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Familial Non-Autoimmune Hyperthyroidism Caused by an Extracellular Domain Variant
(p.Leu267Phe) of the TSH Receptor
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B AR R RS RE JUEEIE  (Non-autoimmune hyperthyroidism : NAH) (X, HRAR
HJ¥L AR L > 5% 45 K (Thyroid stimulating hormone receptor : TSHR)% = — K4 % TSHRi&
BT DOEFEAILRINDOIEMEL AN 7T M Lo THIEEZEIND, ENRBEEHEET
b5, NAHOJFRIK & 72 5TSHRAN Y 7 > b D% < X, TSHROTEIEEE B A A I AFELE
35, LL, 320230 7 >k (p.Leu267Phe, p.Ser281Asn, p.Asnd06Ser) @ Z #ll fil
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HAANAHO —FRICEBWT, BE#EY—7 o AEEZAWT, TSHREGFZ BT L. ~
T EAMEICTSHR YN Y 7 > b (p.Leu267Phe) % [RE L7z, 7 7 A A% HAMEIHEEIC
KoSE, BHEOU N REAFE L IR A O TSHR O SRR & Hhle L 72 f5 5. Leu267/
WOMEI KA A U HEEICHHE 2B 2RO, S 612, 320fas RA A Y 7 v
I (p.Leu267Phe, p.Ser281Asn, p.Asn406Ser) &, Leu2674 1A Y BLOT7 =z=17
TV UANADISHEEDOT X EEICEM L. DAY T M EER L 7o, HEK293#0 i &
MWV 7 =T —BEWT v ALY, ZhEDNY 7 s DcAMPREA e % B AR
TSHR & H#: L 72, Leu267Phe-TSHR®D U H' > RIEMEIFHI 7o cAMPPE A fEIL, $F/ERITSHR
2% L T238+20% (CFHJHIRHUERRFE) Th o7z, Leu267Z M OI19FE D T I/ BRI & #i
L7z 7> h®OH T, Leu267Phe-TSHR & Leu267Tyr-TSHRO AR HEIZEH WY H > R
FERAFHICAMPEAEREZ R LTz, £70, VT AZ 7 vy ML UHEOL R 2 H
T. Leu267Phe-TSHR & BF A= BITSHR % LL g L 72 % 4. Leu267Phe-TSHRIE & > /X 7 B %
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