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Figure S1: CNV detection and analysis. Flow chart representing our CNV detection
and analysis and the number of .CEL files from each cohort included at each step. (a)

initial assessment of .cel file quality. (b) CNV detection and quality control.



"pPauUIqUIOd SHOL0D PU0ISS pue sl 3yl yum sarousnbauy uonsjep z'1Tbzz [reseno
PAUIQLIOD pue SQHD INOYIM ‘SAHD UM S108[gNs HOY0d puodas Ul sazis uona|ep z'TThezz ays jo Aousnbaly ayl
"pauIquIod pue SGHD INOYIM ‘SQHD Yum S3198[gns 110Yod 1sily Ul S9zIs uonajep g TTbzz oyl Jo Asusnbaiy ayl ,

ge ¢e1 |8y 6z |vvy v |8y L |8S vI |vSs TZz|oEe 9 [Tv ST |z2g 12| 9V
vT S (2T oT |9T st |oCc € (T2 s [T 8 |OoT ¢ |¥T G |[€T L -V
86 8ZE|S5€6 ¥9S |0v6 ¢68 |2€6 LET |[126 122|526 8SE|096 16T |[S¥6 £ve [066 ves| a-v
% # | % # | % # | % # | % # | % # | % # | % # | % #
(ove =u) | (c09=u) | (66 =U) | (LrT=u) | (Ovz=u) | (288 =U) | (66T =Uu) | (€9c =u) | (295 =)
aHO ON aHo [eloL dHD ON aHo [eloL dHD ON aHo [elol

, PauIqwo) s1oyod

4 Hoyoo puoodes

. M0Y0D 18114

$9ZIS uon’faQ Z'TThze

IS 9|gel




€veoT1s palsal 10N | ANQUUad % doys3iopm AND 9¢ uoneoidng | 996'cL GT.'060'8 6v7.'9T0'8 | 2T daHo 1G9/
IAZAO NI paisal 10N | ANDuUUad %9 doysyiom AND 79 uoneoldng | 291'82T | 699'7€T'S £0G'900'8 | 2T daHo 166G/
€veoTs SOA ANDUU3d 8 doys3iopm AND 65 uoneoidng | €TT'62T | 006'€ZT'S 18.'v66'L | 2T dHo 0€S.L
IALAGN ) palsal 10N | ANDuUUad 8 doys}iom AND 09 uoneoldng | 028'GST | L09°0ST'S 18.'v66°L (2T dHo 1969
€veoTs SOA ANDUU3d 9 doys3iopm AND 99 uoneondng | €TT'62T | 006'€ZT'8 182'v66°L (2T dHo 0969
€VZO1S SOA ANDUU3d 79 doys3Iopm AND T9 uoneoldng | €TT'6ZT | 006'€2T'S 18.'v66°L (2T dHo €569
€veo1s SOA ANDUU3d 9 doys3Iopm AND 69 uoneondng | 6€T'T9T | TO6'€ZT'8 292'296'L (2T dHo 60,9
€VZO1S SOA ANDUU3d 79 doys3Iopm AND 09 uonsled G/¥'6TT | TO6'€ECT'8 9zy'v00'8 (2T dHo 80/9
€veol1s pa1sal 10N | ANDUUSd %8 doys3IoM AND cL uoneondng | 29S'2/T | 8S6'0€T'8 90v‘'8G6°'L (2T dHod 9699
IATAON I palsal 10N | ANDuUUad 78 doysyiom AND 65 uoneoldng | G/+'6TT | T06'€CT'S 9zv'v00'8 (2T dHo 22s9
E€VveZO1S SOA ANDUUad 79 doys3iopm AND 69 uoneondng | 8¥¥'2LT | €8¥'ErT's Ge0'TL6'L (2T dHd 8619
1A ZAO NI palsal 10N | ANDUUad 8 doys}iom AND 09 uoneoldng | G/¥'6TT | 006'€2T'8S Gey'v00'8 (2T dHo 0G99
€veols palsal 10N | ANDUUSd %8 doys3Iopm AND 09 uoneondng | S/¥'6TT | 006'€CT'S Gey'v00'8 (2T aHo L¥9S
IAZAO NI palsal 10N | ANDUURd 78 doys}iom AND 09 uoneoldng | G/¢¥'6TT | 006'€2T'8S Gev'v00's [ 2T dHo 999
€veols Pa1sal 10N | ANDUUSd 8 doys3Iopm AND 09 uoneoldng | S/¥'6TT | 006'€CT'8 Gev'v00'8 (2T dHod €6€S
IATAON palsal 10N | ANDUURd 8 doys}iom AND 09 uoneoldng | G/+¥'6TT | 006'€2T'8S Gev'¥00'8 2T | AHOON 11€S
€veol1s pa1sal 10N | ANDUUSd %8 doys3Iopm AND 79 uoneondng | £99'0€T | Z60'GET'S Gev'v00'8 [ 2T dHo 89¢€S
IATAON palsal 10N | ANDuUURd 8 doysyiom AND 09 uoneoldng | G/+'6TT | 006'€2T'8S Gev'¥00'8 2T | AHOON GGES
€veo1s SOA ANDUUad 9 doys3iopm AND 19 uoneondng | 2€5'92T | 8S6'0€T'8 9¢y'v00'8 (2T dHd 8¢y
IATAON I palsal 10N | ANDuUUad 78 doysyiom AND T4 uoneoldng | €TT'62T | 006'€2T'8 18.'v66'L (2T dHo €v6e
€veo1s pa1sal 10N | ANDUUSd 8 doys3Iopm AND 65 uoneondng | 2T8'8TT | 8€£Z'€ZT'8 9¢v'v00'8 (2T dHd 0c6e
TVIANOM palse) J0N | ANDUUad %9 doysyiom AND 86 uonsled Z2v6'6TT | 6T5'0/€'6L | £.G'0G6¢°6. (0T | AHOON 9GvS
TOMAd SOA ANDUUad 9 doys3iopm AND 8T uons|ag 8TE'TC | 288'V0P'eS | ¥9S'€8e'€eS [0T | AHO ON [A74°YA
ZEWIYLZNLSY | paisalioN | ANDOuUuad % doys3lopm AND 19¢ uonsled 925'8ve | €/8'659°6TT | LVE'TIV'6TIT | 6 dHo 9199
YTVND SaA ANDUU3d 79 doys3Iopm AND €¢ uonsed 80G'€Z | G2¢2'980°08 | LTZ'€90°08 | 6 dHod GE6E
addld SOA ANDUUad % doys3iop\ AND 144" uons|ag ¥€2'8TT | 660'996°6 G98'/¥8'6 | 6 | AHOON JASTA
ddd.id SaA ANDUU3d 79 doys3Iopm AND JAS, uonsed T18'€C ¥50'228'6 €¥2'86.'6 | 6 | AHOON [AXA
add.id palsal 10N | ANDUURd 78 doys3iom AND T9 uonsled 66809 T¥8'608'8 Zv6'sy.'s | 6 | AHOON /8¢S
6AdVIN pa1sal 10N | ANDUUSd 8 doys3Iopm AND S.T uoneondng | G€9'0/2 | 20E£'€88'6LT | 299'2T9'6LT | G dHod T0S9
LNYD palsal 10N | ANDuUURd 78 doysyiom AND €05 uoneoldng | 2G8'0vS | t2¥'9ST'8 19G°GT9'L | € dHo 09TV
8Xvd pa1sal 10N | ANDUUSd 8 doys3IoM AND 0sT uoneondng | T89'60€ |995'9€Z'VTT | G88'9Z6'ETT | ¢ dHod 6T.9
Tda11 pa1sel 10N | ANDUUad 78 doys3iom AND A1 uonedldng | 0€zZ'10L | 622'1€€'€E | 6¥5'0€9°2E | € dHo €.€9
Tdga11 pa1sal 10N | ANDUUSd %8 doys3Iopm AND 15174 uoneondng | T8L'€0L | 6.L'TEE'EE | 866'229'CE | ¢ dHd 7059
PSINIEL “TNITINT | pa1sa110N | ANDuUuad % doysyiom AND 8GT uoneoldng | 966'v8€ | 8TT'8¥9'L2 | 221'€92'22 | C dHo T.¥S
NOHY pa1sal 10N | ANDUUSd 8 doys3Iopm AND 98 uoneondng | 229'6¥T |0ST'2S6'82Z | 825°208'82¢2 | T dHod 9L
(s)auao paiayu] | sweiboid uonodsldg AND [seqoid 1o # adAl (dqg)szis | (dq) pu3 (dg) veis [1yp|eadArousyd |sjdwes

