TAP CHI NGHIEN ClPU Y HOC
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Bén canh liéu phap enzym thay thé, dinh dudng déng vai trd quan trong trong quén ly bénh Pompe.
Nghién ctru ndy nhdm danh gié két qué cua can thiép dinh dudng bao gém ché dé &n tang protein giam
carbohydrat va thu hep thoi gian gitta céc bira &n véi tré méc bénh Pompe tai Bénh vién Nhi Trung
wong. Sau 12 tuén, protein trong khéu phén tdng tir 14,37 = 1,14% lén 24,21 = 1,12% téng nédng luong
va khéng tuwong quan véi men gan, mic loc cdu than va cén ndng. Trung vi cla thoi gian téi da giira
cac bira &n gidm ttr 9,33 xubng 6,42 gio. Ti Ié suy dinh dudng chung cai thién tir 25% xubng 12,5%.
Bé day co dui truéc trai trén siéu ém tidng cé y nghia théng ké tir 22,59 + 559 lén 23,8 + 3,99mm.

Tir khéa: Bénh Pompe, ché d6 an ting protein giam carbohydrate, can thiép dinh dwéng, suy dinh

dwéng, bé day co dui trwéc, tré em.
I. DAT VAN BE

Bénh Pompe la bénh ly than kinh-co do
thiéu hut di truyén cla acid alpha glucosidase
(GAA). Khi hoat d6 enzyme duwdi 1%, bénh
kh&i phat ti giai doan nhii nhi v&i biéu hién ba
kém, giam trwong Iwc co, suy ho hép, bénh co
tim phi dai va t& vong néu khong diéu tri." Liéu
phap enzyme thay thé (Enzyme Replacement
Therapy — ERT) 14 diéu tri dic hiéu duy nhéat
dwoc cdng nhan téi nay. Viéc ap dung ERT tw
2006 cai thién dang ké thoi gian thé may va ti
Ié t& vong.2® Nhwng ngay ca khi dap trng voi
ERT, chirc ndng co van van tiép tuc suy giam.
50 - 80% tré mac Pompe thé khéi phat sém
(IOPD) can thé may, 60 - 70% khoéng c6 kha
nang tw di chuyén. Tré cé nhiéu bién chirng lién
quan dén bat dong kéo dai, yéu liét co van va
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thd may.*’ Vi vay, cac nghién ctu van dwoc
thwc hién nhdm tim ra hwéng diéu tri méi cho
tré mac IOPD.

Mét hwéng tiép can hé tro diéu tri la ché do
an tang protein, giam carbohydrate (HPLC).
Binh thwdng, khi thiéu cung cp tir bén ngoai,
co thé tai str dung amino acid théng qua co ché
phan gidi cac bao quan hw hédng. Tuy nhién,
trong bénh Pompe, qua trinh tw bao nay bi rdi
loan, dan dén réi loan tai st dung amino acid,
va tang tdc do luan chuyén, dic biét & cac
acid amin chudi nhanh va alanine, nhu dwoc
ghi nhan b&i Slonim va cong sy nam 1983.8
Vi vay, ché do &n tang protein can dwoc chia
nhé nhiéu bira, nhdm tranh nhirng khoang thoi
gian kéo dai ma co thé khéng dwoc cung cap
amino acid. Bdng thoi, gidm carbohydrate giup
han ché du thira glucose, qua d6 gidm tich Ity
glycogen (gidm co chét).

O nguoi trwdng thanh mac thé khéi phat
mudn (LOPD), ché d6 &n tang protein tir 16 -
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47% trong 3 thang dén 7 nam buwéc dau cho 25:35:40%) cho 4 tré nhii nhi tudi trung binh 6,6
thy sw cai thién vé chirc nang van dong, strc thang (3 - 11 thang) trong trung binh 28 thang

co co va chirc ndng hd hap.®" O tré em méac (14-48 thang) ndm 2007. Két qua cho thay cai
IOPD, Slonim va cdng sw sau khi ghi nhan toc thién 1am sang vé chirc nang van déng thd
dd luan chuyén amino aid tdng cao ndm 1983 (Bang 1)."

