	Patient
	Sex/Age of onset
	Variant
	ACMG
	Disease severity
	Develpment
	Seizure
	Epilepsy syndrome
	Family history
	Source of variation
	EEG
	MRI
	AEDs
	 Efficacy

	P1
	F/5m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	normal
	GTCS
	BFIE
	None
	Mather
	During sleep, there are small spikes in the central area
	normal
	VPA(Discontinued due to constipation),OXC
	No seizure



	P2
	M/7m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	Delayed language development
	GTCS
	BFIE
	None
	Mather
	normal
	normal
	LEV
	No seizure



	P3
	M/4m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	normal
	GTCS
	BFIE
	Grandfather has epilepsy
	Father

	A small amount of multifocal epileptiform discharge can be observed during sleep
	normal
	OXC
	No seizure



	P4
	M/7m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	normal
	Focal seizures
	BFIE
	None
	Father
	normal
	Not acquired

	LEV(Discontinued due to poor efficacy),VPA
	No seizure



	P5
	M/4m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	Delayed language development
	GTCS
	BFIE
	Mother has epilepsy
	Mather
	Multiple sharp waves can be seen in the right occipital region during waking and sleeping periods
	normal
	LEV,OXC
	No seizure



	P6
	F/3m
	c.971G>C(p.Gly324Ala)
	Likely path
	Mild
	normal
	GTCS
	BFIE
	None
	Mather
	A small amount of multifocal epileptiform discharge can be observed during waking and sleeping periods
	normal
	LEV
	No seizure



	P7
	F/5m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	normal
	GTCS，Focal seizures
	BFIE
	Mother has epilepsy
	Mather
	Multiple sharp slow waves can be seen in the occipital and posterior temporal regions during waking and sleeping periods
	normal
	LEV(Discontinued due to poor efficacy),OXC
	No seizure



	P8
	F/6m
	2-4 Exon deficient
	Likely path
	Moderate
	Delayed language development
	GTCS，atonic seizure 
	BFIE
	None
	unknown
	During sleep, more sharp waves can be seen in the right occipital and posterior temporal regions
	normal
	LEV,VPA
	Occasional seizures

	P9
	M/4m
	c.189del(p.Lys64Argfs*26)
	Likely path
	Profound 
	Delayed language and motor development
	Febrile,
Dystonia,automatism
	PKD
	Father has epilepsy
	Father
	normal
	Not acquired

	LEV,VPA,OXC
	Occasional seizures



	P10
	M/5m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	normal
	GTCS
	BFIE
	None
	Father
	During sleep, a few sharp waves were observed in the left occipital and parietal regions
	normal
	OXC
	No seizure



	P11
	M/5m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	normal
	GTCS，Focal seizures
	BFIE
	None
	Father
	During the interictal period, multiple epileptiform discharges were observed bilaterally in the occipital region
	normal
	OXC
	No seizure



	P12
	F/3m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Mild
	normal
	GTCS
	BFIE
	None
	Mather
	During sleep, a small amount of sharp waves can be seen in central area
	normal
	VPA(Discontinued due to poor efficacy),LEV
	No seizure



	P13
	M/3m
	c.649dup(p.Arg217ProfsTer8)
	Path
	Moderate
	Delayed language and motor development
	GTCS
	None
	Sister has epilepsy
	Father
	A small amount of epileptiform discharges were observed in the right frontal area, central area, left central area, and parietal area during the sleep period
	Abnormal signal in the tentorial cistern, local dural enhancement in the left temporal pole
	VPA(Discontinued due to poor efficacy),LEV
	No seizure



	P14
	F/5m
	c.649dup(p.Arg217ProfsTer8)
	Likely path
	Mild
	normal
	GTCS
	None
	Mather has epilepsy
	Mather
	In both the awake and sleep states, sharp waves, spike waves, and sharp-slow waves could be observed in the bilateral occipital regions
	normal
	LEV(Discontinued due to poor efficacy),OXC
	No seizure




  Table 1 . Genotype and phenotype details for individuals with PRRT2 variants.
P:patient; M:male; F:female; ACMG:American College of Medical Genet; GTCS:generalized tonic-clonic seizure; BFIE: benign familial infantile epilepsy; AEDs:anti-epileptic drugs; VPA:sodium valproate; LEV:levetiracetam; OXC:oxcarbazepine; LCS:lacosamide; Path:Pathogenic; Likely path:likely pathogenic; US:uncertain significance; GTCS:generalized tonic-clonic seizure