(p1ing swouab TBU/LEUDYD) SAND Parepl[eA S a|gel




TNVOd SOA ANDUUad % doys3iom AND 60T uonedndng | S€8'08T | 0E8'€06'GE | S66'cCL'SE | T¢ dHo [A478°
d4avxo Pa1sal 10N | ANDOUUSd ® doys3IoMm AND S6¢ uonedndnQ | 8T6'28€ | 00L'V2ZT'6T | 28L'9€L'8T | 1¢ dHd €969
4avxo P3)sa} JON | ANDUURd % doys>3iopM AND v.€ uonedldnQ | S9T'6SS | ¢2T'02Z'6T | LS6'099'8T | 1¢ dHo QoTV
Z'TTbgT Ppa1sal 10N | ANDUUSd % doys3iom AND 09€€ uonsled [6SS'SOE'S| ¥E0'0V6'8Z | SLY'VEI'EZ | 8T dH>d 8.1V
cd4d9 P3)sa} JON | ANDUURd % doys3iopM AND 8¢ uonedndna | 9ze'v8L | 6YY'ETV'EL | €2T'629'CL | LT dHo 2815
AL A SOA ANDUUad % doyssiopm AND 966 uopedndna |¥¥.'8.1'T| 000'G62'9E | 952'9T8'VE | LT dHO GE6E
€THAOd SSA ANDUUad % doys3iom AND 65 uonedldna | 0€0'Gy | TEO'ESE'€8 | TOO'80E'E8 | 9T dHo 0049
€THAs Pa1sal 10N | ANDOUUSd % doys3IoMm AND Ly uonsied 09S'TS | L09°G9.C8 | LVO'¥TLC8 | 9T dHd T0S9
TTHAN SSA ANDUUad % doys3iom AND 6.9 uonseAd [y T9G'T | ¢TS'96E€'9T | 890°GES'YT | 9T dHo 1414%
Z'TTbST SOA ANQUU3d B doys»3Iom AND 80¢€ uonaed TET'TES | ¢18'282'cZ | 189'TSL'CZ |ST dHO 9699
Z'TIbGT SSA ANDUUad % doys>iopm AND €ce uonedndnQ | 962'908 | L¥S'/8F'€Z | 1S2'T89'ce | ST dHd 8769
Z'TTbST Pa1sal 10N | ANDUUSd *® doysXiopM AND (44 uonedndng | 059'¥08 | 0S0'8L¥'€Z | 00V'€L9'Ce | ST daHod T6VS
€4dd Pa)sa} JON | ANDUURd % doys3iopm AND T4 uonedldng | 600°0LT | TOL'88T'€. | 269'8TO'EL |¥T | QHOON 96vS
TA4HLN Pa1sal 10N | ANDOUUSd %® doysXIopm AND 81 uonedndna | 996's/¢ | L¥S°,00'G9 | T8S'TEL'VY | V1T dHod ¢0599
TVv¥100 P3)sa} JON | ANDUURd % doys3iopm AND 0.8 uonedldng | 959'¢6S | ¥.9'S8T'TTT [ 8TO'E6S'OTT | €T adHo covs
(ALAON 3] Pa1sal 10N | ANDOUUSd @ doys3Iopm AND LS uonedldng | TOT'OTT | 006'€CT'8 66.°',00'8 |2CT dHod 000¢T
EVea1S SSA ANDuuUad 09 uonedldng | €TT'62T | 006'€CT'S /8L'¥66L |C¢T| AHOON | TZ6TT
IALAON IS SOA ANDUUad % doys>iopm AND 09 uopedldng | €TT'62T | 006'€CT'8 18L'v66°L |2CT dHO 79611
eveo1Ss SSA ANDUUad % doys3iopm AND 09 uopedndng | €TT'62T | 006'€CT'S 18L'v66°L |2CT dHo 096TT
1A FAON |S] SOA ANDUUad % doyssiopm AND 09 uopedldng | €TT'62T | 006'€CT'S /8L'v66°'L |21 | AHOON | ZVeETT
IALA0R IS) palsal 10N ANDuuUad 65 uopedndnQg | S.¥'6TT | 006'€CT'S GZr'v00'8 |<CT dHd 9€ETT
EVZO1S Pa1sal 10N | ANDOUUSd % doys3IoM AND 09 uopedldnQ | €TT'62T | 006'€CT'S 18L'v66°L |21 dHO LCETT
A A0 1) PaIsal J0N | ANDOUUd % doysiIom AND 65 uopedldng | S.¥'6TT | 006'€CT'8 GZy'v00'8 | 2T dH>O €CeTT
