KRR 222555 2018 4F 8 A4 33 B4 4 W] ] Precis Med, August 2018, Vol.33, No.4 . 283 -

doi:10.13362/j.jpmed.201804001

XEHS:2096-529X(2018)04-0283-04

- LRIBIR -

22 LAY P DU a2 36 it J

BaE B
Mg B30 2 B2 B W g LR B2 vt L YR, 15 200127)

[HE] Ve DUmIRAR i BB [ 8L = i T R RR Y o 10 25 1 17 I CGAAD BRI BT S8R0 s 6 1A B 1 st
Ptk B . 22 LY Fe DU g LB GAA g P 58 @ s JL T 5 4 32 5k A2 5 SOH B BEHE A7 1 090 JULHE JE LG 5
REWITHIWILEZ T 1 5 NIET O RE 3 R H A AN GAAGhGAA) B ARIA 7 7T i 22 LR JE DU 5 )L i)
WG 012 W AR T R O die AT S B 5B AR L0 28 A B T 200 19 B T2 W R B IR 0T L T 3RS S 4
BNRITRCR . PERTS WX T TR e DU Y B A A B B R

[REER]  WEIBUR [ 8L 2L 52 W57 /2 W s LA I 5 307

[FE4SZES] R725.891

VDU IR Bk o i D 2 B [ 28 (GSD I a8 iz
PEAZ ZERE R B 2 0E , & B T e RPER IR o ) 45 W
it (G AA) BB i 5 5004 e €0 (R B 3t A% P 0
KIRFL R 1/40 000~1/50 000 5 B, {H A7 76 Ff i
S DX 22 5 DL g 1) AR B W B I ™ R R R
BH T IR B GAA Tl 105 M AR 48 2 9 48 3% 1T 4%
S 2L (TOPD) AR & B (LOPD) , Hif TOPD
JU SRR 95 15 1 Je 170 3 B2 L0 UL A2 3R R R B 3y it
AP AN AR B A TOPD, HLAIME TOPD 5 LAY GAA
Wk SE 2 EULF 58 2 e, A 5 80T B 9™ Y
DIIREA S WP E g S RIN AR ZBRILT 1 %
PR R EA AN GAA (rhGAA) HARIA
J7 (ERT) A AR — 22 (9 2408, 510192 W A L0 3R o7
JE S f AR 7 AR SR Y AR SO G A Ok [ Ab
1OPD W26 i JE E A7 MR . DT R 32090 19 2 112
Wi I A Y DA R T B B Sl

1 IaRER

GAA J2 5 B R HroR T K5 A JIT 6 75 10 it 122 I8 Bk
Z PR A RE B AT A5 o0 fife T A B 7 VS i A v, AT
GIEB LD LS Z R AL B R AR O L
200 e v O R AT S 00 LA JE RO T RE 4 L AT M
O UIE AL B EA 42 & TOPD R EHZ —,
T R IO WUIE RS , B 09 AT B0 IR R
I REAS 4 5 W8 JEL 7 5 65 UL 4t A rp b R AT 5 B0
JUL 2 B 45 K AN T BB 4 B2 55 14T M LIE 3 R LK
OB R TOPD By %8 i R Z —; TOPD % JL 1Y 4>

(YA HE] 2018-07-20; [f&iTHHI] 2018-07-28
[(E£TB] HEAAR A4 L5 H (81770380)
[ERAEE] M7 %, Email: fulijun@scme.com.cn

[XHEHiRERD] A

B WILTC 7738 7] 5] 36 4 W T 5 1 9838 , AT 3 SO 557
AL R 4% 5T 2 AN 348 5 0 IR D X T 3550 19 AR 55 4 6 ) A
FRUA B W Wz L TG 73 AT 5 350 LT W2 PRI e AR s 52 0 it
TR R I R Ah O R B
JUL <> UL JHF 240 e 1) 4 3% P DL 5280 CKLLDH  ALT
K AST #y Tt s 2e.O B & L 08 PR AN L& QRS
M Z 8 T P8 & 2 TOPD FRAEpE i Fe B,

