12 | 55447580 5T |intron6]  C/C 88 2 7 3 | 06242 | 07319 | 27266 | 02558
c/T i 0 0 0
/T 0 0 0 0

13 | 55447572 | 5775876 T5C | Intron 6| T/T 11 2 1 0 0977 06136 | 11406 | 05654 0.3158 0.8539
T/C 49 9 2 2
C/C 29 10 2 i

14 | 55447501 | "7 ©>T | Intron 6 c/C 59 14 3 3 0.0682 0.9665 1.8056 0.4054 3.3064 0.1914
C/T 28 7 4 0
T/T 2 0 0 0

15 G/G 87 20 7 2 | 00117 | 09942 | 09475 | 06227 17667 04134
G/T 2 1 0 1
‘ T 77 0 0 0 0

16 | 55445174 | rs269957| A>G | Intron 8 | A/A 67 16 6 2 | 03033 | 08593 | 00895 | 09562 0.7619 0.6832
A/G 17 5 i 1
G/G 5 0 0 0

17 | 55.441.095 |rs269951| T5C | Exon9 | /T 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0919 0.9551
T/C 39 7 2 1
C/C 38 12 4 2

18 | 55441.002 |rs269950| A>G | Exon9 | A/A 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0919 0.9551
A/G 39 7 2 i
G/G 38 12 4 2

19 | 55441.769 | rs269949| C>T | Intron9| C/C 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0919 0.9551
C/T 39 7 2 i
T/T 38 12 4 2

20 | 55.441.744 | re647845| GoA | Intron8| G/G 12 2 1 0 | 07397 | 06908 | 03822 | 08261 0.0919 0.9551
G/A 39 7 2 i
A/A 38 12 4 2

71 | 55.441.741 | rs647844| T>C | Intron 9| T/T 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0919 0.9551
T/C 39 7 2 i
C/C 38 12 4 2

22 | 55441643 | 1e269948 | GoA | Intron 9| G/G 12 2 1 0 | 07397 | 06908 | 03382 | 08444 0.0941 0.954
G/A 39 7 2 1
A/A 38 12 4 2

23 | 55.441.464 rs‘%?ssz‘ T |intron9| @/G 12 2 i 0 07397 | 06908 | 03822 | 08261 0.0919 0.9551
G/T 39 7 2 i
T/T 38 12 4 2

24 | 55.441.459 '5”6627" C>A |Intron9| C/C 12 2 i o | 07397 | 06908 | 03822 | 08261 0.0919 0.9551
C/A 39 7 2 i
A/A 38 12 4 2

75 | 55.441427 | re260947| T5C | Intron 9| T/T 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0019 0.9551
T/C 39 7 2 1
C/C 38 12 4 2

26 | 55.441.400 | re269946 | 5T | Intron 9| C/C 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0919 0.9551
C/T 39 7 2 1




/T 38 12 3 2
27 | 55441356 | rs269945] TC |Inton 8] T/T 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0919] ___ 0.9551
/G 39 7 2 i
/G 38 12 4 2
28 | 55441340 |rs269944| TC |Inwon® | T/T 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0019] __ 0.9551
T/G 39 7 2 1
/G 38 12 4 2
rs676028
29 55‘1";‘&%%55 rsﬁéf‘i 41| dp G |mtrons| c/a 12 2 1 0o | 07397 | 06908 | 03822 | 08261 009198 09551
77
G/dupG |39 7 7 i
Gl BT 12 4 2
30 | 55.441.209 5T |Intron 9| /G 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0079] __ 0.0551
C/T 39 7 2 1
/T 38 12 4 2
31 | 55.439,168 | rs775670| GoC |Intron 10| G/G 74 18 5 3 | 00017 | 09991 | 00717 | 09648 0.0003] __ 0.9999
G/C 15 3 2 0
Cc/C 0 0 0 0
32 | 55.430.166 | rs269933| A>G |mtron 10| A/A 12 2 i 0 | 07397 | 06908 | 03822 | 08261 0.0919] __ 0.9551
A/G 39 7 2 1
G/G 38 12 4 2
33 | 55.439.158 A |Intron 10| G/G 89 20 B 3 | 06242 | 07319 | 27266 | 02558 0.0861 0.0578
G/A 0 1 1 0
AJA 0 0 0 0
TITGTIT
34 TTT/TTTT| 12 2 1 o | 07397 | oso0s | 03822 | 08261 00919] 09551
1 GTTTTTT
TrrreTIT
TIT/TTTT| 39 7 2 1
Y,
TITTTTT
e dieaeab e e | 38 12 4 2
35 | 55435269 |7 4?‘484 del G |Intron 11| @/G 45 12 0o | 00551 09728 | 04203 | 08105 3.1859 0.2033
G/delG |4 9 3 3 '
delG/delG | 3 0 0 0




dBSNP

daSNP

Chromasom  Start End Zysosity  Refersnce  SNPCall  Mawch O Consequence o Acid
hrl 915264 915284 Heterozygous G ) Novel Clorfi70  EXONIC

chrl 935020 935020 Heterozygous C T Noval HES4 INTRONIC

chrt 935020 335020 Heterozygous C T Novel HES4 INTRONIC

chrt 1163811 1163812 Heterozygous ———~ GACA Navel SDF4 INTRONIC

chrl 1163811 1163812 Heterozygous ——~ GACA Novel SDF4 INTRONIC

chrt 1246525 1246525 Hetarozygous C T Novel PUSL1 INTRONIC

chrl 1246525 1246525 Heterozygous C T Novel CPSF3L DOWNSTREAM
chrt 1268964 12689684 Heterozygous G A Novel TASIR3 EXONIC

chrl 1268964 1268964 Heterozygous G A Novel bvLt DOWNSTREAM
chrl 1688746 1688748 Heterozygous G A Hovel NADK SYNONYMOUS_CODING
chrl 1920435 1920435 Heterozygous A - Novel KIAAT751 INTRONIC

chri 2319819 2319819 Heterozygous T C Novel MORN1 INTRONIC

chrl 2453281 2453281 Heterozygous C A Novel PANK4 INTRONIC

chrl 3342061 3342061 Heterozygous G A Novel PRDM16 INTRONIC

chrl 3342061 3342081 Heterozygaus G A Novel PRDM16 INTRONIC

chrl 3599751 3599751 Heterozygous G - Novel TP73 SPLICE SITE

chel 6291918 6291919 Heterozygous A Novel IoMT INTRONIC

chri 6522574 6522574 Heterozygous C T Novel ESPN DOWNSTREAM
chrt 6522574 6522574 Heterozygous G T Novel TNFRSF25  INTRONIC

chrt 6522574 8522574 Heterozygous G T Navel TNFRSF25 INTRONIC

chri 6522574 6522574 Heterozygous C T Novel TNFRSF25  INTRONIC

chri 6522574 8522574 Hetarozygous G T Novel TNFRSF25 INTRONIC

chrl 6522574 6522574 Heterozygous G T Navel TNFRSF25 DOWNSTREAM
chrl 6522574 8522574 Heterozygous C T Novel TNFRSF25  INTRONIC

chrl 6535149 8535149 Heterozygous A G Novel PLEKHGS ~ NON SYNONY!I->T
chrl 6535149 6535149 Heterozygous A G Novel PLEKHGS ~ NON_SYNONY!II->T
chrl 6535148 8535149 Hetarozygous A G Novel PLEKHGS ~ NON_SYNONY!I->T
chrl 8535149 8535149 Heterozygaus A G Novel PLEKHGS ~ NON_SYNONY!I->T
chrl 8535149 6535148 Heterozygous A G Novel PLEKHGS ~ NON_SYNONYII->T
chrl 8705875 8705875 Heterozygous T G Novel DNAJCH NON_SYNONYI T->P
chrl 7890026 7890026 Heterozygous A G Navel PER3 NON_SYNONY!K->E
chrt 8419774 8418774 Heterozygous C T Novel RERE INTRONIC

chrt 8419774 8419774 Heterozygous G T Novel RERE INTRONIC

chrl 8419774 8419774 Heterozygaus C T Navel RERE INTRONIC

chri 10357207 10357207  Heterozygous T - Navel KIF18 INTRONIC

chrl 10357207 10357207 Heterozygous T - Novel KIF18 INTRONIC

chrt 10502308 10502308  Homozygous T - Novel APITD1 INTRONIC

chrt 10502308 10502308 Homazygous T - Novel APITD1 INTRONIC

chrl H T - Novel APITD1 INTRONIC

chri 10502308 10502308  Homozygous T - Novel APITD1 INTRONIC

chrl 11740549 11740549 Heterozygous G C Nevel MAD2L2 INTRONIC

chrt 11740549 11740549 Heterozygous G [¢] Novel MAD2L2 INTRONIC

chrl 12254630 12254630  HeterozygousC G Novel TNFRSF1B  INTRONIC

chrl 12854163 12854163 Heterozygous G ] Navel GENIC

chrl 12855962 12855962 Heterozygous C T Novel GENIC

chri 12900227 12900227  Heterozygous G T Novel GENIC

chrl 12907533 12907533 Heterozygous T c Novel HNBNPCL1 EXONIC

chrt 12920594 12920594  HeterozygousC T Novel PRAMEF2  INTRONIC

chri 15389993 15389999 Heterozygous C T Novel KAZ INTRONIC

chrl 15389999 15389999 HeterozygousC T Novel KAZ INTRONIC

chri 15389999 15389999 Heterozygous G T Novel KAZ INTRONIC

chrl 15389999 15389999 Heterozygous C T Novel KAZ INTRONIC

chrl 15389999 15389989 Heterozygous G T Novel KAZ INTRONIC

chrl 15497720 15497721 Heterozygous~ G Novel TMEMS1 INTRONIC

chrl 15497720 15487721 Heterozygous - G Novel TMEMS51 INTRONIC

chrl 15497720 15487721  Heterozygous~ G Novel TMEMS1 INTRONIC

chrl 15497720 15497721 Heterozygous — G Novel TMEMS1 INTRONIC

chri 15885887 15885887  Heterozygous A G Novel DNAJC16  INTRONIC

chri 15890344 15890344 Heterozygous A - Novel DNAJC16  INTRONIC

chri 16862333 16862333 Heterozygous G A Novel GENIC

chri 16891365 16891365 Heterozygous G A Novel NBPF1 EXONIC

chri 18892256 16882256 Heterozygous T A Novel NBPF1 EXONIC

chri 16892407 16892407  Heterozygous A G Noval NBPF1 INTRONIC

chri 16892561 16892561  Homazygous C T Novel NBPF1 INTRONIC

chri 16892579 16892580  HeterozygousCT - Novel NBPF1 INTRONIC

chrl 17030515 17030515  Heterozygous G A Nove! ESPNP EXONIC

chrl 17030518 17030519 Heterozygous CT TG Novel ESPNP EXONIC

chri 17087245 17087245  Heterozygous C - Novel MST1PS ESSENTIAL _SPLICE SITE
chrl 17266296 17266298  Heterozygous G A Novel CROCC INTRONIC

chrl 17272766 17272766 Haterozygous C T Novel CROCC NON_SYNONYIR->C
chrl 17281759 17281760 Heterozygous ~ G Noval CROCG INTRONIC

chrl 17674365 17674365 Heterozygous C T Naovel PADI4 INTRONIC

chri 17983026 17983026 Heterozygous G A Naovel ARHGEF10L INTRONIC

chrt 17983026 17983026 Heterozygous G A Novel ARHGEF10L INTRONIC

chrl 198223387 19223387 Hetarozygous A - Novel ALDH4A1 INTRONIC

chri 19223387 19223387 Heterozygous A - Novel ALDH4AT INTRONIC

chrt 21011822 21011823 Heterozygous ~~—~ GACA Novel KIF17 INTRONIC

Chromosom § Gene Aming Acid
o Start End Zygosity Reference  SKP Call Match Symbal Consequence Changs
chri 21011622 21011623 Heterozygous ~——- GACA Novel KIF17 INTRONIC

chrt 21287708 21267710 Heterozygous CAA — Novel EIF4G3 INTRONIC

chrt 26610961 26610861  HeterozygousG A Novel UBXNT1 NON_SYNONYIR->G
chrt 26610961 26610981 Heterozygous G A Novel UBXN1I NON_SYNONYIR->C
chri 26610961 26610961 Heterozygaus G A Novel UBXN11 NON_SYNONY!IR->C
chrl 27107264 27107264  HetarozygausG - Noval ARID1A 3PRIME UTR

chri 27107284 27107264 Heterozygaus C - Novel ARID1A 3PRIME UTR

chrl 27271867 27271887  HeterozygousT G Novel NUDC INTRONIC

chrt 27688140 27688140 Heterozygous G A Novel MAP3KE INTRONIC

chrl 28477449 28477448 Heterozygous G A Novel GENIC

chrl 29095474 29085474 Heterozygous C A Novel YTHDF2 3IPRIME UTR

chri 29095474 29085474 Heterozygous C A Novel YTHDF2 JIPRIME_ UTR

chrl 29085474 29095474 Heterozygous C A Navel YTHDF2 3JPRIME_UTR

chrl 29609503 29608503 Hetarozygous G - Novel PTPRU INTRONIC

chrl 29609503 29609503 Heterozygous G - Novel PTPRU INTRONIC

chrt 29609503 29608503  Heterozygous G - Novel PTPRU INTRONIC

chrl 29609503 29609503 Heterozygous G - Novel PTPRU INTRONIC

chrl 29651653 29651653  Heterozygous A -~ Noval PTPRU INTRONIC

chrt 29651653 29651853  HeterozygousA - Novel PTPRU INTRONIC

chrl 29651653 29651653  HeterozygousA - Naovel PTPRU INTRONIC

chrl 29651653 29651653 Heterozygous A - Novel PTPRU INTRONIC

chrl 31139194 31189184 Hetarozygous C T Noval MATNT INTRONIC

chrt 31189689 31189689 Hetarozygous G A Naoval MATN1 SYNONYMOUS GODING
chri 31465206 31485206  Heterozygous G A Novel PUM1 INTRONIC

chri 31465206 31465206 Heterozygous G A Naovel PUM1 INTRONIC

chrl 32154000 32154000 Heterozygous G T Novel COL16A1 INTRONIC

chrt 32263999 32263999 Heaterozygous G A Naval SPOCD1 INTRONIC

chrl 32284191 32264191 Heterazygaus A c Nevel SPOCD! NON_SYNONYIL->R
chrl 32557247 32557247  HeterozygousC A Novel TMEM33B  INTRONIC

chrl 32568287 325688287 HeterozygousC T Novel TMEM39B  3PRIME UTR

chrl 32946681 32946681 Heterozygous G A Noval Z87888 INTRONIC

chri 33236845 33236845 Heterozygous G A Novel KIAA1522 NON_SYNONYIA->T
chrl 33360382 33360382  HetorozygousC T Novel HPCA DOWNSTREAM

chri 33360382 33360382 Heterozygous C T Novel TMEMS4 3PRIME UTR

chrl 33363715 33363715 Heterozygous G T Naovel TMEMS54 INTRONIC

chri 33841101 33841101 Heterozygous C T Novel PHC2 NON_SYNONYIA->T
chrt 34011665 34011665  HeterozygousC T Novel CsMD2 SYNONYMOUS_CODING
chrl 35227147 35227147  HeterozygousC T Novel GENIC

chrl 35470650 35470651 Hetarozygous —— cT Navel ZMYME INTRONIC

chrt 35476660 35476660  Heterozygous A G Novel ZMYME INTRONIC

chri 35920114 35920114  HeterozygousA T Novel KIAAG31SL  INTRONIC

chrt Het: ygous G A Novel TFAP2E NGN_SYNONYIR->Q
chrl 36926423 36926423  HeterozygousC G Novel MRPS15 INTRONIC

chrt 37319270 37319270  Heterozygous G A Novel GRIK3 NON_SYNONYIL->F
chrt 38027874 38027874  Heterozygous G T Novel DNALT INTRONIC

chrl 38269865 38269665 Heterozygous G A Novel YRDC SYNONYMOUS_CODING
chrl 38274808 38274809  Hetarozygous CA Noval YRDC UPSTREAM

chrl 38274808 38274809 Heterczygaus - CA Novel Clorf122 IPRIME_ UTR

chri 38274808 38274809  Heterozygous—- CA Novel Clorf122 3PRIME UTR

chrl 38274808 38274809 Heterozygous - CA Novel MTF1 DOWNSTREAM

chri 40431248 40431249 Heterozygous A ] Navel MFSD2A INTRONIC

chrl 40431249 40431243 Heterozygous A [o] Novel MFSD2zA INTRONIC

chrl 40535743 40535743 Heterozygous T C Novel CAP1 INTRONIC

chrl 40535743 40535743  Heterozygous T c Novel CcAP1 INTRONIC

chrl 40661311 40661311 Heterozygous A G Novel RLF NON_SYNONY!H->R
chrt 43301381 43301391 Heterozygous T [+f Navel ERMAP INTRONIC

chrt 43301381 43301391 Heterozygous T [¢] Navel ERMAP INTRONIC

chrl 43779667 43779667 Heterozygous C T Novel TIET INTRONIC

chrl 43891126 43891127 Hetarozygous AG — Navel KIAAQ467  INTRONIC

chrl 43905035 43905035  HeterozygousC T Novel KIAAD467  NON_SYNONYIL->F
chrt 44133721 44133721 Heterozygous G A Novel KDM4A INTRONIC

chri 44679938 44679938 Heterozygous G A Novel DMAP1 INTRONIC

chrt 44679938 44679938  Heterozygous G A Novel DMAPT INTRONIG

chrl 44679938 44679938 Heterozygous G A Novel DMAP1T INTRONIC

chrt 46193372 46193373 Heterozygaus AC - Novel PP FRAMESHIFT_CODING
chrl 46193372 46193373 Heterozygous AC - Novel PP FRAMESHIFT_CODING
chrl 47016300 47016900  Heterozygaus G A Navel KNCN UPSTREAM

chrl 47610436 47610436  Heterazygous G A Navel CYP4A22  INTRONIC

chrt 50575675 50575676  Heterozygous -~ TG Novel ELAVL4 INTRONIC

chrt 50575675 505756876  Heterozygous~- TG Novel ELAVL4 INTRONIC

chri 50575675 50575676  Heterozygous -~ TG Navel ELAVLA INTRONIC

chrl 50575675 50575676  Heterozygous—- TG Novel ELAVL4 INTRONIC

chrl 50575675 50575876 Heterozygous — TG Novel ELAVLY INTRONIC

chrl 52912055 52912055 Heterozygous T A Novel ZCCHC 1 SYNONYMOUS_CODING
chrl §2912055 52912055 Heterozygous T A Novel ZCCHG11 SYNONYMOUS_CODING
chrl 52912122 52912123  Heterozygous - A Novel ZOCHC11  SPLICE SITE

chrl §2912122 52912123 Heterozygous - A Novel ZCCHC1!  SPLICE SITE
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dhSNP

BSHP . .
. Gene Amina Acid

Start End Zygosity Reference  SHNP Call  Match Symbol Conssquence Changs
52947351 52947351  HeterozygousA - Novel ZCCHC11  INTRONIC
52947351 52947351 Hetarozygous A - Novel ZOCHC11  INTRONIC
53158524 53158524  Heterozygous A o} Novel Clorf163  NON_SYNONY!V->G
53364903 53364910  Heterozygous AA — Novel ECHBGC2 INTRONIC
53377216 53377216  Heterozygous G c Novel ECHDG2 INTRONIC
54252940 54252940  HeterozygousA - Novsl TMEMA43 INTRONIC
54252940 54252940  Heterozygous A Novel TMEM48 INTRONIC
54252940 54252340  HeterozygousA - Novel TMEM48 INTRONIC
54370235 54370236 Heterozygous~ G Novel jalie}] INTRONIG
54370235 54370236  Heterozygous ~ G Noval 3l (e}} INTRONIC
54370235 54370236 Heterozygous ~ G Movel [s}{e]] INTRONIC
54370235 54370236  Meterozygous— G Novel DIO1 INTRONIC
54395674 54395674  HeterozygousA - Novel HSPB11 INTRONIC
55064398 55064898 Homozygous A T Novel ACOT11t INTRONIC
55064898 55064898 Homozygous A T Novetl ACOTI11 INTRONIC
55599890 55599890  HeterozygousA G Novel usP24 INTRONIC
57425889 57425889 Heterozygous G - Novel cag INTRONIC
58521722 58521722  Heterozygous T - Novel 0AB1 INTRONIC

H ygaus C G Novel HOOK1 INTRONIC
84022708 64022708  HeterozygousA - Novel EFCAB7 INTRONIC
65129234 65129235  Heterozygous AA - Novel CACHD1 INTRONIC
65129234 65129235  Heterozygous AA -A Noval CACHD1 INTRONIC
65131893 65131893 Heterozygous A - Novsl CACHD1 INTRONIC
87109410 67109411  Heterozygaus— TGTG Novel salP1 SPLICE SITE
67154731 87154732 Heterozygous AA — Noval SGIP1 INTRONIC
67154731 87154732 Heterozygous AA ~A HNoval SGIP1 INTRONIC

H AC - Navel DEPDG1 INTRONIC

H AC - Novel DEPDC1 INTRONIC
75614381 75614381 Heterozygous T - Novel LHX8 INTRONIC
78775659 78775658  Heterozygous G T Novel STEGALNAC.INTRONIG
76775659 76775659  HeterozygousG T Novel STBGALNAC INTRONIC
77635176 77635178  HeterozygousCTC -— Novel PIGK INTRONIC
78098575 78098575 Heterozygous T [ Novel ZZZ3 SYNONYMOUS_CODING
78471050 78471050 Heterozygous T - Novel DNAJB4 INTRONIC
82435079 82435079  Heterazygous G T Novel LPHNZ SPLICE SITE
86909728 86908728 Heterozygous C T Novel CLCA2 INTRONIC
82706439 92706439  Heterozygous G c Novel Clorfl46  INTRONIC
93989819 93989819  Heterozygous A G Novel GENIC
94544805 84544806  Heterozygous —- CA Noval ABCA4 INTRONIC
98015088 98015088 Heterozygaus T C Novel DRYD INTRONIC
100378160 100379160  Heterozygous G A Novel AGL NON_SYNONYIE-YK
100379160 100379160 Heterozygous G A Novel AGL NON_SYNONY!E->K
100379160 100378160 Heterozygous G A Novel AGL NON_SYNONYIE->K
100379160 100379160 Heterozygous G A Novel AGL NON_SYNONYIE-DK
100379160 100379160  Heterozygous G A Navel AGL NON_SYNONYIE->K
100379160 100378160 Heterozygous G A Novel AGL NON_SYNONYIE-DK
103471457 103471459  Heterozygous CAT — Noval COL11AT  INTRONIC
103471457 103471458  Heterozygaus CAT — Novel COLI1AT1  INTRONIC
103471457 103471459 Heterozygous CAT — Novel COLT1AL INTRONIC
103471457 103471459 Heterozygous CAT —_— Novel COL11A1  INTRONIC
109261321 109261322 Heterozygous - A Novael FNDG7 INTRONIC
109816144 109816144 HeterozygousC T Navel CELSR2 NON_SYNONY!R->W
109856844 109856844 Heterozygous G - Novel SORT1 INTRONIC
110199226 110199226 Homozygous G - Novel GSTM4 INTRONIC
110199226 110199226 Homozygous G ~ Naovel GSTM4 INTRONIC
110199226 110198226 Homozygous G - Novel GSTM4 INTRONIC
110591955 110591955  Heterozygous G T Novel FAMA0A INTRONIC
1 " H YE - Navel FAMA0A INTRONIC
110923541 110823541  Hetarozygous A G Novel SLC16A4  INTRONIC
112305407 112305407 Heterozygous A - Novel DDX20 SPLICE SITE
114442355 114442356  Heterozygous— A MNavel Ap4B1 INTRONIC
114495348 114495349  Heterozygous— T Novel HIPK1 INTRONIC
114495348 114495349 Heterozygous ~ T Navel HIPK1 INTRONIC
114495348 114495349 Heterozygous - T Novel HIPK1 UPSTREAM
114495348 114435349  Heterozygous~ T Novel HIPK1 INTRONIC
115165724 115165724 HeterozygousA G Novel DENND2C  SPLICE SITE
115222866 115222966 HsterozygousA G Noval AMPD1 SYNONYMOUS_CODING
115222966 115222966 Heterozygous A G Novel AMPD1 SYNONYMOUS _CODING
115829134 115829134 Heterozygous G A Novel NGF NON_SYNONYIR->C
117660705 117660705 HeterozygousC T Novel TRIMAS SYNONYMOUS_CODING
117660705 117660705 HeterozygousC T Novel TRIM45 SPLICE SITE
118550555 118550555 Homazygous T G Novel SPAG17 INTRONIC
1 1 H ygous C T Novel HMGCS2 INTRONIC
120285048 120295048 HeterozygousC T Novel HMGCS2  INTRONIC
144220777 144220777 Heterozygous T C Novel GENIC
144220807 144220807 Heterozygous A Cc Novel GENIC
144220850 144220850 HeterozygousT G Novel GENIC

