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Patient 
number 
(age)



Sexe Molecular data Prenatal 
and 
neonatal 
issues



Age of 
first 
symptoms



Motor delay Gait disorders Intellectual 
disability



Speech Behaviour Visual defects Other features



1 (19 yo) Female Null variant 
(nonsense); 
heterozygous; de 
novo; c.253C>T 
(p.Gln85*)



no First year 
of life



Yes. Free sitting 
position at 20 
months, free 
walking at 32 
months



Yes. Ataxic gait, 
hampered by stiffness, 
spasticity of the lower 
limbs, dystonic varus 
equin feet



Yes. Severe 
learning 
difficulties, 
schooled in 
adapted 
structure, can 
not read nor 
write



Mild speech 
impairment, first word 
at 3 yo, can make 
complete sentences but 
slowly, good 
comprehension



Avoid contact with others, 
severe anxiety and fear, 
some tantrums, crying, 
agressive outbursts, auto-
agressivity, attention 
deficit disorder, repetitive 
behaviors



Yes. Strabismus, 
hyperopia, ocular 
apraxia



Flat and prominent 
nose, small alae, long 
and flat philtrum, thin 
upper lip, big mouth, 
several naevus, 
important pilosity



2 (10 yo) Female Null variant (splice 
donor loss); 
heterozygous; de 
novo; c.936+1G>A 
(p.?)



no First 
months of 
life



Yes. Free sitting 
position at 11 
months, free 
walking at 33 
months



Yes. Broad gait Yes. Learning 
difficulties, just 
starting to read 
and write



Articulating difficulties, 
good grammatical and 
lexical expression, first 
word at 17 months, 
good comprehension



Play with others kids, 
subnormal social 
interactions, some 
tantrums and crying



Yes. Hyperopia, 
strabismus



NA



3 (13 yo) Male Null variant 
(nonsense); 
heterozygous; de 
novo; c.1759C>T 
(p.Arg587*)



6 weeks 
prematur
e



NA Yes. Free sitting 
position at 8 
months, free 
walking at 2 yo



Yes. Hampered by 
posterior chain 
stiffness and pronated 
feet



NA Good comprehension 
but severe expression 
delay, first word at 2 
years



Avoid contact with 
strangers but sociable 
with his family members, 
some tantrums and crying, 
interest in specific objects, 
repetitive behaviors, mild 
learning difficulties, 
attention deficit disorder



No. NA



4 (17 yo) Male Null variant 
(frameshift); 
heterozygous; de 
novo;  c.129_130del 
(p.Pro44Phefs*5)



No. NA Yes. Free sitting 
position at 2.5 yo, 
free walking at 6.5 
yo, hypermobility



Yes. Broad gait, 
peripheral hypertonia, 
need assistance since 
the age of 12.5 yo due 
to sequelae of several 
surgery for hip injury 
and feet deformation



Yes. Learning 
difficulties, can 
read, write and 
do simple 
maths but 5-6 
yo school level



First word at 4 yo, 
severe speech delay 
(few sentences poorly 
constructed) but good 
comprehension



Some tantrums and crying, 
agressive outbursts, 
repetitive behaviors



Yes. Strabismus, can 
not see depth



NA



5 (2 yo) Male Null variant 
(frameshift); 
heterozygous; 
unknown zygozity; 
c.981_982delAA 
(p.Met328Glufs*24)



Yes. Poor 
head 
control, 
feeding 
difficulties



NA Yes. Free sitting 
poition at 16 
months. Walking 
not acquired.



Yes. Walking not 
acquired.



NA No talking, good 
comprehension



Avoid contact with other 
kids but play with adults, 
quiet



Yes. Strabismus NA



6 (15 yo) Male Null variant 
(frameshift); 
heterozygous; 
unknown zygozity; 
c.1923dupA 
(p.Glu642Argfs*6)



No. NA Yes. Free walking 
at 14 yo



Yes. Broad gait, spastic 
quadriplegic cerebral 
palsy more pronounced 
on lower limbs, 
wheelchair, can do a 
few steps on his own 
with a walker for 
stability



Yes. Severe 
learning 
difficulties, just 
starting to 
read, can do 
simple maths



Say only one word, 
otherwise use 
vocalizations and AAC 
device, can understand 
complex orders