[ALAON I Pa1sa1 10N | ANDUUSd *® doysX3 oM AND 65 uowedldna | S/¥'6TT | 006°'€CT'8 Sev'v00'8 | 2T dH>d (4419
EVCO1S S9A ANDUuUsd 6G uonedndng | S.¥'6TT | 006'€CT'S GZv'vy00'8 | ¢T | AHOON | 9TETT
[ALAON I Pa1sal 10N | ANDUUSd *® doysX3iopM AND 09 uonedldng | €TT'62T | 006'€CT'8 18L.'v66°L |21 dHd 6211
EVZO1S SOA ANDUUad % doys3iopm AND 09 uonedndng | €TT'62T | 006'€CT'8 18L'v66°L |2CT adHo 8GCTT
(ALAON 3] Pa1sal 10N | ANDOUUSd ® doysXIoM AND 09 uonedldng | €TT'62T | 006'€CT'8 18L'v66°L |21 dHod €ecit
EVea1S SSA ANDUUad % doys3iom AND Q9 uonedndnQ | S€6'cT | 2CL'LET'8 18L'v66°L |2CT dHo 6STTT
IALAON IS] pajsal 10N ANDUUsd 65 uopedndng | S.¥'6TT | 006'€CT'8 GZv'v00'8 | 2CT dHO GCOTT
IALA0] 1) P3)sa} JON | ANDUURd % doys3iopM AND 09 uonedldnQg | €TT'62T | 006'€CT'S 18L'v66°L |2CT dHo 70601
IAAON IS SOA ANDUUad % doyssiopm AND €9 uonedndnQg | L99'0€T | Z60'GET'S GZr'v00'8 | 2T dHO LT/0T
IALA0R IS) P3)sa} JON | ANDUURd % doys3IopM AND q9 uonedldnQ | S€6'crT | 22L'LET'S 18L'v66°L |2CT dHd 8€90T
1A FAON |5] SOA ANDUUad % doyssiopm ANO 99 uonedndnQ | L€2'09T | 8S6'0ET'S T2L'0L6°L 2T dHd €9G0T
EVeO1S PpaIsal JON | ANOUUd % doys3Iom AND 09 uopedldnQg | €TT'62T | 006'€CT'S /8.'v66'L |ZT | AHOON | LGEOT




9T00°0 |/26¥¥00°0 | S0-3589 IS e uonauny Jenasjow | Auanoe Jauodsuel) sueiquiswsuel] arelpAyoqied [y TST00:09
91000 |/6¥¥00°0 [S0-I58°9 € 143 ssa20.d [ea160|0Iq uodsuel) asoxay G98000:09
9T00'0 |/6¥1¥00°0 [50-358'9 € 143 ssa20.d [ea1bo|oiq Jodsuel) ayelpAyoqued €%798000:09
9T00°0 |/6¥¥00°0 [S0-358°9 € ve ss820.d [ea160|0Iq sisauabolew.ads €8¢/,000:09
9T00'0 |/6¥1¥00°0 [50-358'9 € 143 ssa20.d [ea1bo|olq uonelauab ajeureb 9/2.000:09
91000 |[/6¥¥00°0 [S0-3G8°9 € ve ss820.d [ea160|0Iq Juswdolanap [ewsiuebio Jejn|aaninw G/2/000:09
9T00'0 |/6¥¥00°0 [50-358'9 € 143 ssa20.d [ea1bo|oiq $s820.d dlj0geIaW UlWeYA 3|gn|os-1arem /9/9000:09
9T00°0 |/6¥¥00°0 |50-358°9 € V€ ssao0.d [ea160|0Iq $$8004d 21j0gEIBW UIWe)IA 99/9000:09
9T00°0 |/26¥¥00°0 | S0-358°'9 e e uolnouny Jenoajow AAnoe Jauodsuel) aueiquiawsuel] asoon|b GGES000:09
¥000°0 |/6t¥¥00°0 |S0-ISG°€ 9 oy | sseoo.d [ealbojoiq S$S8200.d 21j0geIaW 3|NJ3|0W [[ewWs 1827700:09
G000°0 |/6¥¥00°0 [S0-3ATT'E € 9¢ ssa20.d [ealbojoiq uodsuel) suelquiswsuel) G80G500:09
0 292€00°0 |90-3T2'9 € oy ssa20.d [ea1bojoiq $s820.d dljogelaW aplieydoesouow 9665000:09

