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Supplemental Data Table S9. In silico analyses of variants identified in ten cases with genetic alterations irrelevant to metabolite abnormal-
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Gene alte':‘;tion alte’r\;\tion ca’:gg’(')fy 10006 EAC ESPGS00 SIFT  Polyphen?  LRT Mt‘;t:tt:r’" ';"S”::S“S%’; FATHMM  GERP-++
OC  c298+56>C  NA P N 0003 N NA N N NA M M M

£TFB c155nsT  pPsdfs P N N N N N M M MM M

SIC7A7 TG plléM  VUS  ND ND ND D B D p M D 388
PAH cC72T  pRMIC P N 00000 ND D D D D " D 59
PAH cM2-1G>A  NA p N N N N N N D N NA 608
DUOK?  cT33C  pllosOT P NN N D p D D " N 56

DUOX?  cA2786  pN83S WS ND MO ND T B D D M N 569
DUOX?  cGA232A  pClAIIY VUS  ND ND ND D D D D M N 58

POCB cCI283T  pTA28 P NN N D D D A H T 559
POCB cAI3166  pYA3C P NN N D D D D H 164

*P, Pathogenic; LP, Likely pathogenic; VUS, variant of unknown significance.

Abbreviations: ND, not detected; NA, not applicable; D, damaging (in PolyPhen)/deleterious (in SIFT, LRT, FATHMM, and LR); P, possibly damaging (in Poly-
Phen); H, high (functional); M, medium (functional); N, neutral (nonfunctional); L, low (nonfunctional); T, tolerated (in SIFT); B, benign (in PolyPhen), A or D,

disease-causing (in MutationTaster).
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