Social with adults but not 
with peers, some tantrums 
and crying, agressive 
outbursts, auto-
agressivity, interest in very 
specific things and 
repetitive behaviors



Yes. Astigmatism, 
hyperopia, amblyopia



Microcephaly, 
cardiomyopathy with 
small muscular VSD



7 (3 yo) Male Null variant 
(frameshift); 
heterozygous; de 
novo; 
c.1469_1488del 
(p.Gly490Alafs*33)



Yes. Low 
muscle 
tone 



First 
months of 
life



Yes. Free sitting 
position at 12 
months, free 
walking at 30 
months



Yes. Unstable but can 
walk independantly



NA About 30 words, first 
word at 12 months, 
good comprehension



Some tantrums and crying, 
auto-agressive behaviors, 
interest in specific things, 
repetitive behaviors



Yes. Strabismus Atrial septal defects, 
patent foramen 
ovale, tethered spinal 
cord with fatty fillum



8 (18 yo) Female NA Yes. Low 
muscle 
tone 



NA Yes. Free sitting 
position at 12 
months, free 
walking at 24 
months



Yes. Unstable walk, 
hampered by stiffness 
of the legs, need 
wheelchair for long 
distances



Yes. Severe, 
does not attend 
school



First word at 2 yo and 
then regression with no 
talking since the age of 
3 yo, makes only some 
noises, does not 
understand orders but 
some simple situations



Autism spectrum disorder 
diagnosed, quiet child



Yes. Strabismus NA



9 (3 yo) Female Null variant 
(frameshift); 
heterozygous; de 
novo; 
c.1925_1926del;  
(p.Glu642Valfs*5)



Yes. 
Gestation
al 
diabetes, 
unexplain
ed 
bleedings 
at 7 
months of 
pregnancy
. Feeding 
difficulties



First year 
of life



Yes. Free sitting 
position at 15 
months, free 
walking at 32 
months



Yes. Broad gait NA A few sporadic words, 
can understand 
complex orders



No interaction with other 
children (she only observe 
them), quiet but some 
crying and tantrums, 
repetitive behaviors and 
interest in specific things



Yes. Strabismus, 
hyperopia



NA



10 (12 yo) Female NA Yes. 
Cesarean 
delivery at 
37 weeks 
for 
bradycardi
a



NA Yes. Free sitting 
position at 24 
months and free 
walking at 2.5 yo



Yes. Unstable walk Yes. Severe, 
learning 
difficulties but 
can read, write 
and do simple 
maths



A few sentences poorly 
constructed, make 
some noises, first word 
at 5 yo, can understand 
complex orders



Autism spectrum disorder 
diagnosed, quiet child, 
auto-agressivity, repetitive 
behaviors



Yes. Strabismus NA



11 (13 yo) Male Null variant 
(nonsense); 
heterozygous; 
unknown zygozity; 
c.1603C>T; 
(p.Arg535*)



Yes. 
Feeding 
difficulties



NA Yes. Free sitting 
position at 13.5 
months, free 
walking at 2 yo



Yes. Ataxic gait Yes. Learning 
difficulties, can 
write and read



Quasi normal, a few 
difficulties to be 
understood sometimes, 
good comprehension, 
first word at 18 months



First he was avoiding other 
kids, now he can play with 
them, some tantrums and 
crying, agressive 
outbursts, auto-
agressivity, interest in very 
specific things



Yes.Strabismus, 
hyperopia



NA



12 (7 yo) Male Null variant 
(intragenic deletion); 
heterozygous; de 
novo; Exon 3-15 
deletion



Yes. 
Intrauteri
ne growth 
restriction
. Feeding 
difficulties, 
very quiet 
baby



First year 
of life



Yes. Free sitting 
position at 23 
months, free 
walking at 4 yo



Yes. Unstable walk, 
hampered by stiffness 
of the legs, need 
sometimes assistance



Yes. Learning 
difficulties, can 
read but can 
not write, can 
do some simple 
additions



Normal, a few 
difficulties to speak 
cleraly sometimes, first 
word at 2.5 yo, good 
comprehension



Play with others kids, some 
tantrums and crying, 
agressive outbursts, auto-
agressivity, interest in very 
specific things, repetitive 
behaviors