da dé xuat ché do &n giau protein (P:L:G =

Bang 1. Hiéu qua cta ché dé an HPLC trong bénh Pompe

Nghién . Can thiép Thoi < . .
i n Doitwong ] . . Ket qua can thiép
clru dinh dwéng gian
Tang trwdng va phat trién
Sloni IOPD, theo Ira tudi.
onm . HPLC 12thang __ ., oodatol
19838 5 tudi Tang khoi co, kha nang van dong,
dung nap v&i luyén tap.
Giam Giam can.
Margolis LOPD, nang lvgng 27 than Tang dung nap voi luyén tap.
1986° béo phi HPLC g Tang chirc ndng hd hap (FVC, FEV1,
P=47% MVV, TLC, D, ., va RV).
Giam Giam can.
Isaacs LOPD, nang lwong 6 than Tang kha nang van dong
19861 béo phi HPLC g (leo cAu thang).
P:L:G = 35:20:45 Giam CK.
Giam nang lwvong ) . . e
R . ) thang Giam kha nang van dong.
Khéng tang protein
Tang can.

+ Eltroxin 0,1 - 0,3mg 3 than . .. L .
g d Giam kha nang van dong. Tang CK.

: , Gidm can.
- Eltroxin 3 thang o L .
Giam kha nang van dong.
Giam nang lwvong ) Giam can.
12 thang . . . o
HPLC Tang kha nang van dong.

Giam CK. T&ng ndng d6 BCAA = 120
3nam  pmol/L. Khoéng thay déi giai phau
bénh co van.

Tang kha nang van dong, strc co.

6 nam . R
Tang VC va FEV,.
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Nghién ‘. Can thiép Thoi < . o
i boi twong ] . . Ket qua can thiép
ctru dinh dwé'ng gian
Giam thoi gian trung binh
dé di bd 30m. Khong thay dbi
Umpleby LOPD HPLC 7 thang strc co ccz van fo khi fjang vai ’t.réi,
1987" P:L:G =16:47:37 phai, gap/ dudi khuyu tay phai,
g4p hang phai, dudi gbi trai/ phai,
gép cb).Tang VC.
Tang khoéng cach di bo &
Padberg LOPD Tang protein 6-12 1/5 ngudi bénh. Khong thay dbi
198912 P=22-25% thang MRC (strc co cla 26 cap co).
Khong thay dbi chirc ndng hé hap.
Tang nang lvgng . .
Tang can.
Demey ., LOPD, suy HPLC 12 than Tang chtre néng hd hé
1989 monco  PiL:G = 17:28: g g chire nang o hap
(40 - 50) (VC, FEV,, Tiffeneau, p,,, Peo,)-
HPLC
P:L:G = (25 - 30):
) (0 - 35):(35 - 40) . x
Slonim . 45+25 Tang diém Walton
4 LOPD L-alanine 1,5g x 4 . .. L
2006 nam (kha nang van dong).

Tap luyén: 45 - 50
phat di bo véi V,,
dinh 60 - 65%

Tai Bénh vién Nhi Trung wong, trwdc nam
2014 cé 229 tré mac bénh co tim phi dai va
triéu chirng yéu co gbéc chi khéng rd nguyén
nhan. Tlr sau ca bénh dau tién dwoc chan doan
xac dinh vao nam 2014 dén ndm 2021, c6 52
tré dwoc chan doan bénh, trong sb6 dé cé 26
tré tiép tuc dwoc theo ddi va diéu tri tai Trung
tam Noi tiét - Chuyén hoa - Di truyén va Liéu
phap phan .5 V&i sé ca bénh chan doan mai
ngay cang tang, nghién ctru dwoc thyc hién
nhdm danh gia tinh trang dinh dwéng va két
qua can thiép dinh dwéng (ché dd an HPLC va
thu hep khoang cach gitra cac bira an) & tré
mac bénh Pompe.

Il. DOl TUONG VA PHUWONG PHAP

1. Péi twong
Tiéu chuén Iwa chon

Tré dwoc chan doan xac dinh bénh Pompe
theo tiéu chuan chan doan bénh Pompe cla
Hiép hoi Di truyén Hoa Ky (American College
of Medical Genetics & Genomics - AMG) nam
2006."

Tiéu chuén loai tr

- Tré c6 chdng chi dinh nudi dwdng tiéu héa
(huyét dong khéng én dinh, van mach liéu cao,
tén thuong tiéu héa nang).

- Tré c6 chdng chi dinh v&i ché dé an tang
protein (réi loan chuyén héa protein hodc amino
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acid, tdng urea méau khéng kiém soét trong
bénh than man tinh da loai tree nguyén nhén
ngoai than).

