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A Novel N14Y Mutation in Connexin26 in
Keratitis—Ichthyosis-Deafness Syndrome
Analyses of Altered Gap Junctional Communication and
Molecular Structure of N Terminus of Mutated Connexin26

(Keratitis-Ichthyosis-Deafness fEEREIZRD HN-T 2 F 7 V26D
TRZER NIY
Fry THEBREEDENLE BRI FF 2 226N Kl 05 FHEDELDORET)

EFR MBS EBD1 > THAX vy 7R IIREEETLIZLA L T RTOMRDOH
RIZRDONIBETHDIN, TORORE2FEITTF Y RNVIEBEEZF THILTHD, Xry
TRAEOBRERITORF VU EHINAEEBE R THY, aRkF U B laE co &R
T AL TF v RNBEEERE TS, Fro 7 HE&IES 7R 1,000 LLFTOSsF2@miBs
FARAZENFRETHY., MIaEFREECHBMOBEBHEEOHERRSICEAEL TWAEE XD
hTns, BBV, BIEREORESLBRIZEBN T, XXV ORE /-
DPRRFFAZEL T A ENBERINTEY (Arita et al. J Histochem Cytochem 2002, Br
J Dermatol 2004). D 5L~ DEELRBIILTNS, _
axFv 26 (Cx26) (Bt FFRIZRBL TNBaARF LT IAT7THY, K
ICEBWTHREBESEREIN TV, Cx26 Bz FOERICIY, EEAIIUD LT 5/~ D
FHRBASEILNE, RERELZHEIDDOLEL, RERAREBICABRR CABRBIRE BE
K. EEBEO 3% X 7= 7 Keratitis-ichthyosis-deafness JE&RE (KID SEER) 252,

WD BRY:KID FEEHEO—EFIZHOVT, Cx26 DBLGFERIRETD BERME
IZBITD Cx26 DRELX vo I EEDOHEBEBETILLLIC, Froy I BEDOF v RV
BEDEMEITY, SHICEEGFERN Cx26 o FiEEICRIZTEIZ OV TERFETTS, L
T Cx26 BERICEAEREEBORIERFOMAIZFETIHTHAD,

EBR D F ik KID FEEAE 14 OKMEMS DNA 2L, 771/~—%AVT Cx26
BT A 1808, direct sequence 2179, BH K EEERL., Cx26 FFRFFICTIOLHAKEL
BB EITV, RN BBET D, SOICERIC Xy I REDHBELBE T, BF
M Z S L, scrape loading EF AW THIRIZAREZTMVIAEY 20X vy 7T HE
PSR ERWICTEE T, ZERE ST Cx26 O N K7 FREEGHL. EFEL
DS FHEEDERVEBESIBEBIUOMH BRI ML TRETT 2,

R I TV ADRER . NKMEY 14E B DOT7I/BTANGE U RFrv U AlBREN
IR AER (N14Y) 2AEFBETFO—FDTUIIVCHERELEZ, MAICRERITIRLON
F*_ de novo BRLE 2, BEICREOETROHEITRI o7, Cx26 (XEREMRE TIX
ENHRECRERAREDVN, BETIIEELZREBEO EHIC a2 BT, &
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ECIHBRBINEX v/ EEOR, BB, SWICER LD EII2D o7, Scrape loading
EERW-MRMERIEBORE T, BERIIEEMRTLEROBETE2RDE, EREZE
Ir N REER ALV DGR F R, EF LEBLUEARN  “REE IRV, F-
REBRIERT 7 TFAO B, BRAKERE P TD a —~Vy 7 ABEDO LV TIREHR
B8N,

E2£ . KID EREREO Cx26 B FERITBESFDLBENH o7, 14 BEDOTANRTX
HIPVICBBRENIERPMRBTREIN TR, BRI Y R2-TERY, K&
DERCBREINDTI/BOMERKEEEL THAZ L RBRENTZ, BER TITX vy
TFREAOWRBIZEREII 20, ZHTERPHIRBROR A E T 570, Mk
B CORBICKREREEBYE X)o7 bEX DN, BN AEETITRTERE BT
Cx26 DRBEVPBEIN, WK ~DOEEDORESREENT, Scrape loading #£T. &
HHBZ BT AMBRAARTEENMETLTRY., ZEBIZXvw I /S 0OF v RBEENET
LTWBEE LNz, BRRERRTFROBERITICED. N RN A O &Ry T8
DEALRF % INEREDIE FIZBI 5L TV B ENS R ENTZ,

#Ea KID ERBEO VEFCax¥i v 26 BEFICKRBREDER N14Y 2H#EL. &F
PBUE CERICX Yy TREDF Y XNVBBEDET RNREBEINT-, o FEERITORR. =
DERNBARFT L 26 53 F D N KR AL AN E (LA & 7= T T L2 RESEL ., F R4
BEDER T ORREIZ/R- TWATZENRBENT,
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A Novel N14Y Mutation in Connexin26 in
Keratitis-Ichthyosis-Deafness Syndrome
Analyses of Altered Gap Junctional Communication and
Molecular Structure of N Terminus of Mutated Connexin26

