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Fm R4 : Familial Non-Autoimmune Hyperthyroidism Caused by an Extracellular Domain
Variant (p.Leu267Phe) of the TSH Receptor

(TSHEZ BRI R A A )Y 7 b (p.Leu267Phe) 12K A FEEMIEA
CL AP P H R R RE TTHE SE O 1F 9%

JEB SRR R EETTEE (Non-Autoimmune hyperthyroidism, LL FNAH) (&,
FOR BRI AR L€ 2 58 (TSHR) & 7 O BT R A RE TTHERL S Y 7 o R IT kv
FIET DB EATH D, A TIEH AR ANAHZE RIZB W CREE L 7= TSHRA IR
SREI XY T bp L26TERIFINTH D Z & &, MIRERICI VWD CIEH L, 72
Leu267% D197 X /BRICEE T 2 R ATV, —HOBEBRT I/ B~OEHIZ X
V. TSHRAVEMEALIRBEZ BV o7 < 72 2 AIREME S ARIB S 4T,

FEETITET. TS s L7255R034 O IR R AR RIS O - fIR Z 0T
WZoWTEM IS, BEREONAHEZRTH, ZRANOMEAZEZD LIFLIFRD 51D
L R RHA TR AR H R O S R EEhCGASTSHR Z2 i3 L. FR b e Tk 4 B S
BB AREMENEIE Sz, TSHAATE F CTL267F-TSHR DO EERETUHE S FEZE S LTV B 28,
TSHIRMNZE T TOERIEIC DWW TR b, BARTSHRIZTSHANR T204% L L DcAMP
LR — & =& AR T, L267F-TSHRZTSH CTHITL L 723546, HI & 7= B AR TSHR
D138% DcAMP L AR —% —{EETH o= L RIE Sz, SREEMTET ) v 7 oxk
ol T =2 OWBEFTERBIONRNY T oG TR O EiOAEEZ M, PDBIZE
ENT=7 A FABHEBEEZIE L THWE-Z 8, NU T b O#EETIIZAlphaFold3
TR LR ERN SO ho T L RIE S NT-, o FE /1505 H 7 & CiBnfiE
HrdC& DN I Nz, RFERORLKREL b, (T < R IRERE 2
Wb Z b, HAERICHIRRBAERE 217V FIR RS EE L 2 MR8 L7208 4 900
HO@EBFICL2HERNNE RyBMAEEShIZERIZE SN, N T > FOBHEK
WCEVEERBOERNEC D AEERM DO, BEORETTITEN TV EEILND
. BN TORIRBEAR L E SRR ECHFRBREORBITIC L) KRBV PN EM 45T 2 7]
REMITH D LK S N7, HEK293MI &2 v 72 2 & o243 b, BER O TSHREE
AT TR HWONTELERRATHYZY LB L LEE SN, A% HAET LA
BEOHZRIEOFMD BV FIZo> N THlbiv, HAE%ZORKREIZ X BEFHIRNT % 5
AT s EEEI N, 2 TR O FRRERSL LHENFMmICMET 5 &I h
7oo TSHRN X A~V —%RTHZ EDBH D EEMINTN, 2O T MNMIBITLHH
A~—OFMITFERL T T, EBBERICLD2MITNASBLEEND & STz,

UL, TSHRAMAEAM GBS S Y 7 > M X DHERETLIERE T O X 0 Sl eI NS %2 E
DM, F7 s iR N Y T N OBERRMENT 2 H) O TITU, S BICE B - WS AT
WX UNAHBIE R IR ORISR N HH BRI TH D LM S T,




