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(Studies on the pathogenicity of mutations in the C-terminal domain of keratin 1)

(5 & HY)

r7F 113 KRT1 \Z3— RSN HMHMES R TRHEIEIR DT L0 r 7 F
10 (KRT10) & ILIC B DR FEfila CHRimia-CRERnfie) CRifa gz Eh v |
Z AU S OMRE OBER A R E R FFICIER ICHEBEREHIZH - T, EEE. KRT1 <° KRT10
Drod RAA L EFFTNAFRAIED a~V v 7 ANTEATEHEIBRIZT 2 BREBRNAET 5
L. AR L7 KRT1 <° KRT10 25 Hifa B8 O 2 L3 U, A B e e RE R AL 25 MEgs 12
72 THNER D & O W BRA 72 B CHROFECHIAR IR S ik S o9 < 72, R E L THRK
D3 fE < ARAE R BIE 9 2 F R plfid il o 72 D Z L b > Tns, ZZ T, KRT1 O
C RKImfllE V2 RA A U EMEE, 7Y U FRRICE AR Y IR LEYIDFHETH D . &
DOFEIEIC I 1T D ERIT LR IR - BRGORERERBEDRK L7 b Z ERMbATND,
LU E, ZRETSHEOZERNMNME SN TWVDICHLELLT ZDFEMR A =X
LIZET DMAITIE E A LR, SHICIEFE, KRT1I O V2 RAAL AZBIT 57 b—AY
7 NAEHIZ XV ichthyosis with confetti IWC) & 72 2 JEG 2385 S vz, IWC 1228 O
AL E AL E7IER D X DO T8 T O MREEBRIERE T, RRKOFFBIEIAR > b
RIZTF ) AL~V TIEFAL LT R EMEE (revertant fEIK) 2N HHHTLZ L. T74b
H revertant mosaicism RO HNH T ETHSH, IWC DKL KRT10 D V2 KA A >
BT 7 L—Ay 7 MERPBRESNTEY IWC-1), KRT1 AFEKEOLAE AWC-1T)
L1 FROBEOH|E T, BEHRO KRT1 A RI1C X MO E TIE revertant mosaicism |E50
WINTELT, BIKRNFFEOFEMIIAHATH -,

AHFFETIE KRT1L @ V2 RAA NZHROT7 L —Lhv 7 FERZA L. revertant
mosaicism 23§ L7z IWC- TS Z R U CRERIC AT L7z, S HICBE#RE © KRT1
V2 RAALNCBITHERE I EOMENTOEEZMENTT 5 Z & T, ZORHREMEIC
B4 2 m A2 57,

[kt & 05ik])

1) BE  2EN KT A A% THEERE X OB TS 2 £ 5 L, st il A%
TR T e O AR AR M B R PR B RS O R 2 BRI U R =0 e it 2 e L 7=, &
7o, BET 7 L DNA Zffht U TR & 72 2 B T A RO E 2 AT,

2) BEIZRD LI EFLEE O « BE IO b EFEAC SR A2 B L, F A%
WA FEhE LTz, Flo. BT E R EBRICHBEL, ThEhns s/ A
DNA Z4H U ClEfa 7 2 1. B AL RS SR O fif i 2 387 7=,

3) KRT1V2 KA A U EROMIEIKIZET % in vitro ffhir : BESRE D V2 KA A U4
#7125 KRT1 % HaCaT ffla~—@rIc BBl S &%, ®eA A —T U 7 X fiflaeg
FOIRREZBIEE L, MIRN CRERZ IR T 2l OEIS 2 ET 5 Z & TEE KRT1 ©
R A R L, SA RS 2 3IER ORI E OBEZ ST L=, 728, HaCaT Mk



