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(== VAR - B - 4 Three novel mutations responsible for Cockayne syndrome group A
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a4 EWFERE (Cockayne syndrome ; CS) 1%, BXBEGE. HFAMREFTFRE. BB {LERL V2858 E T
DR HRABKELEHRGRABTHD, CSit,. 5 EO DNABRE*FEEE L, DNABEIC L TEELE
BEABRsEZL0TED [EFEL£% L7 DNA ) (transcription-coupled DNA repair ; TCR) &2 452
FICRE LTS, CSIZIT A, B ZHO0#EBHMEMEMER (CS-A, CS-B) BfFEL. TN EhOREEET (CSA.
CSB) iHBEic7a—=r78hTn%, CSA, CSBEMEFIZTCR BBICEERBRHERTLEXLNDM, TCR
BEOHEMIITHDOEETHSD, CSA DHIELFEMET S LT, BHEIIBITS CSABRGTRRERYMBTT D Z LI
HETHHLEEZOND, I T, AR TIIAAA CS-A EBH5HIICONT CSA BInFDRRER LM LT,

[Fikde &N ]

t bk CSA BETFi., FE5BLRAEME (5q12.1) IZEML, 12BDZ=XYrhbib, £K 80kb ICKT, 396 N
TIBIORBEZ NI EEI—RLTWA, £7. ¥ FUBITICE Y CSA BEFOY ) ALOKREVRERE
BEROFEIZOWVTHRE L7z, BAAN CS-A BF ik 5 EEOMMEFMIE (Mps 1, CS20S. CS2AW, Nps2,
CS2SE) X 0 L7=% 7 1 DNA % HI[REE% Sacl T L, 2K CSADNA ¥ Fu—7 & LT, HHF & 17
SR, Mps1 TCSABGFOIX Y 1 MNKRIETHZ L, CS20S, CS2AW, Nps2 T CSA Bz FHTXx V4
NRETHZEIWTREENT, RIZHY /L DNAZEE L LT, PCR%EE direct sequencing (2L V. CSA Elz¥D
FNTNDOTX Y o—A » hu EAREYSHSREE 4 HIE L. DNA HEEFIZRE L, FOKE. AAA
CS-ABFESHIZHOWTLUT O 3FEED CSA B FORERERNPH LML ST,

1. 56105 B 46] (CS20S. CS2AW, Nps2, CS2SE) (28T CSA BT DXV 4 % 5tr 3373 ESXID
REXRBLE, ZTOREKIZEIDVTZL—AL 7 &AL, 11I8FHD 2 FUCTHRRMEILT 2 LHRI ST,

2. CS20S. CS2AW. Nps2 TizZ ORKLUADERITZRBD bgh-7=DiZkt L. CS2SE D% 5 —H O xtLifix
FTTH, XV A0 R2BEOTTF=0RU b ZERL CSABRED 106 EHO L Z Ivp7a ) B




g3 I A e RERER (QL06P) 8D b, & 5IZ PCR-RFLP % H T CS2SE 45 CSA #E{s+ ™ compound
heterozygote THDHZ & # MR LTz, TOI AL RERERN CSA ORBAEDLANE S DE2ARSD1-0,
Q106P Z £ CSA cDNA # & 4577 X I N (pcDNA3-CSAQ106P) #{ER L, CS-A #if2 (CS3BESV) & A
LT, ZDFEHR, pcDNA3-CSAQ106P % A L7- CS3BESV M DRI ITEER T, I XA A ERLTE
(Q106P) 2% CS-A BEMNFERIZ/>TWVD Z LR AN,

3. ¥, Mps 1 EFICENT, CSAEBGBFO=XY v 1 BREB LEEREEZRET 579, Mps 1 D CSA &EF
DAV b1 nLEESN PCR EY (AR2) #7u—7L LT, ¥ ¥ uoF o FER{ToliER, %
MR FS3 4/ . DNA 22513 4.7 kb @ Pvu Il HIFREERBT A M E LDk L Mps1 D%/ A DNA D513 5.5 kb
O Pvull FIRREEREMT A B & /-, = LT, AR2 OAMUTH M & @ PCR primer pairs 7 ¥4 LT, #IREEER
Pvull THLE U self-ligation L7~ genomic DNA % 8% & L T inverse PCR #1T\ ., KB L7 REN % &1e DNA W
FEBELE, £/, Z? inverse PCREW %Y 7 7 u—=27 LT DNA HHERF|%H#E L. BLAST ¥ — &% X—
2R LTCHRER V=Y —F EITo AR, Mpsl (X CSA DX YV v 1 RUZE D EFfERE 140 80 kb 0%/ A
DNAZ#XKELTWAZ EBRRHBEINT,

[#e4E]

UED CSA BIEFRAERITIINETHRESNTELT, Fo, ABEDRLBD LN &b, BAANEE
WRRMLRERTHD L FRIND, IAERRER Q106P i3, CSA DIERE N A A L &4 5 L CEERE
BEBOLEADND,

RMXEBEOHRDEE

24 VERRE (OS) HEREASRIEERT, [$55 L 4% L7 DNA 54 (TCR) M4 3R KR LT
W5, CSIZiT A, B Z o0 @GR (CS-A, CS'B) BFEEL, T ZhOFE®EIETF (CSA. CSB) I3BE
Wrm—=r73h T, CSA, CSB BEFIL TCREBICEELRB/E 2R TLEX 555, TCR #8125k
% CSA. CSB #EENFHMIITHANEE TH D, CSA DHWEEZXRAET S LT, BEICKIT S CSA BEFORERER
BRI A EEETHD EEXLND, T T, ElIAIZ5 AORKA CS-A BEBROMIIZ OV TERAE
FrafTole, ZDORR, LT O 3EED CSA BLFDORAERLHLNIT L, 58105 H 44l (CS20S. CS2AW,
Nps2, CS2SE) 28\ T, CSA EBLET D exond ¥ E1r 3373 MEXMORENAHENZ, ZOKRKIZEY 7L —A
V7 MEAEL, BRED 118 ZEB D2 FUCHIRMELT S LR Eh 5, CS20S. CS2AW, Nps2 Tl Z DRk
LIS DERIIBH DN 2T DIZxt L, CS2SE Db ) —H DR LEETF Tid, exond D 42 FEBHDTF = b
VAERL, CSAEHED 106 BEHDINZ IR T 0 Y VIZEBHRTD I AL RERERNED bz, Mpsl
T CSABIGF D exonl RUZ O EHHESZ ELH80 kb A K& L Tz, ZOXRKIZE Y CSABBEFARBERET,
CSABHEANREAINRVEHRA SN D U LEDRRERIZINE TRESNTE LT ABEDRLRD SN,
AAEANBECHERHBERTHD EFHEND, I AL RERER QLO6P 13, CSA OHEE N A A L 2+ 5 k
TEEREREIFOLEALND, > T, ZINOLOEMRISAOHEREIZMOBEIETDEEZLND,
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