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HETBE R

No. BETAE Ver. | iEFMBHLGR VERCE TR
1| HTBLERL 1| 2020/10/20 | /Mt M | SRE K
2 | FERAERE 2 2022/4/1 | M)IRE— | KRB
3 | fEIRGENN 3 2022/11/24 | fINE— | SREX
4 | (D BRAEEEORHIHE 0L E 4 2023/4/1 | HEooes | REXR
5 | intron FEIK DA 5 2024/6/1 ME— | R
6 | FEOLE 6 2025/4/1 THE | REX
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BREER : [ 7oz~ EER |

BEL [ 7oV~ IEREERGTRE ]
S

TV )b~ UIEGERET EE OB HSEORI., TAD A, KFMEESEEE, RS
FlERZ INDHRN EOITHZ I L T 0RETH D, 16 BYMAIK ql1-ql13 ITA7ET
2 il 0 IABIBIR T UBE3A OFSREIERIZ KV BIET D, UBE3A 1TAPRHI TRk T L
NDHBBFBLLTEY, 7 DRVIABBIG (7D T 4 7)) 1280 B
ST D, UBE3A MEREFE L OB & LT, REHDRYL AR 15q11-q13 DR, 15 FYh
RORXMERBIES AV I — MV IABIEE UBESA DEBENHILTND, 7/ KRl iA
HBROT- D, UBE3A OEBIIFRHK TOAIFERE 720 | RQHE TIERESTRINE &
725, UBESA \IRRBRKAFH) S 7 A ABPEICHNEADER E B2 0N TR Y . RBIKTN
VT ARV DOREENMEEO FERFRN EEZ S5 TWD,

ARIRENL UBE3A BinFDF /"7 Ea— REk=r v o L HICENZKE LT
SLCIAG, TCF4, MBDS, MECPZ, CDKL5, FOXGIY&AG 0% DG A T Z A AN Rl & YAt
V=7 =TT L, BEICRE ST LVBEE 0. 1%L FORGZ )0 7 Mo
WTHRET S, B — FRRIR S — 7 v —DF —F O N BLERSEA X, T
AL DXy ET Y == o —COMN 21T 5, 7B R E - fiAZED =
BRI 2 7 ) SAEEZAGICE U IR EE TR Y — Lo Yttt
R —Fr o —ClIER#ER =D, EXISRE L, BHREYS A 7120 TEANY 7T
Y= —TCHRHTELELDICE L TUIHRET 208, XU T ha—7—THRIITE
oo b OB L CImE Ly, £/ Bz, Freo sl b sricemns
Do

B4 position (hg38) HGVS. ¢

CDKLS chrX:18506933 c. —162-2A>G (\M_003159. 3)
MECP2 chrX:154097603 c. —99+1G>A (NM_004992. 4)

TCF4 chr18:55228372 c. 1880-11A>G (NM_001083962. 2)
UBESA chr15:25375775 c. 3-12T>A (NM_130838. 4)

UBESA chr15:25405504 c. —40-2A>G (NM_130838. 4)
(1) WEFHE

MR HEIUN L7247 7 2 DNA 8D R RIBs 1 (UBE3A, SLCIA6, TCF4, MBD5,
MECP2, CDKL5, FOXGI) D7z X< Ea— Rk~ Vo 204 > ha U EHE 0%
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

NATNHEA¥— 3 0 HDHWVITEEEREEY: (polymerase chain reaction 1.
PCRIELME) (2L VML, KA —7 o —IC L 2B PRSI EZITV, Bt
RIGBILF DT /T < B =2 — FREIRIC I D AR BLAEEE O S EEESIZE L O F 1 % 1
tﬂﬁqéo

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

EREEICRIREZITO 2 L T OREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDFEFELH Y £ A,

/ AENPE AN s
FERHERIC TR O HBRCERFUC DWW TSIt A L, AKBEOH LIAZRDOE R
PRI A,

AN A BT
WREF ST D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

RIE DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIREET S
(WEIZE LT, REAIORIM S ), FEEHORRICEET L Lz2fAlE T 5,
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(11) REKEERRED T ~)VOFERHEH
RRARREART Z ~ U ITEA AR 1D 72 & ONSRRE B 1D 2 5edld %,
RAEMIEE L, YMERREORAEZMEN TS, ZREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Bz ERBEE D CHAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOFAEEZFAIE T 5,

LR F AT AR e DT EREBEICIT T iR 2T,

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 TR AR H M2 e 2 TH 5-23
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