KELAeMifa D AR ERIFEACHIRR TH 5,

[FERB L UEL

1) BEOMMETIIARRAENL S REOIEEL 7T e 7 U RO | 22k L7 E
PIATIEATE D B, S BICHBUIR-CHERHIE, fAlEiia GEEORINEMIZBNTr
T T URBMED RERE RO HiLTo, L L7Rds b3 F BRI fa e | 2 R 10v) 72 A ok e
ORI OE M TH D RERIE M CLFBMBIBIE)Cr 7 F 0 ORER (B 1 HMsEE
BNIBO LN oT, BB TERERFIERICEID, REHEIX KRTIOV2 KA A v
FEICHTHL 7 L— A > 7 FZER ¢.1758_1759insT (p.Tyr587LeufsTer67) % ~7 1§ 41
WCHETAHZ RGN E o7z,

2) AREE VTSR E AL U2 B RE RN 30 mitE D 238 L, 50 UL -0 @i 72 -
TRBIZZEDOEDBEMT 25 Z ENEMICh BB THLN o7, EFIL LT EHE
WORKZIZHIT HBEF ARSI RER, 12 FROEDO KRT1I #HE LV bE e AT
fH] % break point & 9% loss of heterozygosity 23 H AL, HFEEEAHERL L TW=, L
723> T, IEFAL U 7= fE8 AL L~V COFMEFE Z I L D IBm L TWD Z RS
mE7pole, LEOFTRNG, REBEITIWC-1I &5kl ST,

Z 2T, IWC- T TIEREA R, /NESE, HERCRE | AR A S, RS R ENR

HDOHNLN, RBFTIETRDONT, AEEAAD IWC- 1 LV IIET, ZOdn i EEE#R
DIWC- I D 1FEARTHFRELTH - 7= FBREFHIIC S IWC- T TlidfAamb a2 Emik,
R AR ORZJE P D22 b, FRifE OIEE LR TH 508, IWC-IT @ 2 FARTiX
R OZERIE IWC-1 X0 4 ETHY . IWC-T & IWC-II TR FRE I ENZE
NE DB ERFSOZ ERMR I, £, ALY IWCT & IWC-II Tix
revertant fEIKDO MBI T DRI KRE R ERANSL DL Z L2 WLz, T742b5, IWC-1T
A TRFE 72 XL R HIC revertant FEIR N 258 T 5 23, IWC- 1 TIEAE FTRECHDH - F
FEHNZIZZE DD T 72<, 20-30 RTHIO TEDHFIEIZR D0, EEIZ 72> TH BN
THZERHLMNE T, EHIZ, WU KRTL X KRT10 @ rod KA A 28I 545
CTHIE T D RN EhfEIE AR Tl revertant mosaicism X 2N F THE SN TV AR WESE
NH, V2 RAAL VNIBITAERICEIVELLZRTF REFRITER X X7 2R )N
revertant ffZDOHEBL, 72 b L AEMIEIZI T D HEFEREEL Z IZEHERED > TW\WD 2 LR
RS A, Bl WEBEIS Ch 5 AIREtEN S 2 b,
3) In vitro D/r 7 F U RRHEERRABILEE EBRIZ L W . BERE KRT1 V2 RAA V7 L—A v
7 NEREZGT L KRTULT X CHIRIERIERZILE TS Z Ehbhole, L LR L,
RN Z T A O EIE S revertant mosaicism O A HE & ARG S T B ERE L2 13 4H B
DRO LN 0Tz, Lo T, MMBESTEAEE & (X872 DHEEEN V2 R A A TI3AfF
EL, ZNUHDMEROEREE, X 521X revertant mosaicism OF HE(ZEE L 5 2 T\ 5
AR RIE S LT,

(&5
1) KRTI ODFHR 7 L—2b 7 MER ¢.1758_1759insT (p.Tyr587LeufsTer67) 155 it &
H 5. revertant mosaicism % £ 9 ffifiE, IWC-UDJRK L7205,
2) IWC-ILIZ IWC- 1 & IZEERFE A E 2V | revertant Flin O HBLIIHFFELILIEE T,
FERIZR > T LRI MLIZ LD D,
3) KRT1 ® V2 RAA N7 L— A7 NER L& 237 GITMEN T O EEE
ZOIEE 2 UGBS R Z LE T 523, FZ RN 2 3ER O EAEE R revertant
mosaicism OF M L TN 2L . D DOEWITHMERIEMREE S 1T/ 5 V2 RAA
COMEEIC L VAL TWE EEZ BN,



