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Gene alte':‘;tion alte/:s\tion 002‘:32::‘;"3' c‘:ﬁz"rg 10006 EXAC ESPG500 SIFT Polyphen? LRT Mt‘;t:tt;‘r’" ';"s”steast's‘;’: FATHMM GERP-+-+
DUOX2  c123G>A  pRALIK P ws WM 0 N T B D D M N 536
DUOK2  cl588AT  pKS3OK Kp P 00006 00000 N T N N A N NA 463
DUOK?  c2654G>A  pRSSSQ  KP P ND 00000 N N D D D L M 429
DUOX?  cAOlGST pGI33V  EP WS N N N D D D D Hon 55
DUOKZ  c14626>A  p.GASSR Kp » N N N N N N NA NANANA
DUOX2  c2635G>A  pESTOK Kp » WM 0 N D D D D H oM 523
DUOX?  c36l6G>A pAI206T  EP VWS N 0 N D D D D M N 569
DUOX2  ¢3329G>A  pRIIIOQ  KP P 00004 00000 N> D D D D H M 56
DUOK2  cI319G>A  p.SHON P wWs WM N N T B D D Mo N 418
DUOK2  c227CST  pPT6L* P ws WM 0 N T D D D Mo NA 58
DUOKA?  cAl3duph  pYI38K Kp P ND 00002 ND NA NA  NA NA  NA  NA A
DUOKA?  ¢535T>C  pYI9H*  EP VUS ND 00000 ND D D D D Mo T 53
DUOKA?  cT38C>G  pY246K Kp P ND 00002 N T N N D NA NA 23
DUOKA?  c280C>T  pROAC P WS M N N D D N N M T 538
GAE  cl0026>A  pW3lX  EP P WM N N T N D D N N 48
GALE cATG>A  pSIEN P WS WM N N D D D D Ho D 489
GME  c05G>A  pG302D Kp » WM 0 N D D D A H 047
GALE C264deT  pF8sfs Ep P N N N N N N N N N M
GALE c3BA>G Y130 P WS N N N D D D D H 189
GALE ClOASG  pKIE P WS N N N T B D M D 37
GAKI  clI506>A  pAJSTT P VS 00002 0 N T D D M 184
AT c5041G>A c50+1G>A  KP P WM 0 N N N N D M NA 553
GALT CO98G>A  pRIA KP » N 0 N D D U A M D 52
GAT  cl03C>A  pA34SD Kp » M N N T P U A M D 521
MCCI  c475T>C pCISOR Kp » M 0 N D D D D H 546
MOCCI  c288+2T>A A Kp P 0002 0O N NA N N D N NA 59
T c21790>T  pRIZX  KP P WM 0 N T M D D N NA 4G
T ¢3220>T  pRIOSC Kp P 00002 00000 N0 D D D A H D 561
mur C1228A5G  pl10v P WS N N N D P D D M 549
PAH  cl065+1G>A A Kp P N N N N NA NA D NA  NA 58I
PAXS  c300dupTACC  pMI02fs  EP P N N N N N N N N N M
PAXS c1926>C RIS P WS M N N D D D D Ho D 518
PAXS CT3G>A  pEATK P WS N N N D P D D L 450
SIC2AI3 c851delGTAT pM2BSPis2 P P 00008 0003 ND NA NA  NA NA  NA  NA  NA
SIC25AI3 c1180+1G>A A Kp P 00008 00000 ND NA NA NA A NA NA 472
SIC5A5  GI060ASC  pT35dP Kp » N 0 N D D D H oD 43
SIC55  cl605del  pGS3fs P » N N N N N N N NANANA
70 cl061G>T pWsIL B WS N N N D D D D Mo T 53
TSHR  cl454C>A pAMSSD™* EP WS N N N D D D D M D 56
TSHR CAOIAST  pNI35Y P WS WM N N D D D D M D 58
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Supplemental Data Table S11. Continued

Gene alte':‘aTtion alte’::tion C°’;‘:ﬁ2‘f:g"a' cﬁﬁm 10006 EXAC ESPG500 SIFT Polyphen? LRT Mt‘;t:tt:r’" ';"s”st:st's‘;’; FATHMM  GERP-+-+
TSHR  cI349G>A  pRASOH Kp P 00002 00000 N D D D D H D 57
TSHR CEIICST  pA20AV Kp » M 0 N T D D D L D 6w
TSHR  clI5566>A  pRSIGH P wWs N 0 N D D D D HooD 546
TSHR  cl449C>A  pNAS3K P WS N N N D D D D M D 56

Reference sequences of MUT, MCCC1, SLC25A13, DUOX2, TSHR, DUOXA2, PAX8, GALE, GALT, GALT, PAH, SLC5A5, GALK1, TPO, and CYP21A2 were
NM_000255, NM_001293273, NM_001160210, NM_014080, NM_000369, NM_207581, NM_003466, NM_001127621, NM_001258332,
NM_000155, NM_000277, NM_000453, NM_000154, NM_175722, and NM_000500.7, respectively.

*KNIH1545408908 (allele frequency 0.00160772); **KNIH1545404850 (allele frequency 0.000803859); ***KNIH1481609856 (allele frequency
0.000803859) based on Korean Reference Genome DB

Abbreviations: KP, known pathogenic based on the Human Genome Mutation Database (DM) or ClinVar (pathogenic) databases; EP, expected pathogenic
based on population frequency, in silico prediction, and mutation type (loss of function mutations); P, Pathogenic; LP, Likely pathogenic; VUS, variant of un-
known significance; ND, not detected; NA, not applicable; D, damaging (in PolyPhen)/deleterious (in SIFT, LRT, FATHMM, RadialSVM, and LR); PD, possi-
bly damaging (in PolyPhen); H, high (functional); M, medium (functional); N, neutral (nonfunctional); L, low(nonfunctional); T, tolerated (in SIFT); B, benign
(in PolyPhen).
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