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*fnﬁ)ﬁ;%ﬁ:{ﬁ Il 74 (glycogen storage diseases type
I, GSD I, MIM#232400 ) J& —Fift i e (L fA b A%
R AR R B B , P I S 8 (glycogen deb-
ranching enzyme, AGL) FLNSE R IEGR A e . 1%
it 7 8 D o0 M v R HE - 1, 4T B S B B T (EC
2.4.1.25) FIFEH: 1, 6- 1 A (EC 3.2.1.33) BAE:
Hlo GSDILEE# AGL N S KAEBREE , B S HEA
RE 58 4B 53 M , T B80T Jd S 179 S A (I PR A
) HERULERTIE LA FLC LR Wi R = 3R B T
PR 2 AR L RN P 2 S5 i A DR M1 B4 A
MUAE o AR SCHREE 2 1] 2017 4E 7 5T L BE Be 2
GSD L L AGL 3P 52 il PR A AR 15,

I RO

Wl 1. BILS 28 1A H B K BE R Bl K
VAER"ABE . BILFK 1R & 0L 7
K, ToMETG , A THRRRALHE . A B 85 em, IR TR
11.3 kg, fE1EH [RI#& L2 B m AR E KO o IFER) T
9 cm, BN T 7 em, BT, PRAEAD T 2 cm, BiE) , B2 &R
TCRE BB, I VA R R IS B A DU T
W AREHE B HRITFAT I RME 119 mm, i) F 89 mm,
FEASHE K, HFIIRER « TN R R & L 4 il 864 U/L,
KITZRAMRAFEL B 1 250 U/L, 45 2 L K
425 U/L, HIM =M 7.17 mmol/L, 25 IE 1A 3.4 mmol/L,
I 4 D0 T R, LR U S 708 U/L, JILER U4
102 U/Lo 5387 7 A AR R 8 < pH 7.28,
SEBRAR IR EURS IR BE 13.6 mmol/L , B Rk R UM ik iE
15.2 mmol/L. 2Rl L0 27 1E 5 /NS5 KA T 2%
JH- 240 B HE S ZE 5L 20 B b ik, LR 23R A%/ &
S R U8 =3 NI 0 B N I = R P o e 7 U
T o HUBE T AT LT 200 B 5 P D A B S 16 2

[XEHS] 1007-4368(2021)04-634-03

KA HERR, o5 4 B LT, T2 O Sl , 2k 4 )
PN JoE O B i g o R R L S IR IR IZ
iR 2R, O W L AL SRR EE A2 RA
Y it SRR 5 R ASN

Wt 2. L AR 2 5 T A B Z B
RESH LAER AR, &I LBEE, &5
86 cm, A 11 kg, fI T 1E# [R1E L2 B & AR E 24
brufEzs. Bk A PR , N A IR L B g
627.8 U/L, K| 14 AR A I 4  536.7 U/L, SH
21 13.7 pmol/L, HEMHLL % 6.2 pumol/L, [H4ZAHZT
£ 7.5 pmol/L, ABEJ5 T B4 5 22 A 2 7 H Rl
FIRIATT , WIS R ke 2 M It S (IR
(2.2~2.5 mmol/L) , T I IRA: T K TEHM 5 25 15 1B 1 E
W o BILKIRIEL AT, S B2 Wi
FRU , AT IR SZ A i 2N L R

