movement disorder

(ChAc)
McLeod (MLS) ChAc
A.
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movement
disorder gDNA RNA
RNA cDNA gDNA
chorea-acanthocytosis; ChAc McLeod cDNA
McLeod syndrome; MLS VPS13A
Huntington disease-like 2
HDL2 VPS13A
pantothenate kinase associated PCR CNV
neurodegeneration; PKAN
VPS13A
chorein
ChAc
ChAc MLS NIBA
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4411C>T

exon60 61
6 4
VPS13A
VPS13A
CNV chorein
ChAc ChAc
13 ChAc CNV
33 chorein
VPS13A
c.4411C>T exon60 61 ChAc MLS
34.8%
27.3% 19
1.5% 3%
* BRGNS RRREREFVPS13AZR 7 L) LIRE
=R SRR
Exon 37 4411C>T R1471X 23 (34.8%)
Exon 60_61 EX60_EX61del 18 (27.3%)
Exon 9 622C>T R208X 2( 3.0%)
Intron 26 2324+1G>T splice-site 2 ( 3.0%)
Exon 34 3889C>T R1297X 2 ( 3.0%)
Exon 39 4775 A>G_E1572G 2( 3.0%)
Exon 55 7675_7676del fs 2 ( 3.0%)
Exon 60 8325G>A splice-site 2 ( 3.0%)
Exon 3 EX3del 1( 1.5%) E.
Exon 12 928C>T Q310X 1( 1.5%)
Exon 15 1287del 429GfsX29 1( 1.5%) ChAc MLS
Exon 15 1305G>A W435X 1( 1.5%)
Intron 20 2037+2T>G splice-site 1( 1.5%)
Exon 24_45 EX24_EX45dup 1( 1.5%)
Exon 25 2593C>T R865X 1( 1.5%)
Exon 32 3418_3419del 1140TfsX5 1( 1.5%)
Exon 35 3970_3973del 13245fsX3 1( 1.5%)
Exon 53 7411C>T Q2471X 1( 1.5%)
Exon 57 8035G>A splice-site 1( 1.5%)
Exon 65 8848_8860del 2950NfsX13 1 ( 1.5%)
Exon 72 9403C>T R3134X 1( 1.5%)
it 66
F
11 46
G.
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