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Case Age/Sex Phenotype Inheritance Gene Mutation Effect Reference

1. YM WC familial KRT5 473A>T D158V novel

2. 24Y/ M WC familial KRTS5 1054C>T R352S novel

3. 38Y/F WC familial KRTI14 415A>G  MI119V  Cummins RE (2001)
4, 1YM K de novo KRTS5 428T>A V143D novel

5. 54Y/M K familial KRTS5 558G>A  VI186M novel

6. 23Y/F K familial KRT5 573C>A  QI91P novel

7. 27YM K familial KRT5 1550G>A G517D  novel

8. IWM K denovo  KRTS5 558G>T  VI86L Liovic M (2001)

9. 1ID/M DM de novo KRT5 527A>G  NI176S  Stephens K (1997)
10. 42Y/M DM de novo KRT5 1423G>A E475K  Schuilenga-Hut (2003)
11. 1Y/F DM de novo KRTS5 1429G>A E477K  Coulombe PA (1991)
12. 8Y/F DM familial KRTI14 434G>A  RI125H Coulombe PA (1991)
13. 1WM DM de novo KRTI4 433C>T RI125C  Coulombe PA (1991)
14.  30Y/M MP familial KRTS 465C>T  P25L Coulombe PA (1991)
15. IW/F K de novo ND

16. IMF K de novo ND

17. 1YM K de novo ND

18. 30Y/F K de novo ND

19. 35Y/F K de novo ND

# AMRCHBIAEBSOBKEM LI AZR (BHF6, TREEARR, i
AAZKR)
Y; year, W; week, D; day, M; month, EBS-WC, Weber-Cockayne type EBS; EBS-
K, Koebner type EBS; EBS-DM, Dowling-Meara type EBS; EBS-MP, EBS with
mottled pigmentation; ND, not detected
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E170K L325P
ek Ry HISTP BT/ G517D
P152L LIZBFTM] ooy D328E/HA[15] L483P[16]
D158Y N1765+ N329K 14677 K472¥
P25+ _..l_..
(ET—HP) Vi 430\ NSIHIBE  L311p l KAO4E l E??K«vx 1635dl6
K5 . 2B 5
head p tail
K14 ‘
o
o N VI mlr)x AE3TS
AGI04  L122F[17]0 \ L143P 241D 09736 B7h (896X

N1735/K EI4K  yoodx 07D L5g4p LAOSH

R195H/C+[18] R3SSH/C EAT1X[19]

{12 M1gT

L130P V133L Y415H/C

RI34P
IVS1-20C

1 »5F vAFIcBit 5 EBS 042Z R L EKER ; EBS-WC (). EBS-K ().

EBS-DM (). FHEBRAPR TR I WEZER, KXFEFHOLRE

Head (H1)
Type II 143 158
K5 IQEVTVNQSLLTPLNLQ I DPSIQRVRTEE
K1 IQEVT I NQSLLQPLNVE I DPEIQKVKSRE
K2e IHEVSVNQSLLQPLNVKVDPEIQNVEAQE
K3 IQEVT I NQSLLOPLNVE IDPQIGQVE AQE
K4 IQEVTINQSLLTPLHVE I DPEI QKVRTEE
Kbéa IQEVIVINQSLLTPLNLQ IDPTIQRVRAEE
Typel
K14
Type 110
Vimentin
Type IV
NE-M
Type V
Lamin

186

191

REQ I K TLNNKFASF I DKVRFLEQQNK
REQ I KSLNNQFASF I DKVRFLEQQNQ
REQ I KTLNNKFASF I DKVRFLEQQNQ
REQ I KTLNNKFASF I DK VRFLEQQNK
REQ I KLLNNKFASF I DKVQFLEQQNK
REQ I K TLNNKFASF I DKVRFLEQQNK

RVTMQNLNDRLASYLDEVRALEEANA
KVE LQELNDRFANYIDKVRFL EQQNK
KEQ LQGLNDRFAGYIEKVHYLEQQNK

KED LQELNDRLAVYIDRVRSL ET ENA

352
YEEIAN RSRTE
NEDIAQKSKAE
YEEIAQ RSKEE
YEDIAQ RSKAE
YEEIAQRSKAE
YEEIAQRSRAE

YEKMAEENRKD
LSE AANENNDA
LTE SAAKNTDA

ARQSAE RNSNL
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