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Study on the clinical phenotype and genotype of a case of mottle disease
Ge Hongsong' Li Yue’ Zhang Cheng' et al
(' Depnt of Dermatology Dept of Pediatrics Anhui Medical University( Anhui Provincial Children’s Hospital) Hefei 230032;
*Dept of Dermatology Xinhua Hospital Affiliated to Shanghai Jiaotong University School of Medicine Shanghai 200092)

Abstract Objective To investigate the clinical phenotype and KIT gene mutation in a Chinese Han pedigree with
piebaldism. Methods Clinical data and blood samples were collected from 14 individuals from 3 generations of the
piebaldism family. Peripheral blood genomic DNA of all samples and 100 healthy controls were extracted. All exons
of the KIT gene were amplified by PCR and sequenced by Sanger sequencing. Results There were rhomboid dis—
tribution of white spots across the hairline on the forehead of the proband white hair on the white spots depigment—
ation spots on the chest abdomen and limbs and several pigmentation spots around some white spots. In addition
dark brown coffee spots can be seen in the left midsection. The grandfather aunt and sister of the proband had dif-
ferent degrees of disease and the mother of the proband had no skin lesions. Missense mutation c.272A >
T( p. sn91ile) of KIT gene was detected in all patients and the healthy mother of the proband in this pedigree with
piebaldism. No mutations were found among 100 healthy controls and other healthy members of this predigree. The
mutation c¢.272A >T ( p. Asn91lle) of KIT gene had not been reported in the literature. Conclusion The clinical
phenotype of patients with piebaldism is inconsistent and a novel KIT gene mutation ( c. 272A >T p. sn91ile)
may be the cause of the clinical phenotype this pedigree with piebaldism which has genetic heterogeneity.
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