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BI1. ERIRATA & &R REGUR D 5B

(A) BEERIICHEROOES 2L HEDMBEEE Lo Twd, (B) FHEIELEE Y /8
7 DFEEBRBWAIT 72,

iﬁlﬁ{,f‘:@éi c. 6215del A (exon74) Norma ailele. |,

EE Exon 74 Exon 75
reees ~GAG[AGAAAGGAGAACGTGGAGAAC&GcfiGTGCCCCGGGTCTTGC- frees |
|
--------- Glu Lys Gly Glu Arg Gly Glu Gin Gly Ala Pro Gly Ser Cys ==»»»

BETLIL(~ATO)  ExonT74 | Exon 75
| +++:-GAGAGAAAGGAGAACGTGGAGAACGGGTGCCCCGGGTCTTG - -
--------- Glu Lys Gly Glu Arg Gly Glu Arg Val Pro Arg Val Ley s=«=:-
—
13837 E/BE TR Mexon82F CPTCAAELZLY

K2. COL7AID 1 7V NVICHRE L BIZTER
de novoZETH 5c6215delAZ 1 T UNICHER L7270 COERIZIZZYV VT4ARNIZH D
1337 I VB TFROTZ YV VE2THRIBEI RV BEL L L FHEINS,
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3. mRNA L XL T
BRI & mRNA 2l UST L72 & 25, #9280 COL7 cDNA IZHFH % 7

Iatron 74
e

PTC

HiF LT TR CPTCEELZIRISIARE

mRNA = RT-PCR = colony PCR -> sequencing

Dy TDIHOETWIEL T Y YTANAF v 7 L72COL7 cDNA TH o 72,

#1

IV VAF YT &S #FED DDEBES
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2 ¢.8045AG exon108 DDEB Pretibial Kon A (1998)
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Cserhalmi-Friedman PB
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Lab Invest.
. Mellerio JE (1999)
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- Salsa-Alanis JC (2000)
™10 DDEB Int J Dermatol.
11~29 DDEB Pruriginosa Jiang W (2002)
- Acta Derm Venereol.
¢.6899A>CG exon87 - S5
30 DDEB Kern I8 (2006)
d Invest Dermatol.
31 ¢.6900+2delTGAT exon87 DDEB Pruriginosa Drera B (2006)
32 ¢.6900+4A>G exon87 DDEB Pruriginosa Clin Genetic.
o - L Ren X (2008)
33 ¢.6900+1G=T exon87 DDEB Pruriginosa Br J Dermatol.
34 DDEB Pruriginosa Saito M (2009)
- Clin Exp Dermatol.
c.6900G=A exon87
35 DDEB (very mild) Koga H (2011)
i D Very m J Dermatol.
. .. Yang CS (2012)
38 .4668+1G=A exond5 DDEB Pruriginosa Pediatr Dermatol.
- - . Jiang W (2012)
37 ¢.8900+1G=C exon87 DDEB Pruriginosa Acta Dorm Venereol.
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