Chromozom . Gans Amino Acid
N Stast End Zygosity Refersnces  SHP Call Msich Symbol Consequence ot
chrl 44618043 144818043 Heterozygous G A Novel GENIC

chri 144619507 144619507 HeterozygousC A Novel GENIC

chrl 144882285 144892285 Hetarozygous T [+ Novel PDE4DIP  INTRONIC

chrt 144892285 144892285 Heterozygous T c Novel PDE4DIP  INTRONIC

chrl 144892285 144892285 Heterozygous T [+ Novel PDE4DIP  INTRONIC

chrl 144805993 144805993  HeterozygousA - Novel PDE4DIP  INTRONIC

ehri 144905993 144805993 Heterozygous A - Novel PDE4DIP INTRONIC

chrt 144905893 144905993  HeterozygousA - Novel PDE4DIP  INTRONIC

chrt 144921911 144821911 Heterozygous T c Novel PDE4DIP  NON_SYNONYIK->R
chrt 144921911 144821911 Heterozygous T o Novel PDE4DIP  NON.SYNONYIK->R
chr1 144921911 144921911 Heterozygous T c Novel PDE4DIP  NON_SYNONYIK->R
chrt 144923729 144923729  Heterozygous T - Novel PDE4DIP  FRAMESHIFT CODING
chrt 144923729 144923729  Heterozygous T - Navel PDE4DIP  FRAMESHIFT_GODING
chrt 144923729 144923729 Heterozygous T - Novel PDE4DIP FRAMESHIFT_CODING
chrt 145039691 145039691 Heterozygous G A Navel PDE4DIP  INTRONIC

chrl 145304867 145304887 HeterozygousC T Novel NBPF10 INTRONIC

chrl 1 1 Hetere A T Naovel NBPF10 EXONIC

chrt 145323757 145323757 HetarozygousA T Novel NBPF10 INTRONIC

chrl 145368411 145368411  HeterozygousG G Novel NBPF10 INTRONIC

chrl 145456733 145456733  HeterozygousA - Novel POLR3GL  INTRONIC

chri 145562375 145562375  HeterozygousA G Novel ANKRD35  NON_SYNONYIE->G
chrl 145650410 145850410  HetarozygousA G Novel RNF115 INTRONIC

chrt 145748588 145748589 Heterozygous— T Noval PDZK1 ESSENTIAL _SPLICE SITE
chrt 147380358 147380359 Heterozygous G A Novel GJAS NON_SYNONYIV->M
chri 147400714 147400715 Heterozygous - AC Novel GPR89B INTRONIC

chrt 148008748 148008744 Heterozygous G [+ Novel NBPF14 INTRONIC

chri 1 1 H A G Novel NBPF14 NON_SYNONYIM->T
chrl 150932954 150932954 Heterozygous A - Novel SETDB1 INTRONIC

chrt 150932954 150932954  Heterozygous A - Novel SETDB1 INTRONIC

chrt 150998222 150998222 Heterozygous T - Novel PRUNE INTRONIC

chri 151080057 151090057 HeterozygousC Novel GABPB2 INTRONIC

chri 151381321 151381321 HeterozygousA - Navel POGZ INTRONIC

chrl 151381321 151381321  Heterozygous A - Novel POGZ INTRONIC

chrl 151381321 151381321  HeterozygousA - Novel POGZ INTRONIC

chrt 151381321 151381321  Hetarozygous A - Novel POGZ INTRONIC

chrl 151381321 151381321  HeterozygousA - Havel POGZ INTRONIC

chrl 152191809 152191808  HeterozygousC T Novel HRNR NON_SYNOMNYIG->S
chrl 152681689 152681689 Heterozygous G C Novel LCE4A SYNONYMOUS_CODING
chrl 152759836 152759836 Heterozygous G A Novel LCEIE NON_SYNONYIP->T
chrl 153636469 153636470 Heterozygous TA — Novel ILF2 INTRONIC

chri 153921484 153921484  HeterozygousG - Novel CRTC2 INTRONIC

chrl 153883995 153963996  Heterozygous—— AG Novel RPS27 INTRONIC

chrl H - AG Novel NUP210L.  DOWNSTREAM
chrt 153963995 153963998  Heterazygous — AG Novel NUP210L.  DOWNSTREAM

chri 154042664 154042864 HeterozygousC T Novel NUP210L INTRONIC

chri 154042664 1540426864 HeterozygousC T Novel NUP210L INTRONIC

chrl 154067577 154067577 HeterozygousA G Novsl NUP210L NON_SYNONYIV->A
chrl 154087577 1540687577 Heterozygous A G Novel NUP210L  NON_SYNONYIV->A
chrl 154112164 154112164 Heterozygous A - Novel NuUP210L INTRONIC

chrl 154112164 154112164  Heterozygous A - Novel NUP210L. INTRONIC

chrt 155583044 155583046  Heterozygous AGG —— Noval MSTO1 INTRONIC

chrl 155658184 155858184  HeterozygousC A Novel YY1AP1 INTRONIC

chrl 155658184 155858184  HeterozygousC A Novel YY1AP1 INTRONIC

chrl 155658184 155658184 Heterozygous C A Novel DAP3 UPSTREAM

chri 155658184 155658184 Heterozygous C A Novel DAP3 UPSTREAM

chrt 155734899 155734899  Heterozygous T [+ Novel GON4AL NON_SYNONY!D->G
chrl 155734699 155734699  Heterozygous T C Novel GON4L INTRONIC

chri 155851325 155851325  HeterozygousC T Novet SYT11 3PRIME UTR

chri 156256033 156256039  Heterozygous A T Navel TMEMT9 INTRONIC

chrt 156256039 156256039 Heterozygous A T Novel TMEM79 INTRONIC

chrt 156518056 156518058 HeterozygousC T Novel 1QGAP3 INTRONIC

chrl 158877575 156877575 Heterozygous T o] Novel PEAR1 INTRONIC

chri 166918098 156918096 Heterozygous T c Noval ARHGEF11 INTRONIC

chri 156918096 156918096 Heterozygaus T c Novel ARHGEF11 INTRONIC

chrt 157494358 157494358  Heterozygaus A - Novel FCRLS INTRONIC

chrl 157494358 157494358 Heterozygous A - Novel FCRLS INTRONIC

chrl 158326447 158326448  Heterozygous - T Mavel CDIE INTRONIC

chrl 158326447 158326448  Heterozygous - T Novel CDIE INTRONIC

chrt 158326447 158326448 Heterozygous - T Novel CDIE INTRONIC

chrt 158326447 158326448 Heterozygous~ T Novel CDIE INTRONIC

chrl 158326447 158326448 Heterazygous~ T Novel CDIE INTRONIC

chri 158326447 158326448 Heterozygous— T Novel CDIE INTRONIC

chrl 158326447 158326448 Heterozygous~ T Novel CoE INTRONIC

chrl 158326447 158326448 Heterozygous— T Nove! CD1E INTRONIC

chrl 158326447 158326448 Hetarozygous— T Novs! COD1E INTRONIC

chrl 158326447 158326448  Heterozygous— T Navel CDIE INTRONIC

chrl 158326447 158328448  Heterozygous — T Novel CDIE INTRONIC
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Start End Zygosity Refersnce  SNP Call Match Symbol Consaquence o
158326447 158320448  Heterozygaus~ T Novel CDIE NTRONIG
158326447 158326448 Heterozygous~ T Navel GCDIE INTRONIC
158596629 158596623 HeterozygousC T Novel SPTA1 NON_SYNONYIA->T
158645872 158845872 Heterozygous G A Novel SPTA1 INTRONIC
159182271 159162271 HeterozygousC T Novel CADM3 INTRONIC
159162271 159162271 Hetarozygous C T Hoval CADM3 INTRONIC
159897682 159897683  Heterozygous AA — HNovel 1GSF9 SPLICE SITE
159897682 159897683  Heterozygous AA -A Novel 1GSF9 SPLICE SITE
159897682 159897683 Heterozygous AA - Novel 1GSF9 SPLICE SITE
159897682 159897883 Heterozygous AA ~A Novel IGSF9 SPLICE SITE
160105864 160105964 Heterozygous G A Navel ATP1AZ INTRONIC
180650966 160650968 HeterozygousC G Novel CD4s INTRONIC
160970388 160870396 HeterozygousG T Novel FHIR INTRONIG
161019124 161019124  HeterozygousC T Novel ARHGAP30 NON_SYNONYIV-D>M
161019124 161019124 HeterozygousC T Novel ARHGAP3T NON SYNONYIV->M
161162097 181162097 Heterozygous G A Navel ADAMTS4  INTRONIC
181310262 161310262 Heterozygous A - Novel SDHC INTRONIC
161310262 161310262 HeterozygousA - Novel SDHC INTRONIC
161310262 161310262 Heterozygous A - Novel SDHC INTRONIC
161310262 181310262 Heterozygous A - Novel SDHC INTRONIC
162725579 162725573  HeterozygousA T Novel DOR2 INTRONIC
162725579 182725579  Heterozygous A T Novel DDR2 INTRONIC
163315722 163315722  Heterozygous G T Naovel NUF2 INTRONIC
163315722 163315722 HeterozygousC T Novel NUF2 INTRONIC
167385178 167385178 Heterozygous G A Novel POU2F1 3PRIME UTR
167814812 167814812  Heterozygous T C Novel ADCY10 NON_SYNONYIH->R
167814812 187814812 Heterazygous T C Novel ADCY10 NON_SYNONYIH->R
168260377 168260378 Heterozygous ~—— GITTC Novel TBX19 INTRONIC
169435305 1694353086 Heterozygaus~ A Novel SLC19A2  INTRONIC
169811763 169811783 Heterozygous G [} Novel Clorft12 INTRONIC
170601522 170501522 Heterozygous G - Novel GORAB INTRONIC
170501522 170501522 Heterozygous G = Novel GORAB INTRONIC
170501522 170501522  Heterozygous G - Novel GORAB INTRONIC
170927571 170827571 Heterozygous T - Novel Clorf128  INTRONIC
171514875 171514876  Hatarozygous ——~ ATTC Novel BAT2L2 INTRONIC
173480409 173490408  Heterozygous A - Novel SLCSA1T  INTRONIC
173506199 173508199  Heterozygous G A Novel SLCYATT  INTRONIC
1 1 H Vg c Novel RC3H1 INTRONIC
175046779 175048779  Heterozygous G A Novel TNN SYNONYMOUS _CODING
176926877 176926877 Heterozygous G A Novel ASTN1 SYNONYMOUS_CODING
178926877 176926877 Heterozygous G A Novel ASTN1 SYNONYMOUS CODING
178359424 178359424  Heterozygous T A Novel RASALZ INTRONIC
178359424 178359424 Heterozygaus T A Noval RASAL2 INTRONIC
1 1 He y 4 T Noval Clorfag INTRONIC
178490848 178490649  HeterozygousC T Novel Clorfas INTRONIC
179100462 179100462 Heterozygous T A Novel ABL2 SYNONYMOUS_CODING
179100462 179100462 HetarozygousT A Novsl ABL2 SYNONYMOUS _CODING
178100482 179100462 Heterozygous T A Novel ABLZ SYNONYMGOUS_CODING
179100462 179100462 Heterozygous T A Novel ABL2 SYNONYMOUS_CODING
179100462 179100462 Heterozygous T A Navel ABLZ SYNONYMOUS_CODING
179100462 179100462  Hatarozygous T A Naoval ABL2 SYNONYMOUS_CODING
179100462 179100462 Heterozygous T A Novel ABL2 SYNONYMOUS_CODING
178100462 179100462 Heterozygous T A Novel ABL2 SYNONYMOUS CODING
179314043 179314049 HeterozygousC T Novel SOAT1 INTRONIC
179388730 179398730  Hetsrozygous T [+ Novel Clorf125  SYNONYMOUS CODING
179426318 1794268318  Heterozygous G A Navel Clorf125 INTRONIC
180002916 180002916 Heterozygous T C Novel CEP350 INTRONIC
182378437 182378437  Heterozygous T c Novel NCRNADO272 EXONIC
182550360 182550360 Haterozygous C T Noval RNASEL SYNONYMOUS_CODING SPL
184702196 184702198 Heterozygous G A Novel EDEM3 INTRONIC
184764727 184764727 Heterozygous A G Novel FAM129A  NON_SYNONYIV->A
185976201 185976201 Heterozygous A c Novel HMCN1 INTRONIC
186147954 186147954 HeterozygousA G Novel HMCN1 INTRONIC
186310271 186310271 HeterozygousA G Novel TPR SYNONYMOUS CODING
196309700 196309700 HeterozygousC T Novel KGNT2 SYNONYMOUS CODING,SPL
186757555 198757555 HeterozygousG T Novel CFHR3 INTRONIC
196757555 196757555 Hetarozygous G T Novel CFHR3 INTRONIC
197104475 197104475  Heterozygous G C Novel ASPM INTRONIC
200007922 200007923  Heterozygous— T Novel NR5A2 INTRONIC
200007922 200007923  Heterozygous~ T Novel NR5A2 INTRONIC
200971528 200871527 Heterozygous~ G Noval KIFz1i8 INTRONIC
201860486 201860488 Heterozygous T c Novel GENIC
202194507 202194507 Heterozygous A C Novel LGRE INTRONIC
202194507 202194507 HeterozygousA C Hovel LGRE INTRONIC
202194507 202194507 HetarozygousA c Novel LGRS INTRONIC
202794729 202794728  Heterozygous T c Navel GENIC
202883987 202893988  Heterozygous CA - Novel KLHL12 INTRONIC
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205131391
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Gene
Symbal
TMEM183A
ADORA1
ADORA1
MYBPH
ATP2B4
ATP2B4
Clorfis7
PIK3C28
DSTYK
DSTYK
LEMD1
24
24
24
24
FAIM3
FAIM3
FAIM3
FCAMR
FCAMR
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CR1

CR1
CRIL
CD34
GCD34
PLXNA2

HSD1181
HsD1181
DTL
FLVCR1
USH2A
USH2A
SPATATT
TGFB2
TGFB2
1ARS2
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MIAZ
AIDA
SusD4
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TP538P2
DNAH14
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OBSCN
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DISCt
DISCt
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DISG1
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DISC1
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INTRONIC
SYNONYMOUS_CODING
SYNONYMOUS_CODING
DOWNSTREAM
SYNONYMOUS_CODING
3PRIME UTR
INTRONIC
SYNONYMQUS_CODING
INTRONIC
INTRONIC
SPLICE SITE
NON_SYNONYIL->V
NON_SYNONYIS->R
NON_SYNONYIL->V
NON_SYNONYIL->V
DOWNSTREAM
DOWNSTREAM
DOWNSTREAM
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIQ->K
NON_SYNONY!Q->K
INTRONIC
INTRONIC
INTRONIC
SYNONYMOUS CODING
GENIC
INTRONIC
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INTRONIC
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INTRONIC
INTRONIC
INTRONIG
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INTRONIC
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SYNONYMOUS_CODING
INTRONIC
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] i 7 Heterozygous 1 c Th2 29950400 29350470  Feterozygous— TGGAA  Novel 4 TNTRONIC
chrl H ygous T [+ chr2 He A G Movel BIRCS NON_SYNONYIK->E
chri 235490209 235480208 Heterozygous T c chr2 32757201 32787201 Hasterazygous C T Novel BIRCE INTRONIC
chri He yeous T c chr2 33518308 33518308 Heterozygous A G Hovel LTBPY NON_SYNONYIH->R
chrl 235918680 235918693 Heterozygous AAAG —— Novel LYST INTRONIC chr2 33518308 33518308  HesterozygousA G Hovel LTBPt NON_SYNONYiH->R
chri 236711218 236711218  HaterozygousA T Noval LGALSS INTRONIC chr2 33518308 33518308  HsterozygousA G Novel LTBP1 NON_SYNONYIH->R
chrt 236711218 236711218  HeterozygousA T Novel LaaLse INTRONIC chr2 33518308 33518308  HeterozygousA G Mavel LT8P1 HON_SYNONYIH->R
chrl 236711218 236711218  HeterozygousA T Novel LGALSE INTRONIC chr2 33518308 33518308  HeterozygousA G Noval LTBP1 NON_SYNONYIH->R
chrl 236711218 236711218  Heterozygous A T Novel LGALSS INTRONIC chr2 33745110 33745110  Heterozygous G A Novel RASGRP3  INTRONIC
chrl 236711218 236711218 HeterozygousA T Novel HEATR! DOWNSTREAM chr2 33745110 33745110  HetarozygousG A Novel RASGRP3  INTRONIC
chrl 236716833 236718833 Heteroxygous T o] Novel HEATR1 INTRONIC chr2 33745110 33745110 Heterozygous G A Novel RASGRP3  INTRONIC
chri 237754389 237754389 Heterozygous T o] Novel RYR2 INTRONIC chr2 33881708 33861708  HeterozygousG A Novel GENIC
chrt 237754403 237754403  Heterozygous T c Novel RYR2 INTRONIC chr2 36094453 30994453  Heterozygous T [ Novel vIT INTRONIC
chrt 240341403 240341403  Hatsrozygous A G Novel FMN2 INTRONIC chr2 36994453 36994453  Heterozygous T o] Novel vIT INTRONIC
chrl 240370885 240370985 HeterozygausC T Movel FMN2 NON_SYNONYIP->L chr2 369944 H Y T G Novel vIT INTRONIC
chrl 240371028 240371028 HeterozygousA G Novel FMN2 SYNONYMOUS_CODING chr2 36994453 36994453  Heterozygous T [+ Novel vIT INTRONIC
chri 243335841 243335941 Heterozygous A - Novel CEP170 INTRONIC chr2 38527397 38527388 Heterozygous— cT HNovel ATL2 INTRONIC
chrt 1 1 H A - Novel CEP170 INTRONIC chr2 38527387 38527398  Heterozygous— cT HNovel ATL2 INTRONIC
chrt 243335841 243335941  Haterozygous A - Novel CEP170 INTRONIC chr2 38527397 38527398 Heterozygous—— oT Novel ATLZ INTRONIC
chrt 243738211 243738211 Heterozygous T - Novel AKT3 INTRONIC chr2 38809221 38809221 Heterozygous T o] Novel HNRPLL HNON_SYNONYiY->C
chrt 243738211 243736211 Haterozygous T - Novel AKT3 INTRONIC chr2 38809221 38808221 Heterozygous T [+] Novel HNRPLL NON_SYNONYIY->C
chri 2448498768 244848976 Heterozygous G A Novel PPPDE1 SPLICE SITE chr2 38959112 38958112  HaterozygousA G Novel GALM INTRONIC
chrl 245010043 245010044 Haeterozygous— A Novel FAM38SA DOWNSTREAM chr2 39162870 391682870  Heterozygous A G Hovel ARHGEF33 INTRONIC
chrl 245010043 245010044 Heterozygous~ A Novel NCRNADG201 EXONIC chr2 47233124 47233124  HsterozygousC G Navel TTCIA NON_SYNONYIQ->E
chrl 247587681 247587681 HeterozygousC T Novel NLRP3 SYNONYMOUS_CODING chr2 48048013 48046013 Heterozygous A - Naovel FBXO11 INTRONIC
chrl 247587681 247587681 Heterozygous C T Novel NLRP3 SYNONYMOUS_CODING chr2 48046013 48046013  HeterozygousA - Novael FBXO11 INTRONIC
chrl 247587681 247587881  HeterozygousG T Novel NLRP3 SYNONYMOUS_CODING chr2 §4023248 54023248 Hatarozygous T - HNovel ERLEC! INTRONIC
chrl 247587681 247587681 Haterozygous G T Novel NLRP3 SYNONYMOUS_CODING chr2 54023248 54023248  HsterozygousT - Novel ERLECH INTRONIC
chrl 247587681 247587681 HeterozygousC T Novel NLRP3 SYNONYMOUS_CODING chr2 54023248 54023248  Heterozygous T - ‘Novel ERLECH INTRONIC
chrl 248085149 248085149 HeterozygousGC G Novel OR2T78 EXONIC chr2 54120745 54120745  Heterozygous G C Novel PSME4 INTRONIC
chrl 248247483 248247483 HeterozygousC T Movel OR2L13 INTRONIC chr2 54126887 54126897 Hatarozygous G A Hovel PSME4 INTRONIC
chr2 271998 271999 Haterozygous - A Novel ACP1 INTRONIC chr2 55433518 55433514  Heterozygous— T Naovel C20rf83 ESSENTIAL SPUICE SITE
chrz 271998 271999 Heterozygous~ A Novel ACP1 INTRONIC chr2 55433513 55433514  Heterozygous— T Novel GC2orf83 ESSENTIAL _SPLICE SITE
chr2 271998 271899 Heterozygous ~ A Novel ACP1 INTRONIC chr2 55569852 55559662  HeterozygousA - Novel CCDC88A  INTRONIC
chr2 271998 271999 Heterozygous - A HNovel ACP1 INTRONIC chr2 55559662 55569852  Heterozygous A - Hovel CCDC8IA  INTRONIC
chr2 805497 805497 Heterozygous C T Navel GENIC chr2 55863360 55863361 Heterozygaus - A Novel PNPTY 3PRIME UTR
chr2 805581 805581 Heterozygous C T Novel GENIC chr2 55864672 55804872  Heterozygous G A Novel PNPT1 INTRONIC
chr2 1491511 1491511 Heterozygous A - Novel TPO INTRONIC chr2 61319728 61318728 Heterozygous— T Novei KIAA1841 SPLICE SITE
chr2 1491511 1491511 Hsterozygous A - Noval TPO {NTRONIC chr2 61319728 . 61318728 Heterozygous— T Novel KIAA1841 SPLICE SITE
chrz 1491511 1481511 Heterozygous A - Novel TRO INTRONIC chr2 61588624 61566624  Heterozygous T [} Hovel usPaq INTRONIC
chr2 1491511 1481511 Haterozygous A - Novel PO INTRONIC chr2 61622375 81622375  HeterozygousA - Novel usPa4 SPLICE SITE
chr2 1677512 1677512 Heterozygous T c Novel PXDN SYNONYMOQUS _CODING chr2 81715698 81715698  HeterozygousA G Novel XPO1 INTRONIC
chr2 3623444 3623444 Heterozygaus G T Novel RPS7 NON_SYNONYIA->V chr2 61720848 61720949  HeterozygousG T Novel XPO1 INTRONIC
chr2 7003721 7003721 Heterozygous C T Navel CMPK2 INTRONIC chr2 64139832 64138832  HstsrozygousA - Novel VPS54 INTRONIC
chr2 8910737 8910737, Heterazygaus T - Novel KIDINS220 INTRONIC chr2 04139832 64139832  HeterozygousA - Noval VPS54 INTRONIC
chr2 9985342 9985342 HeterozygousC - Novel TAF1B SPLICE SITE chr2 84210980 64210980  Hetsrozygous A -~ Movel VP§54 INTROMIC
chr2 8994508 §994508 Heterozygaus A G Novsl TAF18 SYNONYMOUS_GODING chr2 64210980 64210880  HeterozygousA - Navel VPS54 INTRONIC
chr2 10717810 10717910 Heterozygous T c Novel NoLto INTRONIC chr2 64331816 84331818 Haterozygous T - Novel PELI1 INTRONIC
chr2 11728014 11728014  HeterozygousA G Novel GREB1 HON_SYNONYIK->R chr2 70045902 70045802 Haterozygous A T Novel ANXA4 INTRONIC
chr2 11726014 11726014 Heterozygous A G Novel GREB1 NON_SYNONYIK->R chr2 H: ygousC T Novel ASPRV1 NON_SYNONYIV-)]
chr2 11726014 11726014  Hsterozygous A G Novsi GREB1 NON_SYNONYIK->R chr2 70457845 70457845  Heterozygous A T Novel TIAL INTRONIG
chr2 15319336 15319337  Heterozygous —— GT Noval NBAS INTRONIC chr2 70457845 70457845  Haterozygous A T Novel TIA1 INTRONIC
chr2 20818889 20818889  Heterozygous A C Movel HS1BP3 NON_SYNONYIV->G chr2 H: ygous T - Novel TIA INTRONIC
chr2 21252975 21252975 Heterozygous A G Hovel APOB [NTRONIC chr2 70483335 70483335  Heterozygous T - Novel TIA1 INTRONIC
chr2 Hetar A - Naovel KLHL29 INTRONIC o2 70502811 70502812 Heterozygous —— TCTG Novel PCYOX1 INTRONIC
chr2 24852713 24952713 Heterozygous T - Novel NCOAL INTRONIC chr2 71286775 71286775  Hsterozygous G A Nove! ORTJES1P  EXONIC
chr2 24952713 24952713 Heterozygous T . Novel NCOA1 INTRONMIC chr2 71360738 71360736  Hsterozygous —— TCC Novel MPHOSPH10 INTRONIC
chr2 24952713 24952713 Hetsrozygous T - Noval NCOA1 INTRONIC chr2 71801442 71801442  HeterozygousC T Novel DYSF NON_SYNONYIR->C
chr2 25022443 25022443 Haterozygous A - Novel CENPO INTRONIC chr2 71801442 71801442  HeterozygousC T Novel DYSF NON_SYNONYIR->G
chr2 25141218 25141218 Heterozygous C A Noval ADCY3 NON SYNONYIQ->H chr2 71801442 71801442  HeterozygousC T Hovel DYSF NON_SYNONYIR->C
chr2 25754395 25754395 Heterozygous G T Navel DTNB SYNONYMOUS_CODING chr2 71801442 71801442 HesterozygousC T Novel DYSF NON_SYNONYIR->C
chr2 25754385 25754395 Heterozygous G T Novel DTNB SYNONYMOUS_CODING chr2 71801442 71801442  HeterozygousC T Noval DYSF NON_SYNONYIR->C
chrz 25754385 25754395 Heterozygaus C T Noval DTNB SYNONYMOUS _CODING chrZ 71801442 71801442  HaterozygousC T Novel DYSF NON_SYNONYIR->C
chr2 25754395 25754395 Haterozygous C T Novel DTNB SYNONYMOUS_CODING chr2 71801442 71801442  HeterozygousC T Navel DYSF NON_SYNONYIR->C
chr2 25754385 25754395 Heterozygous C T Novel DTNB SYNONYMOUS_CODING chr2 71801442 71801442  Heterozygous G T Novel DYSF NON_SYNONYIR->C
chr2 26507685 26507685  HeterozygousA T Novel HADHB INTRONIC chr2 71801442 71801442  HeterozygousC T Naovel DYSF NON_SYNONYIR->C
chr2 26536026 26536026 Heterozygous G A Novel GPR113 INTRONIC chr2 71801442 71801442  HeterozygousC T Novsl DYSF NON_SYNONYIR->C
chr2 26536026 26536026 Haterozygous G A Noval GPR113 INTRONIC chr2 71801442 71801442 Heterozygous C T Novel DYSF NOMN_SYNONYIR->C
chr2 26538026 265360268  Hsterozygouz G A Novel GPR113 INTRONIC chr2 71801442 71801442 Heterozygaeus C T Novel DYSF NON_SYNONYiR->C
chr2 26684679 28684679  Heterozygous G A Novael OTOF SYNONYMOUS_CODING chr2 71801442 71801442 Heterozygous C T Novel DYSF NON_SYNONYIR->C
chr2 26684879 26684679  Heterozygous G A Novel OTOF SYNONYMOUS_CODING chr2 71801442 71801442 HeterozygousC T Novaet DYSF NON_SYNONYIR->C
chr2 26684679 26684678  Heterozygous G A Novel OTOF SYNONYMOUS_CODING chr2 72723485 72723485  Heterozygous T C Hovel EXOCEB INTRONIC
chr2 26634873 26684679 Heterozygous G A Novel QTOF SYNONYMOUS_CODING chr2 73675227 73675228 Heterozygous ~— cTC Novel ALMS! NON_SYNONYMOUS_CODIN
chr2 27015141 27015142 Heterozygous o] Novel CENPA INTRONIC chr2 73900918 73800920  Heterozygaus TT -T Novel ALMS1IP INTRONIC
chr2 27015141 27015142 Heterozygous~ C Novel CENPA INTRONIC chr2 73800819 73800820  Heterozygous TT bl Novel ALMS1IP INTRONIG
chr2 27306050 27306050  HeterozygousG A Novel EMILINT SYNONYMOUS_CODING chr2 73993480 73993480  Heterozygous G A HNovel DUSP11 INTRONIC
chr2 29355195 29355195  Heterozygous G - Novel cLP4 INTRONIC chr2 74451947 74451947 HeterozygousC T Novel SLC4AS INTRONIC



e Stert End Zygosity Rsference SKP Call Match Syarbol Conseguance ot
chrZ TAAS1047  7AAG1947  Heterozygous G T Novel SLCAA5  INTRONIC

chr2 74491243 74491243 HsterozygousC A Novel SLC4AS INTRONIC

chr2 74491243 74491243 Heterozygous C A Novel SLC4AS INTRONIC

chr2 4 H ygous G T Novel NO808 DOWNSTREAM
chr2 74685880 74685880  HeterozygousG T Nove! weP1 INTRONIC

chr2 74687268 74687268 Heterozygous A C Novsl WwBP1 INTRONIC

chr2 14687268 74687268  Heterozygous A o] Novel MOGS DOWNSTREAM
chr2 74887268 74687268  HeterozygousA o] Novel MOGS DOWNSTREAM
chr2 74687270 74687270  HeterozygousG T Novel wBP1 INTRONIC

chr2 74687270 74687270  Hetarozygous G T HNovel MOGS DOWNSTREAM
chr 74687270 74687270 Heterozygous G T Noval MOGS DOWNSTREAM

chr2 75882133 75882133  Heterozygous G - Novel MRPL19 INTRONIC

chr2 75899101 75899101 Heterozygous T C Novel C2orf3 NON_SYNONYIE->G
chr2 80772075 80772075 Haterozygous G T Novael CTHNAZ INTRONIC

chr2 80772075 80772075  HaterozygousC T Novel CTNNAZ INTRONIC

chr2 84755956 84755956  Heterazygous T A Novel DNAHS INTRONIC

chr2 480454 H A G Novel DNAHEG INTRONIC

chr2 84945421 84945421 Heterozygous G T Novel DNAHE SYNONYMOUS CODING
chr2 85571093 85571093  Heterozygous G A Navel RETSAT INTRONIC

chr2 88107952 86107952  Heterozygous A - Novel ST3GALS  INTRONIC

chr2 86107952 86107952  Heterozygous A G Novel ST3GALS  INTRONIC

chr2 88343790 86343730  Heterozygous T [0 Novel PTCD3 INTRONIC

chr2 86400745 86400745 Homozygous T ] Novel IMMT INTRONIC

chr2 88400745 88400745  Homozygous T G Novel IMMT INTRONIC

chr2 86400745 86400745 Homozygous T G Novel IMMT INTRONIC

chr2 89278103 89278103  Homozygous T o] Novel GENIC

chr2 1 H T [ Noval GENIC

chr2 80249415 90249415  Heterozygous A G Noval GENIC

chr2 90249468 90249468  Heterozygous G T Novel GENIC

chr2 90243478 90249478  Heterozygous T c Novel GENIG

chr2 90249497 90249497  Heterozygous T G Novel GENIG

chr2 H ygous T A Novel GENIC

chr2 8187213 91872713 Heterozygous T C Novel GENIC

chr2 81927382 91927392  HaterozygousC T Novel GENIC

chr2 91935941 91935941 Heterozygous G T Noval GENIC

chr2 92031302 92031302 Heterozygaus G A Novel GENIC

chr2 52076693 92076694  Heterozygous~ T Novet GENIC

chr2 92102154 92102154  Heterozygous G A Novel GENIC

chrz 95513964 95513084  Heterozygous T o] Novel ANKRD208 INTRONIC

chr2 96574365 96574385  Heterozygous T C Novel GENIC

chr2 96581651 96581852 Heterozygous CC -A Novel GENIC

chr2 96589458 96589458 Heterozygous A G Novel GENIC

chr2 He zygous T c Noval GENIC

chr2 96607003 96607003 Heterozygous G A Naovel GENIC

chr2 96607028 96607028  Heterozygous T c Navel GENIC

chr2 98610811 86610811  Heterozygous G A Novel GENIC

chr2 96619793 96619799 Heterazygous A c Noval GENIC

chr2 96920526 96320526  HeterozygousC G Navel TMEM127  INTRONIC

chr2 98920528 96920526 Heterozygous G G Navel TMEM127  INTRONIC

chr2 96943897 96943897 Heterozygous C G Novel SNRNP200  INTRONIC

chr2 97855071 97865071 Heterozygaus G T Novel GENIC

chr2 97860529 97860529 Heterozygous G A Novel GENIC

chr2 97862600 97862600  HeterozygousG - Novel GENIC

chr2 97869830 97869891 Heterozygous ~ T Novel GENIC

chr2 97871680 97871680  Heterozygous G T Novel GENIC

chr2 87877468 97877470  Heterozygous TC - Novel GENIC

chr2 98185920 48165920 Heterozygous A G Novel ANKRD36B NON SYNONYII->T
chr2 99834597 99634597  HeterozygousC T Novel TSGA10 INTRONIC

chr2 99634597 99634597  HeterozygousC T Navel TSGA0 INTRONIC

chr2 101594247 101594247  Heterozygous G A Noval NPAS2 NON_SYNONYIA->T
chr2 101853972 101653972  Heterozygous T c Novel TBC1D8 INTRONIC

chr2 102019083 102018083 HeterozygousC T HNovel RFX8 NON_SYNONYIG->S
chr2 108999484 108899484 Heterozygous A - Novel SULTIC4  INTRONIC

chr2 1089123988 109123989 Heterozygous - T Novel GCCz INTRONIC

chr2 109123988 109123989  Heterozygous ~ T Novel GCC2 INTRONIC

chr2 110049111 110049111  Heterozygous G G Novel GENIC

chr2 113481267 113481267 HeterozygousC T Novsl GENIC

chr2 113950108 113950108 HeterozygousC T Novel PsSD4 NON_SYNONY!R->C
chr2 114433510 114493510  Heterozygzous T - Novel SLC35F5 INTRONIC

chr2 114747598 114747596 Heterozygous G A Novel LOC440900 INTRONIC

chr2 120075163 120075163 Heterozygous C T Novel C2orf78 INTRONIC

chr2 120383293 120383294 Heterazygous GC AA Novel PCDP1 INTRONIC

chr2 1 1 H Y - Novel PCDP1 SPLICE SITE

chr2 121726411 121726411 Heterozygous G A Novel GLI2 SYNONYMOUS_CODING
chr2 121982899 121992899 Hetarozygous A T Novel TFCP2LY INTRONIC

chr2 128324358 128324358 HeterozygousC T Novel MYOo7B8 SYNONYMOUS_CODING
chr2 128370111 128370111  Heterozygous C T Novel MYQ78 NON_SYNONYIR->W

