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PIGA

1 2 3 4 5 V-2 V-4
Familia or - - Familial Familial . Familial Familial
sporadic Sporadic Sporadic (Proband) (Brother) Sporadic (Proband) (Brother)
Mutation €.1234C>T C.616A>T c. 230G>T c. 230G>T c.355C>T €.1234C>T €.1234C>T

(p.R412X) (p.1206F) (p.R77L) (p.R77L) (p.R119W) (p.R412X) (p.R412X)

. : Died at 11 Died a 10

Current age Six years 10 years Eight years 18 months 15 months weeks weeks
Sex Male Male Male Male Male Male Male

Ohtahara

fnynggfomnie(’; early West syndrome Early-onset Early-onset
Clinical diagnosis Y with epileptic epileptic West syndrome

enc_ephal opathy, hypomyelination encephalopathy encephalopathy

Schinzel-Giedion

syndrome
Polyhydramnios + - - - + - +
Gestation 33 weeks 40 weeks 38 weeks 36 weeks 39 weeks full term 35 weeks
Birth weight 2,857 g 3,566 g 2,715 ¢ 1,896 g 3,468 g 3,540 g 3,500 g
Birth length 42.0 cm 50 cm 50 cm N.D. 47 cm 53.5cm 48 cm
Birth head 332 cm N.D. 32.5cm N.D. 33.5cm 37 cm 35.5cm
circumference
Facial + + . - + + +
dysmorphism
Vesicoureteral n ND. i ) N.D. n ND.
reflux
Joint contractures  + + - - - + +
Hypotonia + - - - + + +
Hyperreflexia N.D. - - - + + +



Seizure onset

Seizure types

EEG findings

One month

Tonic seizures
followed by
frequent myoclonus

Suppression burst
at neonatal period

Three months

Myoclonus or

epileptic spasm-like

movement

Hypsarrhythmia at
3 months, periodic
bursts of multifocal
epileptic discharges
similar to
suppression burst
pattern at 10 years

Seven months

Tonic seizures,
secondarily
generalized
seizures

Normal at 7
months, irregular
spike-and-slow
wave and
multifocal spikes at
2 and 5 years

Seizure-free at 3

Seven months

Tonic or clonic
seizures

Normal at 7 months

Seizure free at 15

Three months

Myoclonic
seizures, tonic
spasms

Hypsarrhythmia at
3 months,
suppression burst at
5 months

Intractable

Hypotonic
quadriplegia,
profound
intellectual
disability

+ (at 9 months)

+ (at 9 months)

Neonate

Myoclonic
seizures

Suppression
burst

Intractable

Early death

N.D.

N.D.

Neonate

Severe
myoclonic
seizures

Suppression
burst

Intractable

Early death

N.D.

Seizure prognosis  Intractable Intractable years with TPM months
Hypotonic Spastic Profound Moderate
quadriplegia, quadriplegia, intellectual intellectual

Development profound profound disability with disability, but no
intellectual intellectual autism, but no motor di};,turbance
disability disability motor disturbance

Thin corpus I + - -

callosum

White matter n i . -

immaturity

Rpstripted " + - -

diffusion pattern

Elevated serum

alkaline N.D. + - )

phosphatase

Iv-2 1vV-4 (Johnston JJ, et al. Am J Hum Genet 90, 295-300, 2012), N.D., not determined; TPM, topiramate



