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	Neurodevelopmental features associated with the CTNNB1 cases

	
	P1
	P2
	P3
	P4
	P5
	P6
	P7
	P8
	P9
	P10
	P11
	P12
	P13

	[bookmark: _Hlk155859244][bookmark: _Hlk153446423]Age
	12 yo 7 mo
	7 yo 9 mo
	7 yo 2 mo
	8 yo 5 mo
	5 yo 11 mo
	5 yo 8 mo
	10 yo 9 mo
	6 yo 5 mo
	10 yo
	15 yo 11 mo
	3 yo 8 mo
	4 yo 7 mo
	3 yo 11 mo

	Gender
	F
	F
	F
	F
	F
	F
	M
	M
	M
	M
	M
	F
	M

	Age of diagnosis
	9 yo
	4 yo
	4 yo
	6 yo
	2 yo 6 mo
	2 yo 2 mo
	4 yo 5 mo
	4 yo 2 mo
	2 yo 6 mo
	12 yo
	2 yo 4 mo
	1 yo 2 mo
	1 yo 10 mo

	Microcephaly
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes

	Facial dysmorphism 
	Yes
	No
	Yes
	No
	Yes
	Yes
	Yes
	No
	Yes
	No
	Yes
	No
	Yes

	Pregnancy
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Age of the mother
	35
	38 
	33
	31
	39
	31 
	32
	31
	39
	34 
	35
	39
	38

	
	Age of the father 
	35
	38
	36
	34
	39
	33
	32
	33
	35
	32
	37
	45
	37

	
	First pregnancy
	No
	No
	Yes
	Yes
	No
	No
	Yes 
	Yes
	No
	Yes
	No
	No
	Yes 

	
	Issues
	None
	None
	High risk
	None
	Preeclamptic risk
	Thrombosed haemorrhoid
	None
	Preecalmptic risk
	None
	None
	Premature contractions
	None
	None

	Birth
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Weight
	2,700 kg
	3,220 kg
	4,000 kg
	2,275 kg
	3,250 kg
	2,150 kg
	2,500 kg
	2,902 kg
	3,070 kg
	3,300 kg
	2,380 kg
	2,940 kg
	2,850 kg

	
	Gestation period
	40 weeks
	41 weeks
	39 weeks
	38 weeks
	41 weeks
	37 weeks
	41 weeks
	37 weeks
	39 weeks
	40 weeks
	38 weeks
	37 weeks
	38 weeks

	
	Types of delivery
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	C section
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth

	
	Incubator
	No
	No
	No
	No
	No
	Yes (21 days)
	No
	No
	No
	No
	No
	No
	No

	Newborn period
	
	
	
	
	
	
	
	
	
	
	
	
	

	Activity
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Weak cry
	No
	No
	Yes
	No
	No
	Yes
	No
	No
	Yes
	No
	No 
	Yes
	No

	
	More sleep hours
	No
	No
	Yes
	No
	No
	Yes
	No
	No
	No
	No
	No
	No
	No

	
	Less active
	Yes
	No
	No
	Yes
	Yes
	Yes
	No
	Yes
	No
	No
	No
	Yes
	Yes

	
	Crankier
	Yes
	Yes
	No
	No
	Yes
	Yes
	No
	No
	No
	No
	Yes
	No
	No

	
	Upset when hold
	Yes
	No
	No
	No
	Yes
	No
	No
	No
	No
	No
	No
	No
	No

	Feeding problems
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Stomach cramps
	Yes
	Yes
	Yes
	Yes
	No
	Yes
	Yes
	Yes
	No
	Yes
	Yes
	Yes
	No

	
	Suction difficulties 
	Yes
	No
	No
	Yes
	Yes
	Yes
	No
	No
	Yes
	Yes
	Yes
	Yes
	No

	
	Excessive vomiting
	No
	No
	Yes
	No
	Yes
	No
	No
	No
	No
	No
	Yes
	Yes
	No

	
	Weight loss
	No
	No
	Yes
	No
	Yes
	No
	No
	No
	No
	No
	No
	No
	No

	Illnesses
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Significant illness
	None
	None
	None
	None
	Respiratory problems
	Urine infection and otitis
	None
	None
	Bronchiolitis
	None
	Vaccine-related seizures
	None
	None

	Development 
	
	
	
	
	
	
	
	
	
	
	
	
	

	Inferior weight or height
	Yes (always)
	No
	No
	Yes (until 7 yo)
	Yes (newborn)
	Yes (always)
	Yes (always)
	Yes (always)
	Yes (always)
	Yes (always)
	Yes (always)
	No
	No

	Gross and fine motor development (mo achieved)
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Respond when talked
	6 mo
	6 mo
	3 mo
	4 mo
	3 mo
	6 mo
	3 mo
	3 mo
	3 mo
	3 mo
	3 mo
	3 mo
	3 mo

	
	Hold head
	5 mo
	7 mo
	5 mo
	9 mo
	4 mo
	6 mo
	4 mo
	12 mo
	9 mo
	6 mo
	5 mo
	9 mo
	3 mo