&SNP
Chromezom  Stact End Zyvaosity  Rsference SPCal  Match 0o
L] . Symbol
chr2 128392285 128392285 Heterozygous G A Novel MYOT7B
chr2 128526578 128526580 Heterczygous —— TAAA Navel WDR33
chr2 128526579 128526580 Heterozygous—- TAAA Novel WDR33
chr2 128528579 128528580 Heterozygous—- TAAA Novel WDR33
chr2 130300732 130800732 Heterozygous A G Novel CCDC748
chr2 130831283 130831283 Hsterozygous G A Noval SMPD4
chr2 130931283 130931283  Heterozygous G A Novel SMPD4
chr2 130931283 130931283  Heterozygous G A Novel SMPD4
chr2 130931283 130831283 Heterozygous G A Novel SMPD4
chr2 130931283 130831283 Heterozygous G A Naovel SMPD4
chr2 130931283 130831283 Heterozygous G A Novel SMPD4
chr2 131414338 131414338 Hetsrozygous G A Novel
chr2 132241548 132241548  Heterozygous G A Novel TUBA3D
chr2 132241548 132241548  Heterozygous G A Novel MZT2A
chr2 132367082 132367063 Heterozygous— T Novel POTEKP
chr2 132558542 132558542 HetsrozygousG T Navel GZarf278
chr2 133086887 133086988 Heterozygous— GGT Novet
chr2 133175168 133175168 HeterozygousA G Novel GPR39
chr2 135215543 135215543  HeterozygousC T Novel TMEM163
chr2 136148395 136148396  Heterozygous AA — Novel ZRANB3
chr2 138567154 136567154  Heterozygous G T Novel LeT
chr2 148240858 149240858 Heterozygous T - Novel
chr2 149528685 149528685 Hstsrozygous T G Novel EPC2
chr2 152112190 152112180 HaterozygousA G Novel RBM43
chr2 152318714 152318715 Homozygous AT - HNovel RIF1
chrz 152318714 152318715 Homozygous AT - Novel RIF1
chr2 152318714 152318715  Homozygous AT - Novel RIF1
chr2 152318714 152318715  Homazygous AT - Novel RIFt
chr2 152318985 152318985 Heterozygaus G A Novel RIFt
chr2 152318985 152318985 Heterozygous G A Novel RIF1
chr2 152318985 152318985 Heterozygous G A Naovel RIF1
chr2 152318985 152318985 Heterozygous G A Navel RIF1
chr2 152388416 152388418 Homozygous T - Noval NEB
chr2 152388416 152388416 Homozygous T - Novel NEB
chr2 152388416 152388416 Homozygous T - Novel NEB
chr2 152498988 152498988 Heterozygous A G Novel NEB
chr2 152498988 152498988  Haterozygous A G Novel NEB
chr2 152498988 152498988 HeterozygousA G Novel NEB
chr2 152532022 152532022 Heterozygous G A Navel NEB
chr2 152532022 152532022  Heterozygous C A Navel NEB
chr2 152532022 152532022 Heterozygous C A Novel NEB
chr2 152717360 152717360 Hetarozygous G A Novel CACNB4
chr2 152717360 152717360 HeterozygousC A Navel CACNB4
chr2 152717360 152717360 HeterozygousC A Novel CACNB4
chr2 152717360 152717360 HeterozygousC A Novel CACNB4
chr2 158594852 158594852 HeterozygousC T Novel ACVR1
chr2 158594852 158594852 HeterozygausC T Noval ACVR1
chr2 159520015 159520018 Heterozygous~— T Novel PKP4
chr2 158520015 159520018  Heterozygous—— T Novel PKP4
chr2 160731896 160731896 Heterazygous T [} Novel LY75
chr2 160812399 180812393  Heterozygous G A Navel PLAZR1
chr2 160812399 160812399 Heterozygous G A Novel PLA2R1
chr2 160812399 160812399  Heterozygous G A Novel PLA2R1
chr2 160885358 160885358 Heterozygous T [of Novel PLA2R1
chr2 He ygous T [+ Novel PLA2R1
chr2 160885358 180885358 Heterozygous T [ Novel PLAZR1
chr2 166003318 166003318 Heterozygous T G Novel SCHN3A
chr2 166003318 186003318  Heterozygous T G Navel SCN3A
chr2 166003318 186003318  Heterozygous T G Novel SCN3A
chr2 166166028 166166028 Heterozygous T G Navel SCNzA
chr2 186166028 166166028 Heterozygous T G Novel SCN2A
chr2 166166028 166166028 Heterozygous T G Novel SCN2A
chr2 1 435 H Y AA — Novat GALNT3
chr2 166747308 166747308  HaterozygousA G Novel TTC21B
chr2 166758448 166758448 Heterozygous A - Novel TTC218
chr2 1 T H A G Novel SCNTA
chr2 1 1 H A G Novel SCN1A
chr 166905361 166905361 Heterozygous A G Navel SCN1A
chr2 167300128 167300128  Heterozygous T o} Novel SCN7A
chr2 168087201 168097201 Heterozygous G ¢ Novel XIRP2
chr2 168087201 168097201 Heterozygous G C Novel XIRP2
chr2 168102096 168102096 Heterozygous G T Novel XIRP2
chr2 168102036 168102088 Heterozygous G T Novel XIRP2
chr2 189717316 169717318  Heterozygous T c Novel NOSTRIN
chr2 189717316 169717316  Heterozygous T [} Novel NOSTRIN
chr2 169717316 169717318  Heterozygous T ] Naovel NOSTRIN
chr2 189728070 169728072 Heterozygous AAA — Novel 8PC25

Aenina Acid
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INTRONIC
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SPLICE SITE
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SPLICE SITE
NON_SYNONYIR->S
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INTRONIC
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INTRONIC
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NON_SYNONY!Q->H
INTRONIC
SYNONYMOUS_CODING
SYNONYMOUS_CODING
SYNONYMOUS_CODING
SPLICE SITE



Chromeso™ Start End Zygosity  Reforsncs  SHPCel  Match
chr2 1 8070 169728072 Heterozygous ARA —A Novel
chr2 170097960 170097960 Haterozygous G [+] Novel
chr2 170344714 170344714 Heterozygous A T Novel
chr2 173351876 173351876  Heterozygous G A Novsl
chr2 173351876 173351878 Heterozygous G A Novel
chrZ 173832212 173832212 Heterozygous G A Novel
chr2 173832212 173832212 Heterozygous G A Naval
chr2 179337629 179337628 Heterozygous T - Movel
chr2 179337629 178337629  Heterozygous T - Novel
chr2 179341814 179341914  Heterozygous T [+] Noval
chr2 179341914 179341914  Heterozygous T [ Novel
chr2 179419223 179419223  Hetarozygous G o} Novel
chr2 178419223 179419223 Heterozygous G c Novel
chrz 178419223 179418223  Heterozygous G c Novel
chr2 179419223 179418223  Haterozygous G c Novel
chr2 179477333 179477333  Haterozygous T - Novel
chr2 179477333 179477333  Heterozygous T - Hoval
chr2 179477333 179477333  Haterozygous T - Noval
chr2 179477333 179477333  Heterozygous T - Hovel
chr2 179498153 179498153  Heterozygous A G Hovel
chr2 179498153 179488153  HeterozygousA G Novel
chr2 179488153 179488153  Heterozygous A G Noval
chr2 179488153 179488153 Heterozygous A G Novel
chr2 179585578 179585578  Heterozygous T - Novel
chr2 179585578 179685578 Heterozygous T - Novel
chr2 179585578 179695578 Hsterozygous T - Novel
chr2 179595578 179595578  Heterozygous T - Hovel
chr2 179605005 179605005 HeterozygousC T Novel
chr2 179605005 178605005 HeterozygousC T Novel
chr2 1796050056 179605005 HeterozygousC T Nove!
che2 179605005 179805005 HeterozygousC T Novel
chr2 184025845 184025845 HetsrozygousA [+ Noval
chr2 186678757 188878757 Heterozygous G A Novel
chr2 187541081 187541883 Heterozygous AAG — Hovat
chr2 187541681 187641683 Hsterozygous AAG d Novel
chr2 187541681 187541683 Hsterozygous AAG — Novel
chr2 189859435 189859435 Heterozygous T - Novel
chr2 189962072 189862072 HaeterozygousA T Novel
chr2 191161514 1911681514 Heterozygous T c Novel
chr2 191161514 191181514 Heterozygous T c Novel
chr2 183056768 193056789  Heterozygous~ A Naval
chr2 187143140 197143140 HeterozygousA - Novel
chr2 197654578 187654578  Heterozygous A - Novel
chr2 187953376 187953376  Heterozygous T - Novel
chr2 200780050 200730050 Heterozygous A G Novel
chrZ 202587708 202587707 Heterozygous— A Novel
chr2 202964327 202964327 Hsterozygous G A Novel
chr2 203876632 203676632 HeterozygousC T Novel
chr2 204304843 204304943  Heterozygous G A Novel
chr2 204304843 204304943 Heterozygous G A MNovel
chr2 204594402 204594402 Heterozygous G A Noval
chr2 207018261 207018261  Heterozygous T c Novel
chr2 207141892 207161892 Heterozygous G T Novel
chr2 208611700 208611700 HeterozygousA - Novel
chr2 208611700 208611700 HeterozygousA - Novel
chr2 208994151 208994151 Heterozygous T o} Novel
chr2 210884 ; VA T Novel
chr2 210884335 210884335 Heterozygous G T Novel
chr2 210884335 210884335 Heterozygous G T Novel
chr2 211163064 211163065 Heterozygous AC - Novel
chr2 211163084 211163065 HeterozygousAC - Novel
chr2 212295590 212285591  Heterozygous— T Novel
chr2 212295590 212295591  Heterozygous— T Novel
chr2 215013820 215013820 Heterozygous T c Novel
chr2 215917212 215917212 Heterozygaus T G Novel
chr2 217012835 217012935 HeterozygousC G Novel
chr2 218673230 218673231 Heterozygous—— CA Novel
chr2 219127843 219127843 HeterozygousG A Novei
chr2 219127843 219127843 Heterozygous G A Novel
chr2 219127843 219127843  Heterozygous G A Novel
chr2 219127843 219127843 Heterozygous G A Novel
chr2 219394628 219394629  Heterozygous~ A Novel
chr2 219508741 219508741 HeterozygousC G Novel
chr2 219582743 219562743  Heterozygous T A Novel
chr2 219688347 219688347 HeterozygousC G Novel
chr2 219688812 219888612 HeterozygousG A Novel
chr2 220033661 220033661  HeterozygousC A Novel
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INTRONIC
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GENIC
NON_SYNONYIN->S
INTRONIC

GENIG

INTRONIC
DOWNSTREAM
SYNONYMOUS_CODING
SYNONYMOUS_CODING
INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC
DOWNSTREAM
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INTRONIC
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NON _SYNONYIK->T
NON SYNONY!L->V
INTRONIC
STOP_GAINED W->Step
STOP_GAINED W->Step
STOP_GAINED W->Stop
DOWNSTREAM
INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

Chroraosom

e ] suz ‘ End . Zygesity -~ Reference Symbol
chrZ T300336671 120033881 Heterozygous G A Novet SLC23A3
chr2 220033681 220033861 HeterozygousC A Novel SLC23A3
chr2 220428179 220428180 Heterozygous GC AA Novel 0BSLI
chr2 220428179 220428180 Hsterozygous GC AA Novel 0BsL1
chr2 220428179 220428180 Heterozygous GC AA Navel oBstt
chr2 225668718 225668718  Hetsrozygous TG — Novel DOCK10
chr2 227986298 227986288 Heterozygous— A Naovel COL4AS
chr2 227887831 227967831 HaterozygousA - Hovel CoL4Ad
chr2 228102680 228102680 HsterozygousC T Navel COL4A3
chr2 228124680 228124880 Hetsrozygous G [+ Navel GCOL4Al
chr2 223228494 228228494 Heterozygous G A HNovel TM4SF20
chr2 2283563685 228356365 Heterozygous T - HNovel AGFG1
chr2 228356365 228356365 HeterozygousT - Movel AGFG1
chr2 H: ygous T MNovel AGFG1
chr2 H ygous T Noval AGFG1
chr2 228680154 228680154 Heterozygous T - Noval coL2o
chr2 228680154 228880154 Heterozygous T - Novel CCL20
chr2 230914604 230914604 HeterozygousC A Novel SLC16A14
chr2 231406439 231405438  HeterozygousC A Novel SP100
chr 232135410 232135410 Heterozygous A G Novel ARMCH
chr2 233712225 233712228 Hsterozygous — oG Novel GIGYF2
chr2 233712225 233712228 Heterozygous ~— G- Novel GIGYF2
chr2 233712225 233712226  Haterozygous — ca Novel GIGYF2
chr2 233712225 233712226 Haterozygous— G- Novsl GIGYF2
chr2 233712225 233712228 Haeterozygous— ca Novel GIGYF2
chr2 233712225 233712220 Haterozygous— c- Novel GIGYF2
chr2 233712225 2337122268 Hstsrozygous—— oG Noval GIGYF2
chr2 233712225 233712228  Heterozygous —— G~ Navel GIGYF2
chr2 234072828 234072628 Homozygous T o] Movel

chr2 234627431 234627431 Heterozygous G A Noval UGTiA8
ch2 234627431 234827431 Heterozygous G A HNovel UGBTIALO
che2 234827431 234627431 HaterozygousG A Novel ugTiAg
chr2 234827431 224627431  Heterozygous G A Novel UGTIAY
chr2 234627431 234627431  Heterozygous G A HNovel UGT1A8
chr2 234627431 234627431 Hetsrozygous G A Novel UGT1A8
chr2 234627431 234827431 Hetsrozygous G A Movel UGT1AS
chr2 234627431 234827431  Heterozygous G A Novel UGT1A4
chr2 234740715 234740715 HsterozygousC T Noval

chr2 234916772 234816772 Heterozygous T - Navel TRPMS
chr2 236706612 236708613 Heterozygous— T Noval AGAP1
chr2 236708612 236708613  Heterozygous— T Havel AGAP1
chr2 236708150 236708150 Heterozygous G A Novel AGAP1
che2 236708150 236708150 Hsterozygous G A Novel AGAP1
chr2 238285809 238285608 Haterozygous G A Novel COLBA3
chr2 238285608 238285809 Hetsrozygous G A Navel COLEAl
chr2 238285809 238285808 Hsterozygous G A Novel COLSAl
chr2 230285609 238285608 Heterozygous G A Novel COL6A3
chr2 238285609 238285608 HeterozygousG A Hovel COL8Al
chr2 238457631 238457833  Heterozygous TGA — Novel MLPH
chr2 238457831 238457833  Heterozygous TGA o Novel MLPH
chr2 238500487 238500488 Heterozygous— A Novel RAB17
chr2 238500487 238500488 Heterozygous— A Novel RAB17
chr2 238658031 238658031 Heterozygous A - Novel LRRFIP1
chr2 238658031 238658031  HeterozygousA - Movel LRRFIP1
chr2 238658031 238658031 HaterozygousA - Noval LRRFIP1
chr2 238658031 238658031 Haterozygous A - Novel LRRFIP1
chr? 238858031 2380858031 Heterozygous A - Novel LRRFIP1
chr2 238672823 238672823 Heterozygous G A Navel LRRFIP1
chr2 238672823 238672823 Heterozygous G A Novel LRRFIP1
chr2 238672823 238672823 Heterozygous G A Novel LRRFIP1
chr2 238672823 238872823 Heterozygous G A Novsl LRRFIP1
chr2 238672823 238672823 Heterozygous G A Novel LBRFIP1
chr2 240024597 240024597 Heterozygous G A Navel HDAG4
chr2 240984774 240984774 HeterozygousA G Novel OR6B3
chr2 241659304 241659304 Heterozygous G A Novel KIF1A
chr2 241696841 241686843 Heterozygous TCG _— Novel KIF1A
chr2 241712455 241712455 Heterozygous G A Novel KIFIA |
chr2 241973977 241973977 Heterozygous A G Novel SNED1
chr2 242263757 242263757 HeterozygousA G Novel SEPT2
chr2 242283757 242283757  HeterozygousA G Novel SEPT2
chr2 242263757 242263757 HeterozygousA G Novel SEPT2
chr2 242263757 242283757 HeterozygausA G Novel SEPT2
chr2 2 H G A Novel ATG4B
chr2 H y G A Hovel ATG4B
chr2 4 4: H VE A Novel INGS
chr2 242684389 242694399  HeterozygeusC G Navel D2HGDH
chr2 242694582 242894582 HeterozygousG A Novel D2HGDH

& Aaving Acid
INTRONIC
INTRONIC

NON_SYNONYIGP->GS
NON_SYNONYIGP->GS
NON_SYNONYIGP->GS
INTRONIC

INTRONIC

INTRONIC

SPLICE SITE
INTRONIC
SYNONYMOUS_CODING
INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTROMIC
NON_SYNONYIL->F
INTRONIG

INTRONIC
FRAMESHIFT_CODING
COMPLEX VARIATION
FRAMESHIFT_CODING
COMPLEX VARIATION
FRAMESHIFT_ CODING
COMPLEX VARIATION
FRAMESHIFT_CODING
COMPLEX VARIATION
GENIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

UPSTREAM

GENIG

INTRONIC

INTRONIC

INTRONIC
NON_SYNONYIR->Q
NON_SYNONYIR->Q
NON_SYNONYIP->L.
NON_SYNONYIP->L
MON_SYNONYIP->L
NON_SYNONYIP->L
NON_SYNONYIP->L
INTRONIC

INTRONIC

UPSTREAM
UPSTREAM

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

3PRIME_ UTR
3PRIME UTR
INTRONIC

INTRONIC

3PRIME_ UTR

SPLICE SITE

EXONIC
SYNONYMOUS_CODING
INTRONIG

INTRONIC

SPLICE SITE
INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC
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chr2
chr2
chr2
chr2
chr2
chr3
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chrd
chr3
chrd
chrd
chr3
chrd
chrd
chrd
chr3
chrd
chrd
chrd
ched
chrd

&SNP
Match

End Zygosity Reference
242694897 242694897 HeterozygousG
242756006 242756006 Heterozygous G
242756008 242756008 Heterozygous G
242756008 242758008 Heterozygous G
243036891 243036892 Heterozygous TT
432911 432811 Heterozygous G
3085233 3085233 Heterozygous G
3085233 3085233 Heterozygous G
3085233 3085233 Heterozygous G
4753377 4753377 Homaozygous T
4753377 4753377 Homozygous T
4753377 4753377 Homozygous T
10088223 10088223  Heterozygous T
10088223 10088223 Heterozygous T
10088239 10088239 Heterozygous G
H
10088242 10088242  Hetorozygous G
10088404 10088404  HeterozygousC
10088404 10088404 Heterozygous G
H G
H: G
10959967 10959967 Homozygous G
11059035 11059035 Homozygous G
11374645 11374645 Homozygous G
11374645 11374645  Homozygous G
11374645 11374645  Homozygous G
11551856 11551857  Heterozygous~
11551856 11551857  Heterozygous -
11551856 11551857 Heterozygous -
14180880 14180860 Homazygous C
14183203 14183203 Homozygous T
14548048 14548848  Homozygous G
16254128 16254129  Homozygous C
19559443 19559445 Hetarozygous AAG
20156336 20156336 Heterozygous T
23852857 20852857  Heterozygous G
23852857 23852857 Heterozygous G
27333013 27333013 Heterozygous G
31659458 31859458 Heterozygous T
31725673 31725673 Heterozygous A
31725673 31726873  Heterozygous A
32030580 32030580  Hsterozygous T
32233186 32233186 Heterozygous A
32995848 32995848  Heterozygous G
38050159 38050158  HesterozygousG
38050159 38050159 Heterozygous G
38050159 38050159 Heterozygous G
38050153 38050159 Heterozygous G
38139241 38139241 Heterozygous G
38139241 38138241  Heterozygous G
38354854 38354857 Haterozygous CTGA
H ygous G
904934 R vgous T
40352366 40352357  Heterozygous TT
40352356 40352357  Heterozygous TT
40573556 40573556  Heterozygaus A
40573556 40573556  Heterozygous A
41953112 41983112 Hstarozygous C
42265271 42265273 Heterozygous CTC
42265271 42265273 Heterozygous CTC
42860490 42880490 Heterozygous T
44332275 44332275  Heterozygous G
44373241 44373241 Heterozygous G
44621487 44621468  Heterozygous—
44761736 44761736 Heterozygous G
44761736 44761736 Heterozygous G
44761736 44761736  HeterozygousC
44761138 44761736 Heterozygous G
44826315 44826316 Heterozygous —
44893895 44893895 Heterozygous C
46713581 46713581 Heterozygous A
46713581 48713581 Heterozygous A
48713581 46713581 Heterozygous A
46713581 46713581 Heterozygous A
46784581 46784581  HeterozygousG
47455294 47455285 Heterozygous ———
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Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Havel
Novel
Novel
Movel
Hovel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novet
Novel
Novel
Novel
Novel
Novel
Novel
Noval
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Naovel
Novel
Novel
Novel
Navel
Novel
Novel
Naovel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Navel
Navel
Novel
Noval
Novel
Novel
Novel
Novel
Novel
Navel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel

Gena
Symbsl
DZHGDH
NEU4
NEU4
NEU4

LOC728323

CHL1
CNTHN4
CNTN4
CNTN4
ITPR1
ITPRI
ITPR1
FANCD2
FANCDZ
FANGD2
FANCD2
FANCD2
FANGCD2
FANCD2
FANGCD2
ATP2B2
ATP2B2
SLC6ATT
SLCBA1
ATG7
ATG7
ATG7
ATG7
ATG7
ATG7
TMEMA43
TMEM43

GALNTL2
KCHNHB
KAT2B
UBEZ2E1
UBEZ2E1
NEK10
STT38
0sBPLIO
0SBPLID
ZNF860

CCR4
ViLL
PLCDY
PLCD1Y
PLCDY
DLECT
DLECY
sLo22A14
SCN11A
SCN11A
EIF1B
EIF1B
ZNF821
ZNFg21
ULK4
TRAK1
TRAK1
NKTR
Clorf7
Clorfl7
ZNF167
ZNF502
ZNF502
ZNF502
ZNF502
KIF15
KIF15
ALS20L
ALS2CL
ALS20L
ALS2C0L
PRSS45
PTPN23

Amino Acid
Conseguence Changa
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIG
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
SYNONYMOUS_GODING
SYNONYMQUS CODING
NON_SYNONYIP->L
NON_SYNONYIP->L
INTRONIC
SYNONYMOUS _CODING
INTRONIC
INTRONIG
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIY->H
GENIC
NON_SYNONY!H->Q
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIA->T
EXONIC
INTRONIC
INTRONIC
FRAMESHIFT_CODING
GENIC
NON_SYNONYIR->C
DOWNSTREAM
INTRONIC
INTRONIC
INTRONIC
NON_SYNONY!A->S
NON_SYNONYIA->S
INTRONIC
SYNONYMOUS_CODING
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYii->V
NON_SYNONY!I->V
NON_SYNONYIK->N
3PRIME UTR
3PRIME UTR
INTRONIG
NON_SYNONY!G >R
INTRONIC
INTRONIC
SPRIME UTR
SPRIME UTR
SPRIME UTR
SPRIME UTR
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
DOWNSTREAM

Chromesom 8 Gene Asing Acid
o Stmrt End Zygesity Heference  SHP Caf Batch Symbol Consequence Changs
chr3 47455284 47455285  Heterozygous —— Novel SCAP 3IPRIME_UTR

chrd 47755844 47755844  HeterozygousC T Navel SMARCC!  INTRONIC

chrd 48218921 48218921  HeterozygousC T Novel CDC25A SYNONYMOUS_CODING
chrd 48218921 48218921 Heterozygous G T MNovel CDC25A SYNONYMOUS_CODING
chrd 48865550 48685550 Heterozygous C A Novel SLC28A8 INTRONIC

chrd 48665550 48665550 Hetsrozygous G A Movel SLC26AE INTRONIC

chrd 48665550 48688550  HeterozygousC A Novel SLC2BA6  INTRONIC

chrd 48665550 48865550  HeterozygousC A Movel SLC26A6 INTRONIC

chrd 48689911 48689911  HeterozygousG A Novel SLC26A8  INTRONIC

chrd 48669911 48668911  HeterozygousG A Novel SLC28A6  INTRONIC

chr3 48669911 48669911  Heterozygous G A Novel SLC26A6  INTRONIC

chrd 48669911 48669911 Heterozygous G A Novel SLC26A6 INTRONIC

chrd 48802398 48802398  Heterozygous T A Novel PRKAR2A  INTRONIC

chrd 49298359 49288359 Heterozygous G - Noval GENIG

chrd 49354976 49354976 Haterozygous T - MNovel usP4 INTRONIC

chrd 49354976 43354976 Heterozygous T - Navel usP4 INTRONIC

chr3 48450417 49456417  Heterozygous G A Novel AMT SYNONYMOUS_CODING
chrd 48456417 49456417  Heterozygous G A Noval AMT EXONIC

chrd 48456417 49456417  Heterozygous G A Navel AMT SYNONYMOUS_CODING
chrd 48456417 49458417  Heterozygous G A Novel AMT SYNONYMOUS _CODING
chr3 48458417 43456417 Heterozygous G A Nove! AMT SYNONYMOUS_CODING
chrd 49946836 499468368  Heterozygous G A Noval MONTA SPLICE_SITE

chrd 49948836 49946836 Hstearozygous G A Novel MONIA SPLICE SITE

chrd 50324405 50324405  HeterozygousG [of Noval C3orf4s INTRONIC

chrd 50324405 50324405 Heterozygous G c Novel IFRD2 DOWNSTREAM

chrd 51266881 51266881 Heterozygaus A - Noval DOCK3 INTRONIC

chrd 51429376 51429376  Heterozygous G T Novsl RBM15B SYNONYMOUS_CODING
chrd 51457619 51457619 Heterozygous G A Novel VPRBP SYNONYMOUS_CODING
chrd 51457619 51457618 Heterozygous G A Novel VPRBP SYNONYMOUS_CODING
chrd 51458357 51458357  HeterozygousC T Novel VPRBP SYNONYMOUS_CODING
chrd 51458357 51458357  Heterozygous G T Navel VPRBP SYNONYMOUS_CODING
chrd 51679284 51679284 Heterozygous C G Novel RADS4L2Z INTRONIC

chrd 51929361 51928381  Heterozygous A - Novel 1QCF1 INTRONIC

chr3 52398873 52398873  Heterozygous G T Novel DNAH1 NON_SYNONYIR->C
chrd 52656632 52556632  Heterozygous G A Novel STAB1 SYNONYMOUS_CODING
chrd 52556632 52556632  HsterozygousG A Novel NT5DC2 DOWNSTREAM

chrd 52556632 52556632  Heterozygaus G A Novel NT5DC2 DOWNSTREAM

chrd 53223270 53223270 HeterozygausGC T Novel PRKCD SPLICE SITE

chrd 53223270 53223270 HsterozygausC T Navel PRKCD SPLICE SITE

chrd 53685000 53685001 Heterozygous - G Novel CACNAID  INTRONIC

chrd 53685000 53685001 Heterozygous - G Novel CACMNAID  INTRONIC

chrd 53685000 53685001 Heterozygous ~ G Novel CACNAID  INTRONIC

chrd 63752295 53752295  HeterozygousG A Noval CACNAID  INTRONIC

chrd 53752295 53752295  Heterozygous G A Novel CACNAID  INTRONIC

chr3 53752295 53752285  HeterozygousG A Navel CACNAID  INTRONIC

chrd 55733285 55733265 Heterozygous A G Noval ERC2 INTRONIC

chr3 56173467 56173467  Heterozygous G A Novel ERC2 INTRONIC

chr3 58296210 58296210  Heterozygous T - Noval RPP14 INTRONIC

chrd 58296210 58296210  Heterozygous T - Novel RPP14 INTRONIC

chr3 58410747 58410747  HeterozygousC G Novel PXK IPRIME_UTR

chr3 63600785 63600785  HeterozygousA T Novel SYNPR INTRONIC

chrd 83600785 83600785  HeterozygousA T Novel SYNPR INTRONIC

chr3 84536461 84536461  HeterozygousG A Novel ADAMTSS  INTRONIC

chrd 67548727 67548729 Heterozygous AAG — Novel SUCLG2 SPLICE SITE

chrd 67548727 87548729 Heterozygaus AAG AA- Noval sucLG2 SPLICE_SITE

chrd 69088918 69088919  Heterozygous— c Novel TMF1 INTRONIC

chrd 71008341 71008342 Heterozygous - T Novel FOXP1 3PRIME UTR

chrd 71102808 71102806  HeterozygousT ] Novel FOXPt NON_SYNONYIM->V
chrd 75397884 75397884 Heterozygous G T Novel GENIC

