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(Targeted next—generation sequencing for congenital
hypothyroidism with positive neonatal TSH screening)
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[T L EM]  ERMEFRIERRICTAE (congenital hypothyroidism: CH)
T, OBEOENERMENDIERE T, ZOIREAENFER~ A - X7
—=7" (newborn screening: NBS) TH R 15, CH DEEE(TERLE FITHEE
HHILD D, EMEE T ORI X 22 B RIHE< . o8P ERIIAH
2L A ERHAREETH o7, FETRMR T — 7 =0 R OW R LD |
B OB EME R0 S VR 2B O I X 2 3G 23 2
TWAD, HERNSD CHIZX T AR — 27 =% — (next—generation
sequencing: NGS) % 7= MERERIE{s T FENT DM 1L 220,

[E#]  NBS BfE. HAA CH OB T OMFERIFNTIC L 580 7 M
ERERMET D, FESNTANY T e ZOBIKEEMNT L. CHIIED T
BTN Z G 2.

[R5 & FHk] NBS THRASH, LAFuXTr (L-TH)MFERED H 5 FUME
CHAXISGRE Lic, XIBRER -T2 168 £ (GRS 67 4. B 334, Wil
ZWIARMEAT 78 44) IZ%F LT NGS Z& AV CREAN O CH IR BB T8 s 1 (24 AR 1)
2=y b LTHENIT 21T o7, 23— SN U 7 Md, The
American College of Medical Genetics and Genomics (ACMG) A KA 1Z
MEVVS¥E L. pathogenic, likely pathogenic, uncertain significance ®/3V
Ty bhEMH L, N T RERATLIRAUCLY . AT vER (BiE
BEMEERIERAL & 2 BEEEEFICHE—ORIANY T o MERET D, HDHW
%, WHREARSERREA L & D2 BEEELFITERORANY 7 e EEE
AT RS S D WVIERTEAMEIZIFE S VA ER]) . 0ligogenic #f (AT /L
BLEERONY T 0 MIRE SN o 723, Wk AEnEX%E2 L 58
BOBEELTENENIZHE—ORND T b &G o TRE S IVE
) . Monogenic #f (A VT IWBEHRNDONY T o MIFRE SR> T2,
LR BMEBIRIEAE & D5 —DOBMEELEFICH—ORIIANY 7 2 & [RE S
WIERD I LTz, 612, NU T2 MrREE BEEOMEBEEZ G 57
O, GAIEFIZ LD CHIZIEWT 0ligogenic #E & Monogenic D EIRE % HLK

L7z,

[fER] BETE 1684H 1124 (66. T IZNNY 7> FERIE LT, AT
ViBIRZ 14.9% (2544 /168 ) IZRE L. £ OWFRIT DUOX2 13 44, TSHR 4 4.
16244, TPO 24 (DL RIZEPEESEEEBERORTERE ). PAXS 34 (F



Yuft (KEMEE R . TSHR+PAXS1 447- » 7=, £7=. 0ligogenic Bf% 18.5% (31
4,/168 4) . Monogenic #% 33.3% (56 4/112 £) IZ[EE Lz,

AUTINVEBD DB, DUOX2 BediE % 13 A IZRE L, WEZK 2 L= 7 4
BT, WIRzhs L 0 RALE2 WIRE D TSH FEEE IR T L Tunvie, 6125 AT —il
P CH Tdh o7, TSHREFFEAL 54 IZFE L, 2] p. R450H Z{RK L THD | 3
NIRRT © T PAXS BFE A 4 2\ Z[RIE LT3 B 258 9 7 1% TSHR
DY T v M EBENT nEGHEICRE L TWe 1 A DIRIBRDO R TE -T2, T6
BETEIX 2 4 1CRE L, WTivh FRIIEIZERD 2o 7223, ME TG IFEHET
FRCHERE L TN o TPO BFE A 2 4 IZ[RE L W T 30 b IR L2 I AR S T3 7225
1| T EERBTE ST,