LI < LW NS S0 R & A5, A
e LB BE PR B AR T L St . AR
H R IKPTEE ML 2 mL, f FH 42 1 S PR 2 DNA $2 3G
A (AEI R /) F e 8 M ACEE DNA 54 2D 5
JUAR R IR S U AT . R Primer5 F{F1X
1511934 G6PC . AGL & [H 4 it & 111 A9 T A3 A
F I AN 5, B L Invitrogen INFIE N . R
JH PCR ITEEHHTH 14, PCR R 4504 : 95 “CHAs#:
5 min;95 CAH4:30 5,55 CiE K 30 5,72 CHEH 1 min,
P 1 30 MIGH s 5 72 CCHMFEAESH 10 min, PCR Y
R FR R 50 pL. PCR W 4lifb A5 , LA BigDye
Terminator( Applied Biosystems 23 F] , 32 [ ) #1772 %)
Fric, A il 2lifk J5 A ABI Prism 3130 genetic analyzer
M. P25 R 5 Ensembl 3 R U % 7 G6PC
(ENSG00000131482) Fil AGL(ENSG00000162688 ) 4t
AR E 51 X . AGL 36 IR 2825 iy 44 2 TR 1 s 5%
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FEDRII 25 3L - 161 1 A A B R R BU% 1 a
R GOPC H: A Ah ik 1 B HAEE 41 58748, R A )L
AGL JEPH I ZE HL ok ¢.644A>T/c.655A>GC A G4 il
KA (1A B) o ib—2 X AR T A, &
PRHAC SEHEHE AGL LI ¢.655A>G 22 & R 78, 1} 35
HEAT c.644AST ZRERAE . c.644AST REE U RAE S
HAGL 8 155 215 i K 4 &R 28 78 b 45 2 1R (p.
D215V), &4 SCHk7E GSD I i L H A6 i 31)3% 25725 |
RBURPESR AR o 2578 AR WA P e SCHR A
¢.655A>G ZAl LAY, FEAGLHE H 5 219 1 K4
PR 5728 S R A IR (p.N219D ) .

I 9] 2 A i 2 BRI BB 1 a B GOPC FE [ A
T RN P A58 . LB L AGL IR Y &5
H ¢.3142_3158delinsAA 455738 (8 1C) , 1% 7%
FARSAH A ZEAR M FE AGLE 45 1 048~1 053
P IERRE , [ AEZ A7 B R A 1A RA TR (p.
C1048_F1053delinsN) o i — 0 Xf HL R AR SR i 1 7
s, IR LACHEY A ¢.3142_3158delinsAA 587%
PEHP o IR WA 2 TSGR AR A

B R X5 A B0 M 4T < e B 2 485 R p.
A i1 .644A>T B

GTA GACAACATCAG TAA TAC A

j AT
Tl 1 k%

GTAGACAACATCAGTAATACA

g il 1

il 1 855

¢.655A>G

C CAGTATG ATC G TAGACAACA

i

CCAGTATGAT TGTAGACAACA

A/A

N219D 5 SCHRAL Fy i A2 AL  AE KRB I ARy
Bl P ExAC #11000G PR ZBZRAL . FATTF
H ConSurf (http : //consurftest.tau.ac.il ) X} 1% 2 22 FIT 7
QAR ARSI T T 007, B 219 7 KA it
Hig A 5 FE AR SF X o Polyphen2 (http: //genetics.bwh.
harvard.edu/pph2/) # A4 T30 i 7~ H Ay AT RS0 M5
AF(FE2) . [A]Es SIFT F1 Mutationtaster [ 3t 70 2%
W R IZRAL B PERE

TSRS, 2 619 1] 18 L5 s S TH AL B 2O 37
BHTZBE VT, A2 KR TER R (1.5~2.0 glkg, R
4 00 MmO Ry b . W B ILE 4%
TASH OB I R, s & 7 [ R RS L2
20194F 11 A S A A 7 S /- JIF R Gr 5% , JTF A
AHE95 mm, T 5 mm. A2 BILE 5% 2,
MR R BEAS R (R A A ) 2 B AR LW , 3
e S B O E R R OIIREIER . HET S
105 em A 16 kg, A [ JLEAR 1 MRiEZ
2 Wit

1992 4F S [E2: # Yang-Feng 25 i A2 AGL
SENEALT 15 g AR 9 2 IX 1487 (1p21)
C

12

GTTCAACTG AACCCTTCCCTG

o

S i) 2 FF %

VG TTCAACTGAACCCTTCCCTG

¢.3142_3158delinsAA

? !\ A/T
W1 A3

GTAGACAACAT CAGTAATACA:

S il 142 3%

g

CCAGTA TG ATCGTAGACAACA

AIG

R L A

242 3%

GTTCAACTGAACCCTTCCCTG

e s

A1 AL ES ¢.644AST/ p. D215V 24 & 5848 P ], A2 36 R BFA T 5 B 91 1 B AL ¢.655A>G/ p.N219D 2% & 58 A8 [, 42
PR C G 1 2 ¢.3142_3158delins A A 44 284N (5], AR o 2 B 2878
El1 GSDIEJLAGLERRITNAFE