chr3 75476956 75476856  Heterozygous G A Navel FAMSEDP  EXONIC

chrd 77645847 77645947  Hetorozygous T - Novel ROBO2 INTRONIC

chrd 77645947 77645947 Heterozygous T - Novel ROBO2 INTRONIC

chrd 78663772 78663772  Heterozygous G A Novel ROBO1 INTRONIC

chrd 78663772 78663772  HetsrozygousG A Novel ROBO1 INTRONIC

chrd 78737769 78737769  HeterozygousA - Novel ROBO1 INTRONIC

chrd 78737789 78737789 Heterozygous A - Novel ROBO1 INTRONIC

chrd 81584269 81584269 Heterozygous T - Navael GBE1 INTRONIC

chr3 96585671 96585671 Heterozygous G A Movel EPHAG NON_SYNONYIV->M
chrd 97487382 97487365  Homozygous TCTC —— Novel EPHAS INTRONIC

chrd 98188921 98188921  Heterozygous T G Navel ORSK1 SYNONYMQUS_CODING
chrd 98544124 38544124 Heterozygous A - Novel DOBLD2 INTRONIC

chr3 100170817 100170817 Heterozygous T G Novel LNP1 INTRONIC

chrd 100581128 100581129  Heterozygous~ T Novel ABI3IBP INTRONIC

chrd 100581262 100581262 Heterozygous T - Novel ABIIBP INTRONIC

chr3 101050814 101050814 HeterozygousC T Novel SENP7 INTRONIC

chrd 101050814 101050814 HeterozygousC T Novel SENP7 INTRONIC

chr3 101284875 101284875 HeterozygousC T Novel 3PRIME_UTR

RGSMTD1



Cleomesem St End Zygesity  Reforonce SNP Gl - Match
chr. 101575 101575878  Heterozygous T - Naovel
chrd 101575878 101575878  Haterozygous T - Novs!
chrd 107769592 107789592 Hsterozygous G A Novel
chrd 107769592 107769592 Haterozygous G A Navel
chrd 108224685 108224885 HeterozygausC A Novel
chrd 108229437 108229438 Heterozygous— A Noval
chr3 111983009 111983009 Homozygous A G Novel
chrd 112253193 112253194  Heterozygous C~ AA Novel
chrd 112253193 112253194  Heterozygous G- CA Novel
chrd 112719791 112719791 HaterozygousC A Novel
chrd 112719781 112718791 HaterozygousC A Nova!
chr3 112719791 112719791  HsterozygousC A Novel
chrd 112718791 112719791  HeterozygousC A Novel
chrd 112719781 112718791 HeterozygousC A Novel
chrd 113126005 113126008 Heterozygous ATTT — Noval
chrd 113145208 113145208 HeterozygousA G Navel
chrd 113184080 113164080 HeterozygousA G Novel
chrd 113168847 113166847 HsterozygousA T Novel
chrd 113285185 113285189  Heterozygous TTGTG aQTTTG Novel
chrd 113285185 113285188  Haterozygous TTGTG T—1G Novel
chrd 113285185 113285189  Heterozygous TTGTG T Novel
chrd 113338687 113338887 Heterozygous G T Novel
chrd 113499808 113499806 Haterozygous A ¢] Navel
chrd 113507748 113507749 HeterozygousC G Navel
chrd 113508563 113508563 Heterozygous T c Novel
chrd 113517029 113517028  Haterozygous T - Novel
chrd 113737698 113737698  HatarozygousQ A Navel
chrd 1 1 H YEC TTC Novel
chr3 119121264 119121285 Hetarozygous— AGG Novel
chrd 119134577 119134577 Heterozygous G T Noval
chrd 121366101 121386101 Hetarozygous T o] Novel
chrd 121396049 121396050 Haterozygous—~ A Novel
chrd 121500480 121500481 Heterozygous AC — Novel
chrd 121500480 121600481 Heterozygous AC - Novel
chrd 121514458 121514458  HeterozygousA - Novat
chrd 121514459 121514458  Heterozygous A - Novel
chr3 121713035 121713035  Heterozygous G A Novel
chrd 122471407 122471408  Hoterozygous-A AA Novel
chrd 122869205 122869205 Heterozygous G A Novsl
chrd 1 1 Hi ygous G A Novel
ched 124117414 124117414 HeterozygousA c Novel
chrd 124117414 124117414 Heterozygous A [ Noval
chrd 124129041 124128041 HetarozygousC o Naval
chrd 124129041 1241268041  HeterazygausC G Novel
chr3 124160680 124160680 HeterozygousA - Novel
chrd 124160880 124160680 Heterozygous A - Novel
chr 124731891 124731991 Heterozygous G A Novel
chr3 124739788 124739788  Heterozygous G A Novel
chrd 124951172 124851172 Heterozygous T - Novel
chrd 125172825 125172825 Heterozygous T G Novel
chrd 125856688 125856888 Haterozygous G G Novel
chrd 127399700 127398700 HeterozygousA G Novel
chr3 127399700 127398700  Heterozygous A G Novel
chrd 127399700 127398700 Heterozygous A G Noval
chrd 127649128 127648131  Haterozygous AAG — Novel
chrd 128859184 128859184 Heterozygous T A Navel
chrd 1 1 Hi y c T Novel
chrd 1 1 Hi ygous C T Novel
chrd 1 1 H ygous G T Naval
chr3 129112016 129112016  Heterozygaus G ] Novel
chrd 129121514 129121514  HeterozyzousC T Novel
chrd 129177447 129177447 HeterozygousC A Novel
chrd 128177447 129177447 Heterozygous G A Novael
chr3 129177447 129177447 Heterozygous C A Novel
chrd 129177447 129177447 HeterozygousC A Novel
chrd 129179694 129179894 HeterozygousC T Novel
chrd 129179694 129178694 HeterozygousC T Novel
chrd 129179694 129179694 HsterozygousC T Novel
chrd 129179894 129179894 HeterozygousC T Novel
chr3 1 1 Hi Y C Noval
chrd 128236523 129238523 Heterozygous G C Novel
chrd 129236523 129236523 Hsterozygous G C Noval
chr3 129236523 129238523 Heterozygous G C Novel
chrd 129238472 129238472 Heterozygous G A Nove!
chrd 128238472 129238472 Hsterozygous G A Novel
chr3 129238472 129238472 Heterozygous G A Novel
chrd 129238472 129238472  Heterozygous G A Novel
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SIDT1
SIDT1
SIDT1
ATPSVIA
ATPBVIA
ATPBVIA
ATPEVIA
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IGSF11
ARHGAP31
ARHGAP31
HCLS1
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ALDHIL1
ABTB1
ABTB1
ABTB1
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COPG
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IFT122
IFT122
IFT122
FT122
IFT122
1FT122
IFT122
FT122
IFTi22
IFT122
IFT122
FTi22
IFTi22
FT122
IFT122

INTRONIC
INTRONIG
INTRONIC
INTRONIC
SPLICE SITE
INTRONIC
INTRONIC
INTRONIC
3PRIME UTR
3PRIME UTR
DOWNSTREAM
DOWNSTREAM
DOWNSTREAM
INTRONIC
INTRONIC
3PRIME UTR
INTRONIC
INTRONIC

INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
SYNONYMOUS_CODING
SPRIME UTR
INTRONIC
SYNONYMOUS_CODING
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIA->T
EXONIC

INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYI T->{
NON_SYNONYIT-)M
3PRIME UTR
INTRONIC
NON_SYNONYID->H
3PRIME UTR
EXONIC

EXONIC
SPLICE_SITE
INTRONIC
INTRONIC
UPSTREAM
UPSTREAM
INTRONIC
INTRONIC
NON_SYNONYIR->S
INTRONIC
NON_SYNONYIR->S
NON_SYNONYIR->S
INTRONIC
INTRONIC
INTRONIC

SPLICE SITE
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONY!R->H
NON_SYNONYIR->H
NON_SYNONYIR->H
NON_SYNONYIR->H

EENP N
chrd 30174543 130174548 Heterozygous TAAA — Novel COLBAS TNTRONIC
chrd 130174543 130174548  Haterozygous TAAA — Havel COLBAS INTRONIC
chrd 130361926 130361928  HeterozygousA c Noval COLsAg INTRONIC
chrd 130447531 130447531  Heterazygous A - Novel PIKIR4 SPUCE _SITE
chr 130734887 130734888  Heterozygous— T Noval ATP2C1 INTRONIC
chrd 130734887 130734888 Hetsrozygous - T Novel ATP2CH INTRONIC
chr3 130734887 130734888 Hsterozygous— T Novel ATP2C1 INTRONIC
chrd 130734887 130734888 - T HNoval ASTEL INTRONIC
chr3 130992264 130992284 HsterozygousC T Novel NEK11 INTRONIC
chrd 130992264 130892284 HaterozygousG T Novel NEK11 INTRONIC
chrd 132179073 132179073  Haterozygous T - Novel DNAJC13  INTRONIC
chrd 132438748 132438748  Heterozygous AT - Novel NPHP3 INTRONIC
chr3 133087475 133087476 Heterozygous — CA Novsl TMEMI08  INTRONIC
chrd 133087475 133087476 Haterozygous— CA Novel TMEM108  INTRONIC
chrd 133356853 133356953  HsterozygousC T Novel TOPBP1 NON SYNONYIA->T
chrd 133358897 133358897 Hsterozygous T G Novel TaPBP1 NON_SYNONYIL->F
chr3 133854635 133654835 HaterozygousG A Novel SLCO2A1  SYNONYMOUS_CODING
chrd 135742057 135742058 Haterozygous ——— TGTTT Novel PPPZR3A  INTRONIC
chrd 135742057 135742088  Hsterozygous — TGTTT Novel PPP2R3A  INTRONIC
chr3 135742057 135742058 Hsterozygous TGTTT Navel PPP2R3A  INTRONIC
chrl 136117509 138117508 HeterozygousC T Novel STAG! INTRONIC
chr3 137881014 137881014  Heterozygous G A Novel DBR1 NON_SYNONYIS~->L
chrd 138400783 138400783 Heterozygous A - Noval PIK3CB INTRONIG
chrd 139257548 139257548 HeterozygousC - Novel RBP1 INTRONIC
chr3 139257548 139257548 Heterozygous G - Novel RBP1 INTRONIC
chrd 139257546 139257648 HeterozygousC - Novel RBP1 INTRONIC
chrd 139894944 139894944 HsterozygousC T Nove! CLSTN2 INTRONIC
chrd 141695595 141595595 HaeterozygousC T Novel ATP1B3 SPRIME UTR
ched 142275178 142275179 Hetarozygous T G Navel ATR INTRONIC
ched 142277309 142277369 Haterozygous T - Novel ATR INTRONIC
chrd 1468167088 146167089 Haterozygous T A Novel PLSCR2 NON_SYNONYIR->S
chrd 147108757 147108757 Hsterozygous G A Novel 21c4 NON_SYNONYIS->L
chrd 147108757 147108757 Hsterozygous G A Novel Zic4 EXONIC
chrd 147108757 147108757 Hetarazygous G A Novel zic4 EXONIC
chrd 147108757 147108757 Hsterozygous G A Hoval Zic4 NON_SYNONYIS->L
chrd 147108757 147108757 Heterozygous G A HNovel zZica NON_SYNONYIS->L
chrd 147120856 147120858 Heterozygous G c Nove! Zicd INTRONIC
chrd 147120866 147120856 Heterozygous G [ Novel zce INTRONIC
ohed 147120856 147120856 Haterozygous G 4] Novel Zic4 INTRONIC
chrd 148868293 148868293 HsterozygousC - Navel HPS3 INTRONIC
chr3 148884953 148884953 HeterozygousA c Novel HPS3 NON_SYNONYH->L
chrd 149050882 149050882 Haterozygous G T MNovel GENIC
chrd 160645752 150845752 Heterozygous T ] Navel CLRN1 NON_SYNONYI T->A
chr3 150845752 150845752 Haterozygous T c Novel CLRN1 INTRONIC
chr3 150308681 150208881 HaterozygousA G Novel MED12L NON _SYNONYID->G
chrd 154001102 154001102 Heterozygous A c Noval OHX38 INTRONIC
chrd 154001102 154001102  Heterozygous A [+ Noval DHX36 INTRONIC
chrd 154145230 154145231 Heterozygous - T Novel GPR148 INTRONIC
chrd 155198866 155198866 Heterozygous G A Novel PLCH1 NON_SYNONYI T->M
ohel 155198868 155198868 HeterozygousG A Novel PLCH1 3IPRIME UTR
chrd 155198866 155198866 Heterozygous G A Naovel PLCH1 NON_SYNONY!IT->M
ched 155551510 155551510  Haterozygous A T Novel SLC33AT INTRONIC
chrd 186551510 155551510  Heterozygous A T Novel SLC33A1 INTRONIC
ched 155623831 155623832 Heterozygous— T Novel GMPS INTRONIC
chrd 156254379 156264379 Hetarozygous T C HNovel KCNAB1 INTRONIC
chrd 156254379 158254378 Haterozygous T c Novel KCNAB1 INTRONIC
chrd 156254379 156254379  HeterozygousT [¢] Movel KCNAB1 INTRONIC
ched 157082077 157082077 HaterozygousC A Novel VEPH1 INTRONIC
chrd 157082077 157082077  Heterozygous G A Novel VEPH1 INTRONIC
chrd 157082077 157082077 HeterazygousC A Novel VEPH1 INTRONIC
chrd 158389845 158369845 Heterozygous G A Novel GFM1 INTRONIC
chrd 158409173 158408173 HeterozygousC G Novel GFM1 NON_SYNONYIP->A
chr3 158409180 158408180 HeterozygousC A Novel GFM1 NON_SYNONYIT->K
chrd 160137363 180137364 Hsterozygous~ T Novel sMC4 INTRONIC
chrd 160137363 160137364  Heterozygous - T Movel SMC4 INTRONIC
chrd 167728699 167728689 Heterozygous T c Novel GOoLM4 INTRONIC
chr3 168530047 168530048 Hstarozygous TT =T Noval GENIC
chrd 168530047 168530048 Heterozygous TT - Novel GENIC
chrd 4 7 H VE G Novel MECOM UPSTREAM
chrd 168864408 168864407 Heterozygous— G Novel MECOM UPSTREAM
chrd 168864408 168864407 Hsterozygous— G Novel MECOM UPSTREAM
chrd 16886441 7 H y [c] Novel MECOM UPSTREAM
ched 168884408 168864407 Heterozygous~ G Novel MECOM INTRONIC
chrd 189574437 169574437 HeterozygousC A Novel LRRC31 INTRONIC
chrd 169710837 169710837 HsterozygousG T Novel SEC62 NON_SYNONYIH->Y
chrd 169992976 169992976 Heterozygous T - Novel PRKGI INTRONIC
chrl 170857183 170857183  Heterozygous A G Novel TNIK INTRONIC



dhSHP .
Chromosom 8 Gena Amino Acid
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hr3 TIGH5T183 170857189 eterozygous A g Novel THIK TNTRONIG
chrd 170857183 170857183  Heterozygous A G Novel TNIK INTRONIC
chrd 170857183 170857183 HaterozygousA G Novel TNIK INTRONIC
chrd 170857183 170857183  HeterozygousA G Novel TNIK INTRONIC
chrd 170857183 170857183  HeterozygousA G Novel TNIK INTRONIC
chrd 170857183 170857183  Heterozygous A G Novel TNIK INTRONIC
chrd 170857183 170857183 HeterozygousA G Novel TNIK INTRONIC
chrd 172048695 172046696 Heterozygous— T Noval FNDC3B INTRONIC
chrd 172046695 172046696 Heterozygous— T Novel FNDC3B INTRONIC
chrl 172634022 172634022 Heterozygous T - Novael SPATA16  INTRONIC
chrd 175181305 175181305 HeterozygousA c Novel NAALADL2 INTRONIC
chrd 178543535 178543535 HeterozygousA G Novel KCNMB2 SYNONYMOUS_CODING
chrd 178543535 178543535 HeterozygousA G Novel KCNMB2 SYNONYMOUS_ CODING
chrd 179437788 179437788  HeterozygousC T Novel USP13 NON_SYNONYIA->V
chrd 179525344 179525344  HetarozygousC T Novel PEXS5L INTRONIC
chrd 179754358 179754358 Heterozygous A Cc Novel PEXSL INTRONIC
chrd 183778083 183778083  Heterozygous C G Novel HTR3C SYNONYMOUS_CODING
chrd 4 H ygous ——- AAGA Novel HTR3E INTRONIC
chrd 184063386 184063386 HeterozygousC T Novel CLCN2 DOWNSTREAM
chrd 184083346 184063386 HeterozygousC T Novel CLCN2 DOWNSTREAM
chrd 184083386 184083388 HeterozygousC T Nove! CLCN2 DOWNSTREAM
chrd 1 Het gous G T Novel CLCN2 DOWNSTREAM
chrd 184429133 184429134  Haterozygous —— TCC Novel MAGEF1 NON_SYNONYMOUS_CODIN
chrd 184552422 184552423  Hatarozygous~ T Novel VPS8 INTRONIC
chrd 184552422 184552423 Heterozygous— T Novel VPS8 INTRONIC
chrd H ygous G T Novel VPS8 INTRONIC
chrd Hi ygous G T Novel VPS8 INTRONIC
chrd 185135385 185135387 HeterozygousCTT _— Novet MAP3K13  INTRONIC
chrd 185335163 185335183  Heterozygous T - Novel SENP2 INTRONIC
chrd 186522284 186522294 Heterozygaus A - Novel RFC4 INTRONIC
chrd 186522294 186522294 Hoterozygaus A - Novel RFC4 INTRONIC
chrd 186572249 186572249 Heterozygous T c Novel ADIPOQ NON_SYNONYII->T
chrd 188572249 186572249  Heterozygous T C Novet ADIPOQ NON_SYNONYII->T
chrd 186917405 186917405 HeterozygousC A Navel RTP1 NON_SYNONYIF->L
chr3 7 H Y& T Novel LPp INTRONIC
chr3 1 7 H T Novel LPP INTRONIC
chrd 188937308 188937309  Hetorozygous AA - Navel TPRG1 INTRONIC
chrd 188937308 188937308  Heterozygous AA -A Novel TPRG1 INTAONIC
chrd 190345100 190345100 Heterozygous T A Novel ILiIRAP INTRONIC
chrld 190345100 190345100 Hetsrozygous T A Navel ILIRAP INTRONIC
chrd 190345100 190345100 Heterozygous T A Novel ILIRAP INTRONIC
chrd 190345100 190345100 Heterozygous T A Novel ILIRAP INTRONIC
chrd 190345100 190345100  Haterozygous T A Novel ILIRAP INTRONIC
chrd 190345100 190345100 Heterozygous T A Novel ILIRAP INTRONIC
chrd 193120380 193120360 Heterozygous A - Novst ATP13A4  3PRIMEUTR
che3 183385059 193335059  Heterozygous G A Novel OPA1 SYNONYMOUS_CODING
chrd 1 1 He ygous G A Novel OPA1 SYNONYMOUS_GODING
chrd 1 H ygous G A Navel OPA1 SYNONYMOUS CODING
chrd 1 1 Hi ygous G A Novel OPA1 SYNONYMOUS_CODING
chrd 1 1 Heterozygous G A Novel OPA1 SYNONYMOUS CODING
chrd 1 H gous G A Novel OPA1 SYNONYMOUS_CODING
chrd H [ A Novel OPA1 SYNONYMOUS_CODING
chrd 193385059 193385059  Heterozygous G A Nove! oPA1L SYNONYMOUS_CODING
chrd 194080259 194080259 Heterozygous A Novel LRRC15 NON_SYNONYIT->I
chrd 1 1 H ygous G A Novel LRRC1§ NON_SYNONYIT-I
chrd 1 1 04 H, ygous T [ Novel SDHAP2 INTRONIC
chrd 195391111 195391111 Heterozygous T C Novel SDHAP2 EXONIC
chrd 195395585 195395565 Heterozygous G A Novel SOHAP2 INTRONIC
chrd 185397926 195397926 Heterozygous T A Novel SDHAP2 INTRONIC
chrd 185434971 195434871 Heterozygous T - Novel GENIC
chrd 1 1 H A G Novel MUG4 INTRONIC
chrd 195508249 195508248  HeterozygousA G Novel MUC4 INTRONIC
chrd 1 H A G Novel MUC4 NON_SYNONYIV->A
chrd 195511958 195511959  Heterozygous G A Noval MUC4 INTRONIC
chrd 195511959 195511959  Heterozygaus G A Novel MUC4 INTRONIC
ched 195511959 195511959 Hoterozygous G A Nove! MUC4 SYNONYMOCUS_CODING
chrd 195513461 195513461 Heterozygous G A Novel Muc4 INTRONIC
chrd 195513461 185513461 Heterozygous G A Novel MuC4 INTRONIC
chrd 195513461 195513461 Heterozygous G A Novel MUC4 NON_SYNONYIP->S
chr3 195513831 195513831  Heterozygous A G Novel MUC4 INTRONIC
chrd 185513831 195513831 Haterozygous A G Novel MUC4 INTRONIC
chrd 195513831 195513831  HetarozygousA G Novel MUC4 SYNONYMOUS_CODING
chrd 135514948 195514948 Homozygous G A Novel MUC4 INTRONIC
chrd 195514948 195514948  Homazygous G A Novel MUC4 INTRONIC
chr3 195514948 195514948 Homoazygous G A Novel MUC4 NON_SYNONY!P->L
chrd 195515008 195515008 HeterozygousC G Navel MUCs INTRONIC
chr3 195515008 195515008  Heterozygous G G Novel Mucs INTRONIC

o Start End Zygesity Reference  SHP Calf flatch Symbal Consaquenca ot

chrd 19551 19551 Heterozygous C G Novel HMUC4 HON_ SYNONYI G-5A
chrd 185515031 195515031 Heterozygaus G A Naovel MUC4 INTRONIC

chrd 185515031 195515031 Hetarozygous G A Novel Mucs INTRONIC

chr3 195515031 195515031 Heterozygous G A Novel Muce SYNONYMOUS_CODING
chrd 195515449 195515449  Heterozygous A T Novel MUC4 INTRONIC

chrd 195515448 195515448 Haterozygous A T Novel MUC4 INTRONIC

chrd 195515448 195515449  Heterozygous A T Novel wMucs NON_SYNONYIV->E
chrd 195518110 195518110 Heterozygous G A Noval MUC4 INTRONIC

chrd 195518110 195518110  Heterozygous G A Novel MUG4 INTRONIC

chrd 195518110 185518110  Heterozygous G A Novel MUC4 NON_SYNONYIA->V
chrd 196613111 196613111  Heterozygous A G Novel SENPS SYNONYMOUS_CODING
chrd 196857544 196857545 Heterozygous - A Novel DLG1 ESSENTIAL SPLICE SITE
chrd 196857544 196857545 Heterozygous - A Novel DLGY ESSENTIAL_SPLICE SITE
chr3 197846629 197846629 Heterozygous G A Movael GENIG

chrd 53310 53310 Heterozygous G T Novel ZNF595 EXONIC

chrd 828648 628648 Heterozygous G A Noval PDESB INTRONIC

chréd 628648 628648 Heterozygous G A Navel PDESB INTRONIC

chré 658026 658026 Heterozygous G A Novel PDEGB INTRONIC

chrd 658026 658026 Heterozygaus G A Novel PDESB INTRONIC

chrd 858026 858026 Heterozygaus G A Novel PDEEB {NTRONIC

chrd 887100 887100 Heterozygous G A Novel GAK INTRONIC

chrd £92043 892043 Hastarozygous G A Novel GAK INTRONIC

chrd 947025 847025 Heterozygaus G A Novel TMEM175  SYNONYMOUS_CODING
chrd 1388410 1388411 Heterozygaus AT - Novel CRIPAK FRAMESHIFT CODING
chrd 1388755 1388755 Heterozygous G G Novel CRIPAK SYNONYMOUS_CODING
chrd 1388757 1388757 Heterozygous T C Noval CRIPAK NON_SYNONYIM->T
chrd 1388759 1388759 Heterozygous G T Novel CRIPAK NON_SYNONYIR->W
chrd 1741589 1741589 Heterozygaus A G Novel TACC3 INTRONIC

chrd 1806013 1806013 Heterozygous G - Novel FGFR3 INTRONIC

chréd 1806013 1806013 Heterozygous G - Novel FGFR3 INTRONIG

chrd 1806013 1806013 Heterozygous G - Noval FGFR3 INTRONIC

chrd 26864508 2664508 Heterozygous T G Novel FAMIS3A  INTRONIC

chrd 3952895 3952895 Heterozygous G A Novel LOC348928 EXONIC

chré 3952911 3952911 Heterozygous C T Novel 1.0C348926 EXONIC

chré 4176680 4176680 Heterozygaus T - Novel GENIG

chrd 4176708 4176710 Haterozygous A~ ACT Novel GENIC

chrd 4176709 4176710 Heterozygous A— TCT Novel GENIC

chrd 4864429 4364429 Heterozygous G T Novel Msx1 NON_SYNONYIR->S
chrd 6083530 6083530 Hetarozygous G A Novel JAKMIPT  INTRONIC

chrd 6083530 8083530 Heterazygaus G A Novel JAKMIPT  INTRONIC

chrd 7780460 7780460 Heterozygous G c Novel AFAP1AS  EXONIC

chrd 7780460 7780480 Heterozygous G c Novel AFAP1 INTRONIC

chrd 7780460 7780460 Haterozygous G [ Novel AFAP1 INTRONIC

chrd 8983474 8983474 Heterozygous A c Novel GENIC

chrd 9157388 9157388 Homozygous A T Novel GENIC

chrd 13338234 13338234  Heterozygous G - Novel HSPY0AB2P EXONIC

chrd 15503994 15503995  Heterozygous ~—— TTTTC Noval CG2D2A INTRONIC

chrd 15993883 15993863  HeterozygousC T Navel PROM1 SPLICE SITE

chrd 15993863 15993863  HeterozygousC T. Navel PROM1 SPLICE SITE

chrd 15983863 15983863  HeterozygousC T Noval PROM1 SPLICE SITE

chrd Hy ye: T Novel PROM1 SPLICE SITE

chrd 15993863 15993863  HeterozygousC T Noval PROM1 SPLICE SITE

chrd 17581590 17581590  Heterozygous T A Naovel LAP3 INTRONIC

chrd 17580382 17580392  Heterozygous T c Novel LAP3 INTRONIC

chrd 17638330 17638331  Hetarozygous- C Novel FAM184B  INTRONIC

chrd 20535423 20535424  Haterozygaus - A Noval SUIT2 INTRONIC

chrd 20543018 20543019 Heterozygous G A Novel suT2 INTRONIC

chrd 22394239 22394239 Heterozygous T G Novel GPR125 NON_SYNONY!IK->N
chrd 22415234 22415234  Heterozygous G A Noval GPR125 SYNONYMOUS _COBING
chrd 22449029 22449029 Heterozygous A - Noval GPR125 INTRONIC

chrd 23818243 23816243  Heterozygous A - Novel PPARGCIA INTRONIC

chrd 25835269 25835209  Heterozygous G c Novel SELIL3 INTRONIC

chrd 26483827 26483827  Heterozygous A T Navel CCKAR INTRONIC

chré 27004738 27004738 Heterozygous A - Novel STIM2 INTRONIC

chréd 27004738 27004738  HeterozygousA Novel STIM2 INTRONIG

chrd 27004738 27004738  Heterozygous A - Novel STIM2 INTRONIC

chrd 36075501 36075501  Heterozygous T o Novel ARAP2 INTRONIC

chrd 36340834 36340834  HeterozygousGC T Novel DTHD1 INTRONIC

chrd 4 4 Hi ygaus C T Novel DTHD1 INTRONIC

chrd 37841421 37841421 Heterozygous G A Novel PGM2 INTRONIC

chrd 37947369 37947369  Heterozygous A G Novel TBCIDY INTRONIC

chrd 39827805 39827806  Heterozygous TT - Navel PDSSA INTRONIC

chrd 39904143 39904143 Heterozygous T - Novel PDSSA INTRONIC

chrd 39804143 39904143  Heterozygous T - Navel PDSSA INTRONIC

chrd 40133301 40133301 Homozygous G A Novel N4BP2 INTRONIG

chrd 41263718 41263719 Heterozygous~ T Novel UCHL1 INTRONIC

chrd 41615536 41615536  HeterozygousC T Novel LIMCH1 SYNONYMOUS_CCDING



Chromosom Gana . Aering Acid
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chr: 4181 181553 Hsterozygous G T Novel LBACH1 SYNENYMOUS,OOEING
chrd 41615538 41615536  HsterozygousC T Movel LIMCH1 SYNOHYMOUS_CODING
chré 41615538 41615536  HeterozygousC T Novel LIMCH1 SYNONYMOUS CODING
chrd 41815536 41615536  HeterozygousC T HNovel LIMCH1 SYNONYMOUS_CODING
chrd 42445708 42445708  Heterozygous T G Novel ATP8AL INTRONIC