- Tré hodc nguwdi giam ho tiv chdi tham gia
nghién ctru vao bét ki thdi diém nao.
2. Phwong phap

Thiét ké nghién ctru

Nghién ctru can thiép, danh gia trwéc-sau,
khéng c6 nhém dbi chirng.

Dja diém, thoii gian nghién ciru

Nghién ctu dwoc tién hanh tai Trung tam
Noi tiét - Chuyén héa - Di truyén va Liéu phap
phan t&r, Bénh vién Nhi Trung wong tir 08/2021
dén 08/2022.

Chon mau

Chon mau thuan tién bao gdm tat ca bénh
nhan dap (rng tiéu chuén lya chon trong thoi
gian nghién ctru.

Chi s6 nghién ciru

Nguy co suy dinh dwdng (SDD) duoc
danh gia theo thang diém STRONGkids dwa
trén 4 tiéu chi theo thang diém 5 gébm: bénh ly
nén tdng nguy co SDD , dau hiéu dinh dwéng
kém, triéu chirng dinh dwéng va cham tang
trwdng thé chét. Tinh trang SDD cua tré dwoc
danh gia théng qua chi sb nhan trac, sau dé
so sanh véi tiéu chuan ting truéng cia To
chirc Y té Thé gi¢i 2006 va 2007. Thuc trang
nudi duwdng vé ndng lwong, protein trong khau
phan va thdi gian gira cac bira an dwoc danh
gia thdng qua hdi ghi khdu phan 24 gi¢. Thoi
gian tbi da gira cac bira an la khoang thoi
gian dai nhat ti luc két thuc bira an trwdc dén
luc bat du bra &n sau trong ngay. Khéi co
van dwoc danh gia qua bé day co dui trwdc
trai dwoc tinh bang khodng cach tir mat ngoai
co thdng dui dén mang xwong dui, trén mét
cét ngang va doc cla siéu &m B-mode. Chirc
ndng van dong thé dwoc danh gia theo méc
van déng cta thang diém Denver Il. Nong

ddé men transminase gan (AST, ALT), chirc
nang than duwoc tinh theo céng thirc Schwart
tlr chidu cao va ndng dd creatinine mau cda
ngwoi bénh dwoc theo doi trwdc va sau can
thiép nhdm danh gia tac dung phu cé thé co
cla ché do &n téng protein.

Quy trinh tién hanh nghién ciru

Céc tré méc bénh Pompe dang dwoc quan
ly tai Trung tdm Noi tiét — Chuyén héa — Di
truyén va Liéu phap phan ti, Bénh vién Nhi
Trung wong va khong cé cac tiéu chuan loai triv
duwoc dwa vao nghién ctu. Cac chi sb nghién
ctu duoc thu thap tai thoi diém tham gia nghién
cru va 12 tuan sau can thiép dinh dwdng.

Can thiép dinh dwdng & tré méc bénh
Pompe bao gdbm cung cip dd nhu ciu nang
lwgng, ché dd &n tang protein, gitr nguyén
lipid, giam carbohydrate, va thu hep khoang
cach gilra cac blra an. Sau khi danh gia tinh
trang dinh dwéng va van dong cua tré, nhu cau
nang lwong dwoc dwa ra phu hop, trong dé
protein & tré < 1 tudi chiém 20% tdng nang
lwong va = 1 tudi chiém 30% toéng nang luvong.
DPé dat dwoc lwong protein cao trong ché do
an, voi tré < 1 tudi, stta me hoac sira cbng
thic sé dwoc tron thém bdt dam whey hoac
amino acid chudi nhanh dé dat protein chiém
20% tdng nang lugng. Véi tré = 1 tudi, sira
céng thirc cling dwoc bd sung thém protein dé
dat 30% téng nang lwong. Ngoai ra gia dinh
dwoc tw van vé lwa chon thwc pham co thanh
phan amino acid can dbi.

Pé dam bao tuan tha ché do an, nhom
nghién cru thyc hién héi ghi khdu phan 24 gio
qua dién thoai vao cudi tuadn 1, 2 va 4 trong
can thiép nham phat hién cac khoé khan trong
&p dung ché d6 &n va c6 x& Iy kip thoi.

Phwong phap xtr ly sé liéu

Céc thong sb duoc lam sach va x ly béng
phan mém SPSS 20.0 v&i cach biéu dién bién
va lwa chon thuat toan théng ké phu hop.
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3. bao dtrc nghién ctru

Nghién ctu dwoc théng qua béi Hoi ddng
Y drc clia Bénh vién Nhi Trung wong (IRB —
VNO01037/Irb0001 1976/FWA00028418) nhdm
dam bdo tinh khoa hoc va kha thi.

