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Moynihan, 2000/ .
patien1 |7 SO Pakistan Yes NotProvided [ c.246T>A (p.Sers2®) C246T5A (p.Ser82?) NotProvided | M | NotProvided | NotProvided Not Provided Not Provided 6 |Notprovided| Not Provided Not performed Mild intellectual disability No No
Moynihan, 2000/ Yes- rare
patientz |V SO Pakistan Yes NotProvided [ c.246T>A (p.Sers2) C206T5A (p.Ser82*) NotProvided | F | NotProvided | NotProvided Not Provided Not Provided 8 00 00 Not performed Moderate intellectual disability tonic/clonic Profound congenital neurosensory deafness
' seizures
Moynihan, 2000/ Not
patients |V T Pakistan Yes Not Provided [ ¢246T>A (p.ser82*) €206T>A [p.Ser82*) NotProvided | F | NotProvided | NotProvided Not Provided Notprovided |, M | Not Provided Not Provided Not performed 186 No No
Heney,
1992/Moynihan, Not Acute Lymphoblastic Leuk death - ski
Patient #4 /Moynihan, | ) Pakistan ves Not Provided [ ¢.246T>A (p.Sers2) C206T>A (p.Ser82*) NotProvided | F | NotProvided | NotProvided Not Provided Not Provided ! [Not Provided| Not provided Not performed 189 No cute Lymphoblastic [eukemia causin death -skin
2000/ Bond, Provided areas of hypopigmentation
2005
Patient#s | Bond,2005 | #2 Pakistan ves Not Provided | ¢.4005-15AG (p.E386fs*4) | c.4005-15A>G (p.E386fs*4) | NotProvided | F | NotProvided | NotProvided Not Provided Not Provided 5 |Not Provided| Not Provided Not Provided Moderate intellectual disability Not Provided Not Provided
Patient#6 | Bond, 2005 n Pakistan Ves Not Provided | c.4005-15A>G (p.E386fs*4) | c.4005-15A>G (p.E386fs*4) | NotProvided | F | NotProvided | NotProvided Not Provided Not Provided 7 |Not provided| Not Provided Not Provided Moderate intellectual disability Not Provided Not Provided
Patient#7 | Hassan, 2007 | #3 Pakistan ves €.246T>A (p.Ser82*) €206T>A [p.Ser82*) NotProvided | F | NotProvided | NotProvided Not Provided Not Provided <4 |Not Provided| Not Provided Not Provided 151 No No
Patient#8 | Hassan, 2007 | #3 Pakistan Yes €246T>A (p.Ser82°) C246T5A (p.Ser82?) NotProvided | F | NotProvided | NotProvided Not Provided Not Provided Not Provided| Not Provided Not Provided 165 No No
1830
Not
Patient#9 | Hassan, 2007 |  #3 Pakistan ves €.246T>A (p.Ser82*) €206T>A [p.er82*) NotProvided | M | NotProvided | Not Provided Not Provided Notprovided |, " | Not Provided Not Provided Not Provided No No
Not
Patient #10 | Hassan, 2007 | 43 Pakistan Yes 246T>A (p.Ser82) C246T5A (p.Ser82?) NotProvided | M | NotProvided | NotProvided Not Provided Notprovided |, M | Not Provided| Not Provided Not Provided No No
2 ic reflux - i
patient#11 | TOEMAMENta |, Somalia Yes 6 €7006<T (p.Glu234*) €.7006<T (p.Glu234%) Not Provided | F 37 24 37 6 89 a1 16 No abnormalities Mild intellectual disability No severe gastric reflux - Moderate to severe bilateral
2012 neurosensory deafness - Slight hyperlaxity - Hypotonia
simplified gyral patt tly frontal) - Abdominal hernia - Ski h tation -
Patient#12 | Issa, 2013 s ttaly Ves NotProvided | c4441CT (pArg1481%) | cA44410T(pArgl481®) | NotProvided | M | NotProvided 05 Not Provided 5 6 |Notprovided| 41 mplified gyral pattern (mostly frontal) - corpus 169 No fominay hernia - S areas of hyperpigmentation