chré 42445708 42445708  HetsrozygousT G Novel ATP8AL INTRONIC

chrd 44691785 44691796  Heterozygous— A Novel GUF1 INTRONIC

chréd 47163235 47183235  Heterozygous T - Novel GABRB1 INTRONIC

chrd 47565807 47565809  Heterozygous TTC -— Novel ATP10D INTRONIC

chrd 47300187 47800189  Heterozygous AAA _— Novsl NFXL1 INTRONIC

chrd 48178261 48178261 Heterozygous T A Navel TEC INTRONIC

chrd 48542756 48542758  HeterozygeusG A Navel FRYL NON_SYNONYIS->I

chrd 48834564 48834584  Heterozygous T G HNaovel OCIAD1T INTRONIC

chrd 48834564 48834564  Heterozygous T G Novel OCIAD1 INTRONIC

chrd 48834564 48834584  HeterozygausT G Novel OciAD1 INTRONIC

chrd Hi 7 G Novel OCIAD1 INTRONIC

chrd 48834564 48834564  HeterozygousT G Movel QCIAD1 INTRONIC

chrd 48834564 48834564  Heterozygous T s} Movel OCIAD1 INTRONIC

chré §2928353 52928353  Heterozygous T - Movel SPATA18  INTRONIC

chrd 52948557 52948557  HeterozygousC T Novel SPATAIE  NON SYNONYIR->C
chrd 54139976 54139976  Heterozygous T - Novel SCFD2 INTRONIC

chrd 54327211 54327212 Hetsrozygous— A Novel FIPILY DOWNSTREAM

chrd 54327211 54327212 Heterozygous - A Novel FIPILY DOWNSTREAM

chrd 54327211 54327212 Heterozygous~ A Novel FIP1LY DOWNSTREAM

chrd 54327211 54327212 Hsterozygous— A Novel LHX1 ESSENTIAL_SPLICE SITE
chrd §4327211 54327212 Heterozygous~ A Noval LRX1 ESSENTIAL_SPLICE SITE
chrd 55131002 55131002 Heterozygous A - HNovel PDGFRA INTRONIC

chré 56304807 56304807  HsterozygousT A Navel CLOCK INTRONIC

chrd 58738794 58736795  Heterozygous T——— TTITTIG Novel EXQC1 INTRONIC

chrd 58736794 56736795  Heterozygous T——— GTTTG Novel EXOG1 INTRONIC

chrd 56736794 58738795  Heterozygous T——— TITIG MNovel EXOC1 INTRONIC

chrd 58738794 56738795  Heterazygous T——— GTITTG Novel EXOC1 INTRONIC

chrd 56738794 56736795  Hetorozygous T—— TITTG Novel EXOC1 INTRONIC

chréd 58738794 56736795 Heterozygous T—— GTTTG Novel EXOCT INTRONIC

chrd 57872900 57872801 Homozygous - T Novel POLR2B INTRONIC

chrd 86286113 89288114  Heterozygous~ A Navel EPHAS INTRONIC

chrd 68286113  §8288114  Heterozygous— A Novel EPHAS INTRONIC

chrd H Y [+ Novel THMPRSSTIF INTRONIC

chréd 70255708 70255703  Heterozygous T G Novel GENIC

chrd 71088775 71089775  Heterozygous G c Movel Clorf? SYNONYMOUS_CODING
chrd 71113480 71113480  Heterozygous T - Novel CSN3 INTRONIC

chrd 71114702 71114703 Heterozygous— T Noval GSN3 INTRONIC

chrd 71824731 71824731 Heaterozygous A T Novel MOBKLIA  NON_SYNONY!D->V
chré 72426071 724268071 Heterazygous A G Novel SLC4A4 INTRONIC

chrd 72426071 72426071 Haterozygous A G Novel SLC4A4 INTRONIC

chrd 72426071 72428071 Heterozygous A G Novel SLCAA4 INTRONIC

chrd 74310685 74310696  Heterozygous-— T Novel AFP INTRONIC

chrd 74735428 74735429  HeterozygousC A Novel CXcLt SYNONYMOUS_CODING
chrd 76415693 76415694  Homozygous -~ TA Novel RCHY1 INTRONIC

chrd 78415693 76415894  Homozygous — TA Novel RCHY1 INTRONIC

chrd 76415693 76415894  Homozygous — TA Novel RCHY1 INTRONIC

chrd 77084391 77084391 HeterozygousC T Novel SCARB2 NON_SYMONYIG->E
chrd 77091187 77081181 Heterozygous AGCTG — Novel SCARB2 INTRONIC

chrd 77317630 77317630 HeterozygousC T Maovel CCDG158  NONSYNONYIS->N
chrd 78641637 78641637  Heterozygous T G Movel CNOTSL NON_SYNONYIH->P
chrd 79460848 794680848 Hetarozygaus A - Navel FRAS1 INTRONIC

chrd 83424232 83424232  Heterozygous T C Novel TMEM150C SYNONYMOUS CODING
chrd 86921603 88921610  Heterozygous - c Novel ARHGAP24 INTRONIC

chrd 86921609 86921610  Heterozygous— [+ Novel ARHGAP24 INTRONIC

chrd 86921609 86921610  Hetarozygous— C Novel ARHGAP24 INTRONIC

chrd 87022380 87022380  Heterozygous A G Novel MAPK10 INTRONIC

chrd 87022390 87022380  HetsrozygousA G Novel MAPK10 INTRONIC

chrd 87022380 87022390  HsterozygousA G HNoval MAPK10 INTRONIC

chrd 88815239 88815239  Heterozygous T - Novel GENIC

chrd 88815440 88815440  HeterozygousA - Novel GENIC

chrd 94693161 94693181 Heterozygous T - Novel GRID2 INTRONIC

chrd H ygous T - Novel PDLIMS INTRONIC

chrd 95508282 95508282  Heterozygous T - Novel PDLIMS INTRONIC

chrd 95508282 95508282  Heterozygous T - Novel PDLIMS IPRIME UTR

chrd H ygous T - Novel PDLIME INTRONIC

chrd H ygous T - Novel PDLIMS 3PRIME UTR

chrd 100336450 100336450 Heterozygous T - Novel ADH7 INTRONIC

chrd 100336450 100336450 Hetorozygous T - Novel ADHT7 INTRONIG

chrd 1040861768 104066177 Heterozygous— A Novel CENPE INTRONIC

chrd 106621258 106621258 Heterozygous T [ Novel INTS12 INTRONIC

chrd 106621258 106621258 Heterozygous T G Navet INTS12 INTRONIC

chrd 109746287 109746287 Heterozygous T A Novael COL25A1 INTRONIC
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ohrd 704746287 106748287 Heterozygous T A Noval COLZ5AT . HTROMIC
chréd 108895719 1083895719 HaterozygousA - Novel COL25A1  SPUCE SITE
chrd 108895719 108895718  HsterozygousA - Novel COL25A1  SPLICE SITE
chrd 114269501 114289501 Haterozygous T [+] Novel ANK2 HTRONIC
chrd 114289501 114286501 Heterozygous T [+ Noval ANK2 INTRONIC
chrd 114269501 114268501 Heterozygous T G Hovel ANK2 INTRONIC
chrd 115856318 115856318 Heterozygous A G Navel NDST4 INTRONIC
chrd 128398497 126398487 Heterozygous G A Novel FAT4 SPLICE SITE
chrd 128812230 128812231 Haterozygous T Novel PLK4 INTRONIC
chrd 128812230 128812231  Hsterozygous— T Novel PLK4 INTRONIC
chréd 128812230 128812231 Heterozygous— T Novel PLK4 INTRONIC
chréd 129782853 129782853  Hetsrozygous T c Novel PHF17 SPLICE SITE
chrd 129782853 129782853 Heterozygous T [+] Novel PHF17 SPLICE_SITE
chrd 140811084 140811086 Heterozygous TGC —_ Novel MANMLI COMPLEX VARIATION
chréd 141327114 141327114 Heterozygous T C Novel CLGN NON_SYNONYID->G
chrd 141327114 141327114  Haterozygous T c Navel CLGN HOM_SYNONYID->G
chrd 141580830 141580930 Heterozygous T G Novsi TBC1D9 INTRONIC
chrd 144507270 144507271  Heterozygous— T Novel FREM3 INTRONIC
chrd 144507278 144507278 Heterozygous A T Noval FREM3 INTRONIC
chrd 144921518 144921518  HsterozygousA c Novsl GYPB INTRONIC
chré 1 1 ¥ vgous T - Novel GYPA INTRONIC
chrd 145580172 145580172  Haterozygous T C Novel HHIP INTRONIG
chrd 148457006 148457006 Haterozygous T - Novsl EDNRA INTRONIC
chrd 148457008 148457008 Hetorozygous T - Novel EDNRA INTRONIC
chrd 148457008 1484570608 Heterozygous T - Novsl EDNRA INTRONIC
chrd 148578918 148578918 HsterozygousA - Hovel PRMTI0 INTRONIC
chrd 165180853 155180866 Heterozygous CACA — Hovel DCHS2 INTRONIC
chrd 155244402 155244405 Heterozygous TTTG — Novsl DCHs2 FRAMESHIFT CODING
chrd 155244402 155244405 Heterozygous TTTG - Novel DCHS2 INTRONIC
chrd g5 1 H ygous G T Noval CAorf43 NON_SYNONYIR->S
chrd 166258061 166258061 HeterozygousC a Noval SCAMOL  SPRIME UTR
chrd 1882680681 186259081 HeterozygousC G Novel Sc4moL HON_SYNONYIP->A
chrd 169212918 169212819  Heterozygous T A Novel DDXx6o NON_SYNONYIM-L
chrd 169325282 189325283 Heterozygous— A Novel DDXeoL INTRONIC
chrd 169337857 169337958 Hsterozygous - A Novel DDXeoL. INTRONIC
chré 169589443 189589443  Heterozygous C A MNovel PALLD NON SYNONYID->E
chrd 443 H 73 A Novel PALLD NON_SYNONYID~>E
chrd 169589443 169588443 HeterozygousC A Novel PALLD SPRIME UTR
chrd 170077835 170077836 Hsterozygous A - Nevel SHIRF1 SPLICE SITE
chrd 170838892 170628893 Homozygous CT - Novsl CLCN3 INTRONIC
chrd 1 1 H cT - Novel CLCN3 INTRONIC
chrd 170913321 170013321  Homozygous A C Movel MFAPIL SYNONYMOUS_CODING
chrd 170913321 170913321  Homozygous A s} Moval MFAPIL SYNONYMOUS_CODING
chrd 177142620 177142620 HeterozygousC T Noval ASBS SYNONYMOUS_CODING
chrd 178256978 178256978 Heterozygous~ A Novel NEIL3 ESSENTIAL_SPLICE SITE
chrd 178358978 178359978 Heterozygous T [+ Novel AGA HON_SYNONYIN->S
chrd 178358878 178358978 Haterozygous T G Novel AGA EXONIC
chrd 178359978 178358978 Heterozygous T C Novel AGA NON_SYNONYIN->S
chrd 183522410 183522412  Heterozygous TTG — Novel oDz3 INTRONIC
chrd 184570724 184570724 Hetarozygous A - Novel RWDD4A SPLICE SITE
chrd 186274775 186274775 HsterozygousA G Novel SNX25 INTRONIC
chrd 186288458 186288458 Hsterozygous T - Movel LRP2BP INTRONIC
chrd 187524405 187524405 Heterozygous T c Novel FAT1 NON_SYNONYIM->V
chréd 187540883 187540883 HetsrozygousA Cc Hovel FATH HNON_SYNONYIS->A
chrd 187627660 187827861 HsterozygousAA - Nove! FATH INTRONIC
chrd 187827660 187827861 Haterozygous AA -A Noval FATI INTRONIC
chrd 180884225 180884228 Heterozygous—— 776 Novel FRG1 INTRONIC
chr§ 182098 182098 Heterozygous G A Novel PLEKHGAB INTRONIC
chrf 472830 472830 Heterozygous G A Naovel LOG25845  EXONIC
chr 472830 472830 Heterozygous C A Novel SLC9A3 DOWNSTREAM
chr§ 485359 485360 Heterozygous CG Cc~ Novel SLCIAI INTRONIC
chr 796041 798041 Hatsrozygous G T Novel ZDHHC1T  3PRIME_UTR
chrd 1080507 1080507 Hetarozygous G T HNovel SLC12A7 SYNONYMOUS_CODING
chr§ 1572288 1572289 Hetarozygous A G Novel SDHAP3 EXONIC
chrf 5457379 5457380 Hsterozygous ~ T Novel KIAAOS47  INTRONIC
chrd 13888104 13868104  Heterozygous A - Noval DNAHS SPLICE SITE
chrb 13885024 13885025  Homozygous GA - Novel DNAHS INTRONIC
che§ 14607397 14607397  Heterozygaus G A Navel FAM105A  INTRONIC
chrd 14717042 14717042 Hetsrozygous A - Navel ANKH INTRONIC
chr§ 18485057 18465058  Heterozygous— AC Novel ZNF622 INTRONIC
chr§ 17498751 17488751 Heterozygous G A Mavel GENIC
chr 23526903 23526904  Heterozygous TT GA Novel PRDMS NON_SYNONYII-OR
chr§ 23528915 23526915  Heterozygous T c Novel PRDMS NON_SYNONYIT->T
chr§ 33548115 33548115  HeterozygousA - Novel ADAMTS12 INTRONIC
chr§ 33561029 33561029 HeterozygousA - Novel ADAMTS12 INTRONIC
chr§ 33881252 33881252  Heterozygous G A Novel ADAMTS12 NONSYNONYIT->M
chr§ 34181618 34181618  HeterozygousC T Novel GENIC



GhSHP
Start End Zygosity Reference  SNP Cefl  Match
35783699 35783689  HeterozygousG [¢] Novel
37128561 37125585 Heterozygous AGATA — Novel
37605123 37805123 Heterozygous T - Naovel
37834720 37834720  HeterozygousC T Novel
39002486 39002486  HeterozygousG - Naovel
41049285 41049295 Heterozygous T G Novel
45267103 45267103 Heterozygous T G Navel
Hi A G Novel
Het: A G Novel
43963826 49963826 Heterozygous G A Novel
H G A Navel
H ygous G A Novel
50125801 50125901  HeterozygousT [+ Naoval
50125901 50125801 Hetarozygous T [ Novel
50125901 50125801 Heterozygous T o] Novel
52201692 52201692 Heterozygous T A Noval
52954448 52954459 Haterozygous - T Novel
L gous ~— GTA Novel
54710073 54716073 Heterozygous T - Novel
54948588 54948587 Heterozygous - A Novel
60062315 60062315 Heterozygous G o} Novel
80082315 60062315  Heterozygous G [o] HNovel
H Y T Novsl
63510465 63510485  Heterozygous A G Novel
83510465 83510465  HeterozygousA G Navel
64099941 84089942  Heterozygous~ A Novel
64766859 64768858  Heterozygous T G Novel
64859283 84859283  HeterozygousG T Novel
64859283 64859283 Heterozygous G T Novel
85372783 65372784  Heterozygous - T Noval
65372793 65372794  Hsterozygous~ T Novel
Hy A G Novel
66438359 66433358  HeterozygousA G Novel
67583081 87589081 Heterozygous T G Novel
67589061 67589061 Heterozygous T G Noval
87589061 67589081 Heterozygous T G Novel
68467296 68467297 Heterozygous ~ T Novel
68715804 68715804  HaterozygousG A Novel
68804881 68g04881 Haterozygous A G HNavel
89405856 694058568  HaterozygousA G Novel
72192848 72192849  Heterozygous- T Novel
72192848 72192849  Heterozygous— T Novel
74638680 74638880  HeterozygousA G Novel
He A G Novel
H; ygous G A Novel
78418974 78416974  HeterozygousA - Nove!
79054469 79054472  Heterozygous TATG ———— Novel
78279578 79279578 Hetorozygous G A Novel
79279578 79279578  HeterozygousG A Novel
79357682 79357683 Heterozygous - T Novel
80376074 80376074 Heterozygous G G Novel
80804837 806804837  Heterozygous G T Navel
80604837 80604837  Heterozygous G T Novel
80604837 80604837 Heterozygous C T Novel
81571858 81571868  HeterozygousG A Novel
81601156 81801156  Heterozygous T G Novel
89814988 89814988  Heterozygous G c Novel
89815142 89815142 HeterozygousA Cc Novel
90077515 80077515  Hsterozygaus A G Novel
90077515 90077515  HeterozygousA G Naval
90086591 90086592 Hsterozygous TT - Novel
90086591 90086582  Heterozygous TT - Novel
108168452 108168452 Heterozygous T - Novel
108387230 108387230  Heterozygous G - Movel
1086831731 108891731 Heterozygous A - Novel
114480554 114480554 HeterozygousG T Novel
115628134 115628134  Heterozygous G - Novel
126771111 126771111 HeterozygousC T MNovel
128326177 128326178  Heterozygous— A Novel
128326177 128326178  Heterozygous— A Nove!
128351628 128351629 HeterozygousC T Movel
128351628 128351628 HeterozygousC T Novel
1 1 Hi A G Movel
1 1 He Ve A Novel
130778269 130778259 HeterozygousC A Novel
130778259 130778253 HeterozygousC A Novel
130778259 130778258 HeterozygousC A Novel

Gene Bemino Acid
P—— Consequence ct
SPEFZ NON_SYNONYIK—SN
GENIC
WDR70 INTRONIC
GENIG
RICTOR  INTRONIC
HEATR782  INTRONIC
HCN1 INTRONIC
HEM1 INTRONIC
EMB SYNONYMOUS_CODING
PARPS INTRONIG
PARPS INTRONIC
PARPS INTRONIC
PARPS INTRONIC
PARPS INTRONIC
PARPS INTRONIC
ITGAT NON_SYNONYIM->K
NDUFS4  INTRONIC
SKIV2L2  INTRONIC
SKiV2Lz  SPLICE SITE
SLC38AS  INTRONIG
ELOVLT  INTRONIC
ELOVL?  INTRONIC
FLJ37543  INTRONIC
RNF180  INTRONIC
RNF180  INTRONIC
CWG27  INTRONIC
ADAMTSS  SYNONYMOUS CODING
CENPK UPSTREAM
PPWDI NON_SYNONYIR->L
ERBB2P  INTRONIC
ERBB2IP  INTRONIC
MAST4 NON_SYNONYIK-E
MAST4 NOM_SYNONYIK->E
PIK3R1 INTRONIG
PIK3R1 INTRONIG
PIK3R1 INTRONIC
CONBt INTRONIC
MARVELDZ NON_SYNONYIV->M
OCLN INTRONIC
GENIC
TNPO1 INTRONIC
TNPO1 INTRONIC
HMGCR  INTRONIC
HMGCR  INTRONIC
I0GAP2  INTRONIC
BHMT INTRONIC
CMYAS  INTRONIC
MTX3 NON_SYNONYIR->W
MTX3 3PRIME UTR
THES4 INTRONIC
RASGRF2  INTRONIC
ZCCHCS  NON_SYNONYIP->L
ZCCHCS  NON_SYNONYIP->L
ZCCHG®  NON_SYNONYIP->L
RPS23 3PRIME UTR
ATPBAPIL UPSTREAM
LYSMD3  NON_SYNONYIT->R
LYSMD3  NON_SYNONYIS->A
GPRIS INTRONIC
GPRY8 INTRONIC
GPRIS INTRONIC
GPRI8 INTRONIC
FER INTRONIC
FER INTRONIC
PJA2 SPLICE SITE
TRIM3§  INTRONIC
COMMD10  INTRONIC
MEGFI0  SYNONYMOUS CODING
SLC27A8  INTRONIC
SLC27A6  INTRONIC
SLC27A6  NON_SYNONYIR->W
SLC27A6  NON_SYNONYIR-DW
ADAMTS19  NON_SYNONYIK->R
ADAMTS1S  INTRONIC
RAPGEFS  INTRONIG
RAPGEFS  INTRONIC
RAPGEFS  INTRONIC

daSHP

Chromasom " Gene Asmino Acid
- Start End Zygosity Refersrme  SNP Gl Hatch Syms Consagquence Change
chrh 130778258 130778253 HeterozygousC A Novel RAPGEFE  INTRONIC

chr§ 130778259 130778258 HeterozygousC A Novel RAPGEFE  INTRONIC

chr§ 131323988 131323988 Heterozygous G A Novel ACSLS INTRONIC

chr§ 131323988 131323988 Heterozygous G A Novel AGCSLE INTRONIC

chr§ 131808854 131808854 HeterozygousC T Novel PDLIM4 INTRONIC

chrf 131608854 131608854 HeterozygousC T Navel PDLIM4 INTRONIC

chrl 132036408 132038412  Heterozygous AGAT — Noval KIF3A INTRONIC

chrd 132403057 132403058 Heterozygous~ A Novel HSPAG INTRONIC

chr§ 133640050 133840050 Heterazygous A G Novel CDKL3 INTRONIC

chrf 134785326 134785328 HeterozygousC T Novel TIFAB HNON_SYNONYIV->I
chr§ 137589877 137589877 Heterozygous T - HMovel GFRA3 INTRONIC

chr§ 139884478 139884478 Heterozygous G c Novel ANKHD1-EIF. HON_SYNONYIC->S
chr§ 139884478 139884478 Heterozygous G C Novel ANKHD1 NON_SYNONYIC->S
chrb 140537157 140537157  Haterozygous G c Noval PCDHB17  EXONIC

chr§ 145199606 145199606 HeterozygousA G Novel PRELIDZ INTRONIC

chr§ 145199808 145189608 Heterozygous A [of Novel PRELID2 INTRONIC

chr§ 145199608 145198608 Heterozygous A c Novel PRELID?2 INTRONIC

chr5 145851164 145851164 Hetorozygous T - Novel TCERG! INTRONIC

chrb 145851164 145851164 Heterozygous T - Nevel TCERG1 INTRONIG

chr§ 148030225 1468030225 HeterozygousG A Noval PPP2R2B  SYNONYMOUS_CODING
chr§ 148030225 146030225 HsterozygousG A Novel PPP2RZB  SYNONYMOUS_ CODING
chr§ 146030225 146030225 Heterozygous G A Novel PPPZR2B  SYNONYMOUS_ CODING
chr§ 146030225 146030225 Heterozygous G A Movel PPPZR2B  SYNONYMOUS_ CODING
chrb 146030225 146030225 Heterozygous G A Noval PPP2R2B  SYNONYMOUS_CODING
chr§ 148030225 146030225 Heterozygous G A Novel PPP2R2B  SYNONYMOUS CODING
chr§ 146030225 146030225 Heterozygous G A Novel PPP2R28  SYNONYMOUS_ CODING
chr§ 1470193368 147019337 Heterozygous AA - Navel JAKMIPZ  INTRONIC

chr§ 147484486 147484468 Heterozygous A - Novel SPINKS INTRONIC

chr§ 147484466 147484486 HeterozygousA - Novel SPINKS INTRONIC

chr 147484486 147484488  Heterozygous A - Movel SPINKS INTRONIC

chr§ 147786804 147796804 HeterozygousA T Navel FBX038 INTRONIC

chrs 147796804 147796804 HeterozygousA T Nove! FBX038 INTRONIC

chr§ 1 1 H B AT Novel HMGXB3 INTRONIC

chr§ 149433844 143433844  Heterozygous G A Novel HMGX83 DOWNSTREAM

chr§ 148433844 149433844  Heterozygous G A Novel GSFIR INTRONIG

che5 149441017 149441017 Hsterozygous G - Novel CSFIR INTRONIC

chr§ 149513611 149513611  Heterozygous A C Novel PDGFRB INTRONIC

chr§ 149582191 148582181  Heterozygous G A Novel SLCBA7 NON_SYNONYIG->S
chrl 1 1 H Y G T Hovel NDSTI1 SYNONYMOUS CODING
chr 150052115 150052115  Heterozygous A T Navel MYOZ3 INTRONIC

chr§ 150052115 150052115 Heterozygous A T Novel MYOZ3 INTRONIC

chr§ 150512740 150512740 Heterozygous G A Novel ANXAS SYNONYMOUS_CODING
chrf 150512740 150612740 HsterozygousG A Novel ANXAS SYNONYMOUS_CODING
chrl 1 H TC - Novel SLC3BAT  INTRONIC

chr§ 150885100 150885100 Heterozygous G A Novel FATZ 3PRIME UTR

chr 151271781 151271781  Heterozygous G A Novel GLRA1 INTRONIC

chrb 151271781 151271781 Heterozygous G A Navel GLRAT INTRONIC

chr§ 154210338 154210340  Hsterozygous — AGG Novel CSorf4 INTRONIC

ohrd 155771421 155771422 Homoazygous — T Novel SGCD INTRONIC

chr§ 155771421 155771422 Homozygous — T Novel SGCD INTRONIC

chr 155771421 155771422 Homozygous ~ T Novel SGCD INTRONIC

chr§ 156817572 156817572 Hetarozygous A G Noval CYFIP2 MON_SYNONYII->V

chr§ 156817572 156817572 Haterozygous A G Novel CYFIP2 NON_SYNONYI->V

chrb 156817572 156817572 Heterozygaus A G Novel CYFIP2 NON_SYNONYII->V
chr§ 157075944 157075845  Heterozygous AG - Navel SOX30 INTRONIC

chr§ 157075944 157075945  Heterozygous AC — Novel SOX30 INTRONIC

chr§ 159478080 159478090 Heterozygous T - Novel TGt INTRONIC

chr§ 159821054 159821054 Heterozygous T [¢] Novel CSorf54 NON_SYNONYII-V
chrd 161576406 161576406 HeterozygousC G Novel GABRG2 INTRONIC

chr§ 161576408 161576406 HeterozygousC G Novel GABRG2 INTRONIC

chr§ 161576408 181578406 Heterozygous G G Novel GABRG2  INTRONIC

chr§ 167642103 187842103  Heterozygous G A Novel oDnz2 NON_SYNONYIV->M
chr§ 167858463 167858466 Heterozygeus GTGG — Novel WWGC1 INTRONIC

chr§ 167858462 167858468 Heterozygous GTGG — Novel WWCH INTRONIC

chr§ 167858463 167858486 Heterozygous CTGG — Novel WWC1 INTRONIC

chr§ 167944025 187844026 Hsterozygous— T Mavel RARS INTRONIC

chr§ 169108796 169108798 HsterozygousG A Novel DOCK2 SYNONYMOUS_CODING
chr§ 170346528 170346528 Hsterozygous A c Novel RANBP17  SYNONYMOUS_CODING
chr§ 171866697 171866700 Heterozygous CACA —— Novel SH3PXD28 INTRONIC

chrs 1718666897 171868700 Heterozygous CACA ~—CA Novel SH3IPXD2B  INTRONIC

che 172578723 172578723 Haterozygous A o) Novel BNIP1 INTRONIC

chr§ 172578723 172578723  HsterozygousA c Novel BNIP1 INTRONIC

chr§ 172578723 172578723  Heterozygous A c Novel BNIP1 INTRONIC

chr§ 172578723 172578723 HsterozygousA [¢] Novel BNIP1 INTRONIC

chr§ 174156147 174156147 HeterozygousC T Novel MSX2 INTRONIC

chr§ 174943552 174943552 Heterozygaus A - Novel SFXNT INTRONIC

chr§ 175898259 175998258 Heterozygous G A Hovel CDHR2 NON_SYNONYIA->T



ches T ] 70 Haterozygous G € o TNTRONIC

chr§ 176936670 176936670 HsterozygousG [ Novel DOK3 INTRONIC

chr 176936870 176938670 HetsrozygousG c Novel DOK3 INTRONIC

chr§ 176936670 176936870 HeterozygousG c Novel DDX41 DOWNSTREAM
chr§ 177676330 177678990 HeterozygousA <] Novel COL23A1 INTRONIC

chr 178358221 178358222 Heterozygous TT - Novel ZFP2 INTRONIC

chr§ 7 1784 H; ygous C G Naovel GRMS 3PRIME UTR

chr 180432228 180432228 zygous C T HNovel BTNL3 INTRONIC

chr§ 180472420 180472420 HaterozygousC - Novel BTNLS INTRONIC

chr 3737518 3737518 Heterozygous G A Novel CBorf145 INTRONIC

chrfl 3738269 3738289 Homozygous C - Novel C8orf145 INTRONIC

chr 6318918 4318920 Heterozygous~ A Novel F13A1 SPLICE SITE

chrl 7402881 7402881 Heterozygous A G Novel RIOK1 SPRIME UTR

che 7402881 7402881 Hetarozygous A G Novel RIOK1 NON_SYNONYI >V
chrf 9900599 9900600 Heterozygous —— GAG Novel GENIC

chr 10586903 10586909  Heterozygous T A Movel GCNT2 INTRONIC

chr Hi T A Novel GONT2 INTRONIC

chré 10586908 10586809  Heterozygous T A Hovst GCNT2 SYNONYMOUS_CODING
chr 13272959 13272959  HaterozygousA c Novel PHACTR!  INTRONIC

