Table $1
Gene Locus RefSeq Variant Proband PolyPhen SIFT ESP Genotype #* Disease Association Disease Notes (OMIM)
ADNP 20q13.13  NM_015339 c.2157C>G p.Y719X +- NR NR N/A Autism Multiple frameshift and nonsense mutations identified in individuals with autism
(Helsmoortel et al 2014; O'Roak et al 2012a; O'Roak et al 2012b)
Schizophrenia: rs1457092*A and rs2305767*A (Jungerius et al 2008);
Celiac disease: rs2305764*A (Monsuur et al 2005), rs7259292 (Wolters et al 2007),
Schizophrenia, rs1457092C/T (Loeff et al 2012);
Celiac disease, Inflammatory bowel disease: rs2305767 (Cooney et al 2009), rs962917 (van
Inflammatory bowel disease, Bodegraven et al 2006, Latiano et al 2008), rs1545620 (van Bodegraven et al 2006,
Crohn's disease, Latiano et al 2008), rs2305764 (van Bodegraven et al 2006, Latiano et al 2008),
MYO9B 19p13.1 NM_004145 ¢.5567G>A p.R1856H +- probably damaging  damaging AA=0/AG=1/GG=6490 Ulcerative colitis, rs2279002 (van Bodegraven et al 2006);
Acute pancreatitis, Crohn's disease: rs2305767 (Cooney et al 2009), rs1457092 (Wolters et al 2011),
Barrett's esophagus/ rs2305764 (Wolters et al 2011), rs962917 (Wolters et al 2011);
esophageal adenocarcinoma Ulcerative colitis: rs1545620T/T (Shi et al 2011), rs2305767 (Nunez et al 2007),
rs1457092 (Nunez et al 2007), rs2305764 (Nunez et al 2007);
Acute pancreatitis: rs7259292 and rs1545620 (Nijmeijer et al 2013);
Barrett's esophagus/esophageal adenocarcinoma: rs2305764G/G (Menke et al 2012)
One SNP (rs1531070) was significantly associated with congenital heart malformations in
. " a Han Chinese GWAS study (Hu et al 2013);
MAML3  4q28 NM_018717  ©.1526_1527insGCA p.Q509delinsRK +- NR NR N/A g;’;\ii’;faéliesgo'::g:( ’s":féf;r"fa Chromosomal translocation resulting in a PAX3-MAML3 fusion protein is associated with
v biphenotypic sinonasal sarcoma (Wang et al 2014). However, the direct role MAMLS3 plays
in oncogenesis is unknown.
TEKT3 17p12 NM_031898 c.1272_1280del p.vV424_E426del +- NR NR N/A No known disease association  N/A
¢.818_819insAT p.T273NfsX157 +- NR NR N/A ' . N/A
CRIPAK 4p16.3 NM_175918 ¢.826T>C p.C276R - benign tolerated  NJA No known disease association N/A
~ _ ¢.302G>A p.R101H +- benign tolerated  N/A " - N/A
KRTAP4-3 17q12-q21 NM_033187 .195_196ins15 p.CB5X - NR NR N/A No known disease association N/A
c.87_158del p.G30_C52del +/- NR NR N/A . e N/A
KRTAP5-5 11p15.5 NM_001001480 C.130_138del p.G44_G46del - NR NR N/A No known disease association N/A
C.7744A>G p.T2582A +/- benign tolerated N/A
NM_002458 ¢.11357_11434del p.T3787_Q3811del +- NR NR N/A
C.7744A>G p.T2582A +- benign tolerated N/A
NM_002458 ¢.11309T>C p.F3770S +/- benign tolerated N/A
NM 002458 Cc.7744A>G p.T2582A +/- benign tolerated N/A
- ¢.10246_10332del p.P3416_T3444del +- NR NR N/A
c.7744A>G p.T2582A +- benign tolerated N/A
NM_002458 €.9929C>G p.T3310S +- benign tolerated N/A
C.7744A>G p.T2582A +- benign tolerated N/A