	
	Turn upside down
	11 mo
	12 mo
	12 mo
	8 mo
	18 mo
	12 mo
	20 mo
	10 mo
	24 mo
	11 mo
	11 mo
	10 mo
	9 mo

	
	Sit with support
	11 mo
	6 mo
	10 mo
	12 mo
	18 mo
	24 mo
	12 mo
	12 mo
	42 mo
	12 mo
	33 mo
	10 mo
	5 mo

	
	Stand up with support
	42 mo
	15 mo
	12 mo
	12 mo
	36 mo
	40 mo
	24 mo
	24 mo
	NA
	13 mo
	NA
	16 mo
	12 mo

	
	Babble
	48 mo
	24 mo
	9 mo
	15 mo
	36 mo
	12 mo
	12 mo
	3 mo
	72 mo
	18 mo
	6 mo
	23 mo
	24 mo

	
	Can sit 
	36 mo
	15 mo
	24 mo
	18 mo
	36 mo
	56 mo
	30 mo
	36 mo
	NA
	39 mo
	24 mo
	15 mo
	11 mo

	
	Creep
	NA
	8 mo
	13 mo
	12 mo
	24 mo
	36 mo
	12 mo
	13 mo
	NA
	118 mo
	12 mo
	11 mo
	NA

	
	Crawl
	NA
	14 mo
	20 mo
	18 mo
	36 mo
	48 mo
	20 mo
	25 mo
	NA
	20 mo
	24 mo
	15 mo
	10 mo

	
	Turn pages / hold a glass with both hands
	36 mo
	18 mo
	24 mo
	48 mo
	36 mo
	60 mo
	96 mo
	10 mo
	48 mo
	48 mo
	18 mo
	31 mo
	NA

	
	First steps with support
	36 mo
	18 mo
	36 mo
	18 mo
	48 mo
	60 mo
	24 mo
	24 mo
	NA
	48 mo
	42 mo
	27 mo
	18 mo 

	
	First steps without support
	42 mo
	54 mo
	36 mo
	30 mo
	60 mo
	NA
	30 mo
	33 mo
	NA
	60 mo
	NA
	27 mo
	24 mo

	
	Walk more than 10 steps
	42 mo
	NA
	42 mo
	34 mo
	60 mo
	NA
	36 mo
	35 mo
	NA
	60 mo
	NA
	29 mo
	30 mo

	
	Doodles
	36 mo
	72 mo
	36 mo
	38 mo
	48 mo
	60 mo
	72 mo
	16 mo
	96 mo
	60 mo
	18 mo
	23 mo
	18 mo

	
	Fit pieces 
	48 mo
	36 mo
	36 mo
	36 mo
	60 mo
	60 mo
	NA
	25 mo
	36 mo
	60 mo
	18 mo
	15 mo
	36 mo

	Sensorial
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Sight problems 
	None
	None
	Strabismus and farsightedness
	Strabismus, stigmatism, farsightedness
	Strabismus, stigmatism, farsightedness
	Strabismus and farsightedness
	Strabismus (had an intervention)
	Strabismus
	Strabismus
	Strabismus
	None
	Strabismus
	Strabismus

	
	Use of glasses 
	No
	No
	Yes
	Yes
	Yes 
	Yes
	No
	Yes
	Yes
	Yes
	No
	No
	Yes

	
	Light sensitivity 
	No
	No
	No
	No
	Yes
	Yes
	No
	No
	No
	No
	No
	No
	Yes

	
	Loud noises sensitivity
	Yes
	Yes 
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	No
	Yes

	
	Strong odours 
	Yes
	No
	Yes
	Yes
	Yes
	No
	No
	No
	Yes
	Yes
	No
	Yes
	Yes

	
	Pain sensitivity
	Scarce
	Scarce
	Normal
	Scarce
	Scarce 
	Scarce
	Scarce
	Scarce
	Excessive
	Scarce
	Scarce
	Scarce
	Normal

	Sleep problems
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Persistent sleep problems (currently or in the past)
	Yes (until 7-8 years old)
	Yes (currently)
	None
	Yes (currently)
	Yes (until 3 yo)
	Yes (until 2 yo)
	Yes (until 7 yo)
	None
	Yes (currently)
	Yes (until 4 yo)
	Yes (until 3 yo)
	Yes (currently)
	None

	
	Medication
	Yes 
	Yes
	-
	Yes
	-
	-
	Yes
	-
	-
	Yes
	-
	Yes 
	-

	
	Improvements 
	Able to sleep
	More regular sleep
	-
	Major improvements
	-
	-
	Able to sleep
	-
	-
	Falls asleep faster
	-
	Falls asleep faster
	-

	Feeding problems
	None
	Throws up easily
	None
	Dislikes certain textures
	Chokes with water
	None
	None
	None
	Food has to be cut in tiny pieces
	None
	Dysphagia and peaky eater
	None
	Chokes with water

	Bowel control (age achieved)
	Yes (10 yo)
	No
	Yes (5 yo)
	No
	No
	No
	Yes (7 yo)
	Yes (3 yo)
	No
	Yes (12 yo)
	No
	No
	No

