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01 F: ACCAAGCCCCTTCAGCTTCTCC 250 09 F: AGTCTTGGACCAAAGAAACTTTTGCAT 485
R: CGGCTGGGCTGACTGACG R: TCTTCCTCCCTTTCAGTATGGTCAAAT

02 F: GCTGGGATTAGGGAGAAGTTGTTTCAT 376 10 F: CAAGCTTCCATTGTTTTCCTGATGAGA 396
R: CAAATGAAGACCTTGCATTAGAGAAGGA R: GCAATAGTAAAATGCAGGTGGTGGGTA

03 F: AAAAATCTTGGTCAGCGTATTTCACAAA 38 11 F: TTCATCAAAGTTTTCCTTTATCCCTTTGTT 372
R: TGAATTCAACCTCCTCTGGATTTATAACCT R: GCAAAGTTTCAAAACCATATGCATCTCT

04 F: GCTGTTCACATCTCACATTCTGCTTGA 44 12 F: AAGTGATGAGACTTAGGATTTAAAAATTGG 390
R: CAGCTAATGCTTCATTTGTCTCCACAC R: TGTAGCTTTAAGCATCAATAATTCTTCTGA

05 F: AAMAATGCCTAGCATAATGCCTTTTCCA 313 F: TGGAAGCTCATACTTGCCTGTCTGTTA 300
R: CATTCCCCACAGTGGTGTTAAGTCTTT R: AAATTATCTGGCCAAACTGTAGGTCAAAG

06 F: TGATTTTATGAACTTTTAATGGCAGCAGA 470 14 F: TTTCCCTCTTTGTATTTGCACAACTGG 390
R: CCCAACTGGTCTTTCAGTTATCCATGT R: AACTTTGATGACTTCTGGCCAAGTAAAA

07 F: GCAGGACATGAATAATTACTGATTTTGGA 355 15 F: CAGATTGAGCGGTTTCCTCTATGAGAT 499
R: GTGGGTGTGTAAATGCCAGGAGTAAAA R: TCCAATAATCCCATTCTTACGGAGAAAGTA

08 F: TATTGTCCAGGTGTACGCAGAAGAAGG 462 16 F: TTGAAACAGCAGCTTTGCTTTTAAAGAT 273
R: AAAAAGCTCCTTCATCTATTGTGGCTTT R: TGTGAGGGTTTAGTTTGGAGATGATGACT

o
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Study on ADAM10 gene mutation in a pedigree with

a reticulate acropigmentation of Kitamura
Ge Hongsong Zhang Cheng Zhou Jie et al

( Dept of Dermatology The Affiliated Provincial Childrens Hospital of Anhui Medical University Hefei 230032)
Abstract To investigate the clinical phenotype and ADAMI10 mutated locus of reticular acral pigmentation in a
Chinese pedigree. The clinical data of 54 people from 5 generations of RAK family were retrospectively analyzed
and some members of the family and 100 unrelated healthy control blood samples were collected. All exons of AD—
AMI10 gene were amplified by PCR and sequenced. All the affected patients showed a network of freckledike pig—
mentation spots distributed on the back and neck of the hands and feet. Transcoding mutations in the 4th exon of
ADAMI0 gene( c.425 —426 delGA; p. R1421fsx2) were detected in the probands of this family and in all patients
which was not detected in normal control family members or in non-related normal controls. A new mutation of AD-
AM10 gene may lead to the truncation of the protein that it encodes resulting in the occurrence of disease.
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