NM_002458 €.9626G>A p.R3209K +/- benign tolerated N/A
C.7744A>G p.T2582A +- benign tolerated N/A
NM_002458 c.9353C>T p.A3118V +/- benign tolerated N/A
C.7744A>G p.T2582A +- benign tolerated N/A
NM_002458 ¢.8782C>G p.R2928G +- benign tolerated N/A
C.7744A>G p.T2582A +- benign tolerated  N/A
NM_002458 c.8063C>T p.P2688L +/- benign tolerated N/A
NM 002458 c.6875G>A p.R2292H +/- benign tolerated N/A
- €.13441_13442insTGC p.V4481_S4482insC +- NR NR N/A
NM 002458 c.7744A>G p.T2582A +- benign tolerated N/A
- c.11855C>A p.T3952N +- possibly damaging tolerated  Not reported in ESP
NM 002458 C.7744A>G p.T2582A +- benign tolerated N/A
- C.13441_13442insTGC p.V4481_S4482insC +/- NR NR N/A
NM 002458 c.9353C>T p.A3118V +/- benign tolerated N/A
- C.13441_13442insTGC p.V4481_S4482insC +/- NR NR N/A
NM 002458 c.9353C>T p.A3118V +- benign tolerated N/A
- ¢.11855C>A p.T3952N +- possibly damaging tolerated  Not reported in ESP
NM 002458 c.9353C>T p.A3118V +- benign tolerated  N/A
- €.11357_11434del p.T3787_Q3811del +- NR NR N/A
€.9353C>T p.A3118V +/- benign tolerated N/A
NM_002458 ¢.11309T>C p.F3770S +- benign tolerated N/A
¢.9353C>T p.A3118V +- benign tolerated N/A
NM_002458 10246 10332del p.P3416_T3444del +- NR NR N/A
c.9353C>T p.A3118V +/- benign tolerated N/A
NM_002458 €.9929C>G p.T3310S +/- benign tolerated N/A
c.9353C>T p.A3118V +/- benign tolerated N/A
NM_002458 €.9626G>A p.R3209K +/- benign tolerated N/A
¢.8782C>G p.R2928G +- benign tolerated N/A
NM_002458 ©.9353C>T p.A3118V +- benign tolerated N/A
c.8063C>T p.P2688L +/- benign tolerated N/A
NM_002458 €.9353C>T p.A3118V +/- benign tolerated N/A
c.6875G>A p.R2292H +- benign tolerated N/A . P . o
NM_002458 . . . " . N . An intronic minor allele (T) of SNP rs35705950 increases the susceptibility to pulmonary
MUC5B 11p15.5 ¢.11855C>A p.T3952N +- pos_smly damaging tolerated  Not reported in ESP Idiopathic pulmonary fibrosis fibrosis (Seibold et al 2011; Zhang et al 2011; Hunninghake et al 2013)
NM 002458 c.6875G>A p.R2292H +- benign tolerated
- c.11357_11434del p.T3787_Q3811del +- NR NR N/A
c.6845_6850del p.T2283_T2283del +/- NR NR N/A
NM_002458 ¢.11309T>C p.F3770S +- benign tolerated N/A
NM 002458 c.6845_6850del p.T2283_T2283del +/- NR NR N/A
- c.10246_10332del p.P3416_T3444del +/- NR NR N/A
NM 002458 c.6845_6850del p.T2283_T2283del +- NR NR N/A
- €.9929C>G p.T3310S +- benign tolerated  N/A
NM 002458 €.6845_6850del p.T2283_T2283del +- NR NR N/A
- €.9626G>A p.R3209K +/- benign tolerated N/A
NM 002458 c.6845_6850del p.T2283_T2283del +- NR NR N/A
- €.9353C>T p.A3118V +- benign tolerated N/A
NM 002458 c.6845_6850del p.T2283_T2283del +- NR NR N/A
- c.8782C>G p.R2928G +- benign tolerated N/A
c.6845_6850del p.T2283_T2283del +/- NR NR N/A
NM_002458 c.8063C>T p.P2688L +/- benign tolerated N/A
c.6845_6850del p.T2283_T2283del +/- NR NR N/A
NM_002458 C.7744A>G p.T2582A +- benign tolerated N/A