10OPD /& —F i B 0 » K 4 ERT £ £
F1AWT:, AERBEEMIZH 45 Fl B4 TOPD
o AN B R IEAR AR A R 3.4 AL BRIZ A IR
OBk 4.9 N H LR 2 ERT 19 44 AR L E
A 43 BIFET: A7 5 I A R AL 8.3 A~ H T

2 EEFHS

Ve DU 2 BT GAA LR 28 48 BT 80 8 e (0 44
Bk it 1 90 » GAA RN T 17925.2~q25.3., 4
K25 28 000 bp. & 20 M BT, HdAb T 1 R
Wi It 54N 2 MHIEEZ 2 700 bp N & . 12
ARy 1k SR B 400 Z 0B P 58 AR 43 A AR % FE AN
[ DX 3 A 5 Al 5 AE TG B AE (B VI SR (R R
TR ARAE . GAA 3 K 58 A5 1778 W (. (1) Fh e
Sk gE R WL IR E R O b X TOPD i LR # I %8
45K ¢.1935C> A (p. Asp645Glu) , It J5 #i X TOPD
i LA L2 H ¢.2662G>T (p.Glu888X) ™!,

3 W

%

3.1 &

HELJRE R0 L J2 45 K 2 %k TOPD W ski2 i A
Xof LU AE JE R LA 149 L, G L2 A IF A L
FI ALK FI AR Ll R UL T L e R



. 284 - LR

2018 4F 8 H%E 33 %45 4 W] ] Precis Med, August 2018, Vol.33, No.4

PR [R5 L, 1 5 BE EEAL TOPD (Wi . 76 e
I N F B SRR L bR EL A0 e R e e
T % T LAOUL SR 21 9k 2 200 Jf B 3R D R AE 1 1 PAS %
0 BH PR B S 23 3L 32 WL TR R B AT LB, AT
T TOPD i r 35 A T 78 ) K32 B B 17
IR
3.2 By

PE DL 2 1 T 56 R GAA B = Frse, it LU
W GAA T P12 Wiz i B3 VA S0 5 ik . B
ok £ 24 40 e R UL R A 23 T P HE R E GAA
TP S BT Sk 2 e DL it 27 12 W 11 4 s v L7 3 4B
A R BRPED T L B R T R AR T e 4, (HL 40 i 8 9
T B L TR FELR , 45 I PRAE ) 2 o — 28 MEBE
B K 17 R 200 i R 5% B0 T PR BT 4~
6 & UL B R T2 W, LIRS A S A A A
A4 TOPD 5 A AT WL A 376 AS: i 77 26 BRI XU, I
FOEE O REA 2R L. LIRS bR A A fig
T GAA GRSy v o 48 Bt v Jor 3 A 1Y
IR E (MGA) & GAA M [F T/, 5 % GAA
PRSI ™ A T, B SR FH 0 A A bk 2 40 i,
ANTE 78 4 HE B v R A0 A TS e L 25 B AR
PS5 . AR R SR BT BRI ] MGA 3 o 5 i
oM I GAA 5 PE I 5 A 35 o B M R RE =
AT WERESD R R AT IR AR R AT
GAA TR, HLA AT TE A PR A A T 12 4
FIRAF SR a5 A 47 R 7 [ AN 2 )32 1 S 1k 0
A M2 W P DL B 5 2L iR (BT A fd RN
e ply A i o A5 67 3k DR A A D0 R AE
B A oA T B GAA TG P I K. A
17 HH BRI B P 5 SR
3.3 A R4

PEDU T GAA JER AT S8R F @
TR B 8L PR R - GAA & IR I b ] FH T B DL 36
MW AR A AE — R BR M . 2292 i P DL A 20
R F 2 A~ F0m 3L R 28 48 7 4 F Y S B I
AR —E e E] 2 A BUR L H AR, AR
S BRI ) 3 R 9 AR A7 a5, L T8 AT B 40 T o AR U
TR AR TR 3 DRAG I AT L R R ke o 4
PLHEDR T 300 GAA I PR R A D A% . A 0k, A0 R
I GAA T P A6 I R 5L DS 0 B & g R S AT B R
WA RO I2 P DU . SR I35 Sanger MU
A g 0 PR R L F T R R (] R
AKX F I R %€ 1 P8 DLk R A 3 i 4T Sanger I
¥, A R T iz 1 R 2