BEEED CH D 9 B 0ligogenic Bf 11 4 & Monogenic B 23 4 CTHERIAIL & Fi
FL77-E A, 0ligogenic I Monogenic BEICH#R L, #2HE TSHEN A =T
BNo Tz, Fio, BRI X OEED L-T4 5 RIS B2
Mo 72703, Oligogenic #ECTE UMM 25807,

S OFENT TIERHLFIA 114 (BFR) BEi, 84 (12.T0)IZAY T |k
ERIE LN, TOIBHAUTIVELBIZ1IFER QA) DRIEST,

[B£] AWEE. AARANIEBT 20D TO CH OMREELS 7T O
LD, I, CHIZ)ET 5 NGS & F W o EME S 1 ORI IC B85 5 #
T2 TWDN, JEBOBE - NUT U DT 4 Z ) 7« JiEM k%
ICE D RIERIFHREICL Y RE B D, 2> T, NGS H &AM Th - Bm T
FENTIC X DI AR ORERIL 10-20%F2E & SN TEER, ZEA T
BIRE LTORENSE L, AFRICBITDZ AT AEIEOANY T 2 b EESR
14. 9% (25 4/168 4) L ZIXFAEOFKER TH o7, —FH . EF. NGS & H\\ 7=
ETIE, AT AERICERLT, FESNZHHANY 7 haTaRELTEH
V. ZOREZRIL 33.0-51. 5% & S, AWFFEDFIER 66. 7% (112 4/168 44)
EIFIFERIZETH - T,

A UTIVBIRIZBE L C, DUOX2 B E 13 44, TSHR BLHE 4 4. PAXS HLJE 3
K. TG BEE 2 44, TPO BLHE 2 44, TSHR+PAXS BeHE 1 4 & RE Lz, 7Y
T 0B OBER & [FIERIZ DUOX2 B ETED 2 Tdb o 7o, BRRIGIZ, DUOX2 B HFED
PRIRFAZ FR BRI RE O Ll . TSHR B E D p. RA50H Z (R RIRCIRIE AL, 16 L HIE
DG Tg (K72 & OBEMORFEIZAE LTz, —F T, PAXS FHE TR & %
RBOIRVERIN S Do Te Z &, TPO BFIEIZEHIT D ATERB /2 & BEH & B0 %
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R S Ao 7zh . HiERBRIIAHA TSR OBRETRETH 5,

CH I%, H—ExrEEE LTRIET 260 H 50, ITH TITEEROREEMT
BLEAICRBIT AN T bOKMAE DY TRIET 5 oligogenic model HHEME X
VTN D BAFFEIZ BT 0ligogenic BEDTFAE L. 0ligogenic £ & Monogenic
FECHEIRG 2 bigiast L= & Z A, Oligogenic BED N EIEDHR 25RO 7,
Oligogenic & Monogenic M EJEE & bk Lo G I X Z N E TRV, NY T v
N ERIRE & BRI AR BE N B S RTREME DS AR S U7,

S BEIOFENTIZI T 2 Wbl 5 5% 11 4 O TIL, A T IVB s o0 Y
TV IPRIESINTEDILTIRRDOARTH T, FIEHITHEMER T O T
NY T IRAESNRNZ LR HDHZ LITMONTWDR, 5k, WEaeE
DicT 7 YV — MM fEt LT g

[ ] A AN SE R R e 1&?{“ BT B I KHE OB TR
Tho, BARNIEBNTYH, WAOBER L FRREANY T2 b RFRE S D HEN
maNT, £, BARANZEBWTS, BMERTFOA T VERE LTHRES
NH5ZLF—HMThy, H—BarREUANADRRKE L TRIET D NE N E
Bz b,

NYT o N BROFEEEMERFITEBIRK S 2 REFX, 1 DPRE T 2 5EHR
(g L. K0 EIE L AR D FREMED R ST, BEEOEBEEREFIZRBNT
NYT o M BERRNT L2 EI1I2E0, B FRhREIRCER U TREDR
HIEIZ R D AR B D,