Ill. KET QUA

T 08/2021 dén 08/2022 c6 34 tré méc
bénh Pompe thda man tiéu chuan nghién ctu
tai Trung tam Noi tiét — Chuyén héa — Di truyén
va Liéu phéap phan t&r. Sau 12 tuan can thiép
dinh dwdng, cé 2 tré t&r vong va 4 tré chuyén

co s& diéu tri. DI liéu sau can thiép cla 2 tré t&
vong duoc lay vao thdi diém tir vong, lan lwot
sau can thiép dinh dwéng 8 va 12 tuan. Trong 4
tré chuyén co s& diéu tri, co 2 tré tiép tuc tuan
tha can thiép dinh dwéng clia nghién clru, duoc
danh gia khdu phan thuc té, can nang, chiéu dai/
cao va 2 tré mét theo dai. Vi vay, so sanh tru¢c-
sau can thiép vé chi s6 nhan tréc ciing nhuw khau
phan thuc té dwoc thwe hién trén 32 tré va vé
siéu am bé day co dui trwdrc trai trén 30 tré.

1. Pac diém chung cta déi twong nghién
clru

Bang 2. Dac diém chung cta déi twong nghién ctru

Dac diém Chisé (n=34)
Thang tudi (X + SD) 32,76 + 23,1
Trai : Gai (N) 19:15
IOPD cb dién : IOPD bién dbi (N) 33:1

CK (IU/L) (X + SD)

1451,56 + 897,02

AST (IU/L) (X + SD)

356,25 £ 192,8

ALT (IU/L) (X + SD)

183,76 + 78,57

(e ché acarbose (%) (X = SD)

93.4£2.4%

CRIM dwong tinh : am tinh

34:0

Tubi trung binh 32,76 + 23,1 thang, trong
do 55,88% la tré trai. 100% tré kh&i phat bénh
s&m trong giai doan nhd nhi, trong dé 97,06%
c6 bénh co tim phi dai (thé cb dién). Tai thoi
diém chan doan, 100% tré c6 giam trwong lwc

va yéu co toan than. Chan doan xac dinh dwa
trén ca hoat dd enzym va dot bién gen GAA.

2. Két qua can thiép dinh dwdng lén tinh
trang suy dinh dwéng

Bang 3. Tinh trang suy dinh dw&ng & tré mac bénh Pompe trwéc va sau can thiép

Ti Ié cha cac thé suy dinh dwdng (%)

Trwéc can thiép Sau can thiép

(n=32) (n=32)
Gay com:
- Gay com vira 6 (18,75%) 4 (12,5%)
- Gy com murc d6 néng 5 (15,63%) 2 (6,25%)
1(3,12%) 2 (6,25%)
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Ti Ié cta cac thé suy dinh dwdng (%)

Trwéc can thiép Sau can thiép

(n=32) (n=32)
Thép coi: 4 (12,5%) 3 (9,38%)
- Thép coi vira 4 (12,5%) 2 (6,25%)
- Thép coi mirc d6 nédng 0 (0%) 1(3,13%)
Thira can 2 (6,25%) 0 (0%)
Béo phi 1(3,13%) 0 (0%)

Trwéce can thiép dinh dwdng, co6 8 tré SDD,
trong d6 co 6 tré thé gay com, 1 tré thira can
va 1 tré béo phi. Sau 12 tuan can thiép dinh
dudng, 2/6 tré gy com, 2/2 tré thira can tré vé
thé trang trung binh. 1/6 tré giy com tang can
va chiéu cao, nhung van con SDD. &’ nhém co
dap ng v6i can thiép dinh dudng nay, cé mdi
lién quan gitra két cuc vé tinh trang dinh duéng

v@i mirc do tuan thd nang lweng va protein theo
nhu cau khuyén nghi. 3/6 tré gay com con lai co
tinh trang SDD nang I&n. Ca 3 tré nay déu dang
viém phé quan phdi nang can hé tro' thong khi
va diéu tri tich cwc.