0 292€00°0 | 90-389°'S % 44 ssa20.d [ealbojoiq ssad0.d dljogelaw dyespAyoqied G/6S000:09

0 292€00°0 | 90-3ET v e iR ssad0.d [eaibojoig |  ssa204d dljogeisw areipAyoqred wsiuebio-aibuls  (£z/¥700:09

dad  Hg isnlped anpead [#) dHD oN (#) AHO 9dAL wial 09 uonduosag wisl 09 aioos

(swuoal 1uealjiubis Ajjeoansiels gg) suonesijdng :g

99T0'0 |[S¥S6E£0°0 (26200070 L 1% uonouNy Jejndsjow Aunnoe Jspodsuel) ajelpAyoqled 9/¥T06T:09
99T0'0 | S¥S6£0°0 | 262000°0 ] ey uonouny Jendajow AAnoe Janodsuel aueiquiswsuel) Jebns 6TTTS00:09
99T0'0 |S¥S6E£0°0 | 2620000 L 1% ssa20.d [eaibo|oIq $s900.d 21j0geIaW pioe 21gI0dse-T 2S86T00:09
99T0'0 |S¥S6€0°0 [262000°0 L [53% ssa20.d [ealbo|oiq Jodsuel) 8s0on|b 8G/GT00:09
99T0'0 |S¥S6E£0°0 | 2620000 L 1% ssa20.d [ea1b0|0Iq uodsuel) aplreydoesouow 6¥7.ST00:09
99T0'0 | S¥S6E0°0 [ 26200070 / ey uonouny senoajow AlIAnoe Jalodsuel) auriquiswisuel] 9S0Xay 6YTST00:09
99T0°'0 | S¥S6£0°0 [262000°0 / 74 uonounj Jejnaajow | AlAnoe Janodsuel) auriquiswsuel] apLeydIdesSouoWw |SyTST00:09
99T0'0 | S¥S6E0°0 | 262000°0 / ey uonouny Jeinasjow | AuAnoe Jauodsuen aueiquiawsuel] arelpAyoqied  |y¥IST00:09
99T0'0 |[S¥S6E£0°0 (26200070 L 1% ss820.d [e2160|0Iq uodsuel) asoxay G98000:09
99T0°0 |S¥S6€0°0 [262000°0 L 4% ssa20.d [ea1b0|0Iq Jodsuel) ajeipAyoqued €%798000:09
99T0'0 |[S¥S6E£0°0 (26200070 L 1% ss820.d [ea160]0Iq $s9004d 21|0gEISW UIWE.YIA 8|gN|OS-191em /9/9000:09
99T0°'0 |S¥S6€0°0 [262000°0 L 4% ssa20.d [ea1bojoiq $s820.d dljogeIaW UlWe)A 99/9000:09
99T0'0 |[S¥S6E£0°0 (26200070 L 1% uonouny Jejndsjow Auanoe Jsuodsuel) sueiquiswsuel) 8soon|b GGES000:09
8810'0 |S¥S6€0°0 [6¥T000°0 L G ssa20.d [ea1bo|oiq Juawdolansp [ewsiuebio sejnjjaannw G/2/000:09
L0S0'0 [S¥S6E£0°0 [S0-308°9 LT 7 ssao04d [ealbojolq | ssa204d dlj0qeIsw arelpAyoqred wsiuebio-s|buls  [£2/7700:09
G/20°0 [9€52€0°0 [S0-3€8C LT 8/ ssa20.d [ea1bojoiq ssad0.d dljogelaw dyespAyoqied G/6S000:09
0¥S0'0 [9€S2€0°0 [S0-359°¢ L 0§ ss820.d [ea160|0Iq Ssa00.d 21j0geIaWw apLeydIIeSOUoW 9665000:09

dad  Hg snlped anpead [#) dHD oN (#) AHO adAL wial 09 uondiosag widL 09 aioos

(swua1 ueaijiubis Ajjeoansneis /1) sadAl AND IV IV
SAND uowwo) - ABojoIuQ dudo) :gS a|qel




a1el AIDA0DSIp 9se) = ¥d4d
anfeA d paisnipe H-g = HG isnlped
1531 10eXd S,J1aysIid pa|e1-oml = anjea d

T €¥8T26°0 |Z8SETT'0| 18 9T  [usuodwod rejn|j@d Jed s||aueblo Jejnjjaoeul 9¥¥¥00:09

T €¥8TZ6°0 |86TZTT 0| 6€ 98  [wauodwod ren|j9o ued [e18]8XS01A0 0EY¥700:09

T €¥8TZ6'0 [6.T690°0( T¥T /22 |wauodwod ren|@d aueIquiaw Jo Jusuodwod [eibajul 1209T00:09

T €Y8TZ6°0 |8.v¥r00| 8.1 oye | sseooud |eaibojoiq ssaoo0.d wsiueblo Jen|i@annw-s|buls L0/¥700:09D