chrl 13316781 13318781 Haterozygous A - HNovel TBCID7 INTRONIC

chrl 13314781 13318781 Heterozygaus A - Novel TBC1D7 INTRONIC

chr 13316781 13316781 Heterozygous A - Novel TBCIDT INTRONIC

chr 13316781 13316781 Haterozygous A - Novel TBC1D7 INTRONIC

ohrl 136397768 13639776  HeterozygousG A Novel RANBPS INTRONIC

chrl 15524588 15524598  HeterozygousA G Novel DTNBP1 EXONIC

chrdl 15524599 155245099  Heterozygous A G Novel DTNBP1 INTRONIC

ched 15524599 15524599  Heterozygous A G Novel DTNBP1 3PRIME.UTR

chr@ 17669263 17669263  Hotarozygous A - Novel NUP1§3 SPLICE _SITE

chef 18139965 18138985  HeterozygousA - Novel TPMT INTRONIC

chré 18457407 18457407  HeterozygousG A Novel RNF1448 NON_SYNONY!IR->Q
chr 24473826 24473826  Heterozygous G A Novel GPLD1 INTRONIC

chr 24473826 24473826  Heterozygous G A Novel GPLD1 SYNONYMOUS_CODING
chr 24651353 24651353  HeterozygousA - Novel TOP2 INTRONIC

chré 24718684 24718694  HasterozygousA G Novel Clorfd2 INTRONIC

chré 24873790 24873790  Heterozygous T o] Novel FAMESS INTRONIC

chré 24873790 24873780  Heterozygous T c Navel FAMESB INTRONIC

chrfl 26033841 26033841  HeterozygousA G Novel HISTIH3B  UPSTREAM

chr 26033341 26033841 Heterozygous A G Novel HISTIH2AB UPSTREAM

chr@ 26216437 26216437  HeterozygousG A Novel HISTIHZBG JPRIME UTR

chr 26216437 26216437  Heterozygous G A Novel HISTIH2AE UPSTREAM

chré 26452661 26452681 Hsterozygous T A Navsl BTN3A3 3IPRIME_ UTR

chr 26452861 26452681 Heterozygous T A Novel BTN3A3 JPRIME UTR

chrf 26466474 26486474  Heterozygous T G Novel BTNZA1 INTRONIC

chi 26486474 26486474  Heterozygous T G Navel BTN2A1 INTRONIC

chr 27840112 27840112 HetorozygousA [+ Novel HISTIHI  UPSTREAM

chr 27840112 27840112  Heterozygous A (o] Hovel HISTIH4L ~ DOWNSTREAM
chrf 33638899 33638899  HsterozygousC T Novel ITPR3 INTRONIC

chré H gous G A Novel ITPR3 INTRONIC

chr 33694588 33694588  HeterozygousC T Novel PBK3 NON_SYNONYIS->N
chrf H T Novel 1PBK3 NON_SYNONYIS->N
chrg 35048721 35048721 Heterozygous G A Novel ANKS1A INTRONIC

chr8 Hy T Noval FANCE INTRONIC

chr 35430891 354306891 Heterozygous C T Novel FANCE SYNONYMOUS_CODING.SPL
chri 36569712 385689712  Heterozygous G T Novel SRSFI INTRONIC

chré 36569712 36569712 Heterozygous G T Novel SRSF3 INTRONIC

chré 36978687 36978697  HeterozygousC A Navel FGD2 INTRONIC

chr 37427321 37427321 Heterozygous A G Novael FTSJD2 INTRONIC

chr 38819306 38819308  HeterozygousA - Noval DNAH8 INTRONIC

chr§ 38919143 38919143 Heterozygous G o] Naval DNAHB NON_SYNONYID->H
chrf 40347103 40347104  Heterozygous—~ c Navel TDRG1 EXONIC

chr 41039424 41033424  HeterozygousG o] Novel Clorf130 INTRONIC

chré 41039424 41039424  Heterozygous G [+] Novel NFYA UPSTREAM

chr 41039424 41039424  HeterozygousG C Novel NFYA UPSTREAM

chré 41533545 41533545  Heterozygous G A Novel FOXP4 NON_SYNONYIG->D
chr 41533545 41533545  Heterozygmous G A Novel FOXP4 NON _SYNONYIG->D
chr 41533545 41533545  Heterozygous G A Novel FOXP4 NON SYNONYIG->D
chré 41554973 41554973 Hetarozygous T c Noval FOXP4 INTRONIC

chré 41554973 41554973 Heterozygaus T c Novel FOXP4 INTRONIC

chrg 41554973 41554973 Heterozygous T [ Novel FOXP4 INTRONIC

chrl 41774685 41774685  HeterozygousC G Novel USP4s NON_SYNONYIA->P
chrf 41888825 41888825  HaeterozygousC T Novel MED20 SPRIME UTR

chrf 41888825 41888825  HeterozygousC T Navel BYSL UPSTREAM

chrl 42025043 42025043  Heterozygous G o] Novel TAF8 INTRONIC

chr 42145879 42145879  Heterozygous T G Novel GUCATA INTRONIC

chré 42146488 42146488  HeterozygousG [+ Novel GUCATA INTRONIC

chr 42924489 42924489 Heterozygous A - Naovel GENIC

chré 42929843 42929843  HeterozygousC T Novel GNMT INTRONIC

End Zygosity Reference  SHP Cel - Match

2! 292! HaterozygousC T Novel
43008414 43008414  HeterozygousC T Novel
43008414 43008414  HaeterozygousC T Navel
43014334 43014334  HeterozygousC T Novel
43014334 43014334  HeterozygousC T Hovel
43127720 43127720  HsterozygousG T Navel
43127720 43127720  Heterozygous G T Novel
43127720 43127720  Heterozygous G T Novel
43127720 43127720  Heterozygous G T Noval
43220988 43220989  Hsterozygous— A Novel
44108028 44108028  Heterozygous G T Noavel
44144743 44144744  Heterozygous— G Novel
44274142 44274144 HeterozygousAGA —_— Novel
44274142 44274144 Heterozygous AGA AG- Noval
48036031 48038031  HeterozygousC G Novel
1 H c G Novel

48415352 48415352 HeterozygousA - Novel
48483578 48483578  Hsterozygous——- CTAT Noval
51618174 51618174  HaterozygousA G Naovel
51618174 51618174  HetsrozygousA G Novel
51656138 51858139  HeterozygousA [+ Novel
51856139 51656138  HeterozygousA C Novel
52374319 52374320  Heterozygous — AC Novel
58357669 56357689  HeterozygousA - Novel
57393222 57383222  Heterozygous A a Novel
57393228 57383228  HaterozygousG A Noval
57398117 57398118 Heterozygous~G AT Noval
57398188 57388187  Hsterozygous— A Novel
62611310 82611310  Hsterozygous T o] Novel
68488835 68498838  Hetsrozygous— T Novel
70639637 70839638  Heterozygous~ A Novel
H A G Novel

70964610 70964610  HeterozygousA G Novel
71004333 71004333 Heterozygous C - Novel
71187020 71187020  Heterozygous A c Novel
71187020 71187020  HaterozygousA c Navel
71187020 71187020  HeterozygousA c Novel
72858417 72858418  Heterozygous TT -T Novel
72858417 72858418  HeterozygousTT - Novel
73839444 73839444  Heterozygous A G Navel
73839444 73838444  Heterozygous A G Novel
73838444 73839444  Heterozygous A G Mavel
73839444 73839444  HetarozygousA G Novel
73833444 73839444  HstsrozygousA G Noval
75861485 75881488 ZYgous - T Novsl
75861485 75881486  Hoterozygous— T Novel
75850109 75950110  Heterozygous~ A Novel
75950108 75950110  Heterozygous— A Novel
76570818 76570817  Heterozygous TG - Novel
76728524 76728524  HsterozygousC T Novel
78172681 78172581  Heterozygous G T Noval
78695003 79695004  Heterozygous~ A Noval
800626536 980626536  Hsterozygous T G Novel
80775251 80775251  Heterozygous T c Novel
83921871 83921871  Heterozygous T c Novel
97728960 87728980  HeterozygousC T Novel
100403813 100403813  Hetorozygous A - Novel
100403813 100403813  Heterozygous A - Novel
105219748 105219748  Heterozygous~ A Navel
105405220 105405221 Hsterozygous - o} Novel
105771568 105771586 HeterozygousC T Novel
107040261 107040261 Heterozygous T o] Moval
107854548 107854549 HeterozygousC T Noval
109560740 109560740 HeterozygousA - Novel
109752565 109752565 HeterozygousC A Novel
108752565 109752585 HeterozygousC A Novel
110113764 110113764  Hsterozygous T - Naval
111280471 111280471  Homozygous T - Novel
111329223 111329223  Heterozygous T - Noval
112393078 112393078  Heterozygous AC - Novel
1162684283 116264283 HetsrozygousG A Navel
117246058 117246058 Heterozygous T c Novel
117662363 117662363 HeterozygousA G Novel
118295807 119295807 HeterozygousC T Novel
119295807 119295807 HaterozygousG T Novel
121602773 121602773 HeterozygousC G Novel
128150764 128150764 Heterazygous T C Novel

Gene Ascino Acid
* Symbal Consoqiancs Coanga
PEXE DOWNSTREAM
cuL? NON_SYNONY!IG->S
CUuL7 NON_SYNONYIG->S
CuL? SYNONYMOUS_CODING
cuLy SYNONYMOUS _CODING
PTK7 INTRONIC
PTK7 INTRONIC
PTK7 INTRONIC
PTKT INTRONIC
TTBK1 INTRONIC
THMEMEIB  SYNONYMOUS_CODING
CAPN11 SPLICE SITE
AARS2 INTRONIC
AARSZ INTRONIC
CBorf138 NON_SYNONYIG-OR
C8orf138 NON_SYNONY!IG->R
MUT INTRONIC
GLYATL3  INTRONIC
PKHD1 INTRONIC
PKHD1 INTRONIC
PEHD1 NON_SYNONYIF->V
PKHD1 NON_SYNONYIF->V
TRAM2 SPLICE SITE
DST INTRONIC
PRIM2 INTRONIC
PRIM2 INTRONIC
PRB2 INTRONIC
PRIM2 FRAMESHIFT_CODING
KHDRBS2  INTRONIC
MCARTIP  EXONIC
GOLISA1  INTRONIC
COLIAT INTRONIC
COLBA1 INTRONIC
COLIAT INTRONIC
FAM135A  NON_SYNONYIH->P
FAM135A  NON_SYNONYIH->P
FAMI35A  NON_SYNONYIH->P
RIMS1 INTRONIC
RIMS1 INTRONIC
KCHNQS INTRONIC
KONG5 INTRONIC
KCNQS INTRONIC
KCNQ5 INTRONIC
KCHQS INTRONIC
COL12A1  INTRONIC
COL12A1  INTRONIC
COX7A2 SPLICE SITE
COX7A2 SPLIGE SITE
MYOQ SPLICE SITE
PG NON_SYNONYIV->
HTR1B SYNONYMOUS CODING
PHIP INTRONIC
ELOVL4 NON_SYNONYIK->T
GENIC
ME1 INTRONIC
Clorf187 INTRONIC
MCHR2 INTRONIC
MCHR2 INTRONIC
HAGE1 INTRONIC
LIN26B INTRONIC
PREP HNON_SYNONYID->N
RTN4IP1 INTRONIC
SOBP INTRONIC
GENIC
PPILE INTRONIC
PPILE INTRONIC
FIG4 INTRONIC
GTF3CE INTRONIC
RPF2 INTRONIC
TUBEL INTRONIC
FRK SYNONYMOUS_CODING
RFX8 INTRONIC
ROSt SYNONYMOUS_CODING
FAMIB4A  INTRONIC
FAMI84A  INTRONIC
CBorf170 NON_SYNONYIE->Q
THEMIS NON_SYNONYIE->G



Chromosam gy

chré
chr
chré

chr6

128150764
128150764
129588259
129588259
130505372
130505372
131936325
131936325
131948470
131948470
133094153
133783626
133783626
133783628
134638476
135286439
135286439
135360610
135360610
135360610
136582143
138582143
136582143
136582194
136582194
136582194
139226191
139226191
139226191
142487319
142688811
142688811
142688811
142688811
142718738
142718738
142718738
142718738
143085351
143382255
144806604
144837837
144837920
146267308
146267308
146875675
149691292

1

End

Zygosity Referance

£

128150764
128150764
129588259
128588259
130505372
130505372
131936327
131936327
131948470
131948470
133094153
133783628
133783628
133783628
134638476
1352868439
135286438
135360610
135360610
135380610
136582143
136582143
136582142
138582185
136582195
138582195
139226181
139226191
139226181
142487313
142688811
142688811
142688811
142688811
142718738
142718738
142718738
142718738
143095351
143382256
144806804
144837837
144837921
146287308
146267308
148875675
149691292
1

Heterozygous T
Heterozygous T
Heterozygous G
Heterozygous G
Heterozygous A
Hsterozygous A
Heterozygous TTT
Heterozygous TTT
Heterozygous A
Heterozygous A
Heterozygous G
Heterozygous TCT
Heterozygous TCT
Heterozygous TCT
Heterozygous A
Haterozygous A
Heterozygous A
Heterozygous T
Heterozygous T
Heterozygous T
Heterozygous A
Heterozygous A
Heterozygaus A
Heterozygous ——
Heterozygous ——
Haterozygous ~
Heterozygous G
Heterozygous G
Heterozygous G
Heterozygous A
Homozygous C
Homozygous C
Homozygous G
Homozygous C
Heterozygous A
Hetarozygous A
Heterozygous A
Heterozygous A
Heterozygous C
Heterozygaus GT
Haeterozygous G
Heterozygous C
Heterozygous ~
Heterozygous G
Heterozygous G
Heterozygous G
Heterozygous T

He A

149982884
150390118
151116898
151187203
151670086
151870086
151670330
151870330
152557349
152557349
152557349
152629773
152629773
152829773
157495952
157495852
157720897

149982884
150390118
151116898
151187203
151670086
151870086
151670332
151670332
152557349
152557348
152557349
152629773
152629773
152829773
157495952
167495952
157720897

Heterozygous G
Heterozygous G
Heterozygous T
Heterazygous T
Heterazygaus A
Heterozygous A
Heterozygous AGG
Heterozygaus AGG
Heterozygous T
Heterozygous T
Heterozygous T
Heterozygous A
Heterozygous A
Heterozygous A
Heterozygous T
Heterozygous T
Heterozygous C

H,

7
159462587
7

150462597

159462597
7

t yeous T
Hetarozygous T
H.

180221740
160814018
160914016
161519351
161519351
166401594
166401534
166401594
166743098

160221740
160914016
160914016
161519353
161519353
166401594
166401584
166401594
186743098

Heterozygous A
Heterozygous A
Heterozygous A
Heterazygous CTG
Heterozygous CTG
Heterozygous C
Heterazygous G
Heterozygous C
Heterozygous G
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Aming Acid
Conswm

dbSNP Gene
Symbol
Novel THEMIS
Novel THEMIS
Novel LAMA2
Novel LAMA2
Novel SAMD3
Navel SAMD3
Novel MED23
Novel MED23
Novel MED23
Noval MED23
Novel CBorf192
Novel EYA4
Novel EYA4
Novel EYA4
Novet SGK1
Navel HBS1IL
Novel HBS1L
Novel HBS1L
Novel HBSIL
Novel HBSIL
Novel BCLAF1
Novel BCLAF1
Noval BCLAF1
Novel BCLAF1
Novel BCLAF1
Noval BCLAF1
Novel ECT2L
Novel REPSt
Novel REPS1
Novet VTAL
Novel GPR126
Novel GPR126
Novel GPR128
Novel GPR126
Novsl GPR126
Novel GPR128
Novel GPR126
Novel GPR126
Novel HIVEP2
Novel AIGT
Novel UTRN
Novel UTRN
Noval UTRN
Navel SHPRH
Novel SHPRH
Novel RAB32
Navel
Novel KATNAL
Novel LATS1
Novel UuLBP3
Novel PLEKHG1
Novel MTHFDIL
Novel AKAP12
Novel AKAP12
Novel AKAP12
Novel AKAP12
Novel SYNE1
Novel SYNE1
Novel SYNE1
Novel SYNE!
Novel SYNE1
Novel SYNE1
Novel ARID1B
Novel ARID18
Novel Clorf35
Novel TAGAP
Navel TAGAP
Novel TAGAP
Novel PNLDGI1
Novel LPAL2
Navel LPAL2
Navel MAP3K4
Novel MAP3K4
Novel CBarf176
Novel CBorf176
Novel LOC441177
Novel SFT201

NON_SYNONYIE->G
NON_SYNONY!E->G
NON_SYNONYIW->C
NON_SYNONYIW->C
INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC
NON_SYNONYIP->L
INTRONIC

INTRONIC

INTRONIC

INTRONIG

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

3PRIME UTR

3PRIME UTR

3PRIME_ UTR

3PRIME UTR

3PRIME UTR

JPRIME UTR
DOWNSTREAM

3PRIME UTR

3PRIME UTR

INTRONIC
NON_SYNONYIT->M
NON_SYNONYIT->M
NON_SYNONYI T->M
NON_SYNONYIT->M
INTRONIC

INTRONIC

INTRONIC

INTRONIC
SYNONYMOUS_CODING
INTRONIC
SYNONYMOUS_CODING
INTRONIC

INTRONIC

INTRONIC

INTRONIC
SYNONYMOUS_CODING
GENIC

INTRONIC
NON_SYNONYIR->H
EXONIC

INTRONIC

INTRONIC
NON_SYNONYIK->R
NON_SYNONYIK->R
NON_SYNONYMOUS_CODIN!
NON_SYNONYMOUS_CODIN:
SYNONYMOUS_CODING
SYNONYMOUS_CODING
SYNONYMOUS_CODING
INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTRONIC

INTAONIC

INTRONIC

INTRONIC

SPRIME UTR

INTRONIC

INTRONIC

INTRONIC
NON_SYNONYMOUS_CODIN
UPSTREAM

UPSTREAM

EXONIC

INTRONIC

f"""‘"’"‘""San

chrf
chré
chrf
chrf
chrf
chré
chré
chr
chr
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chrl
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr7
chr?
chr?
chr?
chr7
chr?
chr?
chr?
chr?
chr]
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr?
chr7
chr?
chr?
chr7
chr?
chr?
chr7
chr?
chr?
chr?
chr?

187585803
168084692
169619834
170115688
170115888
170871043
170871043
170871052
170871052
716832
716832
716832
822224
878560
878580
878560
878560
878560
882829
882829
882829
882829
882829
2625925
2625925
2968195
5239320
5239320
5239320
$239320
6330436
5330438
6026384
6026384
6037058
6037058
6064471
6084471
6064471
6066273
6066273
6080854
6080854
8179729
6183960
11030275
11030275
11030275
14775822
14775822
15725798
16502408
16823022
18069081
18184524
18184761
23195557
23195557
23195557
23293120
23293120
23353379
24749819
24749819
24749819
24789117
24789117
24789117
26247985
26247985
28927575
30668229
30673513
31683054
33016142
33020182
33020235

dhSNP . N
. Gene Amino Acid
End Zygosity Refersnce SHP G2 Match Symbal Consequancs Change
167585803 Homazygous T A Novel TOP10L2 INTRONIC
168084683 Hetsrozygous— A Novel GENIC
169619834 HeterozygousT A Novel THBS2 INTRONIC
170115688 HeterozygousA - Novet PHF10 INTRONIC
170115688  Heterozygous A - Novel PHF10 INTRONIC
170871043  Heterozygous G A Novel T8RP SYNONYMOUS_CODING
170871043 Heterozygous G A Novel 8P SYNONYMOUS_CODING
170871052  Heterozygous G A Novel TBP SYNONYMOUS_CODING
170871052 Heterozygous G A Novel TBP SYNONYMOUS_CODING
716832 Heterozygous G T Novel PRKARIB  INTRONIC
718832 Heteraozygous C T Novel PRKARIB  INTRONIC
716832 Heterazygous C T Novsl PRKARIB  INTRONIC
822224 Heterozygous C T Novel HEATR2 INTRONIC
878560 Heterozygous G A Novel SUN1 NON_SYNONYIG->D
878560 Heterozygous G A Novel SUNT NON_SYNONYIG->D
878580 Heterozygous G A Novel SUN1 NON_SYNONYIG->D
878560 Heterozygous G A Novel SUNT NON_SYNONYIG->D
878560 Heterozygous G A Novel SUNT NON_SYNONYIG->D
882829 Heterozygous G - Novel SUN1 INTRONIC
882829 Heterozygous G - Novel SUNT INTRONIC
882829 Heterozygous G - Noval SUN1 INTRONIC
882829 Haterozygous G - Noval SUNT INTRONIC
882829 Haterozygous G B Novael SUN1 INTRONIC
2625925 Heterozygous A G Novel IQCE NON_SYNONYIE->G
2625925 Heterozygous A G HNovel IQCE MNON_SYNONYIE->G
2968195 Haterozygous G A Noval CARD11 INTRONIC
5239320 Haterozygous A - Novel wiPL2 INTRONIC
5238320 Hetarozygous A - Novel WIPL2 INTRONIC
5238320 Heterozygous A - Novel WIPI2 INTRONIC
§238320 Heterozygous A - Novel WIPI2 INTRONIC
5330436 Hetarozygous C T Novel SLC29A4  SYNONYMOUS CODING
5330436 Hetarozygous C T Navel SLC28A4  SYNONYMOUS_CODING
6028384 Heterozygous C T Novel PMS2 SPLICE_SITE
6026384 Heterozygous C T Novel PMS2 SPLIGE SITE
6037058 Heterozygous A - Navel PMS2 SPLICE SITE
8037058 Hetarozygous A - Noval PMS2 SPLICE SITE
8064471 Heterozygous T - Novel AIMP2 DOWNSTREAM
8064471 Heterozygous T - Novel EIFZAK1 INTRONIC
8084471 Heterazygaus T - Novel EIF2AK1 INTRONIC
8066273 Heterozygous G C Nove! EIFZAK1 INTRONIC
8086273 Heterozygaus G C Novel EIF2AK1 INTRONIC
6080854 Heterazygous A - Novel EIF2AK1 SPLIGE SITE
6080854 Hetarozygaus A - Naoval EIF2AK1 SPLICE SITE
6179729 Heterozygaus T < Novel uspP42 INTRONIC
8183960 Hetarozygous T G Novel uspP42 INTRONIC
11030275 Heterozygous T - Novel PHF14 INTRONIG
11030275  Heterozygous T - Novel PHF14 INTRONIC
11030275 Heterozygous T - Novel PHF14 INTRONIC
14775822  Heterozygous G - Novel DGKB SPLICE SITE
14775822  Heterozygous G - Novel DGKB SPLICE SITE
15725800  Heterozygous TGG - Novel MEOX2 NON_SYNONYMOUS_CODIN
16502408  Heterozygous T A Novel SOSTDC!  NON_SYNONYIG->L
16823022 Heterozygous T - Novel TSPAN1I3  INTRONIC
180689081  HeterozygousA G Noval PAPSILT  UPSTREAM
19184524  Heterozygous G A Novel FERD3L SYNONYMOUS _CODING
19184761 Heterozygous T c Novel FERDJL SYNONYMOUS_CODING
23195557 Homozygous T - Novel KLHLY INTRONIC
23195557 Homozygous T - Novel KLHL7 INTRONIC
23185657  Homozygous T - Novel KLHL? INTRONIC
23283120 Heterozygous T c Novel GPNMB INTRONIC
23283120  Heterozygous T c Noval GPNMB INTRONIC
23353379 Heterozygous T G Novel IGF2BP3 INTRONIC
24749813 Hetarozygous G T Novel DFNAS INTRONIC
24749819 Heterozygous C T Novel DFNAS INTRONIC
24749819 Heterozygous C T Novel DFNAS INTRONIC
24789117 Heterozygous A - Novel DFNAS INTRONIC
24789117 Heterazygaus A - Noval DFNAS INTRONIC
24789117 Heterozygous A - Novel DFNAS INTRONIC
26247985  Heterozygous T - Novel CBX3 INTRONIC
26247985 Heterozygous T - Novel cBX3 INTRONIC
29927575 Haterozygous G A Noval GENIC
30668229  HeterozygousA G Novel GARS NON_SYNONYIM->V
30673513 Heterozygaus A - Novel GARS JPRIME UTR
31683054  Heterozygous G T Novel CCDC128  SYNONYMOUS_CODING
33018142 Homozygous T [+ Novel FKBPS INTRONIC
33020182  Homozygous A G Novel FKBPS INTRONIC
33020235  Homazygous A G Novel FKBPS INTRONIC



BSNP
Chromasen grane End Zygosty  Rafersnce SHPCel  Metch
chr? 33207108 39287110 Heterozygous CA — Hovel
chr? 33287108 33287110  HaterozygousCA —_ HNovel
chr? 33297108 33287110  HeterozygousCA - Novel
chr? 33297108 33297110  HeterozygousCA - Novel
chr? 35284707 35284707  Heterozygous T [ Novel
chr? 35284707 35284707  HsterozygousT [} Novet
chr? 37780436 37780436 Heterozygous G A Novel
chr? 37954042 37954042  Heterozygous T c Novel
chr7 38284737 38284737  Heterozygous T c Naova!
chr? 38305142 38305142  Heterozygous G c Novel
chr7? 38305142 38305142  Heterozygous G c Novel
chr? 38389410 38389410  Homozygous G [+ MNovel
chr? 38393319 38333319 Homoxzygous A G Novel
chr? 39243942 39243942 Heterozygous T G Novel
chr? 44012800 44012800 Heterozygous G T Novel
chr? 44507433 44507433 Heterozygous A o] Novel
chr? 44735922 44735922  HeterozygousT [} Novel
chr7 44735822 44735822 Heterozygous T G Novel
chr7 45776358 45776357  Heterozygous— T Novel
chr? 47898222 47898223  Haterozygous-~ G Novel
chr? 4 H gous G A Novel
chr? 48065498 48065498  Heterozygous G A Novel
chr? 48412113 48412114 Hoterozygous AA - Novel
chr? 48412113 48412114 Heterozygous AA -A Noval
chr? 48567714 48567714  HeterozygousA G Hovel
chr? 1 Hi gous TTT — HNoval
chr? 48684186 48684188  Heterozygous TTT -TT Naval
chrl 48684188 48884188 Hetarozygous TTT -T Novel
chr? 50571603 50571603  Heterozygous G A Noval
chr? 50571603 50571603 Hetarozygous G A HNovel
che? 54610518 54610518  HsterozygousT c Novel
chr? 55863545 55863548  Heterozygous—~ CAAT Novel
chr? 63680133 63680133  Heterozygous T A Novel
chr7 63796823 63796823  Heterozygous T - Novel
chr? 64169017 64189018  Hetsrozygous~ A Naval
che? 84183017 64169018  Heterozygous~ A Novel
chr? 84275471 84275471 Heterozygous T - Navel
chr? 84275471 84275471  Heterozygous T - Novel
chr7 64275471 84275411 Heterozygous T - Noval
chr? 64275471 84275411 Heterozygous T - Novel
chr? 65444358 65444300  Heterozygous— GA Novel
chr? 68703508 = 66703588  HeterozygousG T Novel
chr? 70236520 70236520  HeterozygousC T Novel
chr7 70236520 70236520  Hsterozygous G T Novel
chr7 72413618 72413618  Hsterozygous T C Novel
chr? 72413649 72413849  HeterozygousG A Novel
chr? 72413667 72413667 Haterozygous G [+ Novel
chr? Hi A G Novel
che? H A G Novel
chr? 73638035 73638035 Heterozygous A G Noval
chr? 73731908 737318068  HetsrozygousC T Novel
che? 73731908 73731208 Heterozygaus C T HNoval
chr? 73800945 73800245  HeterozygousC T Novel
chr? 73800945 73800845  Heterozygous G T Novel
chr? 73973433 73973439 HsterozygousA - Novel
chr? 73973439 73973439 Heterozygous A - Novel
chr7 75123383 75123393 Heterozygous G A Novel
chr? 76239503 76238504  Hetarozygous- c Novel
chr? 76239503 76238504  Heterozygous— (o] Novel
chr7 76631531 78631531 Heterozygous G A Novel
chr? 77584159 77584160 Hstarozygous - T Novel
chr? 77584159 77584160 Heterozygous~ T Novel
chr? 77584159 77584160  Hetsrozygous— T Navel
chr7 86468516 86488516  HeterozygousC T Novel
chr? 88802804 86802805  Heterozygous———— TITTG Novel
chr? ¥ YEOUS ~— TITTG Novel
chr? 86802804 86802805 Heterozygous TIT7G Novel
chr? 86802804 86802805 Heterozygous TIT7G Novel
che? H YE TTITG Novel
chr? H ygous T [ Movel
chr? Hi gous T [+ Novel
chr? 3 ! gous T c Novel
chr? 87526550 87526551  Hsterozygous-— A Novel
chr7 87774407 87774407 Haterozygous A G Novel
chr? 87774407 87774407  HeterozygousA G Movel
chr? 87774407 87774407  HeteroxygousA G Novsl
chr? 87774407 87774407  HeterozygousA G Novel