4 &BFF

FH rhGAA $E47 ERT J& H #if P& D1 Y i —
BRI 7RI S BB o B T
rhGAA K25, CERRE S N KL H A i
B RO AW K b A X e BT, 24k,
SEREA 1000 A0 P UL A HZ 253697 .

X T TOPD g A, 33 568 1 BT W% 5 il o AT 4E 2 95
TR Jo 0y Tl A 45 N SR K it S84 6 min 2P
AT (6 MW T) JE B9, 7 R0 38 0 A 2B 0 I, %
FRBET XURS: , 4 e B A A= A7 10 5 16 W] e TOPD 5 )L
A FILREL SRS 3 R0 JUE B i LA B LAY 2 K iz 3h &
H. ERT X} IOPD BYJ7 2L, — J I Lk T35 97 /Y
W, o — 5 D R e 1 58 SRR B %8 ) i CCRIMD) AR
A, CRIM BHPE B N R TT G BUA £ 1Y 1gG Ptk
T B A, AT AR AT B 9T A CRIM B A, i
THURNSE 262 GAAJAYT IS 0 7 A w5 e BE 1Y
IgG P I7 808 2%, v T M 2 15 Bt L R 0 04
PR ER IR Ok AT G0 R i 3235 5, I 3% ERT
IR

FBERg X 2 il d % ¥ TOPD 9% JLiE4T ERT, 4
S5 AR 10 A A M2 8 2 8 1 I B
B o KA . BT B E DT 3 AEF 8 AN H L2 i
g JL B 220 35 S5 B AR BRI A2 0 S BE R B I 2 R
%, 123 & B IR 48 & R A 1 7K 1A
HIgE S,

2015 4F 10 H 1 559 FH BB 47 i o B 3R ] 1 5
1 2 W E R A E N TR R . oA E R
fili 1l X 8 DU ERT i Ak F &2 45 B Be . A e 4 =5 20
RO . BB IR YT 2 U 2 1 S T BB Bl o
73R I e R

5 WEILHEM RIS H

51 #HAINGFEE

I 7 15 2 o 5l R A R 5 i R AT R A2 W Y
FEEJTE, H i nl ok T g 48 5 5 3517 GAA i
00 78 AR R D DU 8T A LD O B B AR F B (Al T
i M e B 45 o 56 IR ) A 76 P30 GAA T 1 I 16 i
A8 DATT HE IR PHPEZE S . PR, X T M R 40 ik
i A5 BH M 5 0 2 4 S R I ke i iz

Pt op A S M X 2014 457 A2 L JE DU 0 A %
BHE 7R 78 402 281 Bl A L T I i 48 A 3% 4t
Kol 321 195 LB GAA TG ML T E% 4. 5 4
S F2 W, 7 BIAR 2 R 10OPD, 20 9l % 5& 8 n] G



KRR 222555 2018 4F 8 A4 33 B4 4 W] ] Precis Med, August 2018, Vol.33, No.4 . 285 -

LOPD, 294 f31F 5 Jhy f P ke B 25 407 B 4 . Bt 1
0928 4 32 R0 AT G 00 36 5 7 FH 14475 A= L DL s
{18 i 2 F12 W, A3 A 30 B IR 1 e DL 9
NP b KB AT R A L DE DU O A 10
AR 3 2 L O A R R A T B oS T DL R
I N B T o AELAE R B b DX T R A R R
8T A= L D3 i £
5.2 Fudd

