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[ X EFRERD B

[WeFs HEA)2021-01-14

10° /L BE I EGF IR TR] 7.6 s; 79 2 R 4% Z i (alanine amino—
transferase , ALT)62 U/L, RAG IR % 2 (aspartate aminotrans—
ferase, AST) 139 U/L; JKFR 676 pmol/L; %3 i fiLFE 2.85 mmol/L;
HIl = 11.41 mmol/L, BIHEEE 7.0 mmol/L; FLER 9.7 mmol/L;
NAE K Z (growth hormone , GH) FERIHE 4.28 ng/mL, i &
A K A F (insulin-like growth factor,IGF)5.51 nmol/L, GH¥
KA 4.5 ng/mL, JR OB(+++), £T401E 21 935 N/uL; BHES
Al (anion gap, AG)20.12 mmol/L, #E/- R ERR HRE, &
Ty RS IR PR SR TC e B 7.3 % 3
ﬁiﬁz‘ﬁ;ﬂ\:y@ﬁﬁfﬁ(magnetic resonance imaging,MRI):ﬁﬁiﬁﬁ
AR IR T B R I8 M A IR A e, 420
FRTHEHLITZ S5 R (computer tomography , CT) ; JIFIESS K,
JEWERR I 2225755 SO wRig MR AR | BEBE UG48, 4
BUK A PRAE G B A B A BT IR DL e 5 FoAd 4
SR OLITAL I E 30 A Bk A R A oAt 9 43 i D R TC
S s 2 R TG A B (18] 1) < /N AAAE 2006 e fi, $HE
GIZEL, PSR 2 R A4S X 21 2 1 2O A | TR A e i i 25 7
(R WARASS = o3 i ) e RN o 1 B U
I LR YELH 2 HE R YL (4 (periodic acid—schiff stain, PAS) 7] I
BB IEL IO 5 UE 49 Bl A )5 8 I 4 €4 (diastase periodic acid—
schiff stain, D-PAS) (=) ; #F & FEHE B VTR . B 41 200 HE I
' H) B2 AR 20 U0 A= P BTE A P A A I, i) /N k2
£ AR

Jyit— LIRS, IR R KRR B M
HR IR B B2 AR TS D1 S, AT AR DGR DRI, SRAERITSE
XGIPA L 4 mL KSR AMA LA 2 mL, ZHEIL AT
UL A 6 BT A PR ) P TR B s BE 1R (3 29 )R
FHEAR IR | AR Jr i A A . 455 R iR
JL G6PC(NM_000151) B P AG i 2 24 5 2R 7E ¢.648G>T Al
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C. D-PAS %t

1 BJLAFREZ RIE AR

¢.992C>A, i ¢.648G>T N [E LAE S (E 2) % R A S
F( pre—mRNA 59 #2215 (A0 B2 mRNA (%6 5 4 8 10
91 bp, flifh (1 R IR BN REZ 50, BURHLH T IR, HR
T fide S 1% B 2 A 8 A [ AR 5% 5 ¢.992C > A E o J LA
RS (R 3), A 5 305 331 &3 th Ala &k Glu
(p.Ala331Glu), Rk AR AT RE S 308R M DI RE3Z 352 M,
BB B0 Sy ] RE B0, #E— 0 e BT X AR
€.992C>A HHATACHR R AR IR IR IE , & IR LT A28 5
c.992C>A 7 TR UEE , 55 ¢.648G>T MINE A2 758
B YL IR MR AR B0 T,
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B3 BILEREKZF G6PCc.992( FiskFim ) —KFE