	Bladder control (age achieved)
	Yes (9 yo)
	No
	Yes (4 yo)
	No
	No
	No
	No 
	Yes (3 yo)
	No
	Yes (12 yo)
	No
	No
	No

	Expressive language
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Main form of communication
	Verbal
	Both
	Verbal
	Verbal
	Signs or pictograms
	Verbal
	Signs or pictograms
	Both
	Verbal
	Signs or pictograms
	Both
	Both
	Signs or pictograms

	
	First words (age)
	48 mo
	6 yo (agua (water))
	24 mo (tata (sister))
	30 mo (mamá, papa (mum and dad))
	48 mo (ama (mum))
	24 mo (bolquer (nappy))
	96 mo (papá, tata (dad and sister))
	36 mo (papá (dad))
	72 mo (papá (dad))
	60 mo (mamá (mum))
	26 mo (papá, mamá (dad and mum))
	36 mo (agua (water))
	36 mo (papa (dad))


	
	Two-word sentences (age)
	48 mo
	NA
	60 mo
	36 mo
	NA
	36 mo
	NA
	36 mo
	78 mo
	NA
	30 mo
	NA
	NA

	
	Three-word sentences (age)
	48 mo
	NA
	72 mo
	48 mo
	NA
	48 mo
	NA
	36 mo
	90 mo
	NA
	42 mo
	NA
	NA

	
	Articulation impairments
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes

	Motor difficulties
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Performing tasks with the hands
	No
	Yes (both)
	Yes (right)
	Yes (both)
	Yes (left)
	Yes (left)
	Yes (both)
	Yes (right)
	Yes (both)
	Yes (both)
	Yes (left)
	Yes (both)
	Yes (left)

	
	Spasticity (currently or in the past) + affected area
	No
	Yes (mainly in the legs)
	Yes (legs)
	Yes (legs)
	Yes (legs)
	Yes (legs, mainly abductors and calf)
	Yes (mainly in the legs)
	Yes (mainly in the legs)
	Yes (legs, severely impaired)
	Yes (legs)
	Yes (mainly in the legs)
	Yes (legs, significant improvement)
	Yes (legs)

	
	Hypotonia (currently or in the past) + affected area
	Yes (core and legs)
	Yes (core)
	No
	Yes (legs and back)
	No (before axial hypotonia)
	Yes (core)
	Yes (face)
	Yes (core)
	Yes (core and mouth)
	Yes (back, core, arms and mouth)
	Yes (legs and back)
	Yes (in the past, mouth and core)
	Yes (tongue, gluteus, abductors, etc)

	
	Use of DAFOS or support to walk 
	No
	Yes (currently)
	Yes (currently)
	Yes (currently)
	Yes (currently
	Yes (currently)
	Yes (currently)
	No (only insoles)
	Wheelchair (currently) 
	Yes (currently)
	Yes (currently)
	No (in the past, currently insoles)
	Yes (currently)

	Schooling
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Type of school 
	Special needs
	Ordinary school
	Ordinary school 
	Special needs
	Ordinary school
	Ordinary school
	Ordinary school
	Ordinary schools 
	Special needs and 1 day at ordinary school
	Special needs
	Special needs
	Special needs
	Ordinary school

	
	P14
	P15
	P16
	P17
	P18
	P19
	P20
	P21
	P22
	P23
	P24
	P25
	TOTAL

	Age
	8 yo 5 mo
	17 yo 2 mo
	5 yo 11 mo
	5 yo 5 mo
	2 yo 7 mo
	3 yo 7 mo
	2 yo 3 mo
	15 yo 7 mo
	6 yo 11 mo
	8 yo 9 mo
	4 yo 8 mo
	6 yo 8 mo
	7.1 ± 4.1

	Gender
	F
	F
	M
	F
	F
	F
	F
	F
	M
	M
	M
	F
	 10 M / 15 F

	Age of diagnosis
	3 yo 6 mo
	12 yo
	2 yo 9 mo
	2 yo 8 mo
	1 yo
	18 mo
	1 yo 5 mo
	11 yo
	6 yo 9 mo
	5 yo
	2 yo
	6 yo 4 mo
	4.2 ± 3.4

	Microcephaly
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	No
	Yes
	Yes
	Yes
	24 Y / 8 N

	Facial dysmorphism 
	Yes
	Yes
	Yes
	No
	Yes
	Yes
	No
	Yes
	No
	Yes
	Yes
	No
	16 Y / 8 N

	Pregnancy
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Age of the mother
	35
	34 
	31
	35 
	37 
	29 
	37
	32
	31
	31
	31
	37
	34.2 ± 3.1 

	
	Age of the father 
	46
	34
	35
	38
	34
	32
	40
	37
	37
	24
	31
	39
	[bookmark: _Hlk169794321]35.72 ± 4.44 

	
	First pregnancy
	Yes
	No
	Yes
	No
	No
	Yes
	No
	Yes
	Yes
	Yes
	No
	No
	12 Y / 13 N