T €¥8T26°0 [99€8€0°0| 9€T v/2 | Ss8d0.d [ea1b0|oIq uoneziunesay ¥Z¥1€00:09

dad  Hg snlped anpead [#) dHD oN (#) AHO 8dAL wisl 09 uonduossqg wisl 09 aioo

(umoys aJe g doi - Juealjiubis ate auou) suonajaeg D

T.00°0 [86T.20°0|€870000| 22 08 ssa20.d [ea1bo|oIq ssad0.d dljogelaw wsjueblo-s|buls 0T.¥¥00:09
GZ00'0 |9T#0T0°0 |82T000°0 2 Ge ssao0.d [ea160|oIq ssa20.d [eluswdolaAsp Jejn||ad 6988700:09
0200°0 |6S+200°0 |€2T000°0 v 9e ssa20.d [ealbojoiq $s820.d dlj0geIaW PIOROXO 9EYEY00:09D
02000 | 6520070 |€2T000°0 4 9¢ ssao0.d [ea160]0Iq ssad0.d d1j0geIaW pioe dluehio 2809000:09
91000 |/6¥+00°0 | S0-358°9 € ¥€ | uonouny Jejnosjow Aianoe Japodsuel) ajespAyoqied 9/¥TOBT-:09D
9T00°0 |/6¥¥00°0 |50-358°9 € €  |uonouny rejnosjow Ananoe Janodsuel) suelquiswisuel) rebns 6TTTS00:09
91000 |/6¥+00°0 |S0-358°9 € € ssa20.d [ea1bo|oiq uopelauab ayeureb spew 2€28700:09
9T00°0 |/6¥¥00°0 | 50-358°9 € 7€ ssad0.d [ea160|oIq uonenualaylp |99 ¥ST0E00:09
91000 |/6¥+00°0 | S0-358°9 € € ssa20.d [ealbojoiq ssa204d dljogelaw ploe 21giodse-] 2S86T00:09
91000 |Z/6¥+00°0 |S0-358°9 € 7€ ssa20.d [ea160|0Iq $s800.d 2lj0geIaW pioe JljAXoqIed 25/6T00:09
9T00'0 |/6¥+00°0 |S0-358°9 € € ssa20.d [ea1bo|oIq Jodsuesy 8soon|b 85/GT00:09
9T00°0 |/6¥¥00°0 | 50-358°9 € € ssao0.d [ea1bo|olq uodsuel) apleyddesouoW 6/.5T00:09D
9T00°0 |/26¥¥00°0 |S0-3589 IS s uonouny senaajowl Aunnoe Jauodsuel) aueiquiawisuel] asoxay 67TST00:09
9T00°'0 | 26¥¥00°0 | S0-358°9 I € uonauny Jenoasjow | AlAnoe Jsuodsuel) sueiquiawsuel] apLeyddesouow [STST00:09




ajel A1aA09SIp as|e) = ¥a4
anfeA d paisnlpe H-g = Hg isnlped
1531 10eXd S,J1aysSIi4 pa|e1-oml = anjea d

T €/1/96°0 [9.660T 0 0S /0T ueay pabiejus /20000:dN
T €/¥/96°0 [9.660T0 0§ 10T ANnoeuod sosnw delp.Ied [ewlouge 2.62000:dN
T €/¥/96°0 [ 2912600 oY 10T Leay pajejip L€61000:dN
T €/1/96°0 | 2912600 14 10T ABojoydiow Jaql 8osnw [ewiouge /801000:dN
T €/¥/96°0 [29T2600| 9V 10T ABojoydiow Jaqy [elpsedoAw [euwlouge 8/20000:dN
dad Hg isnlped anead [#) dHO oN (#) AHO uonduosaq wial dIN alr din
(umoys aJe g doi - Juealjiubis aJe auou) suonaadg D
9T00'0 | 85T20°0 8520000 4 € usaped anem uleiq [ewloude 661000:dIN
9T00'0 | 85T200 |852000°0 4 € X3|ja1 [lewlouge T96T000:dN
9T00'0 | 85T20°0 8520000 v e X3|}21 d|1eIs [ewlouqe 981 T000:dIN
9T00'0 | 8GT20°0 |852000°0 4 € asuodsai pajejal-A1sixue pasealoul €9E€T000:dN
€T00°0 [E0VYTO0 [€2T000°0 v 9¢ Aureyis| jereuniad [ensed 060TTO0:dN
€T00°0 |€0¥¥TO'0 | £2T000°0 4 9¢ uoneiuadeld pue uoneiue|dwi usamiaqg Ayfeys| oluoAiqua 0G86000:dIN
TT00'0 |2Z¥¥2T00 [ S80000°0 4 L€ Aureyis| rereusaud a19|dwod T60TTOO0:dN
€T00°0 |S/ETTO'0 | 8900000 € €  [uonewusoeld pue uonejuejdwi usamiag Alfeyis| oluoAiquis 818|dwod(S60TTO0:dIN
€T00°0 [S/ETTO0 |890000°0 € € ABojoisAyd ejuaoeld rewiouge 8€00T00:dIN
€T00°0 |S/ETTO'0 |890000°0 € € uoniqiyul 8sindaid pasealoap Zv16000:dN
€T00°0 [S/ETTO0 [890000°0 € V€ Jodsuel [eudde|d [ewlouqe G921000:dIN
€T00°0 [SZETTO0[890000°0 € € ABojoisAyd anssi oluoAiquiae.ixe fewlouqe #927000:dN
€T00°0 [S/ETTO0 [890000°0 € € uoniqiyul 8sindald rewiouqe 880€000:dIN
€T00°0 |S/ETTO'0 |890000°0 € € X3|}aJ 3j1IeIs pasealoul 8817 T000:dN
dad  Hg snlped enfead [#) aHO oN (#) AHO uonduosaqg wial dIN ardw
(swual 1uealjiubis Ajjeonsieis 1) suonesijdng :g
€200 |28/980°0 | 2620000 L 5% AbojoisAyd ejusoe|d rewiouge 8€00T00:dN
€/20°0 [282980°0 [ 2620000 L 1% Jodsuel [euade|d [ewlouqge G92+000:dIN
€/20°0 [282980°0 2620000 L ey ABojoisAyd anssi oluoAiquiae.ixe fewlouqe #927000:dN
€/20°0 [28980°0 [ 2620000 L eY X3|}21 d|1IeIS pasealdul 881 T000:dIN
0/.¥T°0 |28.980°0 | 5020000 8 LY Aureyis| rereusaud a19|/dwod T60TTO0:dN
dad  Hg snlped enfead [#) aHO oN (#) AHO uonduosaqg wial dIN ardw

