	

	Table 1 Clinical information of the Chinese patients with FBXO11 variants

	
	FBXO11 Family 1
	FBXO11 Family 2
	FBXO11 Family 3
	FBXO11 Family 4
	FBXO11 Family 5

	Clinical information
	Patient 1
	Patient 1-1
	Patient 1-2
	Patient 2
	Patient 2-1
	Patient 3
	Patient 3-1
	Patient 4
	Patient 4-1
	Patient 5
	Patient 5-1
	Patient 5-2

	Family relationship
	Proband
	Brother
	Mother
	Proband
	Mother
	Proband
	Mother
	Proband
	Son
	Proband
	Daughter
	Son

	Gender
	Female
	Male
	Female
	Female
	Female
	Male
	Female
	Female
	Male
	Female
	Female
	Male

	Consanguineous of parents
	No
	No
	No
	No
	No
	NA
	NA
	No
	No
	No
	No
	No

	Inheritance pattern
	NA
	NA
	NA
	Maternal
	NA
	NA
	NA
	NA
	Maternal
	NA
	Maternal
	Maternal

	Transcript
	NM_001190274.1
	NM_001190274.1
	NA
	NM_001190274.1
	NM_001190274.1
	NM_001190274.1
	NA
	NM_001190274.1
	NM_001190274.1
	NM_001190274.1
	NM_001190274.1
	NM_001190274.1

	HGVS (c.)
	c.1981_1983del
	c.1981_1983del
	NA
	EX22-EX23E Del
	EX22-EX23E Del
	c.1616G>A
	NA
	c.2541_2551del
	c.2541_2551del
	c.1570del
	c.1570del
	c.1570del

	HGVS (p.)
	p.His661del
	p.His661del
	NA
	p.853_927delinsIleAsnValHisProHis
	p.853_927delinsIleAsnValHisProHis
	p.Arg539Lys
	NA
	p.Met847llefsTer7
	p.Met847llefsTer7
	p.Val584PhefsTer23
	p.Val584PhefsTer23
	p.Val584PhefsTer23

	Location (GRCh37)
	chr2:48045 941-48045943
	chr2:48045 941-48045943
	NA
	chr2:48034058-48035566
	chr2:48034058-48035566
	chr2:48050282
	NA
	chr2:48036301-48036311
	chr2:48036301-48036311
	chr2:48047548
	chr2:48047548
	chr2:48047548

	Molecular diagnostic method
	WES
	WES
	Not performed
	WES
	WES
	WES
	Not performed
	WES
	Sanger sequencing
	WES
	Sanger sequencing
	WES

	Clinical phenotype at birth

	[bookmark: _Hlk142820833]Pregnancy
	Cesarean delivery, premature delivery
	Cesarean delivery
	NA
	Uneventful
	Uneventful
	NA
	NA
	Uneventful
	NA
	NA
	Uneventful
	Uneventful

	Birth at gestational week
	7+ month
	39
	NA
	40
	NA
	NA
	NA
	41
	NA
	NA
	38+
	39+

	Birth weight
	1400 g
	3500 g
	NA
	4000 g
	NA
	NA
	NA
	3200 g
	NA
	NA
	3100 g
	3000 g

	Birth length
	40 cm
	50 cm
	NA
	50 cm
	NA
	NA
	NA
	Normal
	NA
	NA
	Normal
	Normal

	Birth head circumference
	NA
	NA
	NA
	Normal
	Normal
	NA
	NA
	Normal
	NA
	NA
	Normal
	Normal

	Apgar score
	10
	10
	NA
	Did not cry at birth
	10
	NA
	NA
	10
	NA
	NA
	10
	10

	Other information
	Short lingual frenulum
	No
	NA
	No
	No
	NA
	NA
	No
	NA
	NA
	No
	No

	Clinical phenotype at last examination

	Age of last evaluated (years)
	12
	11
	41
	14
	35
	16
	NA
	39
	NA
	42
	NA
	NA

	Height
	120 cm
	120 cm
	120 cm
	164 cm
	155 cm
	160 cm
	NA
	163 cm
	NA
	145 cm
	140 cm
	120 cm

	Weight
	46 kg
	65 kg
	65 kg
	50 kg
	55 kg
	56 kg
	NA
	83 kg
	NA
	60 kg
	55 kg
	50 kg

	BMI
	31.9
	45
	45
	18.6
	22.9
	21.9
	NA
	31.2
	NA
	28.5
	28.1
	34.7

	Head circumference
	Normal
	Normal
	Normal
	Normal
	Normal
	Normal
	NA
	Normal
	NA
	Normal
	Normal
	Normal

	Global developmental delay
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	NA
	Yes
	NA
	Yes
	Yes
	Yes

	Motor delay
	No
	No
	NA
	No
	No
	Yes
	NA
	No
	NA
	No
	Yes
	Yes

	Age of walking without support
	1 year 6 months
	1 year 5 months
	NA
	2 years 6 months
	3 years
	2+ years
	NA
	2 years
	NA
	2 years
	5 years
	2+ years

	Delayed speech and language development
	Yes, slurred speech
	Memory impairment
	NA
	Yes, speech and language development regression
	NA
	Yes, basic expressive ability
	NA
	Yes, basic expressive ability
	NA
	Yes, basic expressive ability
	Yes, basic expressive ability
	Yes, basic expressive ability

	Receptive language delay
	No
	No
	No
	Yes
	No
	No
	NA
	No
	NA
	No
	No
	No

	First words
	2+ years old
	2+ years old
	NA
	2+ years old
	3+ years old
	2+ years old
	NA
	2+ years old
	NA
	NA
	3+ years old
	3+ years old

	Intellectual disability
	Severe
	Severe
	Severe
	Mild-Moderate
	Moderate
	Moderate-Severe
	Yes
	Moderate-Severe
	Mild
	Moderate-Severe
	Moderate-Severe
	Moderate-Severe

	Muscular hypotonia
	No
	No
	No
	No
	Hypotonia
	No
	NA
	No
	NA
	No
	No
	No

	Behavioral anomalies
	No
	No
	No
	No
	NA
	No
	NA
	Auditory hallucinations, hallucinations
	NA
	No
	No
	No

	Seizures
	No
	No
	Yes, during childhood
	No
	No
	Yes, 2 years old, one time
	NA
	Yes, onset at 6 years ago
	NA
	No
	No
	No

	EEG
	NA
	NA
	NA
	Normal
	NA
	NA
	NA
	NA
	NA
	Normal
	NA
	NA

	Brain MRI
	NA
	NA
	NA
	Normal
	NA
	NA
	NA
	NA
	NA
	Normal
	NA
	NA

	Hearing test
	Normal
	Normal
	Normal
	Normal
	Normal
	Normal
	NA
	Normal
	NA
	Normal
	Normal
	Normal

	Sleep disturbances
	No
	No
	NA
	No
	NA
	No
	NA
	No
	NA
	Yes
	No
	No

	Malformation
	No
	No
	No
	No
	No
	No
	NA
	No
	NA
	No
	No
	No

	Ophthalmic testing
	Reduced visual acuity
	Reduced visual acuity
	Reduced visual acuity
	Normal
	Normal
	Normal
	NA
	Normal
	NA
	Normal
	Reduced visual acuity of the right eye
	Normal

	Hypertrichosis
	No
	No
	No
	No
	No
	No
	NA
	Yes，long body hair
	NA
	No
	No
	No

	Other information
	No
	No
	Claudication
	No
	No
	No
	No
	No
	No
	No
	No
	No

	NA: Not Available