Yes. Strabismus, 
hyperopia



NA
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number 

(age)
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and 

neonatal 

issues

Age of 

first 

symptoms

Motor delay Gait disorders Intellectual 

disability

Speech Behaviour Visual defects Other features

1 (19 yo) FemaleNull variant 

(nonsense); 

heterozygous; de 

novo; c.253C>T 

(p.Gln85*)

no First year 

of life

Yes. Free sitting 

position at 20 

months, free 

walking at 32 

months

Yes. Ataxic gait, 

hampered by stiffness, 

spasticity of the lower 

limbs, dystonic varus 

equin feet

Yes. Severe 

learning 

difficulties, 

schooled in 

adapted 

structure, can 

not read nor 

write

Mild speech 

impairment, first word 

at 3 yo, can make 

complete sentences but 

slowly, good 

comprehension

Avoid contact with others, 

severe anxiety and fear, 

some tantrums, crying, 

agressive outbursts, auto-

agressivity, attention 

deficit disorder, repetitive 

behaviors

Yes. Strabismus, 

hyperopia, ocular 

apraxia

Flat and prominent 

nose, small alae, long 

and flat philtrum, thin 

upper lip, big mouth, 

several naevus, 

important pilosity

2 (10 yo) FemaleNull variant (splice 

donor loss); 

heterozygous; de 

novo; c.936+1G>A 

(p.?)

no First 

months of 

life

Yes. Free sitting 

position at 11 

months, free 

walking at 33 

months

Yes. Broad gait Yes. Learning 

difficulties, just 

starting to read 

and write

Articulating difficulties, 

good grammatical and 

lexical expression, first 

word at 17 months, 

good comprehension

Play with others kids, 

subnormal social 

interactions, some 

tantrums and crying

Yes. Hyperopia, 

strabismus

NA

3 (13 yo) Male Null variant 

(nonsense); 

heterozygous; de 

novo; c.1759C>T 

(p.Arg587*)

6 weeks 

prematur

e

NA Yes. Free sitting 

position at 8 

months, free 

walking at 2 yo

Yes. Hampered by 

posterior chain 

stiffness and pronated 

feet

NA Good comprehension 

but severe expression 

delay, first word at 2 

years

Avoid contact with 

strangers but sociable 

with his family members, 

some tantrums and crying, 

interest in specific objects, 

repetitive behaviors, mild 

learning difficulties, 

attention deficit disorder

No. NA

4 (17 yo) Male Null variant 

(frameshift); 

heterozygous; de 

novo;  c.129_130del 

(p.Pro44Phefs*5)

No.  NA Yes. Free sitting 

position at 2.5 yo, 

free walking at 6.5 

yo, hypermobility

Yes. Broad gait, 

peripheral hypertonia, 

need assistance since 

the age of 12.5 yo due 

to sequelae of several 

surgery for hip injury 

and feet deformation

Yes. Learning 

difficulties, can 

read, write and 

do simple 

maths but 5-6 

yo school level

First word at 4 yo, 

severe speech delay 

(few sentences poorly 

constructed) but good 

comprehension

Some tantrums and crying, 

agressive outbursts, 

repetitive behaviors

Yes. Strabismus, can 

not see depth

NA

5 (2 yo) Male Null variant 

(frameshift); 

heterozygous; 

unknown zygozity; 

c.981_982delAA 

(p.Met328Glufs*24)

Yes. Poor 

head 

control, 

feeding 

difficulties

NA Yes. Free sitting 

poition at 16 

months. Walking 

not acquired.

Yes. Walking not 

acquired.

NA No talking, good 

comprehension

Avoid contact with other 

kids but play with adults, 

quiet

Yes. Strabismus NA

6 (15 yo) Male Null variant 

(frameshift); 

heterozygous; 

unknown zygozity; 

c.1923dupA 

(p.Glu642Argfs*6)

No.  NA Yes. Free walking 

at 14 yo

Yes. Broad gait, spastic 

quadriplegic cerebral 

palsy more pronounced 

on lower limbs, 

wheelchair, can do a 

few steps on his own 

with a walker for 

stability

Yes. Severe 

learning 

difficulties, just 

starting to 

read, can do 

simple maths

Say only one word, 

otherwise use 

vocalizations and AAC 

device, can understand 

complex orders

Social with adults but not 

with peers, some tantrums 

and crying, agressive 

outbursts, auto-

agressivity, interest in very 

specific things and 

repetitive behaviors

Yes. Astigmatism, 

hyperopia, amblyopia

Microcephaly, 

cardiomyopathy with 

small muscular VSD

7 (3 yo) Male Null variant 

(frameshift); 

heterozygous; de 

novo; 

c.1469_1488del 

(p.Gly490Alafs*33)

