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Comprehensive genetic analyses and clinical manifestations of
hypoparathyroidism
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BRIEORIERTZE (B5337%%55 175, 2015)

x®1 EBEFRIBEREGOERED

BE MR BEERC EEFE MFAEIRE S-Calmg/dl) SHP(mg/dL) S-Intact PTH(pg/mL) S-Mg(mg/dL) Urinary Ca/Cr SHHER
T % 7% CASREEJE A UONA 7.2 6.2 1 NA 0.05 #AE
2 Z 2B GATA3 BEfE R 8.3 6.9 13 2.2 0.04 BEE
3 & 5HhA GATA3EEE EHMIFUONA 7.2 8.7 9 NA NA AR, BRLM
4 L 9% GATA3 BHJE SRR 6.9 9.4 5 NA 0.06 #ERE
5 B 47 GATA3 EEE EHMTVNA 5.1 8 RHRREUT 1.3 NA $EE
6 % 8% GCM2 BFE  #EHMITULNA 6.4 7.7 7 1.8 0.05 L
7 & 1IHpB GIM2 EEE  #HMIFUONA 5.6 8 NAE NA 0.05 L
8 =B 8% L ETaRt 7.7 5.6 16 1.8 0.06 23
9 3 1Hh A 5L AT ONA 4.6 NA RHERELT NA NA H#EE, BEEM EEE
0 & 15 L LERETR 7.7 6.3 6 NA 0.25 AL, 1 BUERGE, BEER
1M & 100A L N@nt 8.0 5.5 57 1.9 0.03 i, BEM
12 % 8hA mL BTN A 5.8 8.8 46 NA 0.02 BRI
13 % AlkS L i FLnh 6.7 8.2 5 1.9 NA SHES, TARMREAE
14 B HEs Tl SHRERR NA NA RHERELT NA NA FREMEETE D3, Kenney-Caffeyik
15 & 2hA Tl BT UONA 6.5 8.8 RHEREUT 1.4 NA EGER, FPREEEETE
16 B 1HA L AT O A 5.9 10.7 17 2 NA L
17 & 3% L AT LONA 5.1 1.6 5 1.9 NA L
18 5B 10& L EHMEITLONA 4.4 8.9 6 1.8 0.06 L
19 5 13&% L BT ONA 6.4 8.7 5 2.3 0.01 L
20 & 4R L AT LONA 6.3 9.8 10 NA NA L
(B 8.5-10.2 2.4-4.3 10-65 1.8-2.6 0.05-0.15

Ca: AWyl CfCri AV TN/ I LTF UM, P UV, Mg: RT3 UL, PTH: BIRRERR/IVEY, S IE
a PRUEATEZEIBARI THIA

b cPTHO.1 ng/mL (E#4E>0.15)
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wT P221L wT
Patient 1
CASRp.P221L 7 P221L  P221L
wWT wT NA NA
7 7
wr Patient 2 NA Patient 3
GATA3 p.L141Sfs* GATA3 p.C318Y
NA NA
WT NA WT
/
Vd
Patient 4 Patient 5 NA
GATA3 p.C342Y GATA3 p.R367*
T370M wWT R367fs* exon1
deletion
’ NA NA ’
Patient 6 Patient 7
Gem2 Gem2
p.[R367Tfs *]+[T370M] p.R367Tfs* + exon1 deletion
NA : K%, WT : B4EE]
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