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WETBE R

No. WETNE Ver. | #EHBRLAA VERLE R
1| HRERL 1 2023/11/10 | HB)INE— SRR
2 | intron fEIEDZEH 2 2024/6/1 S — SR
3 | FHOEE 3 2025/4/1 HTE SR
’ f?fgfﬁé“ﬂ%@h%@ 4| 20256019 | s | AvEUK
5
6
7
8
9
10
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BEEB T A7V T 4V TRBEIT SRV

E RSV T U TRBIL, AT T o v T EG OB L 0 RIET
BHo REWPRERBE LT, YANR—T v BVERR, Ny 7 U4 X —F~ iR, 7
TH =LA VIEGRE, 7 0¥ b~ UEGRE, B TEGRE (OF 14 etk & 1
I IEMERE) . T U T OVIEGERE, FTAE MR R . (A PERE] R IR IR TE ST D
o, TNHDA TV T 4 U THRBIL, REBOBETIIA TV T o7y
H— & L THEET B A T b Al S8l (DMR) D A F/ALRFIZ L W AET 503, —HOK
FHTIEHA TV T 4 T B FREOHEEANY 7 MR VIREST L, [ 7Y T
o4 TIRBIRNT SV 1, ZOA TN T 4 v TGN T v N OF R B
% HBTIER S LTV 5,

AW T DLKI, IGF2, CDKNIC, HMGAZ, PLAGI, KCNQ1, MAGELZ, UBE3A, PLAGLI,
GNASTBAR DX X7 Ea— R Y V) > & Z OG0 A7 T A ATRALHEI & AR
= YT L, BRI SN T LVBEE 1%LUT Ofi 72— SIS E R L E 0
TN« RRIZOWTHET 5, RBRBUEKEK - FiAED 2 BRI/
IAEEZACICBE U CIX SRS EE COMMAEE Y — RO R — 7 v — I E e
=0, WS E LRV, TS A 7 IconTIIERNY 7y ba—F—THRIHTE -
SOOI L TIHRET 0N, NI T ha—7 —TRHTE 20> b DI L TlEH
LAV, E72 RRESEBICNA, FREEOSEECS RITISENT 5,

B4 position (hg38) HGVS. ¢
CDENIC chr11:2883979 c. *5+20G>T (NM_000076. 2)
CDENIC chr11:2883997 c. %*5+2T>C (NM_000076. 2)
CDENIC chr11:2884149 c. 821-15C>A (NM_000076. 2)
GNAS chr20:58903519 c. 258-12A>G (NM_000516. 7)
GNAS chr20:58903661 c. 313-11A>G (NM_000516. 7)
GNAS chr20:58905491 c. 530+11G>A (NM_000516. 7)
1GF2 chr11:2135530 c. —6-1G>C (NM_000612. 6)
KCNQ1 chr11:2461716 c. 386+16232T>G (NM_000218. 3)
UBE3A chr15:25375775 c. 3-12T>A (NM_130838. 4)
UBES3A chr15:25405504 c. —40-2A>G (NM_130838. 4)
(1) WmEFE

MIENSEUL L= 7 2 DNA 226, %S T 2MENRELRTOZAELEa— R
T DA v BRI ENA T XA =g B D WVIEEERD
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

WYL (polymerase chain reaction i, PCRIEEME) X VRMEL ., Wit —7r
Y=L XD BEFEIIREEZITV, REXNREBEFOTAEE =2 — FEkiCE
DR BUEE O RS (L OF A RIS 5, AN O A OZ T AN E T 5
W, R EFRVGAITHESZ DN 2T AND, ZO%AIXEAx OFEFIZLY
HWrT D b0 LT 5,

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

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

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

HEZZFET 2HEICH > Tid, EBRTHIEZT O HERER DL
HEDFEFELH Y £ A,

RRARDEREA
EREBIC TIRAED B ASRIRIUC S THICHI L AREDH LiAAOE
E AT D,

AN AT
WREFIEAT 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.,

BRIK DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZE LT, RGAIORIM G ), FEEHOBRICEET L Lz2fAlE T 5,
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(11) REKEERRED 7 ~)VOFERHEH
RRARREART Z - ITEA AL 1D 72 b ONSRRE B 1D 52T %,
RAEMIEE L, YMERREORXEZMN TS, HREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFAIE T 5,

LRI AR DT, EREBEICIT TR 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASENEAND T S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 T AR A2 e 2 TH 5-23
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