NM 002458 c.6845_6850del p.T2283_T2283del +- NR NR N/A
- ¢.6875G>A p.R2292H +- benign tolerated  N/A
NM 002458 c.6845_6850del p.T2283_T2283del +- NR NR N/A
- €.11357_11434del p.T3787_Q3811del +- NR NR N/A
NM 002458 c.6845_6850del p.T2283_T2283del +- NR NR N/A
- ¢.11855C>A p.T3952N +- possibly damaging tolerated  Not reported in ESP
c.6875G>A p.R2292H +- benign tolerated N/A
NM_002458 c.11309T>C p.F3770S +- benign tolerated N/A
c.6875G>A p.R2292H +/- benign tolerated N/A
NM_002458 c.10246_10332del p.P3416_T3444del +/- NR NR N/A
c.6875G>A p.R2292H +/- benign tolerated N/A
NM_002458 €.9929C>G p.T3310S +/- benign tolerated N/A
€.6875G>A p.R2292H +- benign tolerated N/A
NM_002458 €.9626G>A p.R3209K +- benign tolerated  N/A
€.6875G>A p.R2292H +/- benign tolerated N/A
NM_002458 €.9353C>T p.A3118V +/- benign tolerated N/A
c.6875G>A p.R2292H +- benign tolerated N/A
NM_002458 ¢.8782C>G p.R2928G +- benign tolerated N/A
c.6875G>A p.R2292H +- benign tolerated N/A
NM_002458 c.8063C>T p.P2688L +- benign tolerated N/A
c.6875G>A p.R2292H +/- benign tolerated N/A
NM_002458 c.7744A>G p.T2582A +/- benign tolerated N/A
NM 002458 c.6845_6850del p.T2283_T2283del +/- NR NR N/A
- c.13441_13442insTGC p.V4481_S4482insC +/- NR NR N/A
¢.1069G>A p.E357K +- benign tolerated N/A . .
PRAMEF1 1p36.21 NM_023013 .1102G>A p.A366T - benign tolerated  N/A No known disease association  N/A
€.929C>T p.A310V +/- possibly damaging damaging Not reported in ESP
NM_001146344 c.458G>A p.R153H +/- benign tolerated N/A
NM 001146344 €.929C>T p.A310V +- possibly damaging damaging Not reported in ESP
PRAMEF11 1p36.21 - €.604A>G p.M202V - benign ! tolerated |N/A ! No known disease association  N/A
NM 001146344 c.929C>T p.A310V +- possibly damaging damaging Not reported in ESP
- c.640_642del p.K214del +- NR NR N/A
NM 001146344 c.929C>T p.A310V +/- possibly damaging damaging Not reported in ESP
- c.736G>A p.D246N +/- probably damaging  tolerated  Not reported in ESP
c.878A>T p.N293| +/- benign tolerated N/A
NM_023014 c.1158C>A p.S386R +/- benign tolerated N/A
¢.879C>G p.N293K +- possibly damaging damaging Not reported in ESP . .
PRAMEF2 1p36.21 NM_023014 C.1158C>A p.S386R - benign tolerated  N/A No known disease association  N/A
c.1102G>A p.A368T +/- benign tolerated N/A
NM_023014 c.1158C>A p.S386R +/- benign tolerated N/A
€.2504_2505ins6 p.P835_G836insAP +- NR NR N/A I .
RBM12 20q11.21 NM_006047 c.187G>C p.G396A - benign tolerated  N/A No known disease association  N/A
c.1419_1421del p.E473del +- NR NR N/A I .
VSIG10 12924.23 'NM_019086 .1046_1063del p.T349_[354del - NR NR N/A No known disease association  N/A
KRT76 12913.13  NM_015848 c.1024A>T p.M342L +/+ possibly damaging damaging AA=0/AT=6/TT=6497 No known disease association  N/A

NR = Not reported, N/A = Not applicable
*If variant denoted as damaging in Poly Phen and/or SIFT, then reported genotype frequency from NHLBI GO Exome Sequencing Project (ESP)



