P-56

A Familial Bartter Syndrome Associated with Sensorineural Deafness with
G47R Mutation of Barttin

Sungjin Chung, Ji Hee Lim, Hyun Wha Chung, Sang Ju Lee,Seok Joon Shin
Hyeong Wook Kim, Yoon Sik Chang and Cheol Whee Park

Department of Internal Medicine College of Medicine The Catholic University of Korea

M 8 :Battter 572 dA/A AR 71AF A 7= FAA Eolulolol wet I E VA2 ERska gle
2 % A IVE Bartter -5 (Bartter syndrome type IV, Bartter syndrome with sensorineural deafness)-& 6‘1_ g 3
o] u|Z Azt Moo Ay AR S5 2As Fe 243 A AR dFHS EA R dl= Al O §A4 A
glolrl. 19954 Landau &°| A& ®3gl o]z 19981 <l#E A& %3 chromosome 1p310] 2 9) EE
20014 CIC- K %22 8- subunitq] barttine] el 5h$ k3 2}6l= BSND A #Le] Wol7} o] AS A7)+
2 eyl ohE antenatal Bamter 53¢l A 13 2 M3} wpalzibx = g7 gl AZ2 A3 4} OV(}% vle}
el g wEdd Fud 49 o0} A3 TG A4S et i Al 98 A
&o Tobole] 304 o el Al Soln WA @

et

S8 Y 2} : o]dol W H A IVY Battter 557 715 31 (z+7 SR 50
A, $S 3441, SK 324)el FARTAZA 25 B4R AT Ned AAE o Rete] A4 9 £, AZFEE, o
A e d S, sy adEsHEE S, aeln A4 deke wglen] oA gl O*]H% 19 (8] 45**)‘4 o] A A 3HA
%4 Bamter 2579 FAYS welx] ghateh. o5 Brjol 4 BSND 417 el @4 % exon 19 4 Ealwic] GATR
S B R A S I A i
ge uland A4 ANEE FAGL Slol BF 5E W oA on S A AAE oA AoE B Feoleh £a)

K ZtatellA] 12 AlxA o] wofgfd A gl Westem blotel| 4| # 4 Al el 4] W& =] = banttin sk o] WH 5] A ob4

—g— §Lo 15} o}

o E: 2 e felveled Ager wid 7H5Y Al VY Battter S5 o2 AdAA @4 A Adlels &
akar gk shAl o] AbEelAnl L o] WE o, o] o] 2aie] 4] BSND exon 1¢] G4TRe] A &<l el& 73 ALl
= 28l Aol vlste] & % el A @A 5 dedel 27 AFAe o2 A, wq AR A AZEA o4 barttin 1+
o] wbg el ¢lo-S Felelgitis Aoll4 Al IVE Bartter 572 <l oﬂ Z 938 ov|7} 9l AlzbE

Key Words : Bartter 53+, 37141734 w14, Barttin
Bartter syndrome, Sensorineural deafness, Barttin

- S338 -



