RAERE
(2 A AEGEREBS TR )
[ #]
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WETBE R

No. BETNA Ver. | f{EMBA%AA VERLE ARE
1| BrEfERk 1 2020/6/19 HE— | RBE%
2 | Intron FEBEN 2 2021/6/30 ME— | R
3 | HFAZEHE 3 2022/4/1 MIE— | R
4 | fEIEGENN 4 2022/11/24 AMIE— | RER
5 | U)MEKEEOLHHEE OLE | 5 2023/4/1 HFOTHE | REX
6
7
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REEE : a7 1 AEREE)

WEL (274 SNERERIDTFRE]
S

a7 A JEWERE (Cockayne syndrome : CS) [Z5RAMERM: DNA BIEDBEE T AT A FF
IZX 7 AT RREEEICKIT 285 H38MEME (56O DNA 815 OB 221E18)
MTERNZ LIZE YV RIET D H QAR ERBIEMEOREIE TH D, 1936 FFITA XU X
D/NRFHE  Cockayne (T8 THIHHRE DZEHE & MU 2 (RO IEE W EINART L 72iER] )
& UTHRINCHE STz, HOLEBUE, FFEREAREI. K TR OZER, K.
7R R BIEE SRS R &b O MK A C L WRAKRSMEEATEET 5,

ANRHE ClE ERCCS, ERCC6, ERCC3, ERCC2, ERCC5TEAG D X /87 B o — R 7 v
L ZEDWIHD AT T A AL Z R R — 7 = =TT L, iRt sz
VOVBEEE 1%LA T O 72— MR E L & B » RRIZOWTHET 2, FHY — R
R — Y —OFT — X ORERLERGET, P B 5%y ET Y —v
— 7 =T O AT 9, IRBRIABKK - FIAFED 2 ©—FESCRBEL R T/ L
HEZGICE LTI miEE CoMMBEEH Y — RRIORMA S — 7 o —TIXR #7272
W, WERSRE Ly, Sl A 7 iconTUINI 7y ha—7—HRETE =Y
DIZEA LTI ET D2, NU Ty ha—7—THRIHTEX o7 bDIZB L s
L7y, E7c BREsEiIn . FREOMEE S AT IS BT 5,

BinTt4 position (hg38) HGVS. ¢

ERCCS chr13:102862004 | c. 881-26T>G(NM_000123. 4)

ERCC6 chr10:49473613 c. 2599-26A>G (NM_000124. 4)

ERCCE chr10:49538959 c. —15+3G>T (N\M_000124. 4)

ERCCS chrb5:60927745 c. 173+1119G>C (N\M_000082. 4)

ERCCS chrb5:60927818 c. 173+1046A>G (NM_000082. 4)
(1) W|EGIE

Mg SEIL L7277 L DNA v %8 T 2 RAMGEIE T O A Ha— R
TERT 7 Y DA v hr VR SENA T I XA B a b D WITEERR
MY (polymerase chain reaction 35, PCRIEEMS) L VML, Wity —4
Y= 0EF Y BT Y == I XD BB RS EZITV, AR
BRFOEAMESE 2 — NEBICBIT 5 v —F o v 7 Tl aTRe 2 AR B B oD
HWRBAINEALDOFE L RIS 5.
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

FVEE R OV B A%
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 52 B LI,

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDEFELH Y F A,

/ AENPEAE s
FERHERIIC TRA O HBRPERFUC DWW T HSICitA L, KBEOH LIAZRDOE R
T HERT A,

BAIRDERRAE S
R IAT D EA AL 1D Z0# T ~ L3 AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BAEDORRE
I ImL LA b 2R3 5.,

BRIE DRI
PRIMAR T, T IE £ T TG R 95,

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIMS ), FEEHOBRICEEST D Lz2FAlE T 5,

(11) MEKEERORIED T~V OTLHEH

BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D

c WETOMAER REA, Bt — &S, BRI
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- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREB/HHE
7L

(14) REOBH LiAL, BRWEb#E
PASENEAND T S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 TR AR HHIA S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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