DRI PR SCHR AT GOPC HEH Y ¢.992C>A KA HISEIRIE ,
SEE R I AEYE BT %48 A7 258 i mutation taster
(http://www.mutationtaster.org/index.html ) T 43 H7 £ H 1% {37
LGS IEEOR 1 (K 4) 5 PolyPhen—2 % B[R] W) Al %007 151
BIEMRFERAT (8] 5) , 1T ESE finder(http:/krainer01.cshl.
edu/tools/ESE2/) 53 #F & BL1% ¢.992C>A 2875 5, SRSF6 41 b,
TG REIG IR T25 A O I O, T RE AR % IR L B
R (K 6) %R LTE G6PC 11 p.A331E M ML TEA
[ 4 Rh rh AT AR ST LU XT , W0 Homo sapiens (NP_000142.2)
Bubalus bubalis (AIM41261.1) ,Sus scrofa(ACH87579.1) , Mus
musculus (NP_032087.2) , Bos taurus (NP_001069592.1) , Danio
rerio(NP_001003512.2, Gallus gallus (XP_004948688.1) , % ¥
HAZAL B BERSF (B 7)o #E2E1E ACMG 385748 54 2hmf
XA RARR ¢.992C>A R BEMIBORTESAE . O 4FIE
Pt PM2——ESP $dig | T A S4B R EXAC Bl
IEF X B oR K %L 57 QP AFIEYE PM3—G6PC 75 5
PRI R | a BUE Rl Yo Rt | s
1% 19 BE SRS S A ¢.648G>T Sy BB ML S | T 7% 57
PR €992C>A (i FACUEAE , 5 T BOR A AU G 44 B
S @I HHIFHE PP3—4 SIFT Polyphen2 MutationTaster —
AN TRVERAA T S5 B 7R 127 S 2 6 g A — 6 R G ) s Bt
A EF ; @I HFFUEIE PPA— & H I R A5 b I R B
1 a RUAYRRAE 1 8 — 38,

A 8 2 A R TP K AR U | FLRR E |\ FLRR
2P EE AR IAE , T SR 2 B R LBk 7 e i 45 DGtk
TRAE , 2RI RS 531, 45 65 P I BEAG A | I P12 W9 i It SR AL
i [ a 07 SHSERIZWEE R, AR LH2 B ERYE 1 a
YRR BB OLE R R 41 K R (recombinant
human growth hormone, thGH) B3 2E & | % T A% 955 -4 T 11
PEREMEA RS , fUHFE thGH, I8 T4 FRTEMFIIA)T .
BETZ T D Re A T AR B LR IR R R =58 1R P
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FIE,AC AT 18.82~22.21, B & FLE JLXF A ERTEH
JPMNERE | 2 BB R TR RN, A B SRR

Mutation
Taster

Alteration G6PCc.992C>A

Prediction
Summary
analysed issue

name of alteration
alteration(phys. location )

FARFARATT , KR S RILEC A 522 , S R rh e S A 1
PLICEE

mutation t@sting

Model: simple_aae, prob: 0.999998861666445

disease causing

. . hyperlink
« amino acid sequence changed e
« protein features ( might be ) affected
* splice site changes

analysis result

G6PCc.992C>A
chr17:41063361C>A show variant in all transcripts IGV

HGNC symbol G6PC

Ensembl transcript 1D ENST00000253801

Genbank transcript ID NM 000151

UniProt peptide P35575

alteration type single base exchange

alteration region CDS

DNA changes ¢.992C>A
¢DNA.1071C>A
2.10548C>A

AA changes

T i OHE S I As

A331E Score: 107 explain score(s

B 4 G6PC c.992C>A mutation tasting Tl 447 45 &

HumDiv
This mutation is predicted to be PROBABLY DAMAGING

with a score of 1.000(sensitivity: 0.00; specificity: 1.00)

0.00 0.20 0.40

{1 : PolyPhen—2 Tl /3B T 1, BOW AT REMEAR K

5 G6PC p.Ala331Glu Pol

0.60 0.80 1.00

yPhen-2 Filll 4 #r 45 R

B B

5 5 ]
4 4

3 3

2 2

1 1

- - —
TTGTCCTTCTGCAAGAGTGCGGTAGTGCCCCTGGCATC CG TTGTCCTTCTGCAAGAGT gqgg TAGTGCCCCTGGCATCCG

¢.992C

A B R

¢.992C>A

6 G6PC c.992C>A ESE Fiillsr#i 45 R
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p.A331E

Patient FYVLSFCKSEVVPLASVSVIP
Homo sapiens FYVLSFCK VPLASVSVIP
Bubalus bubalis FYVLSFCK VPLASVSVIP
Sus scrofa FYVLSFCK VPLASVSVIP
Mus musculus FYILSFCK VPLASVSVIP
Bos taurus FYVLSFCK VPLASVSVIP
Danio rerio FYLLSFCK ALLLPTALVP
Gallus gallus FYVLSFCK VPLATVGLIP

