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WFFER R OMEEL (FE3L) : Because most cases of recessive dystrophic epidermolysis bullosa
are caused by compound heterozygous COL7AI mutations, it is usually difficult to assess
the clinical phenotype and function of each mutant type VII collagen derived from
different mutations. To clarify this question, genotype—phenotype correlation was
analyzed in patients specifically having common COL7AI mutations on one allele, which
is known to lead to complete loss of type VII collagen expression through a premature
termination codon.
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Table. 1 COL7A mutations identified in ROEB patients with c581 8delG ar IWS81 ds+H GrC

Case no. Agelsex Allele 1 Allele 2 DEE phenotype Exondintron  Protein location  Consequence  IF
Nonsense

1 17/M E2B57X G573H G0 Generalized other exon 116 Acidic/THC PTC/PTC Positive

2 9/F EZ857X G573H G>C Generalized other exon 116 Acidic/THC PTC/PTC Positive

3 43/M E2857X 581 8delC Generalized other exon 116 Acidic/ 39 A4 PTC/PTC Positive
Defetion

4 0/ 1474deld 581 8delC Severe generalized aexon 11 Fn3/ 3944 PTC/PTC e gative

5 0/ 5756delG GET3H GYC Sevare generalized axon G9 THCZATHC PTC/PTC e gative
Spiice site

[} G0/F cF272G>A  6573H1GC Generalized other exon 94 THCATHC SplfPTC wizak

7 0/F B108+2T>A 581 8delC Generalized other intron 109 THC/ 35 AA SplfPTC wizak
Missense

8 44/F G1815R 581 8delC Generalized other exon 63 THC /39 A4 GS/PTC Positive

9 5/M R15570 G5T3H G>C Generalized other axon 72 3DAASTHC Mis/PTC Positive

10 0/M R2063W 581 8delC Generalized other exon 74 THC /39 A4 Mis/PTC Positive

11 0/F GZHER G573H GYC Generalized other exon 89 THC/THGC GS/PTC Positive

12 1/M G26235 551 8delC Generalized other exon 105 THC/ 3944 Gs/PTC Positive

Mowel mutations detected in this investigation are in bold

Fn3, fibronectin I-like domains; THC, triple helical collangenous domain; AA358, 38 amino acid "hinge’ region; PTC, Premature temination
codon mutation; Spl, Splice site mutation; GE, Glycine substitution mutation; Mis, Missense mutation.
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