callosum agenesis Behavioral disorder - Tic disorder
Simplified gyral patt ty frontal) -
Patient #13 Issa, 2013 #s taly Yes Not Provided |  ¢.4441C>T (p.Arg1481%) C4441C5T (p.Arg1481%) Not Provided | M a5 05 05 2 5 Not Provided implified gyral pattern (mostly frontal) - corpus 156 No Skin areas of hyperpigmentation -Behavioral disorders
callosum and cerebellar hypopl
Patient #14 | Lancaster, 2013 | #6 | Not Provided No Not Provided | c.4546G>T (p.GIu1S16*) | c.4672C5T (p.Arg1S58%) |  Microcephaly 65 39 s 3 132 [NotProvided| 67 simplified gyral pattern Not Provided No Neurosensory deafness
524_528del(p GIn175Args™
Patient #15 Tan, 2014 # Caucasian No 5 65247 EL‘;) nL7SATEls €.4005-1G>A (fs*) ocephaly | F | NotProvided | NotProvided Not Provided 6 89 5 3 No abnormalities Q7s No Asthma - Allergies - Sleep apnea
Not
Patient #16 1, 2015 8 Hispanic No 05 Ca4a1CT (pArgIABLY) | 52270 (p.GIn1743%) No ™ 31 03 15 Notprovided |, " | Not Provided Not Provided Short corpus callosum Not Provided No Failure to thrive (enteral nutrition)
4005-5A5G 4005-9A>G
Patient #17 Yigit, 2015 #9 Turkey Yes Not Provided ® :rg133559r15‘3) (pAcrgﬂZSSerfs"El] No M | Not Provided -2 Not Provided 9 -4 Not Provided 32 Not Provided Not Provided No Bone age delay -5th finger clinodactyly - 11 pairs of ribs.
C.4005-9A5G 4005-9AG
Patient#18 | Vigit, 2015 o Turke ves Not Provided NotProvided | F | NotProvided | NotProvided Not Provided 10 4 |Notprovided| 34 No abnormalities Mild intellectual disability No Congenital hip dislocation
8 v v (p.Arg1335erfs*3) (p.Arg13355erfs*3) v 8 P
Patient#19 | Yigit, 2015 | #10 | Pakistan Ves Not Provided | c.383+16>C(p.Lys129°) €383+16>C(pLys129%) | NotProvided | F | Not Provided 2 Not Provided 2 62 [NotProvided| -5 No abnormalities Not Provided No Not Provided
Patient#20 | Jouan, 2016 | #11 | Canada No 53 €280G>A (pGIy94ATE) | 3695456 (p.Asn12325er) No F | NotProvided | NotProvided Not Provided 53 10 |Notprovided| 0,0 Corpus callosum agenesis 184 No Learning disabilties
Patient#21 | Jouan,2016 | #11 | Canada No 52 C280G>A (pGlyS4ATE) | 3695A5G (p.Asn12325er) No £ | NotProvided | NotProvided Not Provided 52 43 [Notprovided| 05 Corpus callosum agenesis 178 No Mutism - Intermittent ataxia
patient#22 | Jouan, 2016 | #11 | Canada No 44 C280G>A (pGIy94ATE) | c3695A5G (pAsn12325er) | NotProvided | M | NotProvided | NotProvided Not Provided a4 43 [Notprovided| 05 Corpus callosum agenesis 177 Resolutive obsessive-compulsive disorder
B ta, ) ) -
patient #23 | | Enom e #12 | Not Provided No 1 €4604+1G>C €.3097delG (p.V1033 fs*41) | NotProvided | M | NotProvided | Not Provided Not Provided 1 55 [Not Provided| Not Provided! No abnormalities developmental quotien: 45 No Café-au-lait spots
5127 51280upGT <5127 _5128dupGT Not
ient#24 | Abdullah, 2017 | #1: Pak v = - Not P | ot provi Not Provi Not Provi Not P intellectual disabilty - walki N
Patient #24 | Abdullah, 20 3 akistan es 30 o serri0Cfe ) o serrrioCeteT22) ot Provided ot Provided | Not Provided ot Provided 30 proumeq | Not Provided| Not Provided Severe intellectual disability - walking 0
5127_5128dupGT 5127_5128dupGT Not