(Keratitis-Ichthyosis-Deafness SEIR# 22D ON-T 2 F ¥ V26D
FRZR N14Y
Fiy THEBREEDENE FRIRF > 226N Fli DG FHEEDEEDKTT)

MRS EED 1 D THEIX Y vy TRABKE 2803 E A Y TRToOMARKROMIRIC
ROLNAIBETHIN, TORLRERFERIF ¥ RABELZETDILTHD, Fr v
TRAEOERERI2RXF VU EHENRIEEREATHY I XXV U BHRET6 &
EERT DI L TF v XAMELRET S X v v 7HBAIISTFE 1,000 U TOLF%iEB
SHDZZENAFETD YV AREERCECHBROEEHOMFRCICEELTVE EE X
LbNTW5B, EEIZBWTIX, BREEORESLARICBWT, a XX U ORBNY —
VRREERINCENT A I ENBEBINTEY (Aritaet al. JHistochem Cytochem 2002, Br
J Dermatol 2004). HERED/ZLEHE~DOEELREBRINT VWS, XX 26 (Cx26) 1T
HBHZ X Z RZRBAL TS axFx o724 7 THY BBV THRBENHER
ENTVD,Cx26 B FOERICI Y BHELZIIUD LT 54 DERERBHIE T 5,
BEREZHED bObE L RRODRBICABRR & ABBRSEER, BHEO 3 EME X
7-% Keratitis—ichthyosis-deafness JEf&RE (KID fEfEEE) ndh D,

KID fSEERE DO —EFINZ DV T, Cx26 DBIZFEREZRE L7z, KID SEEHEABE 1 £ DKM
mA S DNAZRIH L, 754 v — % AT Cx26 BT+ Z B, direct sequence Z{To 77,
=T ADFRER. NEKIREY UEFBBOT I VBT ANRTIXURFu VIlBRIND
IRBEURER (N14Y) 2BEBGFO—FDOT7 VKR L GRICFERTIR AT,
de novo BERLEZ 21~ BEZFBOTEROBREIIN-T,

RICBEEBIBITS Cx26 DRBERLX v v THADHELZBERB L BEREELERL,
Cx26 B RHUARIZ TENFBERAL{To- L 2 A, Cx26 IXIEH FRE TITHEHBAEET
WBEREERDBRVD, BECTIIIBELAERERO EFIC 2RO, ELIERICTX
¥ v TREAOHELBRE LN, Xy v 7HE0E, BB, SHICEREOETLhoT,

Xy TREEDF ¥ RNVBEOFMEZITO -HIC, BEREMMEEEER L, scrape
loading iEZ AWV THIRIZCARE LRV IATE, 20X ¥ v 7RHEAEN UL E EERICE
L7z, ZTORREBEREEEAR TCARELEDET 25D, ERIIX Y vy TREDOF ¥
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VBRENMET L TWAZ LRI,

LI TFERD Cx26 - FBECRIETEIZOVW TR ZTo -, TRA ST Cx26
DNKIBRTF FEER L. EFH L O FBEDER P RS ILBIERS T UH At~
7 MVTRE L, BERZELNEKEER FAL VOEERTF RiZ, BE L 8 LA
TEECEIT2VR, Fil-RERBER S 7T LoBe, BkEERPTOa—Y v
JABEDE VXTI REPBBEEIN, NFER N AL OBENTTEEO (LS F v RV
EOETICEE LTS 2 L ISR ST,

BIEOKBFEBERRNGIT. a2 XX 26 BRIEFORGEICKITAMNE., EENRH
SENBEENIZOVTOEM, TEF A7 AOHFE, £, BREFIEROTEEIZOVNTO
B2 L, EEOFEH HEEHLIIEEORE L ZORBIZSOWVWTOHEM., Xv v /&S
DOFRRIZ OV TOER, FEDORBRBIIERPEE T A2FIC OV TORERM R L. BIEDOHEK
BEENOIIX Y v TRETHERT 2 XX U T2 A4 7ORAEORIZ OV TERM
Holod, HEHIXEEYZELES L,

T DWMITIE. Cx26 OFHERIIH L. BEENFHESCS FREBENT Yo —F2 2 AN
T, ZANICRP LR THIRBESFHEIN, 5%, aXF VU EBICLA2RBOR
FERESOVWTHLMI LT Z B3 EN 5,

FEB—FIL. ThoOmEE2E <AL, KEBRBRICBIT DSR2 & OF
HHEFENEL (BF) OEUEZTADOIESLREREATHILDOLHELR,
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