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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
D, REREBRLE LT, VAR —F v BVERER, Xy 7 U A —F < e, 7
FH—UA VIEGRE, 7Y v UIEGRE, BERE O EGERE (G 14 Yt kKR M A Y
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
o TIRBIRNT SV 1, ZOA TN T 4 v TGN T v b OF B S
5 HB TR STV 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 E a— Riali= 7 v v &
Z DRI AT T A A A RIS — 7 = — T L. Bt Snhz7 L
JVBAEE 1%L Off/e — LB & R - RRICOWTHET 5, B — REK
MR =7 oY —DF = F OMTEPMLERGEIL, o T —ELL ¥y T ) —v—
o —TOMITEAT 5, RBRBUEKRE - FAFED 2 ©—HEASSKHE 27 ) L%
EEAGICE L@ CoMM 2 Y — RRIORIR > — 7 3 — TR #2272
WiExRE Ly, MHREY A 71250 TEARY Ty ha—7 —TRIETEZL DI
BIL Tl 208, NUT v ha—J—CRIETERD2 > b OIZB L C3dE Lk
VY, E 7o BRESEEGCIN A, FRCO S AT ISEINT D,

BinTt4 position (hg38) HGVS. ¢
CDRNIC chr11:2883979 c. %*5+20G>T (NM_000076. 2)
CDKNIC chr11:2883997 c. *5+2T>C (N\M_000076. 2)
UBE3A chr15:25375775 c. 3-12T>A (NM_130838. 4)
UBE3A chr15:25405504 c. —40-2A>G (NM_130838. 4)
GNAS chr20:58903519 c. 258-12A>G (N\M_000516. 7)
GNAS chr20:58903661 c. 313-11A>G (NM_000516. 7)
GNAS chr20:58905491 c. 530+11G>A (NM_000516. 7)
(1) WmEFE

A SEUL L2/ & DNA 2o, BT DB RBE R O AVESEa—F
TERT 7 Ve EFDA b u UERE G NA T VXA B3 b DT
HEEVE (polymerase chain reaction i, PCRIEEHS) L DML, WA —4
Y=L K DB FESIEE 21TV, RENRER O AL E 72— FERIZE
T AR B O ARV E O FEZ BRI 5, FAIMEOZ»OZ T AN E TS
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A, D ARV A S DN bR AND, ZOHAEH« ORI LY
HIF 5 L0 L5,

(2) EMEEKOHEERE
EEERINZCHAWSN TS E F7 2 L) 77 Lo ARG E D & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITREMEZET L0 TIEIH Y THA,

(4) RECETLHEK
RIEDAFIT N A 225 60 E 3 A LI,

(6) HEZEFETIHEITH o T, RERICHEEAT ) BWEREFTOLH
HEDFEFELH Y FH A,

(6) BIEDTERSM:
AR TRE D B AJPCIRFUIZOW TS L, AREOH LiIALOE B
AR T 5,

(7) BREOEBRREZ
WREF ST DO EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e FRIEL M58 EDTA-2K (F 713 Na) ERT)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, IR £ T TR R 95,

(10) BIEDORESAE
F2 (7). (8). (9) % HIKIZOWT, FIZ AN CEEIC TAFTICHET S
(WMEITE LT, RAKIOEMS ), BEBOBEICHET D Z L5 FHIE T 5,

(11) REFREZFRORED T~V OFLHEH
BRI 7~ IR EA (L ID 72 & ONCRIKE LA 1D 2 3#T %,
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RAEMEE L, YMERREORXEZMEN 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) MRk % ERBEE D D HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZ AR A0 C, EREEBIC I e R A (R T,

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 T AR H M2 S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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