File S2. Examples of rapid genotyping methods for the
detection of JEB-carriers.

1.- Fluorescent fragment length analysis. A 243 bp PCR fragment including the regions
carrying the mutation was amplified. Wild-type animals shows a 243 bp fragment (+/+),
JEB-affected animals (EB/EB) display a unique 239 bp fragment (EB/EB) and both fragments
could be identified in carriers (+/EB).
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2.- Restriction fragment length polymorphism analysis.
Proposed endonucleases for the analysis in wild-type and mutated sequences.
A.) Restriction map analysis of wild-type sequence (PshAl)

Start (0)

5 @ CCAGCAGTCAGGGAGGTGCGGCTGAGAACCAGGGACTCCTGCCCAGACACCCCCGCTGGGGGCTGACTGTGGCCTCCCCCATCTGCAGGE
! I l I l L | Il 1 4 [l I | I 1 I | Il |

I T I i T ' 1 i T ' T N I v T B I i I
3’ GGTCGTCAGTCCCTCCACGCCGACTCTTGGTCCCTBAGGACGGGTCTGTGGGGGCGACCCCCGACTGACACCGGAGGGGGTAGACGTCCG

PshAI

TCCCGCCTGGCTGCGGGCGTGCCCAACACGCCCACCCGCCTGGTGTTCTCCGCCCTCGGACCCACGTCTCTGAAAGTGAGCTGGCAGGAG
L L i I L | i 1 4 [l I | I 1 I | i |

! I i I ! 1 ! 1 ! 1 N I ! 1 ! I ! I
AGGGCGGACCGACGCCCGCACGGGTTGTGCGGGTGGGCGGACCACAAGAGGCGGGAGCCTGGGTGCAGAGACTTTCACTCGACCGTCCTC

Deletion
‘End (243)
CCGCAGTGTGAGCGTGCGCTGCAGGGCTACAGTGTGGAGTACCAGCTGCTGAACGGCGGTGAG 3’

243

UGCGTCACACTCGCACGCGACGTCCCGATGTCACACCTCAT{J‘GTCGACGACTTGCCGCCACTC‘® 5’

B.) Restriction map analysis of mutated sequence (Acyl, Hinll, Hsp92I and BsaHlI)

Start (0)
Cl-:cagcagtcagggaggtgcggctgagaaccagggactcctgcccagacacccccgctgggggctgactgtggcctcccccatctgcaggc
I : 1 L | L ! ! | y ! M | L | . ! | !
I T T T T ¥ T T T ' T T T T T ' T T T
ggtcgtcagtccctccacgcoccgactcttggtcocctgaggacgggtctgtgggggecgacccccgactgacaccggagggggtagacgtccg
AcyTl
HinlI
BsaHI
Hsp92I

tccecgeoctggetgecgggecgtgoccaacacgeoccaccecgectggtgttetececgecctecggacgtctectgaaagtgagectggcaggagecgce
y ] ) ] y ] ) ] ; 1 y | ) ] Y ] ) !

T T T T T I T T T T T T T T T I T I
agggcggaccgacgcccgcacgggttgtgecgggtgggcggaccacaagaggcgggagcctgecagagactttcactcgaccgtcectcggeg

Deletion

End (239)

agtgtgagcgtgcgctgcagggctacagtgtggagtaccagectgectgaacggecggtgag 37
239

tcacactcg-:acgcgacgtcccgatgtcacacctcatggtcgacgacttgccgccactc@ 5
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C). Agarose gel showing the RFLP produced with PshAI (cut wild-type sequence) and Acyl (cut

mutated sequence)

PshAl digestion

MW: $X174DNA — Hinfl Digest
Lane 1: Wild —type (+/+)

Lane 2: Affected (EB/EB)

Lane 3: Carrier (EB/+)

2.5 % agaraose

Fragment size:
239 bp: undigested
153 bp + 90 bp (restriction fragments)

Acyl digestion

MW: $X174DNA — Hinfl Digest
Lane 1: Wild —type (+/+)

Lane 2: Affected (EB/EB)

Lane 3: Carrier (EB/+)

2.0 % agarose

Fragment size:
243 bp: undigested
89 bp + 150 bp (restriction fragments)