	
	Issues
	None
	Yes Emotional stress
	None
	High risk
	None
	None
	Did not gain weight
	None
	Premature contraction
	None
	None
	Did not gain weight
	20 Y / 13 N

	Birth
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Weight
	1,490 kg
	2,460 kg
	3,090 kg
	2,500 kg
	3,240 kg
	2,640 kg
	2,750 kg
	2,800 kg
	2,800 kg
	2,850 kg
	2,950 kg
	2,150 kg
	2.770 ± 0.49

	
	Gestation period
	35 weeks
	38 weeks
	40 weeks
	38 weeks
	41 weeks
	40 weeks
	40 weeks
	40 weeks
	40 weeks
	40 weeks
	40 weeks
	39 weeks
	39.1 ± 1.5

	
	Type of labour 
	Vaginal birth
	Vaginal birth
	Vaginal birth
	C section
	C section
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	Vaginal birth
	

	
	Incubator
	Yes (1 month)
	Yes (28 days)
	Yes (7 days)
	No
	No
	No
	No
	No
	No
	No
	No
	No
	 4 Y / 21 N

	Newborn period
	
	
	
	
	
	
	
	
	
	
	
	
	

	Activity
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Weak cry
	No
	No
	No
	Yes
	Yes
	No 
	No
	No
	No
	No
	No
	Yes
	7 Y / 18 N

	
	More sleep hours
	No
	No
	No
	No
	No
	Yes
	No
	 Yes
	Yes
	No
	No
	Yes
	6 Y / 19 N

	
	Less active
	No 
	Yes
	Yes
	Yes
	No
	No
	No
	Yes
	No
	Yes
	No
	Yes
	13 Y / 12 N

	
	Crankier
	No
	Yes
	No
	No
	Yes
	No
	No
	No
	Yes
	Yes
	Yes
	No
	10 Y / 15 N

	
	Upset when hold
	Yes
	No
	No 
	No
	No
	No
	No
	No
	No
	No
	No
	No
	3 Y / 22 N

	Feeding problems
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Stomach cramps
	No
	Yes
	Yes
	No
	Yes
	Yes
	No
	No
	Yes
	No
	Yes
	No
	16 Y / 9 N

	
	Suction difficulties 
	No
	Yes
	No
	Yes
	Yes
	No
	No
	Yes
	No
	No
	Yes
	Yes
	14 Y / 11 N

	
	Excessive vomiting
	No
	Yes
	No
	No
	Yes
	No
	No
	No
	No
	No
	No
	No
	6 Y / 19 N

	
	Weight loss
	No
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	No
	No
	No
	Yes
	10 Y / 15 N

	Illnesses
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Significant illness
	None
	Virus 
	Cardiopathy
	None
	None
	Milk protein allergic
	None
	None
	None
	Tear duct obstruction
	Bronchiolitis
	None
	9 Y / 16 N

	Development 
	
	
	
	
	
	
	
	
	
	
	
	
	

	Inferior weight or height
	Yes (always)
	No
	Yes (always)
	No
	Yes (always)
	Yes (always)
	Yes (always)
	No
	No
	No
	No
	Yes (always)
	15 Y / 10 N

	Gross and fine motor development (mo achieved)
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Respond when talked
	3 mo
	6 mo
	3 mo
	7 mo
	2 mo
	2 mo
	2 mo
	6 mo
	2 mo
	30 mo
	3 mo
	3 mo
	4.7 ± 5.5

	
	Hold head
	9 mo
	9 mo
	6 mo
	12 mo
	3 mo
	1 mo
	9 mo
	3 mo
	1 mo
	9 mo
	6 mo
	4 mo
	6.2 ± 3.1

	
	Turn upside down
	12 mo
	12 mo
	 10 mo
	15 mo
	3 mo
	9 mo
	11 mo
	20 mo
	5 mo
	9 mo
	7 mo
	12 mo
	12.2 ± 5.3

	
	Sit with support
	10 mo
	12 mo
	10 mo 
	18 mo
	7 mo
	9 mo
	12 mo
	18 mo
	6 mo
	20 mo
	7 mo
	12 mo
	13.9 ± 8.3 

	
	Stand up with support
	24 mo
	24 mo
	17 mo
	24 mo
	8 mo
	39 mo
	12 mo
	11 mo
	12 mo
	12 mo
	11 mo
	24 mo
	19.4 ± 11.2

	
	Babble
	18 mo
	24 mo
	12 mo
	24 mo
	7 mo
	12 mo
	12 mo
	10 mo
	24 mo
	9 mo
	18 mo
	12 mo
	19.6 ± 14.8 

	
	Can sit 
	18 mo
	24 mo
	13 mo
	30 mo
	12 mo
	39 mo
	19 mo
	20 mo
	11 mo
	30 mo
	11 mo
	48 mo
	25.5 ± 12.3

	
	Creep
	6 mo
	9 mo
	10 mo
	NA
	6 mo
	22 mo
	10 mo
	24 mo
	10 mo
	18 mo
	9 mo
	NA
	19.2 ± 24.4

