Supplementary table Symptom manifestations in IHPRF1 patients
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Fomily Family 1 Famiy 1 Famiy 1 Famiyz Fami.1 Famiyd Famiy2 miv3 Famiv FamiyS Famiy.6 Famiy7 Famiv8 Famiv Famiy10 Famiy i1 Famiy 12 Famiy L Famiv2 Famiy 3 Fami 2 Famiy 1 Fami 1
patient Patient 1 Patient2 Patent3 Patent 4 Patents Patient s Patent7 Patients Paient s Patent 10 Patent i1 Patient 12 Patent 13 Patient 14 Patient 15 Patent 16 atient 17 Patient 18 Patient 15 atient 20 Patient 21 batient22 Patient23 Paient 24 Patient 25 batient 26 Patient27 Patient 28 Patient 23 Paient 30 Patent31 Patent32 Patient 33 Patent34 Patient 35 atient 36
S Tomale Vale Formale Ferale Mole Vale Mole Ferale Female Female Formale Vale Female Mole Fomale Vale Mole Famale Tormale Formale Vale Formale Mole Fomale Vole Fermale Vole Fermale Fomale Fomale Female Vole Fomale Vale Fomale Vaie
Hypotonia* Severe. Severe Severe Severe Severe Severe. Severe. Severe. Severe Mild Mild Mild Mild Mild Moderate Severe Severe Severe Severe. Severe. Moderate + + Severe. Severe. Mild Mild Mild Mild Mild Mild Mild Severe.
age) age) with age)
Vision ‘Strabismus. ‘Strabismus. ‘Strabismus, Strabismus, Strabismus. Anisometropia ‘Normal Normal Normal ‘Strabismus. ‘Strabismus, Strabismus, ‘Strabismus Strabismus Strabismus ‘Strabismus. Strabismus ‘Strabismus. Strabismus. Strabismus. Normal ‘Normal ‘Normal ‘Strabismus. Strabismus. Strabismus Strabismus Strabismus Esotropia Esotropia, Myopia Strat s, ‘Strabismus, Normal ‘Strabismus. Strabismus,
Nystagmus. ‘Ophthalmoplegia Nystagmus, Optic Nystagmus, Optic Hypermetropia Hypermetropia Nystagmus.
atrophy atrophy.
e Contact Poor a Aosert Present A A A A A A et Rosent A A A A A [0 0 Present Poor A A 0 0 A A A A 0 0 0 0 A Poor
B - E - E - E Deloyed Deloyed Deloyed E B - E E Delaved - - - B - - - E E E E A A Severly ey Vildy delayed v ceiayed - - B
Scoliosis - NA NA NA B - B - - - B v - B B - - v - B B - B B B B B B B B - B - - - -
Musdle Wasting 5 5 v A A A A 0 A A ¥ B 5 5 - E B E v p E E - - - - - A 0 - - - 5 5 A
Setzure 5 5 v T 5 5 5 G 5 5 T 5 = = 5 5 5 G = 5 5 5 5 G G G & 5 5 = = 5 + Timprovedby 5
medication)

Sieep Disturbance B A 0 A A A A 0 A A A A 5 - - 5 - v v v - E E v o o o o v - p A m v B m
Cardiovascular ASD,TR NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA NA ASD NA NA Normal NA NA NA
Malformation

r N N A v 5 - - - - na A - v v 5 v - - - - - - v v v v A 0 0 0 A 0 A A
Breathing Abnormal Normal Abnormal Abnormal NA NA NA NA NA Abnormal Normal Normal Abnormal Abnormal Normal Normal Abnormal Normal Normal Normal Abnormal Normal Normal Normal Normal Abnormal Abnormal Abnormal Abnormal Abnormal NA NA Abnormal
Neuroimaging Frontal lobe atrophy Normal High intensity foci Normal Normal Normal Normal Normal Normal Normal Normal Cerebellar atrophy Normal ‘Normal ‘Normal Normal Normal Normal Normal Nonspecific anomaly of Normal Normal Prominent extra axial CSF Mild defective Defective Minimal cortical Mild cortical atrophy, Normal NA NA Normal Normal Abnormal Abnormal Normal
‘on dorsal brainstem periventricular white matter, myelination at deep. myelination, atrophy changes ‘Thin corpus callosum
Lateral ventricle abnormality white matter, Thin Thin corpus callosum
corpus callosum
Biood Tests Ronormal Normal Normal A Normal Normal Normal Normal Norml Norml a A " Normal A A ntermittenty A A A A A A Normal Normal Normal A Normal A 0 a 0 A 0 A A
increased T4
EEG Abnormal (Hypsarrhithmia) NA NA NA NA Normal Normal Intermittent activity Intermittent activity Normal Normal Diffusely slow Epileptic NA Normal Normal Diffusely slow Abnormal NA NA Diffusely slow Diffusely slow NA Epileptic Epileptic. Epileptic. NA NA NA NA NA Epileptic. Epileptic. Diffusely slow
with slow ‘with slow
background background
Severe. Severe Severe Severe. Severe. Severe. Severe. Moderate Moderate Moderate Severe. Severe. Severe. Severe. Moderate Moderate Severe Severe Severe Severe Severe. Severe. Severe Severe Severe. Severe. Severe. Moderate Moderate Moderate Mild Severe Severe. Severe.
Dysmorphism . . v . v . v . . v v v v . v + v v + v v . + + + + v v B v v v v
Early Death 5 20 Months 5 5 Vears (Due to infection) 5 5 5 5 5 5 5 5 5 5 5 E 5 E E 5 E E 5 a,8m - v, 6M - B B - B B B B
Mutation caseacT c339065A caasse : casaecT casseoT causau c288993_6delMAGT casooT : C2758a00n o716 csaradc cazeram6 c2022_202300AT mat mat
PArg85sTer V529-1G>A P.Tyra97Thris*21 p.Trp1287Leu p.GIn642Ter P.GIn1186Ter P.GluB13Glyfs*23 p.val9s6_Leudb3del PArg1384Ter p.Trp107Ter plle920Leufs*7 Pp.Val891serfs*2 p.Trp179Ter p.Cys675Leufs*23 €110G>A €3281G>A PArg1275Ter
(24 bp deletion in cDNA) P.Trp37Ter P.Arg1094Gin PArg1275Ter
at oot ot oot
s6sceic camaor caseaoT 2495 2ASTInSTCATA
P.GIN877Asnfs*16 p.ProgosLey PArg855Ter p.Phe833Hisfs*40
Note: The extent of the severity of the symptoms marked by * are results of our own interpretation of the information provided by the respective authors.




