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Case 1:An 8-year-old girl with drug resistant epilepsy
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Case 1:An 8-year-old girl with drug resistant epilepsy
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« MRI brain normal gnutnuaglaly Phenobarbital, Valproate,
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Case 1:An 8-year-old girl with drug resistant epilepsy
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« On Phenobarbital,

Clobazam, Levetiracetam,

Lamotrigine

« Ketogenic diet
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Physical examination

®* GA: Follow command

® Vital signs: BT 36.4°C, PR 95/min, RR 18/min, BP 102/70 mmHg

® Neurological examination
® Alert, pupil 3 mm react to lisht both eyes, full EOM, no facial palsy
® Motor can move against gravity equally, normal tone

®* DTR 2+ all extremities

® Babinski absent, Clonus negative
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Whole genome sequencing

1 chr2_165991927_G_A  SCN1A Heterozygous D dn GeneCards OMIM GeneReviews

ACMG Classsification ACMG Prediction Probability of Pathogenicity
Feature Variant Protein Impact
> NM 001165963.4 c.5348C>T p.Ala1783Val MODERATE

Diagnosis: SCN1A-
Developmental epileptic
encephalopathy
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Impact of the patients

@ Precision medicine m Patient support groups
Take home IV Wau589 Stock g
A\ \/ )
antiseizure medication Fnlsane1UIAYUYY
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Impact of the patients
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Case 2: Two boys with global developmental delayed

and spasticity
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7-year-old boy

« Term 38 weeks, BW .
2970 gm .

« No complication

galdtuna geliini11ane U399utn sutasla
CT brain Cortical brain atrophy both

frontal lobes

PE: minor dysmorphic features, no

micro/macrocephaly, mild spastic tone,
DTR 3+

AN TTAUNAILINAG

MRI brain (denied), Add Baclofen,

Tizanidine

$21n15L039 AndeNn
Laigdnan

Diagnosis Epilepsy
« Valproate,

Phenytoin

« Loss follow up
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2-year-old boy

Perinatal history

e Preterm 36 weeks, BW
2700 gm

. vanauaulsIneIuIala
Oxygen 3 U

1-2 month

gulalae uasdunI

1 UTI tagin
Ultrasound:
hydronephrosis both
sides, VCUG no VUR

4-6 months
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2-year-old boy

e UIAWNAIUINITYN

« PE: Alert, cranial nerves intact
all, move both UE&LE against
gravity, spastic tone, DTR 2+

« Imp GDD, spastic quadriparesis

« MRI brain negative

‘ WGS

* fiAwnun AasuRUnauduLNanUIn
® PE: Ulcer at lips

® DDx: Abnormal movement/ Seizure

® EEG No epileptiform discharges

® On Clonazepam

* Rx Consult Nununng Dental extraction

® Serum uric 7.3 mg/dL
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Whole genome sequencing

1
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chrX_134475254_G_C  HPRT1 AD_incomplete

ACMG Classsification

EDED G

Feature

> NM_000194.3

chrX_134475254 G_C

ACMG Classsification

EEDED

Feature

> NM_000194.3

GeneCards

ACMG Prediction Probability of Pathogenicity

G

Variant Protein

€.208G>C p.Gly70Arg

HPRT1 AD_incomplete

OMIM GeneReviews < varsome

7-year-old boy

@ IGV Compou

G

Impact Consequence Mane Select Predicted Deleterious
MODERATE missense_variant YES
GeneCards OMIM GeneReviews < varsome

ACMG Prediction Probability of Pathogenicity

Variant Protein

€.208G>C p.Gly70Arg

I

Impact

MODERATE missense_variant YES

2-year-old boy

Consequence Mane Select Predicted Deleterious

@ IGV Compou

G
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Impact of the patients

Genetic counselling A - TN TR
O L

« Carrier testing PR

Pharmacological treatment |- e e
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« Prevent complication

« Screening comorbidities
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