Gane & Aemino Acid
Symbiol Chenge
THTRONIG
BESY INTRONIC
BESY INTRONIC
BBss INTRONIC
TBX20 INTRONIC
TBX20 INTRONIC
GPR141 SYNONYMOUS_CODING
SFRP4 NON SYNONYIFOM
GENIC
TARP SYNONYMOUS_CODING
TARP SPRIME UTR
GENIC
GENIC
GENIC
POLR2J4 INTROMIC
NUDCD3 INTRONIC
OGDH INTRONIC
OGDH INTRONIC
SEPTIP2  INTRONIC
PKDILY INTRONIC
SUN3 NON_SYNONYIL-)F
SUN3 NON_SYNONYIL-F
ABCA13 INTRONIC
ABCA13 INTRONIC
ABGA13 INTRONIC
ABCAI3 INTRONIC
ABCA13 INTRONIC
ABCA13 INTRONIC
ooe INTRONIC
Doc INTRONIG
VETM2A INTRONIC
SEPT14 3PRIME UTR
ZHF735 EXONIC
ZNF736 INTRONIC
ZNF107 FRAMESHIFT CODING
ZNF107 FRAMESHIFT_CODING
ZNF138 INTRONIC
ZNF138 INTRONIC
INF138 INTRONIC
ZNF138 INTRONIC
Guss INTRONIC
TYWt JPRIME UTR
AUTS2 INTRONIC
AUTS2 INTRCNIC
POMI121 NON_SYNONYIF>T
POMI2T SYNONYMOUS_CODING
POMI21 SYNONYMOUS_CODING
LATZ INTRONIC
LAT2 INTRONIC
LAT2 INTRONIC
cuP2 SYNONYMOUS_CODING
cupP2 SYNONYMOUS_CODING
GCLIP2 INTRONIC
CLIP2 INTRONIG
GTF2IRDY  INTRONIC
GTF2IRDY  INTRONIC
SPDYES UPSTREAM
POMZP3 3PRIME_ UTR
POMZP3 3PRIME UTR
PMs2LIt EXONIC
PHTF2 INTRONIC
PHTF2 INTRONIC
PHTF2 INTRONIC
GRM3 SYNONYMOUS_CODING
DMTF1 INTRONIC
DMTF1 INTRONIC
DMTF1 INTRONIC
DMTF1 INTRONIC
DMTF1 INTRONIC
CROT INTRONIC
CROT EXONIC
CROT INTRONIC
DBF4 INTRONIC
ADAM22 INTRONIC
ADAM22 INTRONIC
ADAM22 INTRONIC
ADAM22 INTRONIC

Chremesem St End Zygesi Rk SHP Cedl  Hatol Qena
& N vaRsity Symol
chr? BI774407  BIT74407 Heterozygous A [<] Hovel AD
ohr? 87778243 87778244  Hsterozygous-~ T Noval ADAM22
chr? 87778243 87778244  Hetarozygous— T Novel ADAM22
chr? 87778243 87778244  Heterozygous— T Hovel ADAM22
chr? 87778243 87778244  Heterozygous~ T Novel ADAM22
chr? 87778243 87778284  Hetsrozygous— T Novel ADAM22
chr? 89887478 89887479  HeterozygousC T Navel STEAP2
chr? 88867478 88867479  HaterozygousC T Movel STEAP2
che? 88867478  §9367479  HaterorygousC T Hovel STEAPZ
che? 90894459 90884480  Heterozygous—— cca Novel FZD1
chr? 91761650 91761051  Hsterozygous— T Novel CYPS1A1
chr? 91761050 91761051  Heterozygous— T Novel CYP51AL
chrl 91774425 91774425  Heterozygous T [+ Novel LOC401387
chr? 81793287 91793287  Heterozygous G c Novel LOC401387
chi? 91924408 91924406 Haterozygous A o Nevsl ANKIS1
chr? 92764432 92784432  Heterozygous G A Novel SAMDSL
chr7 93633827 93833827  HeterozygousC T Moval BET!
chr? 94056847 94055847  HeterozygousC - Hovasl COL1A2
chr? 84183841 84183841  Heterozygous G A Hovel CASD1
chr? 85221928 45221928 Haterozygous A - Hovel PDK4
che7 85775776 85775777  Haterozygous— A Noval SLC25A13
chr? 95775776 85775777  Haterozygous - A Hovel SLC2BA13
che? 85775776 95775777  Hetsrozygous~ A Novsl SLC25A13
chr? 95775848 05775848  HaterozygousA - Moval SLO25A13
che? 95775849 95775848  HsterozygousA - Navel SLC25A13
chr? 95775848 95775848  HeterozygousA - Maovel SLG25A13
chr? 95818865 95818888  Heterozygous AA — Hoval SLC25A13
chr? 05018865 95818886  Heterozygous AA ~A Maovel SLC25A13
chr? 958188685 95818866  HeterozygousAA - Hovel 8LO25A13
chr? 85818865 95818886  HsterozygousAA ~A Moval SLC25A13
che? 95818865 95818888  Hsterozygous AA -— Navet SLC25A13
chr? 95818865 95818888  HaterozygousAA -A Navel SLC25A13
chr? 98115477 98115478  Hsterozygous— T Novel
chr? 97937272 97937272  Heterozygous T A Novel HBAIAP2LT
chr? 98636204 98836204  Heterozygous T ] Novel SMURF1
chr? He T [+ Noval SMURF1
chr? 98849758 98649756  Hetsrozygous A’ - Hovel SMURF1
chr? 98849766 98648756  Hatarozygous A - Movel SMURF1
chr7 99662136 99662136  Hstarozygous G A Novel ZSCAN21
chr] 98862136 99662138  Heterozygous G A Novel ZNF3
chr? H gous G A Novel CTorf47
chr? 100153102 100153102 Heterozygous A [+ Novel AGFG2
chr? 100371478 100371477 Homozygous - G Novel ZAN
che? 100371478 100371477  Homozygous ~ G Noval ZAN

. chw? 100389739 100389788  HeterozygousA [+ Movel ZAN
chr7 100389789 100388788  HaterozygousA [+ Movel ZAN
chr? 4 He ygous G A Novel MUC12
chr? 100845731 100845731  Heterozygous G A Novel MUG12
chr? 100731825 100731925 Homozygous C T Movel TRIM58
chr? H: 8o AGGC Movel ZNHIT1
chr? 101128481 101126481  Hsterozygous T - Novel EMID2
chr? 101877488 101877468 HeterozygousC T Novel cuxt
chr? 101877468 101877468  HaterczygousC T Novs! cuxi
chr? 101877468 101877488 HeterozygousC T Novel Cux1
chr? 102212880 102212880 Hsterozygous G [+ Novel POLR2J3
chr? 102212938 102212938  Hoterozygous G [+ Novel POLR2J3
chr? 102518914 102518914 Hsterozygous A G Novel FBXLI3
chr7 102518914 102518814  Heterozygous A G Novel FBXL13
chr7 102727052 102727052 Heterozygous T - Novel ARMC10
chr? 102727052 102727052  Heterozygous T - Novel ARMC10
chr? 102727052 102727052 Haterozygous T - Novel ARMC10
chr7 102727052 102727052 Heterozygous T - Noval ARMG10
chr? 102727052 102727052 Hsterozygous T - Novel ARMC10
chr? 102727052 102727052 Heterozygous T - HMovel ARMCI0
chr? 103038295 103036285 Hsterozygous T [ Novel SLC26AS
che? 1 1 H: g c MNovesl SLC26AS
che? 103038285 103038295 Heterozygous T (9 Navsl SLOZ8A5
chr? 103038295 103038295  Heterozygous T c Navel SLC28AS
chr? H T c Novel SLC28A5
chr? 103237008 103237008  Heterozygous T G Novel RELN
chr7 103237008 103237008  Heterozygous T G Novel RELN
chr? 104719472 104718472  HsterozygousA G Navel MLLS
chr7 104719472 104718472 Heterozygous A G Novel MLLS
chr7 105122892 105122892 Hsterozygous A - Novel Pus7
chr7 4 s [+ T Novel PIK3CG
chr? 4 Heter AA - Noval PIK3CG
chr? 4 Heter AA ~A Novel PIK3CG
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dbSNP . 5
Chromasom . Gena Amino Acid
. Start End Zygosity Reference  SKP Caf bekch Symbol Cenzsequance o
he? 107576173 107576178 Heterozygous T T Noval TAMBT  INTROMIC
chr? 107621306 107621306 Heterozygaus T B Navel LAMB1 INTRONIC
chr? 107817110 107817111 Heterozygous - A Mavel NRCAM INTRONIC
chr? 107817110 107817111 Heterozygous~ A Novel NRCAM INTRONIC
chr? 107817110 107817111 Heterozygous~ A Naovel NRCAM INTRONIC
chr? 107817110 107817111 Heterozygous— A Novel NRCAM INTRONIC
chr7 107817110 107817111  Heterozygous - A Navel NRCAM INTRONIC
chr? 114563517 114583517 Heterozygous T A HNovel MDFIC INTRONIC
chr? 114563517 114563517 Heterozygous T A Novel MDFIC HNON_SYNONYIL->H
chr? 114563517 114563517  Heterozygous T A Noval MDFIG INTRONIC
chr? 115892595 115892595 Heterozygous T c Novel TES INTRONIC
chr? 115892595 115892595  Heterozygous T c Novel TES INTRONIC
chr? 124475296 124475297 Heterozygous ——— AAACA HNovel POTH INTRONIC
chr7 124475296 124475297  Haterozygous —— AAACA Novel POTI1 INTRONIC
chr? 124475296 124475297 Heterozygaus —— AAAGA Novel POTI INTRONIC
chr? 124475296 124475297  Heterozygous ——— AAACA Nove! POTI INTRONIC
chr? 124475296 124475297  Heterozygous AAACA Novel POT1 INTRONIC
chr? 124482847 124482947 Heterozygous T C Novel POT! EXONIC
chr? 124482947 124482947 Heterozygous T [+ Novel POT! SYNONYMOUS_CODING
chr? 124482947 124482947 Heterozygous T [ Novel POTH EXONIC
chr? 124482947 124482947 HeterozygousT Cc Novel POTY EXONIC
chr7 124482947 124482847 Heterozygous T o} Noval POTH SYNONYMOUS_CODING
chr? 124537278 124537281 Heterozygous AAAG — Noval POT1 INTRONIC
chr? 124537278 124537281 Heterozygous AAAG ——— Novel POTH INTRONIC
chr? 124537278 124537281 Heterozygous AAAG Novel POTH INTRONIC
chr? 124537278 124537281  Hetsrozygous AAAG Novel POTH INTRONIC
chr? 124537278 124537281 Heterozygous AAAG —— Novel POTH INTRONIC
chr? 128035131 128035131 Heterozygous C - Novel IMPDH1 INTRONIC
chr? 128035131 128035131  HeterozygousG - Novel IMPDH1 INTRONIC
chr7 128035131 128035131  HeterozygousC - Novel IMPDH1 INTRONIG
chr? 128035131 128035131  Hetsrozygous G - Novel WMPDH1 INTRONIC
chr7 128035131 128035131 Heterozygous C - Novael IMPDH1 INTRONIC
chr? 128035131 128035131  HeterozygousC - Novel MPDHT INTRONIC
chr? 128035131 128035131 HaterozygousC - Novel IMPDH1 INTRONIC
chr? 128312541 128312541 Heterozygous G T Novel FAM7IFZ  SYNONYMOUS_CODING
chr7 128312541 128312541 Heterozygous G T Novel FAM71F2  SYNONYMOUS CODING
chr7 128315672 128315873  Heterozygous ——— TIC Novel FAM71F2 INTRONIC
chr7 128315672 128315873  Hsterozygous—— TTC Novel FAM71F2  INTRONIC
chr? 128317932 128317933  Hetarozygous TG - Novel FAM71F2 INTRONIC
chr? 128317932 128317933 Heterozygous TG -— Novel FAM71F2 INTRONIC
chr? 128413998 128413998  Heterozygous T - Novel OPN1SW INTRONIC
chr? 128482294 128482294 Heterozygous G A Novel FLNG NON_SYNONYIG->S
chr? 128482294 128482294 Heterozygous G A Novel FLNG NON_SYNONYIG->S
chr? 129592276 129592276 Haterozygous G - Novel UBE2H INTRONIC
chr? 129592276 129592276  Hsterozygous G - Novel UBE2H INTRONIC
chr? 132755082 132755062 Heterozygous T [ Novel CHCHD3 INTRONIC
chr? 133041032 133041032 Heterozygous G T Novel EX0C4 INTRONIC
chr? 133041032 133041032 Hetsrozygous G T Novel EXOC4 INTRONIC
chr? 137294228 137294228  Heterozygous A G Novel DGKI INTRONIC
chr? 138189180 138188190 HeterozygousC T Novel TRIM24 INTRONIC
chr7 138189180 133189190 Heterozygous G T Novsl TRIM24 INTRONIC
chr? 138417596 138417597  Heterozygous~ A Noval ATPBVOA4  INTRONIC
chr? 138417596 138417587  Heterozygous~ A Novel ATPBVOA4  INTRONIC
chr7 138417596 138417597 Heterozygous— A Novel ATP6VOA4  INTRONIC
chr? 138957241 138857244  Heterozygous TATG — Novel UBN2 INTRONIC
chr? 139416537 138418537 Heterozygous G A Mova! GENIC
chr? 139796765 139796785 Heterozygous G T Novel JHOMID NON_SYNONY! S->Y
chr? 140395531 140395531  Heterozygous G o] Novel ADCK2 DOWNSTREAM
chr? 140395531 140395531 Heterozygous G [¢] Novel LOC1001347 EXONIC
chr? 140395531 140395531 Heterozygous G [¢] Novel NDUFB2 UPSTREAM
chr? 141708470 141708470 Heterozygous C T Novel MGAM STOP_GAINED R->Stop
chr? 141719233 141719233 Heterozygous A T Navel MGAM INTRONIG
chr7 141759229 141759228 HeterozygousC T Novel MGAM INTRONIC
chr? 141885945 141885945 Heterozygous T - Novel LOC1001246 INTRONIC
chr? 141896632 141896632 Heterozygous G A Novel LOC1001246! INTRONIC
chr? 141899660 141899861 Heterozygous~ T Novel LOC1001246! INTRONIC
chr7 141846852 141946852 Homozygous G A Novel GENIC
chr? 141971083 141971083 Homozygous A c Novel GENIC
chr? 142138271 142139272 Homozygous TG CA Novel GENIC
chr? 142139277 142139277 Heterozygous G T Novel GENIC
chr? 142149348 142149348 Homozygous A c Novel GENIC
chr? 142334567 142334567 Homozygous T c Novel GENIC
chrl 142334608 142334608 Heterozygous G A Novel GENIC
chr? 142379096 142379098 Homozygous T ¢ Novel GENIC
chr? 142460261 142460261 Homozygous T A Novel PRSS1 INTRONIC
chr? 142471799 142471799  Heterozygous T (o) HNovel GENIC
chr 142471805 142471805 Heterozygous A c Novel GENIC

Chromosom

e
chr?

chr8
chrg
chrg

chrg
chrg
chr
chrd
chr8

SKP Cal

dBSHP
atch

Stert End Zygosity Rasference
142830838 142630838 Heterozygous T
142658741 142858741 HsterozygousG
143208738 143208738 HsterozygousC
144707913 144707913 HsterozygousC
148080865 148080885 HaterozygousG
148700818 148700818 HsterozygausC
150489244 150489244 HeterozygousC
150489244 150488244 HeterozygousC
150489248 150488244 HeterozygousC
150488244 150489244 HeterozygousC
150489244 150489244 Heterozygous G
150918587 150818587 Heterozygous T
150818587 150918587 Hsterozygous T
151843868 151843868 Hetarozygous~
151882623 151882624 Hsterozygaus AG
151933181 151933181 HeterozygousC
151845071 151845072 Heterozygous~
151971053 151871053  HeterozygousA
158415690 158415690 Heterozygous T
158441259 156441258  HeterozygousC
158441529 158441529 Heterozygous T
158441571 158441571 Heterozygous T
1874583 1874593 Heterozygous G
2033459 2033459 Heterozygous G
6302541 6302541 Heterozygous G
6302541 8302541 Heterozygous G
6302541 8302541 Heterozygous G
8605151 8805151 Homozygous T
6805218 8605216 Homozygous A
9588577 9588577 Homozygous A
9912220 9912220 Homozygous G
$912220 9912220 Homozygeus C
10532162 10532182  Momozygous C
12042865 12042885 Heterozygous G
12042865 12042865 Hsterazygous G
16921560 16921560  HeterozygousA
17401169 17401189 HeterozygousC
17401169 17401168 HeterozygousC
17406368 17406368  Heterozygous T
17408368 17406368  Heterozygous T
17446895 17446885  Homozygous A
20072542 20072542 Haterozygous A
21768381 21768384 Heterozygous AGAG
22483159 22463159 Heterozygous G
22463159 22463153 Heterozypous G
22463158 22463159  Hetarozygous G
22484872 22464872  Heterozygous A
22484872 22464872  HeterozygousA
22472960 22472960  Heterozygous T
22472960 22472860  Heerozygous T
22481876 22481876  HeterozygousC
22502372 22502372 HeterazygousC
22974370 22974370 Heterozygous G
24810463 24810483  HeterozygousC
25200059 25200059  HeterozygousA
25247822 25247822 HeterozygousA
25897686 25897688  Heterozygous G
28869311 28889311 Hesterozygous G
26868323 26868323  HstsrozygousG
27668678 27668678  Hsterozygous G
29083762 29053762  HeterozygousA
30933849 30933843 Heterozygous A
38281902 38261802 Heterozygous G
38884345 38884346  Heterozygous~
Het: -
38384345 38884348 Hetarozygous -
38884345 38884345  Heterozygous-—
39114677 39114677 Hetarozygous T
39312966 39312968 Heterozygous A
38312986 39312966 Heterozygous A
39312986 39312866 Heterozygous A
39323485 39323485  HeterozygousC
39323485 39323485  Heterozygous G
38323485 39323485  HeterozygousC
YE
33332004 39332005 Heterozygous -
39332004 39332005  Heterozygous—
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Gene e Amino Acid
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LOC1001285 DOWNSTREAM
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BSHP . .
Chromoss® chare End Zysosity  Reforence SNPCal  Mach O Consaquance 27ine Acd
° 5 Cat Symbel Change
ehrd J9508081 78506081 Heterozygous T C Novel AD, NIC
chr@ 39613315 39613316  Hsterozygous— Tr Novel ADAMZ FRAMESHIFT_CODING
chr8 41615739 416815739  HeterozygousA C Novel ANK1 INTRONIC
chr8 41615739 41815738 HeterozygousA o] Novel ANK1 INTRONIC
chr8 41615738 41815738 Heterozygaus A ] Novel ANK1 INTRONIC
chr8 41615738 41815733 Heterazygous A C Novel ANK1 INTRONIC
chrd 41815738 41615739 HeterozygausA Cc Novel ANK1 INTRONIC
chrd 41794797 417984799  Heterozygous TCT — Novel MYST3 NON_SYNONYMOUS_CODIN
chr8 41794787 41794799  Heterozygous TCT —_ Novel MYST3 NON_SYNONYMOUS_CODIN
chr8 41784787 41794799  Haterozygous TGT o Novel MYST3 NON_SYNONYMOUS_CODIN
chrd 42177044 42177044  HsterozygousC T Novel IKBKB INTRONIC
chr8 42177044 42177044  HeterozygousC T Novel IKBKB INTRONIC
chr8 42177044 42177044  Hetorozygous G T Novel IKBKB INTRONIC
chr8 42177044 42177044  HeterozygousC T Novel IKBKB INTRONIG
chrg 42177044 42177044  HeterozygousC T Novel IKBKB INTRONIC
chr8 42177044 42177044  Heterozygous C T Noval IKBKB INTRONIC
chr8 42798385 42798395  HeterozygousT - Novel HOOK3 INTRONIC
ched 43002053 43002053  Heterozygous T - Novel HGSNAT INTRONIC
chrd 56668879 56668879  HeterozygousA a HNovel TMEMEE SYNONYMOUS_CODING
chr8 59501283 58501283  HeterozygousC A Novel NSMAF INTRONIC
chrB 59501283 59501283  HeterozygousC A Novel NSMAF INTRONIC
chr8 59535859 59535881 Heterozygous —TT CGAA Noval NSMAF INTRONIC
chr8 59535859 59535861 Heterozygous—-TT CGAA Novel NSMAF INTRONIC
chr8 70536515 70536516  Heterozygous- A Novsl SULF1 INTRONIC
chr8 70536515 70538518  Heterozygous— A Novel SULF1 INTRONIC
chrg 70536515 70536518  Heterozygous— A Novel SULF1 INTRONIC
chr8 70536515 70536616  Heterozygoua— A Novel SULF1 INTRONIC
chr8 72211437 72211437  HeterozygousC A Noval EYA1 NON_SYNONYIG->V
chrB 72211437 72211437  HeterozygousC A Navel EYA1 NON_SYNONYIG->V
chr 72211437 72211437  HeterozygousC A Novel EYAL NON_SYNONYIG->V
chrd 72211437 72211437  Heterozygous G A HNovel EYAL NON_SYNONYIG->V
chr8 72960978 72969979  Heterozygous T A Novel LOC1001328! DOWNSTREAM
chr8 72969979 72969879  HeterozygousT A Novel LOC10013281 DOWNSTREAM
chr8 72969979 72869978  Heterozygous T A Novel TRPAL NON_SYNONYIN->Y
chr8 74896836 74896837  Heterozygous— T Novel TMEM70 DOWNSTREAM
chr8 74896836 74896837  Heterozygous— T Novel TMEMT0 DOWNSTREAM
chr8 748968368 74896837  Heterozygous- T Novel TMEMT0 DOWNSTREAM
chrd 79629738 79629738  HeterozygousC A Novel FAM184A  3IPRIME UTR
chr8 80831394 80831394  HeterozygousA - Novel MRPS28 INTRONIC
chr8 82355738 82355738  HeterozygousA G Navel PMP2 INTRONIC
chr8 91929653 91929653  HeterozygousA - Novel NECAB1 INTRONIC
chr8 92169542 92169542  HeterozygousC T Novel LRRCSS INTRONIC
chr8 95206774 965206774  HeterozygousA G Naovel CDH17 INTRONIC
chr8 95208774 95208774  HeterozygousA G Noval CDH17 INTRONIC
chr8 85547005 95547008  Heterozygous— T Novel KIAA1428  INTRONIC
chr8 95547005 95547008  Hetarozygous- T Novel KIAA1429  INTRONIC
che8 95861786 95861786  HeterozygousT - Navel INTS8 INTRONIC
chr8 96047806 96047807  Heterozygous-— A Naovel Cé8orfag ESSENTIAL_SPLICE SITE
chrg 98712108 98712108  Heterozygous T - Novel MTDH INTRONIC
chr8 98042882 98042893  Heterozygous— T Novel MATNZ INTRONIC
chr8 99042882 98042893  Heterozygous-— T Novel MATN2 INTRONIG
chr8 99055037 99055037  HeterozygousC T Novel RPLI0 INTRONIC
chr8 99055037 98055037 Heterozygous C T Novel SNORA72  UPSTREAM
chr8 100287518 100287518 Heterozygous T - Novel VP§138 INTRONIC
chr8 100287518 100287518 Heterozygous T - Novel VPS13B INTRONIC
chr8 100514125 100514128 Heterozygous TCCC e Novel vPS138 INTRONIC
chrg 100514125 100514128 Heterozygous TCCC — Novel VPS13B INTRONIC
chr8 100514154 100514154 HeterozygousC T Novel VPS138 INTRONIC
chr8 100514154 100514154 HeterozygousC T Novel VPS138 INTRONIC
chr8 101237471 101237471 HeterozygousC T Novel SPAG1 NON_SYNONYIP->S
chrd 101237471 101237471  HeterozygousC T Novel SPAG1 NON_SYNONYIP-)>S
chr8 1068573525 108573525 HeterozygousA - Novel ZFPM2 INTRONIC
chr8 116616281 116616281 HeterozygousC T Noval TRPS1 NON_SYNONYIV->1
chr8 117954966 117854966 HeterozygousG A Novel C8orf85 3PRIME UTR
chr8 1 1 H T G Novel NOV INTRONIC
chrg 121530385 121530388 Heterozygous TT e Novel MTBP INTRONIC
che@ 1 1 H ygous T c Novel ATAD2 INTRONIC
chr8 1 1 H ygous T G Novel KIAAQ196  INTRONIC
chr8 130763857 130783857 HeterozygousC A Novel GSDMC INTRONIC
chr8 131200298 131200299  Heterozygous— A Naovel ASAP1 INTRONIC
chrg 1 1 H T - Novsi EFR3A INTRONIC
chr8 133146498 133146498 Heterozygous T [s] Novel KCNQ3 INTRONIC
chr8 133769555 133769556 Heterozygous GA - Novel TMEMT1 INTRONIC
chrB 133769555 133789556 Heterozygous GA - Novel THMEMT1 INTRONIC
chrd 133978702 133978703 Hetarozygous TG TG Novel TG INTRONIC
chrd 133978702 133978703  Heterozygous TC _ Novel TG INTRONIC
chi8 134062271 134062271 Heterozygous T ke Novel TG INTRONIC

g

ohid 134082371 138082271 Heterozygous T G Novel
chr8 134062271 134082271 Hetsrozygous T G Novel
chrd 134062271 134082271 Haterozygous T G Novel
chr8 135615238 135615238  HeterozygousA G Novel
chrB 135615238 135615238 Heterozygous A G Novel
chr8 135815238 135815238 HeterozygousA G Navel
chrg 135615238 135815238 Heterozygous A G Novel
chrg 135615238 135615238 HetarozygousA G Novel
chrB 138691988 138681988 HatarozygousGTTA — Novel
chr8 140831358 140631358  Heterozygous G A Hovel
chr8 141749052 141748053 Heterozygous~ T Novel
chr 141749052 141749053  Heterozygous - T Novel
chr8 142228210 142228210 HeterozygousC T Novel
chr8 143832508 143832508 HeterozygousC T Novel
chr8 144886269 144886269 HeterozygousC T Novel
chir@ 144888289 144886289 HeterozygousC T HMovel
chrl 144940280 144940280 HeterozygousC G Novel
chi8 144940331 144940331 HeterozygousC T HNovel
chr8 145623881 145623881 HeterozygousC T Novel
chrd 145685903 145665803 HeterozygousC T Novel
chrB 145688777 145689777 HeterozygousG C Naval
chr8 145689777 145689777 Heterozygous G [o] Novsl
chr8 145889777 145689777 Haterozygous G (37 Hovel
chr8 145689777 145689777 Heterozygous G o] Navel
chrg 148156251 146156251 HeterozygousC T Novel
chrd 146156261 146156251 HeterozygousC T Novel
chrd 163928 163928 Heterozygous A - Novel
chrd 183928 163828 Hsterozygous A - Novel
chrd 183928 183928 Heterozygous A - Novel
chr 399287 399268 Heterozygous - C Novel
chrl 399267 399268 Heterazygous~ c Noval
chr 734908 734508 Haterozygous G c Novel
ched 734808 734808 Haterozygous G c HNovel
chrd 742303 742303 Heterozygous C T HNovel
chrg 742303 742303 Heterozygous G T Novel
chrd 2159088 2158070 Hsterozygaus GTT —_ Novel
chrd 2159068 2186070 Heterozygous GTT — Novel
chrg 4701842 4701842 Heterozygous T - Navel
chrg 4701842 4701842 Haterozygous T G Novel
chrl 5557562 5557562 Heterozygous T c Novel
chrd 6499822 6499822 Hesterozygous G - Novel
chrd 8470831 8470931 Heterozygous G - Novel
chrd 8470331 8470931 Haterozygous G - Novel
chrd 8470931 8470931 Heterozygous G - Novsl
che 8470931 8470831 Heterozygous G - Novel
chr 8470931 8470831 Heterozygous G - Noval
chrd 8470931 8470931 Heaterozygous G - Novel
chrd 13175718 13175718  Heterozygous GAG — Novel
chr§ 13222438 13222438 Hoterozygous T G Novel
chr8 14722148 14722147 Heterozygous— c Novel
chrg 14756451 14756452  Heterozygous— G Navel
chrg 14756451 14756452  Heterozygous - G Novel
chrd 15458080 15458081  Heterozygous-— T Novel
chrd I Y G c Novel
chrd 15465454 15465454  Hetsrozygous G [+] Novel
chrd 15510018 15510020 Heterozygous ~ G Movel
chr§ 15510018 15510020  Heterozygous— G Novel
chrl 15510019 15510020  Heterozygous~ G Novel
chrd 16418970 16418970  Heterozygous T [+] Novel
chrd 18639427 186839427  HeterozygousA c Novel
chrd 18639427 18633427 Heterozygous A c Novel
chrd 19424080 19424090  HeterozygousT G Navel
chrd 20448059 20448059  HaterozygousT - Novel
chr8 20885204 20885204  Homozygous A G Movel
chrd 20986366 20986368  HeterozygousT C Novel
chrd 21201961 212019681 Heterozygous G T Novel
chrl 271689417 27168417  HaterozygousC G Novel
chrd 27565646 27565646 Heterozygous T G Novel
chr8 27565646 27565646  Heterozygous T G Novel
chrg 28148669 28148869  HeterozygousC T Novel
chrd 32481501 32481501 Hsterozygous A - Novel
chrg 32708740 32768741 Heterozygous — AA Novel
chrg 32708740 32708741 Heterozygous~- -A Novel
chrd 32988173 32888173 Heterozygous A G Novel
chrd 32988173 32983173 Heaterozygous A G Noval
chrg 32988173 32988173  HeterozygousA G Novel
chrg 32988173 32988173  HeterozygousA G Novel