1 AFEHFD GOPC R4 : Homo sapiens (NP_000142.2) , Bubalus
bubalis (ATM41261.1) , Sus scrofa( ACH87579.1) , Musmusculus (NP_
032087.2) , Bos taurus(NP_001069592.1) , Danio rerio(NP_001003512.2),
Gallus gallus(XP_004948688.1)

7 G6PC p.A331E REIFMEFES #7

2 it it

ISR A A W 1) 5 B A 2, B DR IR 32 s 0 il A
P EEAE RIS TR B TR A R A
e BRI A 2 i S 4 2 L R R TR B R G
SRR s SO [ PRI S 7, o M DB L, 9804 R AR
(14T ) BB 55 23 5 32 T S RS0 , B Rk A st B
(glycogen storage disease,GSD), GSD RAUFHEMR KL, &
9o A 1 T DI LI 28 AT | W PR = B AR 0 2 5 i 1) il 6 A 7
3.

BRI B 1 a BUZ f T4 -6 -85 R B (glucose—6-
phosphatase , G6PC) BRIGFFEL, GOPC LEHFIE BN /Mm%4H
Uik JEWE IR AR I BGH R . GOPC AL A SE R EPE
b T R 2R 1R AR 2 B, MMM A RSB, o
IKP-RGHET R B A RN T 3 2% 1) 25 B A Ul | K
Hi WimR AL R = 5 30 LR I | 55 18R I , K A i 2R
FRTE SR ITT 13 BRI A AR A8 L T RE S LN e i 380k
KmEIRE , &R FHEIEE, A2 A5 R, WX+
4261 GSD T a BH ST, 23 Bil(55% ) B % 5 -3 it st
25- 324 R D WREERARD, LA, GSD T a ik R R 5. 1L
ARG T BRI BN LA 5] 09 2R G852 BHLH AR
BT, A2 408 163 44 GSD T a B 68 24 I BRZE I, HE
rh 8 51 B A AL, AEHEA T RRIR VIR IS B I ZE A, Ak
TR A I PRI AR DG, HMLI T RS2 T Ae 5 | e £ 5 5
L PRF5 BURAR B 2B AN 19, FLET 40 & T I8 A
Jif, i PRI R FHARASORAE ARl A 15 K8 LI PR vt JIC JHF g
A B b AT L, S A2 AR S I TRIORT I bR it/
MR 22 | 5 100 T8 DT [ 40 6 5 i R e 2 HE R 1 B S
A TR B A A AR SRR A ISR TR, LR AR 4
3% B LB ST AN MU I AT A Rl L AN AR | [T o LA

RH M RS I B AR R 2, GSD T a il B mT & A 15
JERR Ry 5 Bt B/ INER AL | B A A0 45 B SCHRARE
163 5] GSD T a Hig i 15 645 - DB HLE |2 ' 220,
A 8L IR P AR R A o A /i R M 4 IR
8, EL A R D R A AT Ak e M g

