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Pompe disease is a rare lysosomal glycogen storage disorder caused by a total or partial deficiency
of the acid e-glucosidase (GAA) enzyme due to the GAA gene mutations, The classic infantile form
of Pompe disease is a rapidly progressive multi-organ disease with hypotonia, generalized muscle

weakness, and hypertrophic cardiomyopathy,

usually leading to death in the first 2 years of life,

Enzyme replacement therapy with recombinant human GAA has been shown to be effective and
subsequently yielded promising results, Here, we present clinical and genetic characteristics of
three Korean non-classic infantile Pompe patients, and the short term efficacy of enzyme replace-
ment therapy, Considering that enzyme replacement therapy can change the natural course of in-
fantile Pompe disease, early diagnosis and early initiation of treatment is critical to improving patient

outcomes,
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Table 1. Clinical Characteristics in Three Children with Infantile Pompe Disease at Diagnosis

Characteristics Patient 1 Patient 2 Patient 3
Gender Female Male Female
Age at diagnosis 17 months 16 months 8 months
Clinical symptoms cardiomegaly, cardiomegaly, Cardiomegaly,
muscle weakness, hypotonia, cardiac murmur,

hepatomegaly

muscle weakness,

Hepatomegaly,

hepatomegaly umbilical hernia

Laboratory findings

CK (IU/L) 945 366 258
LD (mg/dL) 756 698 487
AST/ALT (IU/L) 166/181 122/80 96/89
BNP (pg/mL) 1,024 2,094 340
CT ratio on X-ray 0.65 0.62 0.64
Echocardiography
LVEF (%) 19.5 36.0 48.5
LV mass (g/m% 631.8 278.9 251.0
other problems - - MR

(moderate to severe)

EKG BVH BVH BVH
EMG complex repetitive no definite abnormal
. . not done
discharge findings
GAA enzyme activity (nmol/hr/mg protein, control; 15.6%5.1)
0.6 0.1 3.3
GAA gene analysis
Allele 1 p.Argd40X p.Ser619Arg p.Met439Lys
Allele 2 p.Arg372GIn "p.Arg527GlyfsX3 "p. Asp409GlyfsX97

"Novel mutations

A AIHZE(LV mass, 278.8 g/m?) 2 A4 7%
A3HEF, 35.9%)7F SRSy, o B8t A
AST/ALT7} 122/80 1U/L, CK/LDH”} 366/698 1U/
LZ Z7tso] igleH, &5 A4 A3 ga
= Atolel thEel wrdo] FAE o] qIgleh FAH e
SIS Qe Aalet B WETo|x e GAA B4

A=+ 0.1 nmol/hr/mg protein (34 15.6+5.1) &
2 7o) A, GAA 44 FAALIA p.Ser619
Arg/p.Argb27GlyfsX39] F Edol7t gl it
(Table 1). A% A58} v&Eo] AxF GAA &4
(Myozyme®™) 714 2% 29 (2571} 20 mg/ke)

= Akl ABAE SE F 5 Y T A

el

e AdE 2L2UE 5 Slek 32 HAMY AST/
ALT % CK/LDH A& =2/l 345 E FAE 5
oy} 2t A7)= AAEER e, AHH(C/T ratio,
57%), F234 24 (LV mass, 63.6 g/m?) Y 5%
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Table 2. Changes Resulting from Enzyme Replacement Therapy with Myozyme®

Characteristics Patient 1 Patient 2 Patient 3
Age at first ERT 18 months 17 months 8 months
Age at last FU 51 months 31 months 14 months
ERT duration 33 months 14 months 6 months

Motor milestones

Walking alone

Walking alone

Walking alone

Changes Before After Before After Before After
CK (IU/L) 945 212 366 257 258 112
LD (mg/dL) 756 389 698 502 487 309
AST (IU/L) 166 69 122 97 96 44
ALT (IU/L) 181 61 80 70 89 39
BNP (pg/mL) 1024 42 2094 48 340 11

CT ratio 0.65 0.54 0.62 0.57 0.64 0.59

LVEF (%) 19.5 59.6 36 72 48.5 49

LV mass (g/m? 631.8 77.1 278.9 104.5 251.0 110.3

Patient 1
4= at diagnosis
follow-up ==p
Patient 2
4= at diagnosis
follow-up m=p
Patient 3
4= at diagnosis
follow-up ==y

Fig. 1. Improvement of cardiomegaly following enzyme replacement
therapy was shown in all three patients with infantile Pompe

715 (EF, 80.5%) %3t 345 ch(Fig. 1, Table 2).
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