A RNE

ATV T 4 TR BIENT N R VB TR
[ PR R k]

EFHBHAG R 202446 H 1 H
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WETBE R

No. BETNA Ver. | fEMHBHAAA VERCE RERE
1| HRERL 1 2023/11/10 | HB)INE— AR
2 | intron fEEk D2 F 2 2024/6/1 Ay — R
3
4
5
6
7
8
9
10
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BEEB T A7V T 4V TRBEIT SRV

E ATV T 4 TREBIE. ATV T 4 v TBIE T ORBUERFIZ XV RET
Do REBAPRBL LT, v ANR—=T v B)VERRE, Ny 7 A A —F~ EfERE, 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,

KA T RTLL, MEGS, DLK1, MEST, 1GF2, CDKNIC, HMGAZ, PLAGI, KCNQ1, SNEPN, SNORDI 16,
MAGELZ, UBE3A, PLAGL1, STX16, GNAS-ASI, GNAS Y&in+D & /37 8 a— Riali= 7 Vv &
Z DRI AT T A A A RIS — 7 = — T L. Bt Snhz7 L
JVBAEE 1%L T Off7e — B H & O - RRICOWTHRET 5, F8 U — RER
MR —F oY —DF —F OMEDNBERGE X, VT —ECL ¥y TV —v—
o= CTOMMT 24T 9 RIBRBULKL: « FAFE O 3 B — BRI R T ) L
EEAGICE L@ CoMM 2 Y — RRIORIR > — 7 3 — TR #2272
WiExRE Ly, MHREY A 71250 TEARY Ty ha—7 —TRIETEZL DI
BILCIIsET 208, NUT v ha—J—CRIETERD > L DI L CEHE Lk
VY, E 7o BRESEEGCIN A, FRCO S AT ISEINT D,

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 (N\M_000612. 6)
KCNQ1 chr11:2461716 c. 386+16232T>G (N\M_000218. 3)
UBES3A chr15:25375775 c. 3-12T>A (NM_130838. 4)
UBES3A chr15:25405504 c. —40-2A>G (NM_130838. 4)
(1) WmEFE

MIENSEUL L7257 7 2 DNA 206, #ST 2MENRELR T OZAELEa— R
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

T VL EDA U hu BRESEANA T XA = a b D W EEERR
YL (polymerase chain reaction i, PCRIEEME) X VRMEL ., Wit —7r
V=L XD BB FESIRE 21TV, RAEXGEE T O X E 2 — NHEkiCE
T AR B O ARV E O A B2 BN 5, FAIMEOZOZ T AN E TS
W, R EFROGAITHESNZ DN 2T AND, ZO%AIXEAx OFEFIZLY
W2 b0 LT 5,

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

RBRAR DEREREA:
PEHHEREIC TRA D B RIRIRFUC W THICHB L ARED H LiAZ 0 E L
e

RO
BT RAT DEAAL 1D FEH 7 ~ L D3 AE S AU 7R 1R
(B Zem B AR M4 EDTA-2K (7213 Na) FERL)

BAEDORRE
I ImL LA b 2403 5.,

BRIK DRI
PRIMAR T, TR £ 7o 3B R4 5,

(10) BiEDRHESEM

ERE (7). (8), (9) ZW-TRHIKIZOWT, FHICANTRIEICTAINCHRET D
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(LZEIZIS T T, ARG ), BEHOFHIZEE TS Z L 2FAIE T 5,

(11) REKEERRED T ~)VOFERHEH
BRARREAT Z ~UZITEA AL 1D 72 & ONSHRRE B 1D 2 5edld 5%,
RAEMIEE L, YMERREORXEZMN TS, HREHER Z U TR,
- [E4 AL 1D
c WETORAHE (REA, Bt — P& BIEK
- ERRPEBEE
s A R T A T DORERS
* BHSREEAT SE

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

LR AR DT, EREBEICIT TR 2T,

(13) REHH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRES)
T292-0818 T AR M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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