(umoys aJe g doi - 1ueallubis ate sauou) sadAl AND IV 1V

SAND uowwo) - adAlouayd ueljewwey S ajgel




Table S5: qPCR primers used in CNV validation

Primer Name

Primer Sequence 5' -> 3'

Primer Name

Primer Sequence 5' -> 3'

RPPH1F (control) |GCGGACGGAAGCTCATCAG DEFBelR CCCCGTCGGTATAAGGATGA
RPPHIR (control) |TCAGACCTTCCCAAGGGACAT DEFB+6kbF TGCCTTGGTGGCCTCTAGTG
ASTN2el0F ACTCACCCGCAGAACATGAAG DEFB+6kbR AACACGCTTGCAGCTCTGACT
ASTN2el0F TGCCCCTGCCCTACGAT DEFB+38kbF CCCATGTACTCCCTGCAGTATTT
ASTN2el2F CCTGTGGAGAGGAGCAGAGAGA DEFB+38kbR TTCCGCTCGTCCGTCAA
ASTN2el2R GCCCTGTAGTCCTCAGCAGTCT GNAl4i2aF GAGCATCCTCCCAGGGAAAG
ASTN2el6F CCTGAAATGAGCTGGTCATCTG GNA1l4i2aR CCCCTTAAATTTTGTGCCCTAGA
ASTN2el6R CATCACCTACCTCTCAGGTTTGC GNA14i2bF GGAGAATGCTCACGGGTACAG
ASTN2i9F AGGAGGAGCCCAGGATTAGTG GNA14i2bR CCCCACCCAGAGGTTCAGT
ASTNZ2i9R AAGAACATCTCACATTTTGGGAGAA GNA14i2cF CATTCATCAGGCATGCGTGTA
ASTNIl6F TGTTCAAAACAACAGCACAAGGT GNA14i2cR CTCGAATAATGCCTGGCAAAG
ASTNI16R GATGATGCCTTCTGCCTAAGCT GNA14i2dF CGAGCACTAAGACCTCCTCGTT
CDH13elF TCCCACGGAAAATATGCTCAGT GNA14i2dR TCCTGTCTGGTGTACCTGCACTT
CDH13elR CCGGCGGCGTTTTCA GRB2-19kbF CTCTCCTGAGCATACCTGTATTGC
CDH13ilaF GTGGGCACCACTTGAGACAGT GRB2-19kbR GGTCGTAATCTACAAAGCGTTTTG
CDH13ilaR GGTTTACCGGCCAGACACA GRB2-231F TCCCCCGTCTAATCACTTTATTTT
CDH13ilbF ACGTGAGCCCACCTGTGAA GRB2-231R GCCCCTACCCATCCAACTG
CDH13i1bR AGCTTCCTGGTGCTGGACAT GRB2e3F GAAGCCGTCTTTTCCATTAAGC
CDH13e2F GAAAGTTAGCAGGGCAAACACA GRB2e3R CAGGTTTTGAACGAAGAATGTGAT
CDH13e2R CAGCACCTGAGAAAACCAAAGC GRB2+673kbF GGGCTGACCATGCTACAGAGA
CDH13e5F CACTGGAAAGGGAGTGGATCA GRB2+673kbR GGGAGGCACCAAAGCAGAA
CDH13e5R CGCTCCCTGTGTTCTCATTGA GRB2+695kbF CTGCTAGAATTGCCCTTTCCA
CDH13i5aF AAAAGAAGAAAGGCAGGATAATCAAT GRB2+695kbR GCGCAGGTCCCTCTGAAAA
CDH13i5aR CCATCCAAATGCAAGGTCATAA GRM7i7F GCAAAGATCAGAAAGGATGATTCA
CDH13i5bF GGGATCCCAGCGAGCATAC GRM7i7R CTTGCCAGGAGCAAAACAGAT
CDH13i5bR GGTGGTTGGAGAGGACTTATTCC GRM7e8F GCCTTCATTCCAATTTTTTTTGG
CDH13e6F TGCCTCTGGAAGTCATTGTGAT GRM7e8R TGATGTGCATTTTCACTTACCTTTTC
CDH13e6R GGGCCTTCCCGAAAGATC GRM7el4F CCAAAGGGAGTGTTGAAACTCAA
COL4A1+205kbF |AGGGCCACAGAGACTTGGAA GRM7e14R GGCTCTCAGTGGTCCATTCTAAA
COL4A1+205kbR |TGTCCTGACCCCATCCTATCA GRM7+370kbF TCAAATCTGGCTTCCAGGAACT
COL4A1+212kbF |CATCACCTGGAAAAAAGGTCTGA GRM7+370kbR GAGGAAGATCTAGCCAATGGAAGA
COL4A1+212kbR |GCCTGGGCTCACTCTCTTCA GRM7+373kbF TGGAGGAGGGAGAAACCATTT
COL4A1-222kbF |CCCTGGTGGTGAGGGAAAC GRM7+373kbR GAGAATCACCTCCTTTGGATGTCT
COL4A1-222kbR  |AGTGTGGCTGATCAGACATTGG KCNMAlelF AGAGGCCCCCGAAGAAAGT
COL4A1-227kbF |GAGGCCGAGCCCCTACA KCNMAlelR GCATGTGGTGGGCTTTCC
COL4A1-227kbR |TTGACCGGCACACTCGTACA KCNMALlilaF GGGTGTCATTAGGGTCTGTGGAT
COL4Ale49F CAGCCAGTACGAGTAGTCATTTCG KCNMALlilaR GGGTATTTGAACCGGGTGATT
COL4Ale49R GCCCTTCCTGTTCTGCAATATT KCNMALilbF GACAGGCATGGTGCTTCGA
COL4A1e50F TGGCGTCTCCCCAGACA KCNMALi1bR GCGAGGCTTCTCCAAGTGTT
COL4A1e50R GGTGGTCCTCGCTGTGGAT KCNMALilcF CAGGAAGAGCCACCAAGAGTTT
COL4ALi49F CAAAAGCAGCAGCTTCAAGTACA KCNMALilcR AAGGTGCCTGTGGGCATTAG
COL4ALi49R ACACATCGAAGCTCAGCATGA LTBPle2F CAGCGATCTTGCTTTGTTTCAG
CXADR-275kbF GTGGATTGAGCTACCCTGCAA LTBP1le2R GGCCTTACTCCAGCCATGAC
CXADR-275kbR CCAGACACCTCGGCTAGTCTTT LTBPle4dF GACCCAGGAATACGTGCTCAA
CXADR-148kbF GGCTTAAAATGGTGGCTTTATCC LTBP1e4R GTGGACTGCTCTCCTGAAATCC
CXADR-148kbR GAATAGAATGAAGGAAATTAATGGTTAAGG LTBP1le3F CCATGTCAGAATGGAGGGATGT
CXADRe6F GCTTCAAATAAAGCTGGACTAATTGC LTBP1e3R TGGTCCCTGGTTTACACACACA
CXADRe6R TGATAAGACCAATGAGCGCTAGAG LTBP1i3F CCCTCGGCTTTGAACCAA
CXADR+274kbF |TCTGACCCCCAGGACCTCTA LTBP1I3R AAGGATTCCAGCAACTTGAAGGT
CXADR+274kbR |TGCCTTATGCTTTTCCAATTAAATC LTBP1+550kbF TGCAGCCTGCCTCATCTG
CXADR+292kbF |GATGCTCTTTCCCCTTTGCTT LTBP1+550kbR CAACAAACGAGGCATACACTACAAG
CXADR+292kbR |GGTAAATCTCTTAGATGAGCCTGTTTG MAPK9+56kbF GGGCGTCAGGTATGCAAACT
DEFB-347kbF CTCCTCTGCTCGTGCCTTTC MAPK9+56kbR TTCCTCAGGGTTCCTTTCAGTATT