% e D1 B v 114 99 AE R B IR YT 2
RIS W T T g DL T kAR B
XEF A PE A F LRk F, AT LR = RS
Wr ik EEA PR — BAEM YR 15~ 18 AT F K
ZERIARAMELE K, B e LA AT GAA FE R 58748
SHT B GAA TEPENE s — R AR U IR 10~ 20 JA4T 40
TG B IURE , H T GAA R 2R AR 50 #7 DL K
GAA JEMEIE . 1A, H T A] SR VR G AR A I 5t
22 Wik T8 FE T . T B BB A5 A 3 A D
CGAA FE K A B AR A S RE B DU P 2 e
MR LF B, 80T GAA LR 4s & GAA I T
650 BE AT A4kl 6T P DR R &R HEAT P G2 W, H
WE A DB B F SR I A

6 RE

Hh ] O i 4 DT 8 B DL a2 iR T AR, th T
RGN 25 A7 0 AR B4 BR i) DA B % 3% 06 TA U R BE RS
Y& 4y 2R 1k H Rt b DX 4 T8 B T DL s e 19 A TR
H R Z 809 N 012 I 4F W B0 . AT AT BE A1 AH 24 %K
A AR R BB 1R B B A2 B RG YT . kAh, B
PP I O ol s DA AT /D BB ] LT e GAA 3
Ko, By DL, BB HE T GAA B R 6 A B TR =
T [ P DL 12 Wik F

H AR 9 6k GAA i~/ i 35 AR A7 A8 H
Jry RS R 4 — iy SR A | v R S A A
FOARNE 20 B 151 JE DU i 12 R B 2
SCo HHI . B YA A O AR B AR R ER IR B3 R
(tandem mass spectrometry) F T 45 JE D1 55 76 N
F1%) 22 Tl i il A T FRUI 190 7 A 5 4% 498 10 9 Dl vk il
AR A AR P H3 I BT % B A R AR L R P A A
M s A A B R D DL 12 W R A= L T A 1) B B
FBY,

TS T D08 1 it o X T D DU VA 9T B LR A
3 B A 2 AN K YT RO R AR BT,
X B LA B g M 0 5 A ERT 2459
NeoGAA EFE#AT NI KR 55 , 1% 24 7T 38 2 3

XF LA 48 B 6 R T &R i (M6P) 32 44 1) 2% Fl g

Ok 8 iR 52 A B [ e R R 4 B, DA TR 85 P D R L ok

HmIRIF 2. ERT Ji DU 19 22 4 1 AL Rv © 9t

A i PRAEFEAE S AEATI A7 AR 28 A4 T 2 L 31 ) & e 45

WM, FEPRIRYTP0OA 2 B ERT B Al 4707

2. EAMEZD Y 5L 5 By HE AL b SR R A OG0 B A

T GAA EPFRITE AT T 1/ IR RS A

BB P DU IR I 7l R B A B
25 1 P DU o — i A8 3 AR OR M AE 3R [ i A

PUAR R 22 DA o 1l D09 g A — 1

A RE AR 2 O TE Y 55 AR T R R A AR 00 1Y

WA RBURAET GAA B2 W 2 M52 2. A

SX ERT 736 [ O L F T B DU 3R 7 (E X F K

2280 N T T I 4 i K I i i 78 T AN R 257

O T EBON £ a2 5 U AR N 25

0, DTS 5 22 i DL 3 9 A\ R A5 31 % 481 12 i A 7 1)

T

(&% k]

[1] VAN DER PLOEG A T, REUSER A J. Pompe’s disease[J].
Lancet, 2008.372(9646) :1432-1453,

[2] AUSEMS M G, VERBIEST J, HERMANS M P, et al. Fre-
quency of glycogen storage discase typell in the Netherlands:
Implicatons for diagnosis and genetic counseling[J]. Eur ]
Hum Genet,1999.7(6) :713-716.

[3] KISHNANI P S, STEINER R D, BALI D, et al. Pompe di-
sease diagnosis and management guideline [J]. Genet Med,
2006.8(5) :267-288.

[4] CHIEN Y H, CHIANG S C. ZHANG X K. et al. Early detec-

tion of Pompe disease by newborn screening is feasible: Results

from the Taiwan screening program[]]. Pediatrics, 2008,122

(1) :e39-e45.

