Table 1

Clinical features of twelve novel PIGT-CDG cases and the clinical features in the fourteen previously published PIGT-CDG cases.
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mother African Caucasion male, female, female, female, female, male, male, e deceas female female, 2- shi shi
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Patient 1: c.1097
¢.1079G> c.1582G>A; ¢.250G>T; c709G>C; c.494-2A, c.1582G>A; ¢.1582G> G>T; ¢.550G>A
¢.250G ¢.918dup T, ¢.1730dupC ¢.1096G> c.14727> c.1472T> c709G>C, c.1582G> c.1582G>A A; c.1079 c.1079 c.1079 c.1097 c.1724 ; c.709 c.709
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al age weeks weeks weeks weeks
. 50— 10th and
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urned 2/2 upper lip (patient 1) Tented Tented Tented and everted tand upper lip upper lip upper lip wn upper lip
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Ears Unknown . . Normal
set ears and (patient 1) upliftet | |
(2/2) (1/2) earlobes
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epileptiform | (2 wks) burst slowing BG slowing BG bilateral mo) mo) mo) BG ) burst unknown)
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Epilept Epilept
Patient 1: Epileptic Develop Developmen Develop Epileptic Epileptic ic ic Develo Epileptic
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s
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available (4/4) (2/2) (2/2)
Brain
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— Global isolated ve No (only Yes ssive cerebral
cerebral cerebellar isolated No (only mild isolate and
and Yes atrophy cerebellar No Yes Yes No slight ventricula d cerebellar
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atrophy vermis and affecting y of the dilatation llar
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atrophy (at4
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age).
Brain Unknown Unknown Unknown No Unknown Unknown
imaging No No No No Normal
- Unkno No No No No
Possible 2/4 0/2 No No
neuronal wn
migration
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Unknown Unkno Unknown Unknown Unkno
CSF wn Normal Unknown Norma wn Norma Normal Normal Not
(glucose, High | | performe
protein, Yes . Normal Unknown Unknown Unknown d
cell Normal (2/2) protein Unknown
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count,
oligoclon
al bands)
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quotient
Unknown Unknown Unknown Unknown Not EMG
Normal perfor and Not Normal Not
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performe performed performe condu med Not d
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did not d
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Periphera ce of
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conductio wn 2/2) performe performe muscul
n studies d d ar
proble
m but
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change
in
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Unknown Unknown No
No
No but Unkno
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. Yes ological Yes Yes No Yes No
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nystag

mus
Unknown Unknown No No Yes
Hyperopi Unkno Unknown No Yes Yes Yes No No Unknown Unknown Unknown
a Yes wn 1/2 No Unknown
(4/74)
Unkno Unknown Unknown No No No No
Myopia 0/4 wn 1/2 Unknown Yes Unknown No No No No No Unknown Unknown Unknown
Unknown No No Deep Vertica Unknown Unknown
Astigmati Oculomotor No optic | No
sm apraxia No No Astigmatism Astigmati discs oculo
Astigmati (2/2) (patient 1). sm motor
sm Nystagmus apraxi
Down w2 and optic a,»
Other gaze Unkno Posterior atr})phy previo
palsy wn (patient 2) us
(1/4) staphylo episod
ma es of
(172) tonic
upgaze
deviati
on
Audiologic Hearing Unkno Unknown Unknown No Normal Unkno Unkno No Normal Normal Unknown
0/4 2/2 Unknown No No No Unknown No No wn wn
loss wn
Unknown PFO with No Small Unkno No No No
Patent No No No No No No an atrial PDA wn No
Cardiologic ductus 1/4 Yes 0/2 No No septal
arteriosus aneurysm
Unknown No No No Unkno No
Restrictiv No No No No No wn No No No
ar dfomy 1/4 No 0/2 No No No
opathy
Unknown No No No Recurr No
No No No Unknown Unknown No ent No No No
bradyc
ardia
and
atrial
ectopi
Increased cs
atrial load 14 No 12 No No noted
on
ECG-
no
cardiac
echo
perfor
med
Atrial Unknown No No Unkno Unkno No
Septal 0/4 No 1/2 No No No No No No No No wn wn No No No
defect
Borderlin Unkno Unknown No Unkno No No
Unknown 1/2 Unknown No Unknown Unknown Unknown No No No No wn Unkno No Unknown
elong QT wn wn
Atypical Unknown Mild Obstru
. lung Unkno Mixed Central Central No No None obstructiv ctive apnea None Central No No
Respiratory . sleep sleep
lobulatio wn central Unknown Central apnea apnea None Unknown e sleep sleep sleep
n and apnea apnea apnea apnea




