiency With Delayed Myelination
Responding to Ketogenic Diet




TANI

3. LOMBER PONKSIYON

v’ Kan glukozu normalken; disik BOS glukoznu

(hipoglikoraksi = <50 mg/dL ) gosteren lomber
ponksiyonla

v BOS laktat ile protein duzeyi ve hiicre sayimi
normal

N/

** Eritrositlere 3-O-metil-D-glikoz alimi

Glucose Transporter Type 4 | Deficiency Syndmme
: De Vivo Disease, Glut1 Deficiency Syndr



GENETIK

* En sik otozomal dominant (OD) kalitilir.

* Bireylerin yaklasik %90’inda, de novo
heterozigot patojenik varyant bulunurken;
vaklasik %10'unun klinik olarak etkilenmis bir

ebeveyni vardir.

Glucose Transporter Type 4 | Deficiency Syndmme
: ivo Disease, Glut1 Deficienc: ndrome, Glut1 DS



TEDAVI

* G|utlES lu her yastan hasta icin, teshis
konulduktan sonra mimkiin olan en erken
zamanda ketojenik diyet tedavisine (KDT)
baslanmasi 6nerilmekte

e Ketojenik diyet, Glut1DS ile iliskili n6betlerin
tedavisinde etkilidir, ancak asil amac,

norogelisimsel gerilemeyi yavaslatmak veya
onlemektir.



KETOJENIK DIYET

e Birinci basamak tedavidir.

* Beyin icin alternatif bir enerji kaynagi olan ketonu
yukseltir.

« KDT disindaki tedaviler (6rnegin ndbet onleyici ilaclar),
GlutlES’nun altta yatan metabolik kusurunu dizeltmez

* Klasik ketojenik diyet veya modifiye adkins diyetinin
nobet kontrolindeki etkinligi kanitlanmis olup; hastalarin
varisindan fazlasinda antikonviilzan ila¢ gereksinimi
kalmadigi bildirilmistir.

 Hareket bozukluklari ve kognitif sorunlar da ketojenik
diyet tedavisinden fayda gormektedir.



EVE GOTURULECEK
MESAJLAR

* GLUT1ES nun fenotipik spektrumu genis oldugu
icin Ozellikle;

— Aclikla tetiklenen nobetler

— Dort yas altinda baslayan absans nobetleri

— llaca direncli idiyopatik jeneralize epilepsiler

— Etiyolojisi aydinlatilamamis hareket
bozukluklari veya mikrosefali veya bilissel
gerilikle birlikte epilepsi varlig

GLUT1 eksikliginden suphelenilip BOS glukozu

bakilmalidir!




TESEKKUR EDERI