[5] S 2 WM 5. B SCHE . 5. S L RBE SR B 1T 89 A0 I A 4%
ORI, P ABE A, 2013,93(20) :1567-1570

(6] MSE%, SR, JHZm, S W S2AUR 1A IR H 207 5k
PHAE AR, W LR 236 L 2006,24(12) :962-965.

[7] FUL, QIU W, YU Y. et al. Clinical and molecular genetic
study of infantile-onset Pompe disease in Chinese patients:
Identification of 6 novel mutations[ J]. Gene, 2014,535(1)
53-59.

[8] CHEN X, LIU T, HUANG M, et al. Clinical and molecular
characterization of infantile-onset Pompe disease in mainland
Chinese patients: Identification of two common mutations[ ] ].
Genet Test Mol Biomarkers, 2017,21(6):391-396.

(9] BRoh 87 22, Bl I B T 28 50 58 =5 A I 5 12 9 F o8 i
(1. EFRJLRHE SR, 2016,43(11) :880-883.

[10] POMPE DISEASE DIAGNOSTIC WORKING GROUP.,
WINCHESTER B, BALI D, et al. Methods for a prompt and

(F#5 291 7

reliable laboratory diagnosis of



S UEBE #7475 2018 4F 8 H 45 33 %45 4 ] Precis Med, August 2018, Vol.33, No.4

* 291 -

[27]

(28]

[29]

[30]

[31]

[32]

[33]

CHACE D H, DIPERNA J C, MITCHELL B L, et al. Elec-
trospray tandem mass spectrometry for analysis of acylcar-
nitines in dried postmortem blood specimens collected at au-
topsy from infants with unexplained cause of death[]J]. Clin
Chem, 2001,47(7):1166-1182.

WATKINS H, ASHRAFIAN H. REDWOOD C. Inherited
cardiomyopathies[ ] ]. N Engl ] Med. 2011, 364 (17); 1643-
1656.

SKRZYNIA C, BERG J S, WILLIS M S, et al. Genetics and
heart failure: A concise guide for the clinician[ J]. Curr Cardiol
Rev, 2015,11(1):10-17.

ACKERMAN M J, PRIORI S G, WILLEMS S, et al. HRS/
EHRA expert consensus statement on the state of genetic tes-
ting for the channelopathies and cardiomyopathies this docu-
ment was developed as a partnership between the Heart
Rhythm Society (HRS) and the European Heart Rhythm As-
sociation (EHRA) []J]. Heart Rhythm, 2011, 8 (8): 1308-
1339.

AR R 2 20 LR 2 43 2% (PP AR I B 0 2% ) G R R D
e, ot A O JUE S T 58 T 50 TS S IR ARG I [ KRR
[J0. e B 44 . 2011,39(12):1073-1082.

FAREE SRR 20 MEFH (T RILB B RE T R
2x LB U 5 A I A L ], AR LR R A, 2013, 51
(8):595-597.

TARIQ M, WARE S M. Importance of genetic evaluation and
testing in pediatric cardiomyopathy[J]. World J Cardiol, 2014,

[34]

[35]

[36]

[37]

[38]

[39]

[40]

[41]