GSD I a BN T G6PC N 75878 S EUH Sty i) 5 11
il PR AL 2 o8 2 R R s, GoPC BRI T 4 0 4k
17q21, 655 5 NS T it 357 NEIERR, T 1993 FE K
BETLRE, 2 2019 4 12 A B 100 ZF0 AN [F] 11 28 45 2
HGMD (Human Gene Mutation Database , http://www.hgmd.cf.ac.
uk)WR , G6PC KR 2757 B i (1) A RN [X 25 530 AR
TR LR A5 R83C, ELVHET GSD [ a A Hhisei LAY 2748
& p.Arg83Cys (¢.247C>T) Al p.Gln347+81 SF 3 A Fift it 34 i 58
I c.648G>T 278  HE| 38 P G848 2 Y 54% , A5 2L
1) ¢.992C>A Z75 i A HOMD Wk , Fofvr 47 T G6Paselty
C i 125 JEE 23 ) 3ol ( 35 55 445 4 S5 55 318 - VELVFY VLSFCK-
SAVVP-334 Z Bk F2H 1) . HATAE HGMD il b 2
WSRO T C ot 5 A5 R 3 B 28 28 A T ¢.964T>C 5
p-Phe322Leu, c.980_982del TCT 5 F( 1 p.327delPhe,c.969C >
A T p.Tyr323Ter,c.976 T>C FEHHY p.Ser326Pro,c.965delT
K ¢.979_980delTT F:E A FL AL ZEAE1, LR F C i #s
SERGIER AR 2 A8 07 1 BSORR R ELIE S, L b I I A ) Sk PR
RS MR AHDCHEUESE . — T % GSD SR 3 T4t AR ARRE 11
I3 FRRAE AT BIESE TP B ¢.969C>A FEL p.Tyr323Ter, {H
FERIED L5, ARZHE LI ¢.992C>A WAL THZIX
3, HLo AR 3 p.Ala331Glu, O AT B8 /2l 1 2 G6Pase
[ C i RS I A 5, BETTT S I BG4 15 1 . LSO pL I
RO A5 T ORI R IR A7 o5 B 22 AR 5% S A L35 11
I S5 AR TIRE

HAT GSD T a NG E X HERIRIT 299, 18I T OB 2 %
eI, HerR L IRAR K TE K (uncooked cornstarch , UCCS)
Ry 32 BRI T SRR IE R KT, TS A AR AN AL
Rtk e, TRl GSD-1a SR REASAEHR IE % 1 FLIK K-
IR BN AER E R AR IE R AT, Bl EIRIT GSD
I a BEEATIE DT 38 (R B4 UCCS Gk Ui 6] 4, 75 21k
JR 5845 f 2 AR DA AN 6 Al , B 8 iR TS
FRATE AT SZAEARY, A, 20 AT R UM FHEHT | R
S R BT A S I R AR, AR R L S 20/ T R
KM GSD 1 a Bl SBAEERIRR B AN R R AR BRI,
HEUKFE thGH 38T, T UCCS %, (BRI AR B A K
R fiR TG  $2 8 UCCS 5 %8 1 St AN AR AR A — 22 TR
Xk, Bhattacharya K 855 & 31—l B2 A 2= A 0 DE Ky
(WMHM20) fE K IR 4ERFIRLRE , ELRRIR I 245 P AR
BE E AT AZ AR AN, SR L T DRk
BB T GSD 1 aify7 ., 4 G6PC BRI E
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A RIAEE B B . © & IR DI 7 (adeno—associated
virus, AAV ) B4R 5 f5 4 T 408 52 M Ry D50 e 1) 5 2 , BE B
1E GSD T a K RS 25 I G LR Y & 2 B AR s 309 9F %
I B K A RAE IR R TR FE T, AAV 8 A4 T 1) R DK
JPARMAIE T GSD 1 a MBERAEAT , 2 — 2 APtk A B4
LAY HES R TIPS,

L5 PR, GSD T a j&—Fiy Yo IR Bk st , Wb &
B3R TR R 1) IV N R M 1 o o=
IRBIEESR R , I T AERE T gk & TEAR I REIR T 45— R 51 &
SiE . BEAE GSD 2K = SR S BTG AG RIB-A A A, il AR
I FE ARAE I PRI IS W R B HE ), e DRI e ] sl T
PRI ARSI FIR , A3 BB AUE G Wi i, (it RIS T,
A BT AL, AFHEILIY ¢.992C>A S8 S BUR T
Sy M R AT REBUR AR S, B 5 0 & B, A B TS G6PC H:
PRIEO 1 3 A5 4 AR R IS it A% 4 G 28L& 0 oAt
PARHHATT A R R WSS (5 — R RIIE
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