Marked Vasopressin Resistance in a Female Carrier with
Heterozygous Mutation of Vasopressin Type 2
Receptor Gene
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M E:AAY 88559 UFE C0%2 X-E8AFdH 2 FA5H X-F44 (Xg28)9 &=
arginine vasopressin 2% 48 (AVPR2) frzte] Wolst dgle|t} o Ao 4L dwtxe=
F5deln #xE AY tiF& FAelttk Tt oA HdHY APeEF AR REHE FS
= (1) AVPR2 &2l homozygous mutation, (2) AVPR2 A2} compound heterozygous
mutation, (3) Turner %o} A] AVPR2 F# 2} Wol (4) aquaporin-2 (AQP2) 2 Wel (5) A
A X-9 %7} skewed X-inactivation® = AVPR2 249 heterozygous mutation 5°] 1t}

Z Y 524 oA BT AHEJAAA AFIE TEE WRoy sF 2] 8-158H A #F
He g &) Ague] o HU BFAE o wRE AWS Bl Bi ZF wiR ES
o] wiA stk #zate] o5k FE FA (315 4%o] 8-158H Hx)ol YNt 2AEE 71EY
2 gith gzt Ry 2% uxi gt #4E 3¢ 3UF AR #xlo|Yd twrl Y AES
ok 1 19 14 2yt ded 32 thart fiok §49 J1E 148 cm, AF 52 kegolA L A
Ao A M5y Aste BHHA Gt HALDLZ FA4LF A 69 me/dl, AeotEd 1.02
mg/dL, Z% 99 mg/dL, ¢! 543 mg/dL, YEE 140 mmol/L, ZH 49 mmol/L, ¥4 106 mmol/L,
Fol4tslet A 26 mmol/l, 8% 116 mg/dL, 8H]F 1.005, 8©9 (o), 248 (), EFFFL 289
mOsmvkg, 8459 78 mOsm/kg, 24417 S 2wl 741 mOsm, 24417t €34 428 1.78 mL/min, &
AR Yujd e 27%, 2 B2-microglobulin 0.04 mg/L, % ADH 423 pg/mL ook AT &=
Aol A Eol 27 gt FEATHA A7E AH_E T FFIIAT FHELIHNS
(PCR)Z A HA 7| EEA (direct sequencing) 2 AVPR2 exon2? 113¥ 212 (codon)ell A X-4
A 37} arginine (CGGYel tryptophan (TGG)2.8 23%¥ R (heterozygous mutation)2 #2135}
Aok 28y AQP2 FrAA = oW Wojk giddth #ae WA AdeEFeR FE L hydro-
chiorothiazide®} amiloride® AH&3 otz a@kx $8 HdFFe T 7havt EEJor) v

= AEAc.

A 2. AxEL AVPR2 #3429 heterozygous mutationd Holi= oA Bl zH(carrier)ol A ofrlit
skewed X-inactivationol ¢J&] A%+ vasopressin A4S Holyr MHA MAHaEF Ay 49ls)
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