Gene Amino Acid
Symbol Congemquence ot
SLA INTRONIC
SLA INTRONIC
SLA INTRONIC
ZFAT INTRONIC
ZFAT INTRONIC
ZFAT INTRONIC
ZFAT INTRONIC
ZFAT INTRONIC
COL22A1  INTRONIC
KONK8 INTRONIC
PTK2 INTRONIC
PTK2 INTRONIC
SLC45A4  NON_SYNONYIR->Q
LYPD2 NON_SYNONYIE-DK
SCRIB NON_SYNONYID->N
SCRIB NON_SYNONYID->N
EPPK1 NON_SYNONYID~->H
EPPK1 NON_SYNONYIR->Q
GPSF1 INTRONIC
NFKBIL2 INTRONIC
CYHRI1 SYNONYMOUS_CODING
CYHR1 INTRONIC
CYHR1 SYNONYMOUS CODING
KIFG2 UPSTREAM
ZNF16 NON_SYNONYIR->H
ZNF16 NON_SYNONYIR->H
CBWD1 INTRONIC
CBWD1 INTRONIC
cBWD1 INTRONIC
DoCKe SPLICE SITE
DOCKs SPLICE SITE
KANK1 INTRONIC
KANKI1 INTRONIC
KANK1 SYNONYMOUS_CODING
KANK1 SYNONYMOUS _CODING
SMARCA2  INTRONIC
SMARCA2  INTRONIC
CDG3a7Ll  INTRONIC
CDGITLt INTRONIC
PDCDILG2 INTRONIC
UHRF2 INTRONIC
PTPRD INTRONIC
PTPRD INTRONIC
PTPRD INTRONIC
PTPRD INTRONIC
PTPRD INTRONIC
PTPRD INTRONIC
MPDZ INTRONIC
MPDZ SYNONYMOUS_CODING
CER1 INTRONIC
FREM1 SPLICE SITE
FREM1 SPLICE SITE
SNAPC3 INTRONIC
PsiP1 3PRIME UTR
PSIP1 3PRIME UTR
PSIP1 INTRONIC
PSIP1 INTRONIC
PSPt INTRONIC
BNC2 3PRIME UTR
ADAMTSLT INTRONIC
ADAMTSL1 INTRONIC
ACER2 INTRONIC
MLLT3 INTRONIC
KIAA1797  NON_SYNONYIQ-DR
KIAA1797  NON_SYNONYIM->T
IFNAT SYNONYMOUS_CODING
TEK INTRONIC
COorfl2 INTRONIC
Clorf72 INTRONIC
LINGO2 INTRONIC
DDX58 SPLICE SITE

GENIC

GENIC
APTX INTRONIC
APTX INTRONIC
APTX INTRONIC
APTX INTRONIC



dBSHP : : dbSNP . :
Chrumosamsut End Zygosi Refk SNP Cal Mastch Gene c Amina Acid Chrwneumsm End Zygasi Raf SNP G2l st Gene c Aming Acid
e YEosiy g Symbol Change a ¢ Symbel! Change
chr§ 32988173 72588173 Heterozygous A G Novel APTX INTRONIC chr3 97787724 87767724  Heterozygous G A Novel CHorf3 INTRONIC
chrd 32988173 32986173 Heterozygous A G Novel APTX INTRONIC chr8 97767724 87767724 Heterozygaus G A Novel Corf3 INTRONIC
chr§ 32988173 32988173 Heterozygous A G Novel APTX INTRONIC chrd 99408080 99408080 Haterozygous A - Novel CYorf21 INTRONIC
chr§ 32988173 32988173  Heterozygous A G Novel APTX INTRONIC chrg 99700407 98700407  Homozygous G T Novel FAM22G INTRONIC
chr 32988173 32988173  Heterozygous A G Novel APTX INTRONIC chrg 98700407 99700407  Homozygous G T Novel FAM22G INTRONIC
chrg 32988173 32988173  Heterozygous A G Novel APTX INTRONIC chrg 100426607 100426607 Heterozygous A G Navel NCBP1 INTRONIC
chrd 32988173 32988173  HeterozygousA G Novel APTX INTRONIC chrg 104306988 104308989  HeterazygousA - Novel RNF20 {NTRONIC
chrd 33058972 33056972 Heterozygaus A - HNovel SMU1 INTRONIC chrd 108234163 108234164  Heterozygous - T Novel FSDIL INTRONIC
chrd 33071662 33071662 Heterozygous A - Novel SMU1 INTRONIC chr8 108234163 108234164 Heterozygous— T Novel FSOIL INTRONIC
chrg 33541050 33541050  Heterozygous G A Novel GENIC chr8 108234163 108234164 Haterozygous— T Novel FSDIL INTRONIC
chrd 33586517 33566517 Heterozygous G A Novel GENIC chrd 112963497 112963497 Heterozygous G A Novel CYorf152 NON_SYNONYIL->F
chrg 33571222 33571222 Homozygous T - Naovel GENIC chrg 113259016 113259018  Heterozygous T G Novel SVEP1 INTRONIC
chrg 34254542 34254542 Heterozygous T [+ Novel KIF24 INTRONIC chr§ 113431142 113431142 Heterozygous G A Novel MUSK SPRIME UTR
chrd 34833081 34833081 Heterozygous C - Noval C8arfl44 EXONIC chrd 113431142 113431142 Hetarozygous G A Novel MUSK SPRIME UTR
chr8 35105311 35108311  HeterozygousG A Navel KIAA1538  SYNONYMOUS_CODING chrg 113431142 113431142 Heterozygous G A Novel MUSK SPRIME UTR
chr§ 35382560 35382560  HeterozygousT - Novel UNC138 INTRONIC chr§ 113496703 113498703  Heterozygous G A Novel MUSK INTRONIC
chrg 35561253 35561253  HeterozygousA o} Novel RUSC2 SYNONYMOUS_CODING chrg 113496703 113496703 Heterozygous G A Novel MUSK INTRONIC
chrg 35561253 35561253  HeterozygousA G Noval RUSG2 SYNONYMOUS_CODING chrg 113496703 113486703  Heterozygous G A Novel MUSK INTRONIC
chrd 35561253 35561253  HeterozygousA C Novel FAM1668  DOWNSTREAM chrg 116039127 116038127 Heterazygous G A Novel ©DC26 UPSTREAM
chrd 35676288 35676288  Heterozygous T [+ Novel CAg SPLICE SITE chrd 116039127 116038127 Heterozygous G A Novel PRPF4 INTRONIC
chrd H ygous A c Novel NPR2 INTRONIC chrd 116132028 116132023 HeterozygousG T Novel BSPRY SYNONYMOUS_CODING
chrg 36356258 36356258  Heterozygous T G Novel RNF33 INTRONIC chrd 117400867 117400867 Heterozygous A T Noval Clorfat NON_SYNONYIE->V
chrd 36356259 36356259  Heterozygous T G Noval RNF38 INTRONIC chrg 118164376 118164376  Hetarozygous T - Novel DECT INTRONIC
chrd 36356259 36356259 Hetarozygous T G Novel RNF38 INTRONIC chrd 119249734 119249734  Heterozygous G A Novel ASTN2 NON_SYNONY! T~
chr H, ygaus T G Novel RNF38 INTRONIC cheg 119249734 119249734  Heterozygous G A Novel ASTNZ NON_SYNONYIT->{
chr Hi gous T G Novel RNF28 INTRONIC chrg 119249734 119248734  Heterozygous G A Novel ASTN2 NON_SYNONYI T->1
chrg 41954728 41954728  Homazygous G A Novel MGC21881 INTRONIC chrg 119248734 119249734  Heterozygous G A Novel ASTN2 NON_SYNONYI T->{
chr8 41854826 41954826  HeterozygousC T Naval MGC21881 EXONIC chrg 119249734 119249734  Heterozygous G A Novel ASTN2 NON_SYNONYI T->1
chrg 66517038 68517038  Heterozygous G A Novet GENIC chrg 123177263 123177283  Heterozygous G A Novel COK5RAPZ  INTRONIC
chr8 88427938 68427940  Heterozygous AT - Novel GENIC cheg 123177263 123177263 Heterozygous G A Novel CDKSRAP2  INTRONIC
chrg 68427946 68427946  Heterazygaus A G Novel GENIC chrg 123233948 123233948  Heterozygous T c Novel CDKSRAP2Z  INTRONIC
chrd Fh G - Novel ANKRD20A4 FRAMESHIFT_CODING chrd 123233948 123233948  Heterozygous T c Novel CDK5RAPZ  INTRONIC
chrd t ygous C A Novel GENIC chr8 125240206 125240207 Heterozygous—— T Novel OR1J1 UPSTREAM
chrd 70993082 70983093 Heterozygous ~ T Novel PGM5 INTRONIC chrd 130566876 1305608768 Heterozygous T G Navel FPGS INTRONIC
chrg 72091082 72091082  HeterozygousA T Novel APBA1 INTRONIC chrg 130566876 130566876 Hatarozygous T G Navel FPGS INTRONIC
chrg 77353256 77353256  Heterozygous G c Novel TRPME INTRONIC chrg 130605433 130605433 Heterozygous G A Novel ENG SYNONYMOUS_CODING
chrd 77353256 77353256  HeterozygousG c Novel TRPMS INTRONIC chrg 130805433 130605433 Hsterozygous G A Novel ENG SYNONYMOUS_CODING
chr8 77353266 77353256  Heterozygous G [+ Novet TRPMS INTRONIC chrg 131104703 131104703 Hetarozygous A G Novel SLC27A4  INTRONIC
chrg 78748980 78748981  Heterozygous~ T Novel PCSKS INTRONIC chrg 131683071 131583071  HeterozygousC A Naval ENDOG NON SYNONYIS->R
chrg 79118832 79118632  HeterozygousG - Novel GCNT1 3PRIME_UTR chrg 131583071 131583071  HeterozygausG A Navel Corfil4  DOWNSTREAM
chrg 78118632 79118832  HeterozygousC - Novel GCNT1 3PRIME_UTR chrd 133231452 133231453 Heterozygous— c Novel GENIC
chrg 78118632 79118832  HeterozygousC - Novel GCNT1 3PRIME UTR chrg 133233795 133233795  Heterozygaus A T Novel GENIC
chr8 79118632 79118632  HeterozygousG - Novel GONT1 3PRIME_UTR chrd 134098052 134098052 HeterozygousC T Novel NUP214 INTRONIC
chrd 79118632 79118632  HeterozygousC - Navel GCNT1 3PRIME_UTR chrd 1361617687 135181767 Heterozygous A - Novel SETX INTRONIC
chrd 79244208 79244209 Heterozygous A - Novel PRUNE2 SPLICE SITE chr§ 135783732 135783732 Heterozygous G A Novai CYorf3 NON_SYNONYIG->S
chrd 79814919 79814319 Heterozygous T [ Novel VPS13A INTRONIG chrg 135819378 135819378  Heterozygous G A Novel GTF3CH INTRONIC
chrd 79814919 79814919 Heterozygous T c Navel VPS13A INTRONIC chrg 136919378 135819378  Heterozygous G A Novel GTF3CH INTRONIC
chrd 79814918 79814919 Heterozygous T c Novel VPS13A INTRONIC chrg H C A Novel TMEMSC  INTRONIC
chrg 79814919 79814919 Heterozygous T c Novel VPS13A INTRONIC chr§ Hi y G A Novel TMEMSC INTRONIC
chr8 79955345 79955345  HeterozygousG A Novel VPS13A NON_SYNONYIS->N chr 137293486 137293688 Heterozygous G A Novel RXRA SYNONYMOUS_CODING
chr8 79955345 79956345  Heterozygous G A Novel VPS13A NON_SYNONYIS->N chr8 137314208 137314208  HetarozygousC T Novet RXRA INTRONIC
chrg 79955345 79955345  Heterozygous G A Novel VPS13A NON_SYNONYIS->N chrd 137733961 137733981 Heterazygous A c Novel COLS5A1 INTRONIC
chrg 79955345 79955345  Heterozygous G A Novel VPS13A NON_SYNONYIS->N chrg 138555222 138555222 Heterozygous G A Novel LCNg EXONIC
chrg 80881524 80881524  HeterozygousG T Novel CEPT78 NON_SYNONYIP->L chrd 138742110 138742110  Heterozygous G c Novel CAMSAP1  INTRONIC
chr9 80881524 80881524  Heterozygous G T Noval CEP78 NON_SYNONYIP->L chr8 139270976 139270976 Heterozygous G A Novel SNAPC4 INTRONIC
chr8 82264838 82284839  Heterozygous - T Novel TLE4 INTRONIC chrd 139288850 139288850 Heterazygous G T Novel SNAPC4 INTRONIC
chrd 85926894 85926894 Heterozygous A - Novel FAMD3 SPLICE SITE chrg 139686290 139686290 Heterozygous C A Novel TMEM141  INTRONIC
chrg 86518190 868518190  HeterozygousG T Novel KIF27 NON_SYNONYIV~->] chrg 139748635 139748635 Homozygous G A Novel MAMDC4  INTRONIC
chr 86914708 86914710 Heterozygous - T Noval SLC28A3 INTRONIG chr8 139753246 139753248 Homozygous C T Novel MAMDC4 NON_SYNONYIP->L
chrd 88257811 88257811  Heterozygous T A Novel AGTPBP1  NON_SYNONY/E->D chrg 139874591 139874591 Homozygous G A Nove! PTGDS INTRONIC
chrd 88953635 88953635  Heterozymous T c Novel ZCCHCE INTRONIC chrg 139997353 139997353  Heterozygous A G Naovel MAN1B1 INTRONIC
chr 88953635 88953635  HeterozygousT c Novel ZCCHCE INTRONIC chrg 140007466 140007466 Homozygous G A Novel DPP7 NON_SYNONYIA->V
chrd 88953635 88953635 Heterozygous T [+ Novsl ZCCHCE INTRONIC chrd 140051217 140051217 Heterozygous G e} Novel GRINT SYNONYMOUS_CODING
chr§ - 90345437 90345437  HeterozygeusC T Novel CTsL1 INTRONIC chrg 140051217 140051217 Heterozygous G o} Novel GRIN1 SYNONYMOUS_CODING
chrg 90345437 90345437  Heterozygous C T Novel CTsL1 INTRONIC chrg 140051217 140051217 Heterozygous G C Novel GRINt SYNONYMOUS_CODING
chrg 90401855 90401855  HeterozygousG T Novel CTsLY DOWNSTREAM chrg 140051217 140061217  Heterozygous G c Novel GRIN1 SYNONYMOUS_CODING
chr8 80746803 80746808  HeterozygousC T Novel FAM75C2  SYNONYMOUS_ CODING chrg 140051217 140051217  Heterozygous G C Navel GRINt SYNONYMOUS_CODING
chrg 94118287 94118288  Heterozygous- A Novel AUH INTRONIC chrg 1 1 Hi ygaus G A Novel NDOR1 SPLICE SITE
chrg 94487101 94487101 Heterozygous G T Novel ROR2 NON SYNONYIG->S chrg 140108868 140108868 HeterozygousG A Novel NDOR1 SPLICE SITE
chr He [ T Novel NOL8 INTRONIC chrg 140108868 140108868 Heterozygous G A Novel NDOR1 SPLICE SITE
chrd H C T Noval NOLS INTRONIC chr8 140108868 140108868 Heterozygous G A Novel NDOR1 SPLICE SITE
chr8 95618606 95618606  HeterozygousA - Novel INF484 SPLICE SITE chrg 140109141 140109141  HeterozygousC T Novet NDOR1 NON_SYNONY!P->L
chr 85618606 95618606  HeterozygousA - Novel ZNF484 SPLICE SITE chrg 140109141 140108141  HeterozygousC T Novel NDOR1 NON_SYNONYIP->L.
chrg H; Ve T Novel CYorfas INTRONIC chrd 140109141 140108141 HeterozygousC T Novel NDOR1 NON_SYNONYIP->L
chr8 97081262 97081252  HeterozygousG G Noval FAM22F NON_SYNONYIA->G chr§ 140109141 140109141  HeterozygousC T Novel NDORT1 NON_SYNONYIP->L.
chr8 87081263 97081263  Heterozygous G C Novel FAM22F SYNONYMOUS_CODING chrd 140140008 140140008 Heterozygous A G Novel TUBB2C DOWNSTREAM
chr8 97767724 97767724  Heterozygous G A Novel C9orf3 INTRONIC chrg 140140008 140140008 HeterozygousA G Novel FAM186A  SYNONYMOUS CODING.SPL
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334192
402321
428530
429828
429980
433787
436083
438735
438918
461913
468688
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5684534
5827330
5827330
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31137496
31137496
31137486
31137488
31137496
31137488

dBSNP

- Gana 9 Sring Aoid
334192 Heterozygout A (3 Novel BIP2G  INTRONIO
402321 Heterozygous G A Novel DiP2C INTRONIC
428530 Haterozygous C T Novel DiP2c INTRONIC
429926 Heterozygous A G Navel biP2c INTRONIC
429880 Heterozygous G A Navel DIP2C SYNOWYMOUS_CODING
433787 Haterozygous A G Novel DiP2C INTRONIC
436083 Hetarozygous T - Novel DiPr2C INTRONIC
436735 Heterozygous G A Novel DiP2C SYNONYMOUS_CODING
438918 Haterozygous C - Hovel DIP2G INTRONIC
461913 Heterozygous G - Novel oIP2C INTRONIC
488699 Haterozygous — GAG Navsl DIP2C INTRONIC
3174500 Heterozygous - c Novel PFKP INTRONIC
5884535 Heterozygous - A Novel ASB13 INTRONIC
5884535 Heterozygous ~ A HNoval ASB13 INTRONIC
5827332 Hetsrozygzous TCT — Movel GDIz INTRONIC
5827332 Haterozygous TCT — Noval GhIR2 INTRONIC
7866384 Heterozyzous A G HNovel TAF3 EXONIC
11362790 Hsterozygous T - Novel CELF2 INTRONIC
11362790 Haterozygous T - Hovel CELF2 INTRONIC
11382730  Heterozygous T - Movel CELF2 INTRONIC
11362780 Hsterozygous T - Novel CELF2 INTRONIC
11908384  Heterozygous C T Novel GC10arf47 INTRONIC
12212044  Heterozygous T c Novel SEC61A2  DOWNSTREAM
12212044 Haterozygous T c Novel SEC81AZ  DOWNSTREAM
12212044  Haterozygous T c Novel SECHIA2  DOWNSTREAM
12212044  HeterozygousT o] Novet NUDTS INTRONIC
12212058  Heterozygous G A Novel SEC61A2  DOWNSTREAM
12212058  Heterozygous G A MNovael SECE1AZ  DOWNSTREAM
12212058  Heterozygous G A Navel SECB1A2  DOWNSTREAM
12212058  Heterozygous G A Novel NUDTS INTRONIC
12272998  HeterozygousA [ Novel coo123 SPLICE SITE
12291538 Heterozygous AAAT b Novel €DC123 INTRONIC
12291354 Heterozygous G A Navel cDG123 INTRONIC
14563246  HeterozygousG G Hoval FAMI0TE  NON_SYNONYIK-ON
14812659  HeterozygousA G Hovel HSPA14 NON_SYNONYIM->V
15681782 Heterozygous A <] HNoval OLAH INTRONIC
15081782 HeterozygousA ] Hoval OLAH INTRONIC
17276659  Hsterozygous G A Hovel GENIC
26513538 Heterozygous T c Navel GAD2 NOMN_SYNONYI->T
26513538 Heterozygous T 14 Navsl GAD2 NON_SYNONY!H->T
26849887  Heterozygous G T Novel APBBIIP INTRONIC
27148563  HsterozygousC T Novel Agnt INTRONIC
27148583  HeterozygousC T Hovel ABIt
27149563 Heterozygous G T Novel At INTRONIC
27149583 HeterozygousC T Novel ABI INTRONIC
27149583 Heterozygous G T Movel ABN INTRONIC
27149563 Hetsrozygous C T Noval ABH INTRONIC
27149563  HeterozygousC T Noval ABl INTRONIC
27149563  Heterozygous G T Novel ABI INTRONIC
27149563  HaterozygousC T Noval ABI INTRONIC
27149563  HsterozygousC T Navel ABI INTRONIC
27149583  HeterozygousC T Hovel ABI INTRONIC
27149563 HeterozygousC T Navel Asl INTRONIC
27326768 HeterozygousA - Noval ANKRD26  INTRONIC
27333122 Heterozygous A - Novel ANKRD26  SPLICE SITE
27401086  Heterozygous T [ Movel YMEILY INTRONIC
27401086  Heterozygous T [+] Novel YMEILT INTRONIC
27412376 Heterozygous— [ Hovel YMEILY INTRONIC
27412376 Hstsrozygous - C Novel YMEIL1 INTRONIC
27412377  Heterozygous T A Navel YMEILY INTRONIC
27412377 Heterozygous T A Novel YMEILT INTRONIC
27687535  Heterozygaus—~ T Novel PTCHD3 FRAMESHIFT_CODING
28151605  Heterozygous T - HNovel ARMC4 INTRONIC
29747447 HeterozygousC T Novel SVIL SYNONYMOUS_CODING
29747447 HeterozygousC T MNovel SVIL. SYNONYMOUS CODING
29754543  HeterozygousC T Novel SVIL. SYNONYMOUS_CODING
28754543  HsterozygousC T Novel SVIL SYNONYMOUS_CODING
30317478 Heterozygous C T Novel GENIC
309801723  HeterozygousC - Hovel LYZL2 INTRONIC
30915897  HeterozygousA G Novel LYZi2 INTRONIC
31137488  Heterozygous T Cc Novel ZNF438 NON_SYNONYID->G
31137496 Heterozygous T (4] MNovel ZNF438 HNON_SYNONYID->G
31137498 Heterozygous T 4] Novel ZNF438 NON_SYNONYID->G
31137498  Heterozygous T C Novel ZNF438 NON_SYNONYID->G
31137488 HeterozygousT C Novel ZNF438 NOM_SYNONYID->G
31137486 HeterozygousT c Mavel ZNF438 HON SYNONYID->G
31137498 Heterozygous T C Novel ZNF438 EXONIC

NP .
ehe10 37107408 31137408 Heterozyzoua T ) @d ZHFASE  NON.SYNONVID->G
chri 35314131 35314132 HeterozygousAA - Hovel cuLz SPLICE SITE
chrl0 35314131 35314132 HsterozygousAA -A HNovel cuLz SPLICE SITE
chri0 35437238 35437240 Heterozygous - T Hovel CREM INTRONIC
chriQ 385437238 35437240  Hsterozygous— T HNovel CREM INTRONIC
chri0 36437238 35437240  Heterozygous— T MNoval OREM INTRONIC
chr10 35437239 35437240  Hstarozygous— T Novel CREM INTRONIC
chrll 35437238 35437240  Hetsrozygous-— T Hovel CREM INTRONIC
chrlQ 35437239 35437240  Hasterozygous - T Hovel CREM INTRONIC
chri0 35437238 35437240  Heterozygous— T MNovel CREM INTRONIC
chri0 35437238 35437240  Haterozygous- T Novel CHEM INTRONIC
chri@ + rgous T Cc HNovel CREM INTRONIC
chr10 H gous T [+] Novel CHEM INTRONIC
chrl0Q 35484833 35484833 Heterozygous T G Novel CREM INTRONIC
chrl0 35464833 35464833 Hsterozygous T [ Novel CREM INTRONIG
chrl10 Hy T 14 Hovel CREM INTROMIC
chr10 35464833 35484833 Heterozygous T [ HNevel CREM INTRONIC
chrl 35484833 35464833  HeterozygousT c Hovel CREM INTRONIC
chrl0 35464833 35464833  HetsrozygousT G Hovel OREM INTRONIC
chri0 35484833 35484833  HeterozygousT c Hovel CHREM INTRONIC
chr10 35484833 25484833 Heterozygous T ] HNovsl CREM INTRONIC
chrid Harke T [ Novsl CREM INTRONIC
chrl0 H Y T c Novel CREM INTRONIC
chrl0 37481971 37481871 HetsvozygousT c Novel ANKRD3I0A INTRONIC
chriQ 38241920 35241820  HsterozygousQ A Novel ZNF25 NON_SYNONYIT-DM
chrl0 38847483 38847484 - T Hoval HSDI7B7PZ INTRONIC
chr10 38881860 138881880  Hsterozygous O - HNovel SEPTIL INTROMIC
chrl0 32897338 38887339 Hsterczygous T A Novel GENIC
chrl10 43671378 43871378 Heterozygous T - Movel CSGALNACT INTRONIC
chril He Y G G Novel MARCHS GPRIME UTR
chrlG 48028889 48028689  HeterozygousC G Movel MARCHS GPRIME UTR
chw10 46028889 48028689  HeterozygousC G Novel MARCHS SPRIME UTR
chrl 46187650 48187650  Hsterozygous A T Noval GENIC
chri0 47673920 47673820  HsterozygousC T Movel ANTARL INTRONIC
chri0 48239513 49239513 HeterozygousC A MNovel GENIC
chri0 48318300 49318300  Hetsrozygous T [ Movel GENIC
chri0 50031213 50031213 Hsterozygous T - Hovel WDFY4 INTRONIC
chriQ 52443542 52443542  Hetsrozygous G T HNovel GENIC
chrl0 54078311 54078311 Heterozygous T C Novs! DEK1 SPLICE SITE
chri0 55838181 55838181 Hstsrozygous C T Novel PCDHIS SYNONYMOUS_CODING
chr10 55839181 55838181 Haterozygous G T HMovel PCDHIS SYNONYMOUS_CODING
chriQ 55838181 55839181 Heterozygous G T MNovel PCDHIS SYNONYMOUS_CODING
chri0 55830181 . 55839181 Heterozygous G T HNovsl PCDHIS SYNONYMOUS_CODING
chri0 55839181 55839181 Hetsrozygous G T MNovel PCOH15 SYNONYMOUS_CODING
chriQ 55838181 55839181 Heterozygous G T Novel PCDHIS SYNONYMOUS_CODING
chriQ 55838181 55838181 Haterczygous G T Novel PGDHIS SYNONYMOUS_CODING
chri0 55839181 55839181 Heterozygous C T Hovel PCDHIS SYNONYMOUS_CODING
chri0 55839181 55839181 Heterozygous G T Novel PCDHIS SYNONYMOUS_CODING
chei0 65839181 55838181 Hetevozygous C T MNovel PCDHIS EXONIC
chri0 55838181 55838181 Hsterozygous G T Novel PCOH1S SYNONYROUS_CODING
chr10 55839181 55839181 Haterozygous G T Novatl PODHI1S SYNONYMOUS_CODING
chri0 80120682 80120882  Hstsrozygous A - Hovel UBE2D1 INTRONIC
chri0 81574358 61574359  Hsterozygous AC — Movel CCDCS INTRONIC
chril 61842293 61842283  HeterozygousA G Povel ANK3 INTRONIC
chri0 81842293 81842283 HatsrozygousA G Movel ANK3 INTRONIC
chri0 84913168 64913188  Heterozygous G c Movel NREBF2 INTRONIC
chri0 69699479 69689480  Heterozygous AT - HNovel HERC4 NTRONIC
chri0 89699479 696899480  Heterozygous AT - Novel HERC4 INTRONIC
chri0@ 89855125 69955125  Heterczygous G A HNovel MYPN INTRONIC
chri0 70360715 70380715  Haterozygous T - Novel TET1 INTRONIC
chr10 71048481 71048481 Heterozygous A c Novel HK1 SPRIME UTR
chri0 71048481 71048481 Heterozygous A [ Novel HK1 BPRIME UTR
chrl10 71048481 71048481 Haterozygous A [ Novel HK1 SPRIME UTR
chriQ 72185717 72195717  Heterozygous G A Novel NODAL SYNONYMOUS_CODING
chri0 73406559 73406558  Heterozygous T C Novel CDH23 INTRONIC
chrlQ 73408558 73408559  Hsterozygous T c Movel GCDH23 SPRIME_UTR
chri0 73406583 73408558  Heterozygous T c Novel CDH23 INTRONIC
chriC 73408559 73408559 Hetsrozygous T c Novel CDH23 INTRONIC
chri0 73500481 73500481 Heterozygous A - MNovel CDH23 INTRONIC
chriQ 74888383 74886393  Heterozygous G - Movel NUDTI3 INTRONIG
chr10 74836740 74886740  HatarozygousA - Movel ECD INTRONIG
chri0 74886740 74896740  HaterozygousA - Movel ECD INTRONIC
chri0 74896740 74808740  HsterozygousA - Novel ECD INTRONIC
chrt0 74896740 74886740  HeterozygousA - Novel ECD INTRONIC
chriC 75010541 75010541 Hetarozygaus A G Novel MRPS18 3PRIME UTR
chr10 75072118 75072118 Hsterozygous T c MNovel TTC18 INTRONIG
chri0 75072373 75072373 Haterozygous T o Novsl TTC18 HON_SYNONYID~>G