6(11):1156-1165.
HO C Y, CHARRON P, RICHARD P, et al. Genetic ad-
vances in sarcomeric cardiomyopathies: State of the art[J].
Cardiovasc Res, 2015,105(4) :397-408.
KANTOR P F, KLEINMAN J A, RYAN T D, et al. Preven-
ting pediatric cardiomyopathy: A 2015 outlook[J]. Expert Rev
Cardiovasc Ther, 2016,14(3):321-339.
KIMURA A. Molecular genetics and pathogenesis of cardio-
myopathy[J]. ] Hum Genet, 2016,61(1) :41-50.
BIAGINI E, OLIVOTTO I, TASCONE M, et al. Significance
of sarcomere gene mutations analysis in the end-stage phase of
hypertrophic cardiomyopathy [ J]. Am ] Cardiol, 2014, 114
(5):769-76.
PARBHUDAYAL R Y, GARRA AR, GOTTEM ] W, et al.
Variable cardiac myosin binding protein-C expression in the
myofilaments due to MYBPC3 mutations in hypertrophic car-
diomyopathy[J]. ] Mol Cell Cardiol, 2018,123:59-63.
ittt A, 2 B W1 L UL 38t % 2 0k TR RUORS W12 W R B2 () .
T s LR K. 2016,31(8) :574-578.
MONSERRAT L, ORTIZ-GENGA M, LESENDE I, et al.
Genetics of cardiomyopathies: Novel perspectives with next
generation sequencing[ J]. Curr Pharm Des, 2015,21(4) :418-
430.
X5 N SCHE . 0 U B g A S W T E R LT, Ol A8 o o ik
J&, 2014,35(1):109-114

(A B ok mER)

(EEF 285 7D

[11]

(12]

[13]

[14]

[15]

[16]

Pompe disease: Report from an international consensus mee-
ting[JJ]. Mol Genet Metab, 2008,93(3):275-281.
CHAMOLES N A, NIIZAWA G, BLANCO M, et al. Glyco-
gen storage disease type Il : Enzymatic screening in dried blood
spots on filter paper[J]. Clin Chim Acta, 2004,327(1-2):97-
102.

KISHNANI P S, HWU W L, MANDEL H, et al. A retro-
spective, multinational, multicenter study on the natural his-
tory of infantile-onset Pompe disease[ J]. J Pediatr, 2006, 148
(5):671-676.
GOLDSTEIN J L, YOUNG S P, CHANGELA M, et al.
Screening for Pompe disease using a rapid dried blood spot
method: Experience of a clinical diagnostic laboratory[ J]. Mus-
cle Nerve, 2009,40(1) :32-36.

LABROUSSE P, CHIEN Y H, POMPONIO R J, et al. Ge-
netic heterozygosity and pseudodeficiency in the Pompe disease
newborn screening pilot program[]J]. Mol Genet Metab. 2010,
99(4) :379-383.

KISHNANI P S, NICOLINO M, VOIT T, et al. Chinese
hamster ovary cell-derived recombinant human acid alpha-glu-
cosidase in infantile-onset Pompe disease[ ]J]. ] Pediatr, 2006,
149(1) . 89-97.

SLONIM A E. BULONE L, RITZ S, et al. Identification of

[17]

(18]

[19]

[20]

(21]

[22]

two subtypes of infantile acid maltase deficiency[J]. J Pediatr,
2000,137(2) :283-285.

TAGLIA A, PICILLO E, D’ AMBROSIO P, et al. Genetic
counseling in Pompe disease[]J]. Acta Myol, 2011,30(3):179-
181.

VAN E C, RIGTER T, REUSER A ], et al. Newborn screen-
ing for pompe disease? A qualitative study exploring profes-
sional views[ J]. BMC Pediatr, 2014,14(1):1-10.

YANG CF, LIU HC, HSU T R, et al. A large-scale nation-
wide newborn screening program for Pompe disease in Tai-
wan: Towards effective diagnosis and treatment[J]. Am ]
Med Genet A, 2014,164A(1):54-61.

KARABUL N, BERNDT J, KORNBLUM C, et al. Pregnan-
cy and delivery in women with Pompe disease[ J]. Mol Genet
Metab, 2014,112(2) :148-153.

LIN N, HUANG J. VIOLANTE S, et al. Liquid chromatog-
raphy-tandem mass spectrometry assay of leukocyte acid a-glu-
cosidase for post-newborn screening evaluation of Pompe di-
sease[ J]. Clin Chem, 2017,63(4):842-851.

CASE L E, BJARTMAR C, MORGAN C, et al. Safety and
efficacy of alternative alglucosidase alfa regimens in Pompe di-

sease[ ] |. Neuromuscul Disord, 2015,25(4):321-332.

(AL thit FmE&)



