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HETBE R

No. BETNA Ver. | iEFMBHLGR VERE ARE
1| HRUERL 1 2020/4/1 | AB)IE— | SRER
2 | intron fEIK ;BN 2 2020/8/26 | AJIE— | KRB
3 | GYS2 BN 3 | 2021/12/24 | H)INE— | SRER
4 | FEAERE 4 2022/4/1 | M)IRE— | KRB
5 | fEIRENN 5 2022/11/24 | fINE— | SREX
6 | (1) MAKIEEOFEHEH 0L R 6 2023/4/1 A OTHE | OREX
7 | intron fEIK DA 7 2024/6/1 ME— | R
8 | DL 8 2025/4/1 F THE | REX
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REEE [ FFRBERR (BERDR T2, MR, VIR, Xa B, IXb A&,

Xc &, IVEI) |

BE4A [ PR CBERR IR, mME, VIR, Xafl, IXb

pinl|

B, Kc B, VB) BFHRE ]

1BLR

BEEUH I IFERE ORI G 2RO RFIZ L > THRIET HHREHETH D, Hxr =
FNFXF =L LTEBET LD a—F o~ EBRTHHR, MOFEE L) a—77
Va5 RICBb 2R ORI E I L0 B EE S, Mkl 2 -4
YNERET D, BWEE ST IEEROBBIAC L0 R - B KBITE D, L LEE
FIRHONRES RN S . Tl 75 A LIS O ik ss O FE 3 A FEARREIR & LTI AFE L TV
HZEbHD, FFRBERIRICIL 0a, I, TI1, IV, VI, IX®2H 0 | KieE, FHREREE .
FAENCIFEZE, HiEELZ 2750065 5,

AMANE G6PC, SLC37A4, AGL, PYGL, PHKAZ, PHKB, PHKGZ, GBE1 X OMERIZZ I R 6152 &
fGf DXy G a— R 7 V2 & Z DM A7 T A AN 2, Ry —
oY —TRHT L., RICHRHENTT VAKE 2% TR/ 7o MZOWTH
T s, EEHY — FRRER S — 7 o —DF — 2 OENLERG AL, o —ik
WCED¥ Y BTV —2—F U —COMTZAT D, RBRBUERE - FAED 2 B —H
FACROKHNE 72 7 7 AREEZAGIZB U i@ E COMM A EEH Y — RO AR —
o —TCIEREE R, EFRE LRV, EHEESF A ZIConTiEny 7o k=
— 7 —TCRINTEX 72 DI L TUIHRET 58, NU Ty ha—J—TRIETX o
72b DT L T Ly, F72 Bitsalllamz., FReosasc s T emy 5,

B4 position (hg38) HGVS. ¢

AGL chr1:99874851-99874918 c. 1082+41_1082+108de168 (NM_000642. 3)

AGL chr1:99910695 c. 3701-17C>A (NM_000642. 3)

AGL chr1:99916398 c. 4260-12A>G (NM_000642. 3)

G6PC chr17:42900846-42900847 c.—31_-30insT (N\M_000151. 4)

G6PC chr17:42907667 c. 446+39G>A (NM_000151. 4)

G6PC chr17:42907670 c. 446+42G>A (NM_000151. 4)

GBE1 chr3:81493813-81493821 c. 2053-3358_2053-
3350delGTGTGGTGGinsTGTTTTTTACATGACAGGT
(NM_000158. 4)

GBE1 chr3:81761552-81761571 c.—54_-
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35de1CGCTCAGGCCCCACTCGACC (NM_000158. 4)
PHKB chr16:47665940 c. 2427+965A>C (N\M_000293. 3)
PHKB chr16:47665952 c. 2427+977C>T (N\M_000293. 3)
PHKGZ chr16:30751095 c. 96-11G>A (NM_000294. 3)
() WEGE

MEHEML L7277 LADNA DD | %S T DA RBRFOTEAESEa— R
T YL 2DA v bn BRI GENA TV F A= a v D WITEERE
HiEE (polymerase chain reaction #, PCRIE&EME) ICXKVMEL ., AR —/r
YH—H50EF Y ET Y — o — L K BB RSN EE TV, AR
AR T D7z A < B = — NI 381T 2 IR BB E O RS Eb O F 4 i
Do

(2) EMERUHEEE
EBICHN BN TWDE b7 AU 7 7 Ly ARSI E O b | (R HBIHEZ R
DAL HET B

(3) ERMEICRESMELITIZ & T AREMOHEHA
BRiZ7e L, AREIXBREMEZ2ETHHLO0TEH Y THA,

(4) BEICETSEE
R DSAFTI BV N2 B s B 60 B % H LA,

(6) BEZZFLTDHFICH o Tk, EERKCHEZTT O FERER D4
BIEDEFELD D EE A,

(6) MAKDEEG M
RO TRAE D B AIR BRI SV THICHB L AR D H LA O
Z AT 5,

() BEDORRARE

R ISAT D EA L 1D Z0#R T~V b S -8 ssy 1 A
(B ze s S RIER M 4% EDTA-2K (FE7-1% Na) FEHT)
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(8) MIEDREE
M 1nL A bR Y %,

9) BMIEDORESRMA
BRIMARIE, SO 7 TR T %

(10) BiIEDREHEAE
FE (7). (8). (9) % THAKIZOWT, FIC AN TR TARTICHET S
(WEITE LT, RAFIORMES ), FBEBOBHICEET S Z L2 HAE T 5,

(11) REEKEERCBRED T XNV OLHER
FRIRREAT Z ~ U ITEA AL 1D 72 B ONCHRIRE B 1D 2 5tdd 2,
MRAKEEIL, YREEREORREFERT 5, B2 2 FICRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PRI R TE
« HA KT A BEFORER
- FHRE AT e E

(12) Bz ERBE D CEAERERN OB EREFNICHEZKET 2HEIC
Hlco> Tk, HEFERERNS) £ TRET 2 DICET HRH
FEAOFAEEZFRIE T 5,

LR H IS AR DT, EREBEICIT TR 2T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABFZERT  BinTHA=E (O SEEFHRES)
T292-0818 TIEWAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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