	
	Crawl
	NA
	18 mo
	36 mo
	39 mo
	12 mo
	24 mo
	11 mo
	26 mo
	13 mo
	36 mo
	12 mo
	18 mo
	22.5 ± 10.5

	
	Turn pages / hold a glass with both hands
	60 mo
	48 mo
	12 mo
	41 mo
	24 mo
	24 mo
	18 mo
	15 mo
	36 mo
	NA
	12 mo
	12 mo
	33.7 ± 20.8

	
	First steps with support
	30 mo
	32 mo
	24 mo
	29 mo
	14 mo
	42 mo
	17 mo
	12 mo
	14 mo
	42 mo
	15 mo
	30 mo
	29.1 ± 12.9

	
	First steps without support
	30 mo
	42 mo
	34 mo
	36 mo
	16 mo
	NA
	18 mo
	30 mo
	16 mo
	48 mo
	18 mo
	48 mo
	34.9 ± 13.5

	
	Walk more than 10 steps
	36 mo
	48 mo
	34 mo
	36 mo
	19 mo
	NA
	24 mo
	30 mo
	20 mo
	NA
	24 mo
	48 mo
	36.2 ± 11.7

	
	Doodles
	48 mo
	NA
	24 mo
	41 mo
	24 mo
	30 mo
	24 mo
	20 mo
	36 mo
	NA
	24 mo
	36 mo
	39.1 ± 20.8

	
	Fit pieces 
	42 mo
	24 mo
	30 mo
	36 mo
	NA
	24 mo
	18 mo
	30 mo
	60 mo
	36 mo
	18 mo
	NA
	35.6 ± 14.4

	Sensorial
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Sight problems 
	Strabismus
	Strabismus and farsightedness 
	Farsightedness
	Strabismus and farsightedness
	Strabismus
	Strabismus, farsightedness and astigmatism
	None
	Strabismus
	Myopia
	Myopia
	Stigmatism, farsightedness 
	Stigmatism, farsightedness
	

	
	Use of glasses 
	Yes
	Yes
	Yes
	Yes
	No
	Yes
	No
	No
	Yes
	Yes
	Yes
	Yes
	17 Y / 8 N

	
	Light sensitivity 
	No
	No
	No
	Yes
	No
	Yes
	No
	Yes
	Yes
	No
	No
	No
	7 Y / 18 N

	
	Loud noises sensitivity
	Yes
	Yes
	Yes
	Yes
	Yes
	Yes
	No
	No
	Yes
	No
	No
	Yes
	20 Y / 5 N

	
	Strong odours 
	No
	Yes
	Yes
	No
	Yes
	No
	No
	No
	Yes
	No
	Yes
	Yes
	14 Y / 11 N

	
	Pain sensitivity
	Scarce
	Scarce
	Scarce
	Scarce
	Excessive
	Scarce
	Normal
	Scarce
	Scarce
	Scarce
	Scarce
	Scarce
	

	Sleep problems
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Persistent sleep problems (currently or in the past)
	Yes (until 6 yo)
	None
	None
	Yes (currently)
	Yes (currently)
	None
	None
	Yes (until 10 yo)
	Yes (currently)
	Yes (until 6 yo)
	None
	Yes (currently)
	17 Y / 8 N

	
	Medication
	Yes
	-
	-
	Yes
	Yes
	-
	-
	Yes
	-
	Yes
	-
	-
	

	
	Improvements 
	Able to fall asleep quicker
	-
	-
	Able to sleep
	Able to fall asleep quicker
	-
	-
	Able to sleep
	-
	None
	-
	-
	

	Feeding problems
	None
	None
	Poor appetite
	Everything mashed
	Difficulties when swallowing big pieces of food
	None
	Poor appetite
	None
	None
	None
	None
	None
	10 Y / 15 N

	Bowel control (age achieved)
	Yes (only during the day, 7 yo)
	Yes (5 yo)
	No
	No
	No
	No
	No
	Yes (7 yo)
	No
	No
	Yes (3 yo 6 mo)
	Yes (only during the day, 4 yo)
	10 Y / 15 N

	Bladder control (age achieved)
	No
	Yes (5 yo)
	No
	No
	No
	No
	No
	Yes (7 yo)
	No
	No
	Yes (3 yo 6 mo)
	Yes (4 yo)
	8 Y / 17 N

	Expressive language
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Main form of communication
	Both
	Signs or pictograms
	Signs or pictograms
	Signs or pictograms
	Verbal
	Signs or pictograms
	Both
	Both
	Both
	Signs or pictograms
	Verbal
	Verbal 
	

	
	First words (age)
	26 mo (papá, mamá y tata (dad, mum and sister))
	168 mo (Aída (sister’s name))
	30 mo (papá (dad))
	36 mo (papá, agua (dad and water))
	8 mo (papá (dad))
	42 mo (Eva (her name))
	12 mo (papá (dad))
	36 mo (mamá y papá (mum and dad))
	15 mo (mamá y agua (mum and water))
	36 mo (agua (water))
	14 mo (mamá y papá (mum and dad))
	24 mo (bany (bath))
	42.1 ± 33.3