Yes. Low 

muscle 

tone 

First 

months of 

life

Yes. Free sitting 

position at 12 

months, free 

walking at 30 

months

Yes. Unstable but can 

walk independantly

NA About 30 words, first 

word at 12 months, 

good comprehension

Some tantrums and crying, 

auto-agressive behaviors, 

interest in specific things, 

repetitive behaviors

Yes. Strabismus Atrial septal defects, 

patent foramen 

ovale, tethered spinal 

cord with fatty fillum

8 (18 yo) FemaleNA Yes. Low 

muscle 

tone 

NA Yes. Free sitting 

position at 12 

months, free 

walking at 24 

months

Yes. Unstable walk, 

hampered by stiffness 

of the legs, need 

wheelchair for long 

distances

Yes. Severe, 

does not attend 

school

First word at 2 yo and 

then regression with no 

talking since the age of 

3 yo, makes only some 

noises, does not 

understand orders but 

some simple situations

Autism spectrum disorder 

diagnosed, quiet child

Yes. Strabismus NA

9 (3 yo) FemaleNull variant 

(frameshift); 

heterozygous; de 

novo; 

c.1925_1926del;  

(p.Glu642Valfs*5)

Yes. 

Gestation

al 

diabetes, 

unexplain

ed 

bleedings 

at 7 

months of 

pregnancy

. Feeding 

difficulties

First year 

of life

Yes. Free sitting 

position at 15 

months, free 

walking at 32 

months

Yes. Broad gait NA A few sporadic words, 

can understand 

complex orders

No interaction with other 

children (she only observe 

them), quiet but some 

crying and tantrums, 

repetitive behaviors and 

interest in specific things

Yes. Strabismus, 

hyperopia

NA

10 (12 yo) FemaleNA Yes. 

Cesarean 

delivery at 

37 weeks 

for 

bradycardi

a

NA Yes. Free sitting 

position at 24 

months and free 

walking at 2.5 yo

Yes. Unstable walk Yes. Severe, 

learning 

difficulties but 

can read, write 

and do simple 

maths

A few sentences poorly 

constructed, make 

some noises, first word 

at 5 yo, can understand 

complex orders

Autism spectrum disorder 

diagnosed, quiet child, 

auto-agressivity, repetitive 

behaviors

Yes. Strabismus NA

11 (13 yo) Male Null variant 

(nonsense); 

heterozygous; 

unknown zygozity; 

c.1603C>T; 

(p.Arg535*)

Yes. 

Feeding 

difficulties

NA Yes. Free sitting 

position at 13.5 

months, free 

walking at 2 yo

Yes. Ataxic gait Yes. Learning 

difficulties, can 

write and read

Quasi normal, a few 

difficulties to be 

understood sometimes, 

good comprehension, 

first word at 18 months

First he was avoiding other 

kids, now he can play with 

them, some tantrums and 

crying, agressive 

outbursts, auto-

agressivity, interest in very 

specific things

Yes.Strabismus, 

hyperopia

NA

12 (7 yo) Male Null variant 

(intragenic deletion); 

heterozygous; de 

novo; Exon 3-15 

deletion

Yes. 

Intrauteri

ne growth 

restriction

. Feeding 

difficulties, 

very quiet 

baby

First year 

of life

Yes. Free sitting 

position at 23 

months, free 

walking at 4 yo

Yes. Unstable walk, 

hampered by stiffness 

of the legs, need 

sometimes assistance

Yes. Learning 

difficulties, can 

read but can 

not write, can 

do some simple 

additions

Normal, a few 

difficulties to speak 

cleraly sometimes, first 

word at 2.5 yo, good 

comprehension

Play with others kids, some 

tantrums and crying, 

agressive outbursts, auto-

agressivity, interest in very 

specific things, repetitive 

behaviors

Yes. Strabismus, 

hyperopia

NA


