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Detection of KIT gene of a case with serious phenotypes of piebaldism
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Abstract: [Objective] To investigate the mutations of KIT gene and SLUG (SNAI2)gene in one patients with piebaldism in Chi-
na. [ Methods ] All coding exons and exon—intron boundaries of KIT gene and SLUG gene were amplified by PCR. The PCR products
were sequenced. The DNA samples from 50 normal subjects were also sequenced for control. [ Results] The novel mutation, ¢.860T>A
(p.V287E) , was detected in patient. This mutation was absent in his parents and the controls, indicating a de novo mutation. The de-
tection result of all coding exons and exon—intron boundaries of SLUG gene was normal.This p.V287E mutation was located in the ex-
tracellular ligand—bindingdomain (ectodomain) of KIT, which may generate clash with £249 and disrupt the conformation of D and
BD/BE of D3 that required for SCF (stem cell factor) binding. [ Conclusion] We have identified a novel mutation of KIT gene , ¢.860T>
A(p.V287E) ,which is probably associated with serious phenotypes of piebaldism.
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Fig.2 Family pedigree of a case with serious phenotype

of piebaldism
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Fig.1 Clinical features of patients with piebaldism
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Table 1 Primers—PCR analysis of KIT gene

Exon Forward primer (5—3') Reverse primer (5—3) Size/bp
EXONI TGGGAGGAGGGGCTGGTG CCTGACGCCCGGGAGTCA 418
EXON2 ATTGTAGAGTACACAGA CCTACTGACTCGGTATCT436bp

EXON3 GTGTTTTCAGTGTCTGTGAC CTGAAGAGAAGAGCAACT 380
EXON4 TGTACACATTTGAGGAGAAA GCTGATCACGCAGACAGT 375
EXONS TGGAGAAGTTAATTGCTGCT CTTCTTTAATAATCTGTC 282
EXON6 AGTTAAAATTCTCTTATTGCCA GGACCGTTTCTTCTTTCAGAC 399
EXON7 TATGTGTGTGCGTGTTTATG GTCGACGTTCCTGAGTTGACG 335
EXON8 CTCAGGAAGGTTGTAGGG AATGACTTACTGAAGAGAT382bp

EXON9 TTCCTAGAGTAAGCCAGGG TGGTATAGTCAGTACTAA 327
EXON10 GATCCCATCCTGCCAAAGTT CACGAGATTACTGACTCTGCTA 282
EXONT11 CAGGTAACCATTTATTTGTT CAAGGTGGACTTTGTTACT 292
EXONI12 ATGTCTCTGGACAACATTG CGGTCAACACGAAAAACGA232bp

EXONI13 GAGGCAACTGCTTATGGCT CCATCTTGTCGGGTCCTGTA 299
EXON14 GTCTGATCCACTGAAGCTG CTGTCCGTCAAGTACCCCA 277
EXON15 AACTTTACATGACTTTCCTC TCAACTCCAACGTTCACCCA235bp

EXON16 GACACCAGGGAAGTGATCTGC ACACCATTGGTTTTCGTCTCCT 370
EXON17 GTTTTCACTCTTTACAAGT CAAAGGACACTGAAAGTATTACAT 332
EXONI18 TGAGCTTCTGAATTAACAT TGTTCTACTAGTTCCTTCC 233
EXON19 GATCCYYGCCAAAGACAA AGAAATACTGTGTGACCAG 203
EXON20 TACTGAAGTTGCTCCATGC GGGTCAAGGTCCACACAGG206bp

EXON21 GCCACAAAGTTCTTGGAAACCAC GACGTTAGGACAGAAAGACTCGTG 2330
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Table 2 Primers—PCR analysis of SLUG gene

Exon Forward primer(5°-3") Reverse primer(5°-3") Size/bp
EXONI CAGTTCGTAAAGGAGCCG CAGTTCGTAAAGGAGCCG254bp 254
EXON2 CCATCACTGTGTGGACTACC TCTCAGAGTAACATTCCTGCC 546
EXON3 CACACACACACCCACAGAGA GCAACCAGACAACCGACAT 1312
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Fig.3 Partial sequencing results of the patient and the

control individuals
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Fig.4 Comparison diagram of cross—species conserved sequences
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Fig.5 Structure prediction of the extracellular ligand—bindingdomain (ectodomain) of KIT
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