(1/4) obstructiv
esleep
apnea
(1/2)
Unknown No No No
Gastro- Unkno No No No No No Unknown No
. . Obesity No Yes Unknown No No No No No
intestinal wn
(2/2)
Gastroes Unknown Unknown Yes No Unkno Yes
Unknown Unkno Yes Unknown Unknown Unknown No No Yes No wn Yes Unknown
ophageal Unknown Unknown
wn (2/2)
reflux
Unknown Impaired Yes Yes
Aspiratio Unknown Unkno Unknown Yes Yes Unknown Unknown No swallow Unkno No Unknown Yes
nrisk + wn Unknown wn
secondar ves
y G-tube (2/2) Yes Yes
depende
nce
Hypertrigl Unknown Unknown Unknown Unkno Unkno Unknown
N A Unknown Unkno Unknown Unknown Unknown Yes Unknown Unknown wn wn Unkno No Unknown
yceridemi 1/2 Unknown Unknown
a wn wn
No N Unknown Unknown Unkno No
Urologic/Re Nephroca Yes (but + No N.ephrolilthla No Unknown No No No wn Left ) Unknown No
L . No sis (patient No No No ureteri
nal Icinosis (4/4) urolith 1) B
iasis)
stone
Urine Norma Unknown Unknown Unknown Unkno Unknown
calcium High | Normal Unknown Unknown Unknown Unknown Unknown Unknown Unknown No No wn Nonima No Unknown
Unknown Unknown No No Unknown Not Yes
Ureteral Yes No No No known No No Unknown
dilation (3/4) ves 072 No No No No
Unknown Unknown Unknown Unkno No
Renal No No No No No No wn No Unknown No
Cysts and Y No 0/2 No No No
dysplasia
Musculo- Prematur Unknown Unknown Unknown No
skeletal e loss of 2/4 No 0/2 Unknown No Unknown Unknown No No No No No No No No Unknown
teeth
Unknown Unknown Unknown Unkno Not No
Slender Unkno No (but Unknown No No Unknown wn known No Unknown Yes
long 4/4 2/2 pictures Yes Yes Unknown
bones wn not
shown)
Unknown Unknown No No Unkno No No No No
Scoliosis 2/4 Yes 2/2 No No No No No Yes No wn No
Unknown Unknown No
Craniosyn No Unknown No No No Unknown No Metop No Unknown No
X 2/4 No Unknown Unknown Unknown icand
ostosis .
saggita
| ridge
Unknown Unknown No No Unkno No No No No No
Short a/4 Unkno 02 No No No No No Unknown Unknown wn
arms wn
Pectus 1/4 “ Unknown Unknown No No No No Unkno No No Yes Unknown No
excavatu Unkno No No No No No wn