Patient #25 | Abdullah, 2017 | #13 Pakistan Yes 32 (:.sEriﬂocvsrs::zz} (;Sevﬂ]ﬂcvsh"‘(:rzl) Not Provided | M [ NotProvided | NotProvided Not Provided 2 va?ded Not Provided| Not Provided Severe intellectual disability - walking, No Moderate hearing impairment
©5127_51280upGT <5127_5128dupGT Not
ient#26 | Abdullah, 2017 | #1: Pak v 12 = - Not P Not Provi Not Provi Not Provi 2 Not P intellectual disabil N
Patient #26 | Abdullah, 20 3 akistan es o ser a0t o serrrioCesteT22) otProvided | M | NotProvided | Not Provided ot Provided proumeq | Not Provided| Not Provided Moderate intellectual disability 0
5127_5128dupGT 5127_5128dupGT Not
Patient #27 | Abdullah, 2017 | #13 Pakistan Yes 8 [;Serlﬂocysfs:’:rlz} (;Sevﬂ]ﬂcvsh"‘(:rzl) NotProvided | F [ NotProvided | NotProvided Not Provided 8 va?ded Not Provided| Not Provided Moderate intellectual disability No
Not
Patient#28 | Ahmad,2017 | #14 | Pakistan ves Not Provided | ¢.1279CT (p.Argd27*) 127967 (p.Arga27*) NotProvided | NP | Not Provided | Not Provided Not Provided Notprovided | "' I Not Provided| Not Provided Not Provided Not Provided Not Provided Not Provided
Suk )
Patient #29 ukumaran #5 Pakistan Yes 16 CA114C> T (pArg1372%) | c4114C>T (p.Argl372%) NotProvided | F | NotProvided | NotProvided Not Provided 16 5 Not Provided| Not Provided Mild intellectual disability No
Sukumaran,
patient430 | U0 s | pakistan ves 2 4114C> T (pA1372Y) | c4114C>T(pAg1372*) | NotProvided | M | NotProvided | Not Provided Not Provided 12 9 | Not Provided| Not Provided Mild intellectual disability No
Yes - epileptic
Not s tellectual disabilty - halopathy |  Bilateral cataract - White matter abnormalities -
Patient #31 | Alfares, 2018 | #16 | Saudi Arabia Ves 16 C4055A5G (p.Glu1352Gly) | cA0S5ASG (p.GIuL352Gly) | NotProvided | M 2 1100 Not Provided Not Provided ! [Not Provided| Not provided White matter abnormalities evere intellectual disability -non | encephalopathy | - Bilateral cataract - White matter abnormalities
Provided walking with Tetrapyramidal syndrome
hypsarrhythmia
Severe intellectual disability - non
Patient#32 | Alfares, 2018 | #16 | SaudiArabia Yes 10 C4055A5G (p.Glu1352Gly) | cA055A5G (p.GIu13526ly) | NotProvided | M | NotProvided | NotProvided Not Provided 10 2 “ 4 moderate ventriculomegaly vl Yes Bilateral cataract - Tetrapyramidal syndrome - Dystonia
Ves - epileptic
s tellectual disabilty - halopath
Patient#33 | Alfares, 2018 | #16 | SaudiArabia Yes 8 4055A5G (p.Glu1352Gly) | c.4055A5G (p.Glu1352Gly) | NotProvided | F | NotProvided | NotProvided Not Provided 8 45 5 Thin corpus callosum erereime e;al\‘kxmglsz e En(epwi:"a v Bilateral cataract - Tetrapyramidal syndrome
hypsarrhythmia
Intra uterine Bilateral cataract - Hypospadias - Bilateral
Patient #34 | Alfares, 2018 | #16 | Saudi Arabia Yes 6 CA40S5A>G (p.G1u1352Gly) | c.40S5ASG (p.Glu13526ly) growth M 2 1700 Not Provided 075 -4 |Not provided| Not Provided Thin corpus callosum Not Provided Yes PSP
cryptorchidism - Cardiac congenital defect
retardation
Not
Patient#35 | Alfares, 2018 | #17 | SaudiArabia [ Not Provided 3 C4672C5Tp.(Arg15S8") | 4672C5T p.(Arg1558*) | NotProvided | M 35 Not Provided Not Provided Notprovided |, M | Not Provided| Not Provided Decreased cerebral volume Intellectual disability Yes Cataract

Nasser H, et al. J Med Genet 2020;0:1-11. doi: 10.1136/jmedgenet-2019-106474