	
	Two-word sentences (age)
	84 mo
	NA
	NA
	48 mo
	10 mo
	NA
	20 mo
	108 mo
	78 mo
	NA
	24 mo
	48 mo
	49.5 ± 26.3

	
	Three-word sentences (age)
	84 mo
	NA
	NA
	NA
	12 mo
	NA
	NA
	120 mo
	NA
	NA
	42 mo
	48 mo
	57.5 ± 29

	
	Articulation impairments
	Yes
	Yes
	Yes
	Yes
	NA
	Yes
	NA
	Yes
	Yes
	Yes
	Yes
	Yes
	23 Y

	Motor difficulties
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Performing tasks with the hands
	Yes (right)
	Yes (left)
	No 
	Yes (left)
	Yes (both)
	Yes (both)
	Yes (left)
	No
	Yes (both)
	Yes (left)
	Yes (left)
	Yes (both)
	22 Y / 3 N

	
	Spasticity (currently or in the past) + affected area
	Yes (legs)
	Yes (legs and feet)
	Yes (mainly in the legs)
	Yes (legs and face)
	No
	No
	Yes (legs)
	Yes (legs)
	Yes (legs, although improving)
	Yes (legs)
	Yes (legs)
	Yes (legs)
	22 Y / 3 N

	
	Hypotonia (currently or in the past) + affected area
	Yes (mouth)
	Yes (in the past; core and head)
	Yes (legs and back)
	No
	Yes (core and mouth)
	Yes (core and legs)
	Yes (back)
	Yes (mouth, arms and legs)
	Yes (not currently, core)
	Yes (core)
	Yes (core)
	Yes (in the past)
	23 Y / 2 N

	
	Use of DAFOS or support to walk 
	Yes (currently)
	No
	Yes (currently)
	Yes (currently at night)
	No
	Yes (currently)
	Yes
	No
	No
	Yes (currently)
	No
	Yes (currently)
	17 Y / 8 N

	Schooling
	
	
	
	
	
	
	
	
	
	
	
	
	

	
	Type of school 
	Special needs
	Special needs
	Ordinary school
	Ordinary school
	NA
	Special needs
	NA
	Special needs
	Ordinary school
	Special needs
	Ordinary school
	Ordinary school 
	

	E: exon; F: female; I: intron; M: male; mo: months; N: no; NA: not applicable; P: patient; Y: yes; yo: years old. 










	Additional table 2

	Sleep disturbances scale for children 

	
	Disorders of initiating and maintaining sleep
	Sleep breathing disorders
	Disorders of arousal
	Sleep-wake transition disorders
	Disorders of excessive somnolence
	Sleep hyperhidrosis
	Total score

	1
	10
	13
	5
	22
	17
	10
	77

	2
	10
	3
	3
	12
	5
	2
	35

	3
	12
	3
	4
	8
	5
	2
	34

	4
	14
	3
	5
	18
	11
	2
	53

	5
	7
	3
	3
	6
	5
	2
	26

	6
	16
	3
	3
	16
	8
	2
	48

	7
	14
	3
	3
	9
	5
	2
	36

	8
	7
	3
	3
	6
	5
	2
	26

	9
	16
	3
	4
	14
	9
	2
	48

	10
	11
	3
	3
	13
	6
	2
	38

	11
	22
	6
	5
	13
	8
	2
	56

	12
	23
	3
	3
	14
	12
	2
	57

	13
	11
	7
	3
	11
	11
	2
	45

	14
	8
	4
	3
	10
	7
	2
	34

	15
	7
	3
	3
	6
	5
	2
	26

	16
	13
	3
	3
	8
	5
	2
	34

	17
	25
	5
	3
	14
	5
	10
	62

	18
	25
	7
	10
	24
	11
	9
	86

	19
	15
	3
	5
	11
	8
	2
	44

	20
	14
	3
	3
	13
	5
	2
	40

	21
	8
	3
	3
	13
	13
	2
	42

	22
	19
	7
	3
	17
	5
	10
	61

	23
	11
	3
	3
	16
	6
	10
	49

	24
	19
	3
	7
	16
	5
	2
	52

	25
	19
	3
	3
	15
	7
	2
	49

	M ± SD
	14.2 ± 5.6
	4.1 ± 2.3
	3.8 ± 1.7
	13 ± 4.6
	7.6 ± 3.3
	3.6 ± 3.2
	46.3 ± 14.9

	Note.  A score of 39 or higher indicates a global sleep disorder. 
M: mean; SD: standard deviation.  





	Additional table 3

	EDACS results

	1
	1

	2
	1

	3
	1

	4
	2

	5
	2

	6
	1

	7
	1

	8
	1

	9
	2

	10
	1

	11
	4

	12
	1

	13
	1

	14
	1

	15
	1

	16
	1

	17
	3

	18
	3

	19
	1

	20
	1

	21
	1

	22
	1

	23
	1

	24
	1

	25
	1

	M ± SD
	[bookmark: _Hlk165559940]1.4 ± 0.8

	M: mean; SD: standard deviation.