A
211 221
16 TRVEL VD O BRI 1 @
p-N219D

The conservation scale :

B::4+56 788

Variable Average  Conserved

B This mutation is predicted to be PROBABLY DAMAGING with a score of 0.999(sensitivity : 0.14 ; specificity :0.99)
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AGLZEH 4K 85 kb £ 45 35 4 Fh &, 76 i1 4 7
7 mRNA K J& 7.4 kb, AGL mRNA 45 4 5 B 15 [X.
(4 596 bp) F1 3" sl E B IX (2 371 bp) ; HoAL SR
RURER 3 AME T I 69 M BEE, 2 LRS- T4
T35, AGLHAE 45 1 532 MR, 1 TN
170 kDa"™' 324>k 1k NBEPR S8 AR Kt g rh Al sf
T 16270 AGLEEAZ7E , AUl L 978 TJo L G7% ik
RGAR YIS RAR R RARETY . AGLEFE A
A 3T BN DRI, B L, & KA TR i
+ 31~34 XIN , EAMURESS AR, 2 Fe e B A
PRSI L5 s - 1, 4- R A WIS L RS TG M BE
B 1AM T 6 FA LT 13~15 B9 Asp535. Glu564 .,
Asp670 137 s5RE s TERY 1, 6- 41 A BHHF T 04035 14 15 Ak
LT 26.27 1) Asp1089  Asp1147 v A3 WA,
A B 5% s i 1 #5 A AGL JE Al p.D215V/p.
N219D & &2 & M98, p.N219D 4 X 5875 3 &
GEAR TR KRB IE B ANHED 5 25048 122 ExAC F1 1000G
IR R IR RAS . & AR SFHE AT B i
JR R R ST X, TR B 48 Polyphen2 FiT SIFT # {2F i
DS 7R R T BRSO 28 AR o BRAT STk il #5
ali G 5 AR IH Ik, [R)AE AT (R IO R B, 42U p.
N219D %5 X 5748 7] e Sy 0 55 3¢ AU AH OC 10 55 L=
AR o FE Shaiu 557 HRIE 1Y 1B TVS32-12A>GC 4l &
S A it SR AR SR A TR PR A IR A 2 B, I R
AR AR I EIEM R, TN 252 BAE
o ASHIEFE A 151 2 7™ EE AR & A, RIS P
W IR LR B4 G 1 v o 191 2 #5747 AGL LA ¢.3142_
3158delins AA 255 G AR JE PRI | A D54 12 K Skt
TEIZRAE , ¢.3142_3158delins AA HiE 3 i AGL il 5
HE RIS . GSD I LIRS L0 H T
K, B RNt 2 = 2RI, GSD LA
I8 S TR 8 T 5, L AT s 22 8RR AL AL ) T a
R Z 0 R B NE ., A A i)™ &
IR D DL 3 [ S0 0 55 A 1451 AGL 3k (R 7Y
4 ¢.3710-3711delTA/ IVS14+1G>T 5B L, 76 25 H
HA BT AR IR . IR AF 2017 4 M AGE
1 — 2 22 2 B FB LITE 1 27 A2 A HE 0 7 E AR A il
1 %R R R ¢.1735+1G>T Fl ¢.959-1G>C, 3
RSB 5 2EAE DAL R LB () 3 R 2R
AUy 1 R 1 R AT 2 1L R R S8 AR B 5 )
GEAR A BEXT BTG M SE A T Ry e AR e
%2 H ¢.3142_3158delinsAA 4[5 5878, ¥ e 2R,
FERR B, T RE R Ry T R AUAH DG Y S AR A
S22, GSD LR LG R R EA— AR H Al g 5 5

PRI IC  AHE— 25 40 F AL T 258 AR DI RERFSY o

Zi b AR ST E ) 2 (500 I R A R T
AGL L P o081, R BLT 3 M B 548, Hrpp,
N219D Fl ¢.3142_3158delinsAA M3 & 575 , 2538 3
FRARTE B AH G 5], p.N219D 78 5 7] BE S BE B R I
PRZET, 1M1 ¢.3142_3158delinsAA 725 5 ] REFI B /™ &
FIFRAIFAE . AGLIYIEFIZWI AT 2 GSD I & 3R
I7 TR P IR R AW R B
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