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Isolation of a candidate gene for 
Norrie disease by positional 
cloning 
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Nature Genetics 1, 199-203 (1992) 

The following revised versions of Figs 2,3,5 and 6 should 
have appeared in this paper. 
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Fig. 1 Overlapping cosmid clones (dark bars) spanning the proximal half 
of YAC1 which encompasses the ND gene as well as two 
submicroscopic deletions (nos 3152 and 289). 5' and 3' ends of the 
MAO genes, the locations of marker sequences L 1.28 (DXS7) and Tc65, 
as well as BSSHII (B) and Notl (N) restriction sites are indicated by 
arrows. 

Fig.3 The ND gene 
region as defined 
by microdeletions. 
The location of 
cosmids (dark 
bars) and EcoRI 
restriction sites 
(arrows) are 
indicated above. 
Genomic 
fragments 
hybridizing to 
cDNAC2 are 
underlined. 
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Fig. 5 Overlapping eDNA clones (open bars) spanning 1.9 kb of the 
putative ND gene, which were isolated from fetal (C2) and adult 
retinal libraries (TR12, TR13), and from a fetal brain library (TF30, 
TF35). Sequenced segments are indicated by arrows, and the open 
reading frame given as shaded box. 
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1 GGCA.CAAGCC TCTCTCTCTC TCCCTCTCTC TCTCCC'I'CTC TC'TCI'CTCCC TGTGTCGC'M' 
61 AMCAACAGT CCTAAC'ITI'T GTGTGTTGCA AATATAAAAG GCAAGCCATG TGACAGAGGG 

121 ACAGAAGAAC .V..UGCA'lTl' GGAAGTAACA GGACCTC'l"'l"'l' CTAGCTCTCA GAAAA.GTCTG 
181 AGAAGAAAGG AGCCCTGCGT TCCCCTAAGC TGTGCAGCAG ATACTGTGAT GATGGATTGC 
241 AAGTGCAAAG AGTAAGACAA AACTCCAGCA CATAA.AGGAC AATGACAACC ACAAACC'ri'C 
301 ACCCCGATCC TGCCCTT'l'CC 'M'CMCCGCA CTGGATCCTA GGACCTCAAC CCA'lTI'CCM 
361 'l"l'""TM."GTCC TC"l"G:CCTCCC TCTGCTGTTC TTCTACACAA G'ITM'TCC'ri' ACM.~ 

M R 
421 CAAAACATCT ACTACCTGCA TCC'M'TTCTA TGC'l'CTCCCT CCTGGTGATA ATGGGGGATA 

KHV LAA S'FSM LSL LVI MCDT 
481 CACACAGTAA AACGGACACC TCA'M'CATAA. TGCACTCCGA CCCTCCACGC TCCATGAGGC 

DSK TDS SFIM DSD PRR CMRH 
SU ACCACTATGT GGATTCTATC ACTCACCCAT TGTACAAGTC TACCTCAAAC ATCGTGCTCC 

HYV DSI SHPL YKC SSK MVLL 
601 TGGCCAGGTG CGAGCGGCAC TGCAGCCAGG CGTCACGCTC CCACCCTT'I'G C'l'GTCGTTCA 

ARC EGH CSQA SRS EPL VSFS 
661 GCACTGTCCT CAACCAACCC TTCCGTTCCT CCTGTCACTG CTGCCGGCCC CACACTJ'CCA 

TVL KQP FRSS CHC CRP QTSK 
721 ACCTGAACCC ACTGCGGCTG CGATCCTCAC GCGGCATGCG ACTCACTGCC ACCTACCGGT 

LKA LRL RCSG GMR LTA TYRY 
781 ACATCCTCTC CTGTCACTGC GAGGAATGCA A'M'CCTGAGG CCCCCTGCTG TGTGTCGCTT 

ILS CHC EECN S-
841 CTGGATGGGA CMCTGTAGA CCCACTTCGA CCACCCAGGG AAACACTGGC AACAAAA.GAG 
901 'M'AACCCAAA A.AAGGATGCA ACMTTCTCC CCGGACTCTG CATAT'l'C'J'AG TAATAAAGAC 
961 TCTACATGCT TG'M"GACACA GACAGATACT CTGGGAACTl' C'M'TGCAG'M' CCCATCTCCT 

1021 Tl'CTCTGGTA CMTTTC'l'TI' TGGTTCATTT TCAGATTCAG GCATTTTCCC CC'M'GGCTCT 
1081 CAATGCTGTI' TGGGTTTCCA ACAAT'I'CAGC ATTAGTGGGA AAAAGTGGGC CCTCATACAC 
1141 AAGCGTGTCA GGCTGTCAGT G'l"T'TGGTGCA CGCTGGGGAA GMTTTAC'M' TGGAA.AGTAG 
120 1 AAAAGCCCAG C'ITM'CC'l'GG GACATCTTCT GTTATI'GTTG ATG'I'T'ITI'TT TTACC'M'GTC 
1261 ATT'M'GCTCT AAGG'r'l'CCCA 'M'GCTGCTAA AGGTI'ACCGA 'ITI'CAMGTC CAGATACCAA 
1321 GCATGTCGAT ATGTTTAGCT ACG'I'Tl'ACTC ACAGCCAGCG .v.ACTGACAT TAAAATAACT 
1381 AACAAACACA 'M'CTTTTATG TGATGCTGGA ACTCTTGACA GCTATAA'l"I'A 'ri'ATTCACAA 
1441 ATCACT'I"M'T G.v.AGTAAAA GCAGCATAA.A GAA'M"TGTCA CAGG.V.GGCT GTCTCAGATA 
1501 AATI'ATCGTA AAA'l"'M"TGTA AGGCAGCAGA CT'M'l'AA.AGA C'M'GCACAAA TACGGATCCT 
1561 GCACTGACTC TCGAAAAGGC ATATATGTAC TAGTGGCATG GACAATGCAC CATACTCATG 
1621 CATGCAAA'l"I' AGACAACCAA GTATGAATCT AT'M'GTGGGT GTGCTATAGC TTTAGCCGTG 
1681 TCACGGGCAT CAT'l'CTCTM TATCCAC'M'G TCCATGTG.V. ACATG'M'GCC AAAATGGTCC 
1741 TGGC'l"l'GTCI' TCTG.V.CG'M' TGGGTCAAAT GTGTTTTGGT CCTGGAGGCT CAAAT'I"I'TGA 
1801 G'l'TATTCCCA CGTTTTGAAA TMAAAGAGT ATA'M'CAAAA ~ AA.AAAAAAAA 
1861 AAAAAAAAAA AA 

Fig. 6 Nucleotide sequence (EMBL accession number 
X65724) of the consensus eDNA, and deduced amino acid 
sequence starting with the putative translation initiation 
codon at position 417. 
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In Fig. 1, part b should have been represented by the figure 
reproduced below. 
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Fig. 1 Cell hybrid mapping of PMP-22 to human 
chromosome 17p11.2. b, Southern blot of Taql digested 
DNA hybridized with pmp-22 eDNA CD25: lane 1 human; 
lane 2 hamster; lanes 3-4 somatic cell hybrid FTH(17)L4; 
lanes 5-7 somatic cell hybrids GM10889, GM10501 and 
GM1 0331, lane 8 mouse 882. The 5.5 kb human Taql 
fragment is indicated by the arrow. The lower weight Taql 
band seen in FHTB(17)L4 corresponds to the hybridization 
signal obtained with Taql digested DNA from the parent rat 
line FT02B of FTHB9(17)L4 with the PMP-22 eDNA CD25. 
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