	Additional table 4

	Communication scales

	
	VSS
	CFCS

	1
	2
	1

	2
	3
	4

	3
	2
	2

	4
	1
	2

	5
	4
	3

	6
	2
	2

	7
	4
	4

	8
	2
	1

	9
	3
	2

	10
	4
	2

	11
	2
	2

	12
	3
	3

	13
	3
	2

	14
	3
	4

	15
	4
	5

	16
	4
	2

	17
	3
	4

	18
	1
	1

	19
	4
	4

	20
	2
	2

	21
	2
	2

	22
	3
	4

	23
	4
	5

	24
	2
	1

	25
	2
	2

	M ± SD
	2.8 ± 1
	2.6 ± 1.3

	M: mean; SD: standard deviation.



























	Additional table 5

	Gross Motor Function Measure results

	
	GMFM88 %
	MACS / mini-MACS

	
	Lying & Rolling
	Sitting
	Crawling & Kneeling
	Standing
	Walking, Running & Jumping
	Total
	

	1
	100
	100
	95.3
	87.2
	80.6
	92.6
	1

	2
	100
	98.3
	85.7
	61.5
	45.8
	70
	2

	3
	100
	98.4
	92.9
	71.8
	57
	84
	2

	4
	80.4
	95
	57
	59
	65.3
	71.3
	3

	5
	100
	81.7
	88.1
	35.9
	30.5
	67.2
	2

	6
	83.4
	78.4
	71.5
	28.2
	19.5
	56.2
	2

	7
	100
	98.3
	80.9
	51.3
	63.9
	78.9
	2

	8
	100
	100
	90.5
	84.7
	70.9
	89.2
	2

	9
	94.1
	48.3
	11.9
	0
	0
	30.9
	3

	10
	92.2
	75
	76.2
	35.9
	54.6
	66.8
	2

	11
	94.1
	58.3
	50
	2.5
	0
	40.9
	3

	12
	-
	-
	-
	-
	-
	-
	2

	13
	100
	90
	83.3
	69.2
	51.4
	78.8
	3

	14
	86.3
	91.7
	73.8
	64.1
	59.8
	75.1
	3

	15
	-
	-
	-
	-
	-
	-
	2

	16
	100
	100
	97.61
	53.84
	54.16
	81.12
	1

	17
	92
	83
	71
	64
	62
	74
	3

	18
	100
	100
	90.5
	82.1
	73.7
	89.3
	3

	19
	78.4
	76.7
	61.9
	30.7
	6.9
	50.9
	2

	20
	98
	75
	42.8
	48.7
	29
	58.7
	2

	21
	100
	100
	95
	77
	76
	89.6
	1

	22
	74.5
	66.6
	64.28
	66.67
	79.17
	70.24
	2

	23
	100
	93.3
	71.4
	51.3
	38.9
	71
	3

	24
	94.1
	98.3
	71.4
	64.1
	62.5
	78.1
	2

	25
	-
	-
	-
	-
	-
	-
	2

	M ± SD
	93.98 ± 8.16
	86.65 ± 15.02
	73.77 ± 20.46
	54.07 ± 23.83
	49.17 ± 24.98
	71.13 ± 15.84
	2.2 ± 0.6

	M: mean; SD: standard deviation.




	Additional table 6

	Vineland-3 v-Scale scores

	
	Communication
	Daily living skills
	Socialization
	
	Motor skills
	Maldaptative behaviour
	Total

	
	Receptive
	Expressive
	Written
	COM
	Personal
	Domestic
	Community
	DLS
	Interpersonal relationship
	Play and leisure
	Coping skills
	SOC
	Gross motor
	Fine motor
	Inter
	Ext
	SCa
	

