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PMP22 mutation of an infant-onset Charcot-Marie-Tooth disease family
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Abstract: Objective To study the mutation of PMP22 gene of an early-onset family with Charcot-Marie-Tooth
disease (CMT) and the genetic features of the disease. Methods Two patients with CMT, fifteen unaffected members in
the family and 20 healthy controls were enrolled. STR-PCR and gene scanning were used to detect PMP22 duplication
mutation. Results The mutations of PMP22 were found in the two patients and other five unaffected members in the
family. The mutations were located in the STR locus D175921 in 5 cases and in the STR locus D17S4A in 2 cases. The
other members in the family and 20 healthy controls did not show the mutations of PMP22. Conclusions The gene

causing CMT in the family is found in the 17pl1.2-p12 region containing PMP22 gene duplication mutation, resulting in

the subtype CMT1A.
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D178921 D178921-F GTG TTG TAT TAG GCA GAG TTC TCC 5'-FAM 14420 ~ 14357
D178921-R GGC AGT AGA TGG TGA CTT TAT GGC
D17S9A D17S9A-F CAA CCA TCA GTG ATT TGA TGG TTT AC 5'-TET 14460 ~ 14560
D17S9A-R GAG TTG TCA CTA GAA CCC TGT TC
D1759B D17S9B-F TCT CAG TCC TGA TTT CTT GAT TTT G 14585 ~ 14666
D17S9B-R CCA GAG CTA ACA CCA CAT TCA 5'-TET
D175918 D17S918-F TCC TGT AAT CTG TCC CCA AAC GTC 5'-TET 15126 ~ 15179
D175918-R TTC CTC ACA CAA CCT ATT GAT AGT C
D1784A D17S4A-F CTG TGG AGG AAA GAA AAC ACT GCC 15069 ~ 15359
DI17$4A-R GCA CTA AAG TAG CTT GTA ACT CTG 5'-FAM
D17S2230 D17S2230-F AGG AAA CTG ATG TCT AAA ACT ATC C 15317 ~ 15447
D17S2230-R GTG AAT CCA GGA GGC AGA GCT TGC 5'-FAM
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