DEFB-347kbR

GGTGTTCAGGGTCCTGCTCTAG

MAPK9-41kbF

CAGGAGGAATCCACAGTGTGTCT

DEFB-335kbF

AGCCACCATCACTGTCAATCC

MAPK9-41kbR

CGCCACCCCAACCCTATT

DEFB-335kbR

CCCCAGAGCCCAAATTCTC

MAPK9e4F

GCTCCATGTGAATAACCTGACATAA

DEFBelF

TGACGGCCGAGGTGAGA

MAPK9e4R

CCTTTTCTCCCTCAGGTATTTGG




Primer Name

Primer Sequence 5' -> 3'

Primer Name

Primer Sequence 5' -> 3'

MAPK9-161kbF TTGACGGCACTAGAAAGCAAAG RHOU+80kbR GCTGATTCTGGGAACCAGTTATG
MAPK9-161kbR GCGCGGGCTTCCAAGT RHOU-62kbF AGGTAGCAGCAGCCCGATT
MAPK9-180kbF GAGTCGGTGGTGAAGCACAA RHOU-62kbR AGTAAAGAATAAGCTGTGGCAGTTCA
MAPK9-180kbR CATGAGAGAGGAAGGCCTGAGA RHOU-82kbF AGGCCTTTTGGTGCTTACCA
MTHFDlelF GGGTTGGGTTGTCCTGCTT RHOU-82kbR TCTGCCTCCTCTCTCTATTCAGTCA
MTHFD1elR CGATGGACACCACCAATATCG RHOUe2F CGTGAGACTCCAACTCTGTGACA
MTHFD1e9F GTTTTGATTTCTCCCCCACTTG RHOUe2R CCCAGCACTGAGCTGTAACG
MTHFD1e9R CACCCACAACTTTTCTCCCATT SLC2A14-5'F CATGGCCTTCAGAAGAAGTTAAGAT
MTHFD1e27F TGCATGTCTGTTTACTTTAGTGACGTT SLC2A14-5'R ACACTGGTTGCTGTAGCAGAAACTA
MTHFD1e27R TGCAACACCAAGATGGCAAA SLC2A14i7F AGCATCATCTGTCCAGTCTTCATC
MTHFD1+85kbF |CAATTTATCAGTGCTGGTGTCACA SLC2A14i7R GCCTAATGTCCAGAGTGGGAAT
MTHFD1+85kbR |CATGAAACACCCTTAAATGCTCAT SLC2A3e9F GGCCACAATAAACCAGGGAAT
MYH11lelF CCCAGCCTTCCCCAACTC SLC2A3e9R GCTATCTTGGTCTTTGTAGCCTTCTT
MYH11lelR TCACAATGTCGTTGGCTTTTCT SLC2A3elF TTTTCAGCCAACAAAACCTTCA
MYH11e42F ATAACTCTACGTCCTCCAGACCTTCT SLC2A3elR TCCTGAGGACGTGGAGAAAACT
MYH11e42R AACCCACAGGCGAGGAAAC SLC2A3-3'F CACAACAGAGGCAAGGGTACATAT
MYH11e2F TGGTCCCCTGTGGAATAAGG SLC2A3-3'R AAGAAGGAGCAAATGCCAAGTT
MYH11e2R CTTCCGGGCTTGGTTGTG TRIM54+102kbF |CCCGTCCTCCAGTGTTTTCA
PAX8el3F CGGGAAAGAAAGGCGAGTTT TRIM54+102kbR |GGGTTTGCGGAGTCTGAGAGT
PAX8el3R GGCTTGGGCTGTGCTTTG TRIM54+126kbF |TCTCAGGTGAATCAACGGAATG
PAX8e2F CAGCCCTCCATGGCCTAAG TRIM54+126kbR |CCTCTGTATCCATGGCCAGGTA
PAX8e2R CAAACTCCTACCTGACCCTGACA TRIM54-198kbF TCTCACAGGTCCTCAAGGTGAA
PAX8elF CTGGGCCCGGTGTCTCT TRIM54-198kbR  |TCACTTCTCCCTCCAGAATCAAA
PAX8elR GGTGATGCCGGGTGGAT TRIM54-242kbF TGAGGGTTGTGGGTCTAAGCTT
PAX8-50kbF TGCAAATCATACCCGCTTGA TRIM54-242kbR  |TGAGTATGCACGTGAGTAGCTGTGT