	1
	13
	13
	15
	91
	14
	8
	8
	73
	10
	6
	2
	50
	-
	-
	22
	23
	15
	71

	2
	7
	2
	4
	42
	3
	6
	2
	42
	9
	6
	4
	52
	4
	6
	19
	17
	6
	51

	3
	14
	13
	10
	82
	8
	9
	9
	65
	12
	11
	11
	81
	8
	9
	19
	20
	7
	75

	4
	12
	13
	6
	74
	5
	7
	7
	54
	8
	5
	6
	52
	5
	6
	21
	21
	11
	63

	5
	10
	3
	8
	57
	6
	7
	10
	60
	9
	7
	8
	62
	5
	9
	20
	20
	13
	62

	6
	13
	13
	10
	81
	5
	8
	11
	62
	13
	11
	11
	82
	2
	8
	19
	18
	12
	74

	7
	5
	1
	1
	30
	2
	3
	1
	30
	6
	6
	4
	46
	-
	-
	20
	19
	11
	40

	8
	11
	10
	7
	70
	9
	7
	8
	62
	10
	10
	8
	70
	10
	10
	18
	20
	5
	68

	9
	13
	13
	3
	71
	2
	5
	5
	44
	8
	8
	6
	58
	-
	-
	18
	17
	3
	61

	10
	1
	1
	1
	20
	1
	4
	1
	23
	1
	1
	3
	25
	-
	-
	19
	18
	8
	23

	11
	10
	10
	10
	73
	5
	8
	8
	57
	11
	8
	7
	66
	1
	8
	20
	21
	15
	66

	12
	9
	6
	10
	65
	8
	12
	9
	71
	10
	8
	9
	68
	10
	9
	20
	20
	10
	68

	13
	11
	8
	12
	74
	6
	9
	7
	59
	9
	6
	9
	62
	6
	11
	18
	19
	10
	66

	14
	8
	6
	4
	51
	4
	6
	6
	50
	10
	10
	7
	68
	8
	9
	19
	18
	9
	60

	15
	5
	1
	1
	25
	11
	11
	2
	63
	4
	1
	8
	42
	-
	-
	19
	19
	8
	49

	16
	10
	1
	7
	51
	4
	7
	9
	56
	9
	2
	7
	50
	7
	8
	18
	20
	6
	57

	17
	4
	8
	10
	59
	4
	5
	8
	51
	8
	5
	7
	54
	4
	7
	20
	21
	11
	59

	18
	14
	16
	-
	100
	10
	-
	-
	75
	15
	15
	14
	99
	14
	9
	20
	20
	10
	88

	19
	11
	2
	11
	63
	5
	8
	8
	57
	9
	8
	8
	64
	3
	8
	18
	15
	6
	63

	20
	14
	12
	-
	91
	12
	-
	-
	85
	14
	16
	11
	94
	7
	12
	14
	14
	1
	87

	21
	13
	10
	1
	63
	6
	1
	4
	38
	7
	1
	6
	44
	-
	-
	20
	20
	16
	54

	22
	6
	4
	7
	49
	5
	7
	6
	53
	9
	4
	6
	52
	8
	6
	21
	18
	13
	56

	23
	2
	1
	4
	30
	2
	5
	4
	42
	6
	4
	5
	44
	2
	3
	20
	19
	7
	44

	24
	13
	14
	15
	93
	5
	10
	10
	63
	10
	8
	11
	72
	7
	8
	20
	22
	8
	75

	25
	12
	11
	12
	80
	7
	8
	9
	62
	10
	13
	12
	82
	7
	13
	18
	20
	12
	74

	M ± SD
	9.6 ± 3.9
	7.7 ± 5.1
	7.4 ± 4.4
	63.4 ± 22.09
	 6 ± 3
	7 ± 2.5
	6.6 ± 3
	55.8 ± 14.04
	9.1 ± 3
	7.2 ± 4.1
	7.6 ± 2.9
	61.56 ± 17.26
	6.2 ± 3.2
	8.4 ± 2.3
	[bookmark: _Hlk169869381]19.16 ± 2.01 
	[bookmark: _Hlk169869405]19.2 ± 1.53 
	9.3 ± 3.8
	62.2 ± 14.28

	Note.  V-Scale scores range from 1 to 24, being 15 the average score for that specific age group. 
[bookmark: _Hlk169870033]a Sum of the section C which refers to critical items covering more severe maladaptive behaviours.  
COM: communication v-scale; DLS: daily living skills v-scale; Ext: externalising problems; Inter: internalizing problems; M: mean; MOT: motor skills v-scale; SC: Section C; SD: standard deviation; SOC: socialization v-scale.  







	Additional table 7

	Autism scales

	
	SCQ
	CARS

	
	Total
	SR
	C
	RI
	

	1
	21
	8
	5
	6
	39.5

	2
	21
	10
	8
	3
	28.5

	3
	8
	2
	2
	2
	29.5

	4
	17
	5
	5
	5
	34

	5
	13
	4
	4
	4
	27

	6
	15
	2
	4
	6
	34

	7
	18
	9
	5
	4
	35

	8
	6
	1
	1
	3
	25.5

	9
	10
	1
	2
	5
	24.0

	10
	18
	10
	6
	2
	38

	11
	12
	4
	2
	5
	25.5

	12
	18
	8
	4
	4
	34.5

	13
	17
	7
	5
	5
	31.5

	14
	19
	5
	4
	7
	26.5

	15
	22
	9
	8
	4
	36

	16
	14
	5
	3
	4
	27.5

	17
	22
	9
	8
	3
	39.5

	18
	16
	2
	5
	6
	22

	19
	15
	6
	5
	4
	31

	20
	3
	2
	1
	0
	18

	21
	12
	4
	3
	4
	29.5

	22
	24
	10
	6
	7
	43

	23
	20
	5
	8
	5
	32

	24
	16
	8
	3
	4
	36.5

	25
	13
	2
	5
	4
	34

	M ± SD
	15.6 ± 5.2
	5.52 ± 3.08
	4.48 ± 2.1
	4.24 ± 1.59
	31.3 ± 6

	Note. CARS: scores below 30 indicate non-autistic symptoms, scores between 30 and 36.5 indicate mild to moderate autism, and scores from 37 to 60 indicate severe autism. SCQ: a total score higher than 15 indicates possible compatibility with ASD symptomatology. 
C: communication; RI: range of interest; SR: social relating. 




