moXX N ®K E 5
W L EHE MITF &1 T ICH AL R %
albinism-deafness syndrome ¥ REAZAT

D 7 Tietz

PR - 4l pake e 4
K 4 (LI ARHE T

[NEZEE] (1,200 FFLIN)

[F 5 & HAY]  Tietz albinism-deafness syndrome (TADS) 1%, e RMD4

BEAFIRT, HELFRET5, M RafBEERETHY, FHINERGRT
% MITF T& 5. MITF % bHLH-LZ #i& 48 H, “ &A% L T DNA (2
FEETHAMEBERFTHD. MITF (2372 &b 9 DT A Y 74— LN FAE
TN, TDHHMITF-M B AT /4 A FOFRE, 5k, AT = AEGRRE
ZHIELTWD.

TADS %, MITF ® DNA f& B A A v GRIEMESER) 2 o — R4 2 a2 R
ICEVRIEL, —EOERTIZIER 2B THED & —BRZ KR L THIE
BIEF EFED TERWVWZ ENRENTNELZ NS, RIF U MRTT 4 7%
RERFOEBRICI > TRIET D EEZLN TS, L)L, TADS OJERFIT AR
BN HIEFEICH CTH O, FOREBIIRMDEHZ 0.

AEIF % 1%, TADS OEEE % 2 L MITF @ DNA f& KA A ASHRA~T
DA I A AR ¢.637G> C (p.E213Q) ZHFOJEFIZRRER L=, AHF
ZEOHBIE, BENOERINLCEEMEME, EEZ4 HWT TADS ORREZFEMIC
AT+ 52 & THD.

[(#TEFE HiE] BEOIRARL, AR O ZNENEEEREZITY, W
BEARRR Z AT L OVE TSI L DB 21T o 7 . S LI BEDNLEILL
FEEZEHANT, 27208 (22— A7=V[EMIBIO 7 =24 2T =
[PM]) @& &EfifMT 217> 7.

[#55L%%2] Fontana-Masson 445 X O Melan-A Hiik % Fv 7= a0
P EIC L REESTIIA T =0 NIRIEMELTWDE—FT, A5 /%
A FOEITOBEBL L FETH D Z EAVHBA L-, B SR CIIeICK
BRBICBWVWTRAR AT )V —LEROT. Db, FEERKIIREIC
BWT, 27 /%4 MEERLYV B AT =V EREZKTIED T EARES
Nz, BEDORA T = FEREFBITTIE, EM ~— 7 —0NEL 12D LTRY, A%t
IZ PM B TH 7223, IREEAKRIE (OCA) THALND XS 7e—H o PM
O EEHMNTERD 72 o 7=, PM IXIEMEREFE R OFHEIC LV REERBIEIC KX <
Bbob Z EnmbiuTEs Y, TADS B3 Tl OCA B3 & il U TR TIAE D
U A7 PMEWAREMEDVRIR S iz, BB OEFIOERBINFT-ND.



SMB54 1A 10 A

P

HIFE R R B SRR AR

A
FSY T DU p
FMNWmXEEFRRE E
MEEERA © IR KR Tietz
i X B B MITF #5182 B 4 585 1~ Shezse albinism-deafness syndrome DI
REARAT

FAHEER  FHEEXE BB f& 1
RIFEEZR IER i X BEED
RIELZE = 3 F S C;

HEWKTH S 54 18 5H

[ f X % & & R = F]

A, SERMERRFELRESELBEFEENREHBE S, 205 FRECHKE
WHEAEHIShSOH 5, LRMEOEBREEORKEMFEL KBTHE. 1. A5 )% k
Dot - EEDRE, 2. AT=VARORBRE, 3. A5 ) V—LBRAER - 7¥5F ) ¥
AM~OBERE, 725, LrL, BEEE> EXUAEREETH S Tetz
albinism-deafness syndrome (TADS)|Z Microphtalmia-associated transcription factor
(MITF)? DNA f$ A2 247872 basic domain COERIZ X W IIET S = L AMES LTV S
bOD, FIRBTHDZ LN, TOREWT - T HREEOBEMRIT 45171 A L \VAAN

WARKIT, BEEEREA LS SEMARKTL 2T 28I LT, BEEAERERE

DB T 58 X B ki — 27 = o ZifHTds L O o B — > — 2 = o 2k )
5, MITF basic region TOFMOLEEL RH L, YHKBEMNTADS TH5 = & 5B
(2 U7, AEEGI DB EIZ % 2 iR BRI AT 02 5 . (REEHDAT /A4 hTOAT =2
FEBUIER L TR0, EEUETEMERT NS, AT MEEALEN LIS ERT
WIRWREAIR AT ) ) — DR DEULIEIE LR &, —F, #5F ) %A FTIX, A7
SUDDIRORRIEA T ) V= ABRBOEND L ETF L, £, BEEHTOAT )
YA MEEIL, ARBEENENS, AT )WL P TOAT =V EBEMNMEF LTSS
EEMERLTND, T DOMNTRERICE Y, IUARKIL, AEF TADS TOEEE FIL.
AT YA DOGE - WEEDRERCRAT ) V—LBREE - 75 F ) A h~Dlgt R
TR, ATV ABIKTRERE R TRIETAZLEZRBL TS, S5 2, AE
Bl LT, 2 E T TADS SEG THEDEN A T = L EBT 21TV, A5 =L B
EFHLTNDHDOD, 2— AT T BT 24 ATV DRERER LTS - &%
HOE L2, IRBEARE (OCAREDBEREIELHBT AL, T4 AT = DY
MDBEEETH Y, TADSICRITD 7 = AR T = UARFHIRE B EEDOIIE Y 27 AN
YRV FTREMEZ R LTV B,

AHFFEIC L Y TADS FREERMR 2 M 5 BERMRNE LN TNE Z LD BES T,
fEH STV D AR SCTIIHIERN R DRIRIC AR R EFAEEH Y . — U bDEES
RMHT, AR FALOREAET 25D L HE LI,

(1, 20 0FLUN)