PAX8-50kbR AATGCTCATTAGCCCTGATTGG TRIM54-255kbF GCCATGTGTCCCTCAACTGA
PRKG1i3aF CCTGGGAGGGTGGAGTATTACA TRIM54-255kbR  |GGTGCATGGGAGGTGGAA
PRKG1i3aR CACAAAGGAAAACACCACACACA TRIM54e4F TTCCTAGGACCCTTCATGCTTAAG
PRKG1i3bF CCTATGCGGGAGTTTGAACTTG TRIM54e4R GGAGTGCAGCGGCCTAGAG
PRKG1i3bR AAAAGAGCCCTGAACACTAAAAATTT 15q11.2aF GTGTGCTGGAGAAAGGATGCT
PRKG1i3cF AAATGGCTGTCACAATGGTACAA 15qg11.2aR CCATCAGGCAGGCAAATAATC
PRKG1i3cR CGTTTCCAGACAGCGTTCAG 15q11.2bF CCTGGCTGTGGAAGGTGACT
PRKG1i3dF GCTGCCAGTGGGTAAAAAGG 15q11.2bR TGTCAGTGACCAAGCCATCTG
PRKG1i3dR AATCACGGAAGTCACAAAGCATT 15g11.2cF TCCGCCATGTAAATTACGAGTTC
PTPRDellF CAGCGAGTCTGTCCGATCTG 15911.2cR GATGTGGCCCCCGACTCT
PTPRDellR CCCGCTTTCAGGCTCTGA 15qg11.2dF GCAACAAGGCCTGCAGGTAT
PTPRDil0OaF TGCCCATTTCCTTGGCTTT 15g11.2dR TGTGTCTCCAAATGGGCAGTT
PTPRDi10aR AGGAGGGAGAAGGCCCTACA 17912aF CATGGCGTCGCTCAAATGTA
PTPRDIi10bF AATGGTGTGAGAGGTGAACAACA 17912aR TGGGCTTCTCCAAGCAGATC
PTPRDIi10bR TTGTGGTGGAGGGAGCAAAT 17q12bF CCCCCTGCAGCAGCAA
PTPRDIi10cF TCTCATTTGCGTTCCTGAAAAA 17q12bR GAGCTAAATTTCCGCAGCAATAA
PTPRDIi10cR GCTGACCGTTTCTTTGTACATGAA 17912cR CCCATCTTCCAGCCCTGAA
RCANlelF GCATCCTGTTTGGACAGCAA 17912cR TCCTCGCACTCGCCACTAG
RCAN1elR CCTGTCTGCCTGCAAGCAT 17q12dF GGGCTTGGTTGGTGGGTAA
RCAN1le4F TCGCTGCGTGCAATTCAT 17gq12dR GAGGGCCAGGGATCATCAC
RCAN1e4R CTGAGTGACCCTGCGATTATTTT 18qllaF GGTTGTCCCTGACTCATTGTCA
RCAN1-58kbF GGATTTTTCCTGGTGATTGGAA 18qgllaR ACCATTCTGTGCCATCATCACA
RCAN1-58kbR TGCTGAGTTCACACAGTTGCTTAA 18q11.2bF CACATGCGCTCCACAAGTG
RCAN1-170kbF GGTGGTGGCTGGCTCTGT 18q11.2bR GCAGACACACACAAATTCAAATATTACA
RCAN1-170kbR TGTCCTTCAATTGGACTTTTTGC 18q11cF CCGCTGTGACTGCTTTCCA
RCAN1-163kbF GAACCAGGCACAGAGAAAGTAGAAG 18q11cR AGAACATCATGGTGGCTTTCAA
RCAN1-163kbR GGGCATTGAGAATCTCTGGTAATT 18q11dF TGGATAGGCTCATCAGGATCAA
RCANL1i2F TGGGCTCAGGAGTGTATTTCTCT 18q11dR TGCAAACCCACCATGTCATC
RCANL1i2R TCCCTGTGGCCAAGCAA 18qlleF CCATGTGCCTGCTGCTCTT
RHOU+70kbF CTGGGAAAGTGGACGTTGGT 18q1leR CCTGCCAAAGCCCCTTTAG
RHOU+70kbR AGCAAGTATGAAACCCCTCCTAAA 18ql11fF GCAGAATTCGGAACTGAGAAGAC
RHOU+80kbF AGCAGCCTTTGCCTATGCA 18q11fR TTGCACGCAAATCCTGTGA
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