m wn
Joint Unknown Unknown No No Unkno Unkno Unkno Yes No Unknown
hypermo Unknown Unkno 2/2 Unknown Yes Yes No No Yes Yes wn wn wn
bility wn
Unknown Unknown Unknown Unknwon Unkno Neuro Unkno No Unknown No
Unknown Unknown Unknown Unknown Unknown wn genic wn
Unknown Unkno change
wn Reduced in the
bulbar
muscle muscul
Electromy bulk, but Unknown Unknown ature
ography normal other
motor )
units wise
normal
EMG
and
NC
Advanced Unknown Unknown Unknown Unknwon Unkno Not Unkno Unknown Unknown Unknown
. Delayed Unkno (1/2), Normal Unknown Unknown Unknown Normal Unknown wn known wn
Endocrine Bone age Normal
(4/4 wn Normal (2/2)
(1/2)
Unknown Unknown Unknown No Unkno Not Unkno Unknown Yes
Unknown Unknown wn known wn
Oste.open a/4 Ves 22 No Yes Yes Unknown Unknown Normal
ia (2/2)
Normal Norma Unknown
Plasma Normal Normal Normal |
alkaline Normal (patient 1) Low Normal Normal Normal Norma Norma Normal Normal
Low Low Normal Normal Normal
phosphat Low | |
ase (patient 2)
Unknown Normal Norma Unknown
Not Normal Normal Norma |
specified | Norma Normal Normal
Normal but Normal Unknown Normal |
Plas'ma High/high Norma Normal laborator Normal Normal
calcium normal | y tests
were
descibed
as normal
Unknown Normal No Unkno Norma Norma Unknown Normal
Normal Not Normal Normal Normal wn | | Unknown
specified Normal
but
Plasma Unkno laborator
phosphat Normal wn Normal y Normal Normal
e tests
were
descibed
as normal
Unkno Unknown Unknown Unknown Unkno Unkno Unknown
wn Not Unknown Unknown Unknown wn wn Unknown
specified Unknown Norma
Parathyro but Normal | Normal
id Low Normal laborator Normal Normal
hormone y tests
values were
descibed

as normal




Thyroid
function
tests

Normal

Unkno
wn

Normal

Normal

Unknown

Not
specified
but
laborator
y tests
were
descibed
as normal

Normal

Normal

Normal

Normal

Normal

Normal

Normal

Normal

Unkno
wn

done
at
GOSH

Norma

Unknown

Unknown

Normal

Precociou
s puberty

0/4

Unkno
wn

Unknown

Unknown

Not
specified
but
laborator
y tests
were
descibed
as normal

Unknown

Unknown
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Not
applicabl
e

Unknown

Unknown

Unkno
wn

Unkno
wn

No

Unknown

Unknown

Immunologi
c

1gA and
IgM
deficienc
y

Unknown

Unkno
wn

Unknown

Unknown

Not
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but
laborator
y tests
were
descibed
as normal

1gA and
IgM
deficienc
y

Unknown

Unknown

Unknown

Unknown

Unknown

Unknown

Normal

Unkno
wn

Unkno
wn

low,

IgM
lower
limit of
normal

Unknown

Unknown

Other
immune
deficienci
es

Unknown

Unkno
wn

0/2

Unknown

Unknown

Not
specified
but
laborator
y tests
were
descibed
as normal

No

Unknown

Unknown

No

Unknown

Pneumoc
occal
meningiti
sand
sepicaemi
a

Unkno
wn

Bronch
iolitis
and
chest
infecti
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Unkno
wn

Unknown

Unknown

Unknown

Hematologic

Hyper/hy
po
coagulabi
lity

Unknown

Unkno
wn

0/2

Unknown

Unknown

Not
specified
but
laborator
y tests
were
descibed
as normal

Normal

Normal

Unknown

Unknown

Normal

Normal

Unknown

Unknown

Unkno
wn

No

Unkno
wn

Unknown

Unknown

Unknown

Factor
excess or
deficienc

Yy

Unknown

Unkno
wn

Slightly
decrease
d Factors

V&XI

(1/2)

Mildly
increased
Factor
Vil
(1/2)

Unknown

Unknown

Not
specified
but
laborator
y tests
were
descibed
as normal

Unknown

No

Unknown

Unknown

Unknown

Unknown

Unknown

Unknown

Unkno
wn

Unkno
wn

Unkno
wn

Unknown

Unknown

Unknown

Abbreviations:




AFP: Alpha-fetoprotein

BG: background

CDG: Congenital disorders of glycosylation
CSE: Convulsive status epilepticus

DDD: Deciphering Developmental Disorders
EMG: Electromyography

F: frontal

NGS: Next generation sequencing

PFO: Persistent foramen ovale

PIGT: Phosphatidylinositol-glycan class T
SW: spike and waves

Sz: seizures

T: temporal



