Supplementary Table 2 Causative variants detected in the 71 patients.

9916 AKT3 NM—OS_E’L“g‘E’l'gé;Srg‘Q’”G AD Mat Yes
8513 ANKRD11 NM—%}Esnggﬁé‘;g%zrngde' AD de novo Yes
10231 ANKRD11 NM—g.lszg’éggirl]?so%lzgﬁmde' AD Mat Yes
10462 ANKRD11 N“S:i’}gi?é’i@?j?é%“zm AD de novo Yes
88-19 ARID1B NM—%léf:fé%gfg?ff;%%“"SC AD de novo Yes
212-20 ARID1B NM—SE};’&Z?&;‘I‘;ESTE‘ESS nsC AD de novo Yes
482-19 ATP1A2 NM—Og?;ﬁrzé‘émemﬂ AD Mat Yes
78-20 ATP1A2 NM—O?P;}??;I:?CMZZEOC” AD de novo Yes
514-21 ATP1A2 ergfgggszéﬁscfic:ggel AD nd Yes
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NM_000068.4: c.1067T>C

p.Leu356Pro

NM_000068.4: ¢.5005C>T
p.Arg1669Ter

NM_000068.4: c.3958G>A
p.Aspl1320Asn

NM_003688.3:c.252_255del
p.Asp84GlufsTer20

NM_003688.3:c.1090A>G
p.Ser364Gly

NM_003159.2:¢.2798-1G>A

NM_003159.2:¢c.484G>T
p.Glul62Ter

NM_017780.4:¢.5665+1G>C

NM_004380.3: ¢.3832G>A
p.Glul278Lys

NM_001904.4:¢c.936_936+1insTG

p.Leu313CysfsTerl3

NM_001332.4: ¢.313C>T
p.GIn105Ter
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NM_001356.5:c.1171-1G>T

NM_001360.3:¢.964-1G>C

NM_001360.3:c.523G>A
p.Aspl75Asn

NM_024757.5:¢.523C>G

p.Thr1133Arg

NM_005249.5: c.694A>G
p.Asn232Asp

NM_032682.6:¢.570-1G>C

NM_032682.6:¢c.1240dup
p.Leud14ProfsTer47

NM_032682.6:¢.777_780del
p.Lys259AsnfsTer6

NM_000806.5:c.641G>A
p.Arg214His

NM_020699.4:c.332G>A
p.Arg111Gin

NM_001493.3:c.1036C>T
p.GIn346Ter
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NM_080425.3:¢.303_304insT
p.-Met102TyrfsTer6

NM_080425.3:c.214G>A
p.Gly716Ser

NM_080425.3:¢.2936G>A
p.Arg979GIn

NM_000834.5: ¢.1385T>C
p.1le462Thr

NM_000834.5:¢c.286G>A
p.Gly96Arg

NM_001193466.2:c.1653-2A>G

NM_001193466.2:¢c.2021A>G
p.Asp674Gly

NM_172107.4:¢.1090G>C
p.Glu364GIn

NM_172107.4:c.641G>A
p.Arg214Gin

NM_006618.5:¢.3133C>T
p.Argl045Ter

NM_021140.3:¢c.1952C>A
p.Ser651Ter
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NM_004992.4:¢.397C>T
p.Arg133Cys

NM_015335.4:¢.4963delG
p.Glul655LysfsTerb

NM_003491.4:¢c.384T>A
p.Phel28Leu

NM_052867.4:¢c.2294G>C
p.Arg765Thr

NM_001008537.3:¢c.2552C>A
p.Ser851Ter

NM_014932.5:¢c.1156G>T
p.Gly386Ter

NM_001128168.3: ¢.500C>G
p.Thrl67Arg

NM_017934.7:¢.1096G>T
p.Asp366Tyr

NM_145239.3:¢.649dupC
p.Arg217ProfsTer8

NM_030665.4:¢.2000T>C
p.Leu667Pro

NM_001165963.4:c.2266A>T
p.Lys756Ter
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SLC2A1

NM_001165963.4: ¢.695-6_695-3del

NM_001165963.4: c.4793A>T
p.Tyr1598Phe

NM_006920.6:¢.5104G>T
p.Aspl702Tyr

NM_014191: c.4594A>T
p.lle1532Phe

NM_001353345.2:¢.5291 5292insA
p.Asnl1765GInfsTer9

NM_133266.5:c.769C>T
p.Arg257Ter

NM_006516.4:¢c.388G>A
p.Gly130Ser

NM_006516.4:¢.988C>T
p.Arg330Ter

NM_006516.4:c.85_89del
p.Asn29TrpfsTer58

NM_006516.4: c.967G>A
p.Val323Met

NM_006516.4:c.109C>T
p.GIn37Ter
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NM_001042537.1:¢.264C>G

1-19 F SLC9A6 0.1le88Met X-linked de novo LP X X - Yes
NM_003075.5:¢.2984dupC
84-19 F SMARCC2 0.Ala996CysfsTer16 AD nd p X - X Yes
896-19 F SYNGAP1 NM_006772.3:c.509G>A AD de novo p - X X Yes
p.Argl70GIn
550-19 M TPO D DO Sl AR Mat/Pat P X - - Yes
p.Arg491His
TBX1 NM_080646.1:¢.1010-2A>G AD nd p Yes
298-19 M X ; -
NM_000462.5: ¢.2576_2579del
UBE3A p.Lys859ArgfsTer4 AD nd P es
NM_017890.4:¢.9406-1G>T AR Pat P Yes
10456 M VPS13B X - -
del ex4-7 AR Mat P Yes
211-20 M ZMYM2 NM_197968.4:c.1765C>T AD Pat p X X - Yes
p.Arg589Ter
8634 F ZMYM2 e AD de novo p X - - Yes

p.Ser159GInfsTer6

Abbreviations: AD, autosomal dominant; AR, autosomal recessive; ASD, autism spectrum disorder; F, female; ID, intellectual disability; LP, likely pathogenic; M, male; Mat,
maternal; nd, not determined; P, pathogenic; Pat, paternal.