3. Két qua can thiép dinh dwéng l1én tinh
trang co’ van

Bang 4. Tinh trang co’ van cua tré mac bénh Pompe trwéc va sau can thiép

Trwéce can thiép
(n=30)

A

Bién s6

Sau can thiép

(n=30) p
SD X SD

Tudi van dong tho theo Denver I

7,95 11,73 7,66 0,0959*

Bé day co dui trwdc trai (mm)

22,59 5,59 23,8 3,99

0,0429*

*Kiém dinh t-test ghép cép

Sau can thiép dinh dwdng, bé day co dui
trwdce trai tang co y nghia thdng ké (p = 0,0429).
Ch&c nang van dong thé DDST-Il cé tang
nhwng su khac biét khéng cé y nghia théng ké

(p = 0,0959).
4. Mlrc d6 tuan thua can thiép dinh dwéng
cua ngwei bénh

Bang 5. Khau phan thwc té cua tré mac bénh Pompe trwéc va sau can thiép

Trwéc can thiép

Sau can thiép

. . (n =32) (n=32)
Bién so Y
. Do léch . Po léch
Trung binh e Trung binh e
chuan chuan
Protein
14,37 1,14 24,21 1,12 0,0000*

(% tbng n&ng lvong)
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Trwée can thiép

Sau can thiép

o (n =32) (n =32)
Bien so p

. Do léch . Do léch

Trung binh A Trung binh A
chuan chuan

Trung vi IQR Trung vi IQR

Thoi gian téi da gitra cac bira &n
9,33 7 6,42 5 0,0008**

(gio)

*Kiém dinh t-test ghép cédp; **Kiém dinh ddu hang Wilcoxon ghép cé&p (Wilcoxon matched-pairs

signed-ranks test)

Ti 1& tuan tha lwong protein trong khdu phan
sau can thiép 1a 46,89%. Ti lé tré 1&6n (> 1 tubi)
bd sung dwgc bira an phy ntra dém la 75%.

5. Tac dung khéng mong muén cia can
thiép dinh dwdng

Bang 6. Méi twong quan giira lwong protein trong khau phan véi mét sé yéu té khac

Yéu t6 lién quan Hé s6 twong quan r p
AST -0,137 0,9418
ALT -0,1702 0,36
Mtrc loc cau than -0,1039 0,5781
Can nang -0,1481 0,4265

Khéng cé su twong quan gilra men gan,
murc loc ciu than, can nang véi protein khau
phan (|r| < 0,25). Cac mé hinh twong quan déu
khéng c6 y nghia théng ké (p > 0,05).

IV. BAN LUAN

Ti 1& suy dinh dwdng thé gay com giam tw
18,75 xubng 12,5% sau can thiép dinh dwéng.
Sau can thiép, 2/6 tré gay com tré vé thé trang
trung binh, 2/6 tré co cai thién can nang nhwng
van gay com, va 2/6 tré SDD nang lén. 2 tré
nay vao thoi diém két thuc can thiép déu trong
tinh trang suy hdé hap trén nén viém phé quan
phdi c6 sbt cao. Tang théng khi, suy hd hap
va sbt cao 1a cac yéu té 1am ting chuyén héa
nang lwong."2"™® So véi gdy com, ti 1& SDD
thdp coi gidm it hon t 12,5% xubng 9,38%
do chiéu cao can nhiéu thoi gian dé cai thién
hon can nang.

Trwédc day, danh gia tinh trang co van
thwdng chi théng qua cac chi sb vé chirc nang
nhw strc co co tay (handgrip strength), test di
bd trong 6 phut, thang diém Walton... Tuy nhién,
cac nghiém phap nay khé ap dung & dbi twong
tré em do can sy hop tac tét cling nhw yéu cau
vé mirc phat trién tam than, van dong thd nhat
dinh. Ngoai ra, dé thdy dwoc sw cai thién vé
chrc ndng can nhiéu thoi gian, cu thé & nhom
tré& mac Pompe thé kh&i phat sém can it nhat
12 thang chi v&i ché do HPLC."'¢ Trong nghién
clru nay, sy tang Ién cda chirc nang van déng
thod theo Denver Il khéng cé nghia théng ké (p
= 0,0959). Chinh vi vy, danh gia khéi co trong
nhi khoa va d&c biét véi tré mac bénh Pompe
lai tién lgi hon, ¢6 tinh dinh lwgng hon va nhay
hon danh gia chirc nang co van. Trong nghién
clu nay, bé day co dui trwdce trai cé twong quan
ddng bién chat ché vai protein khau phan (r =
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0,5153; p = 0,0018; r2= 24,25%), va v@&i chirc
nang van dong thdé DDST-II (r = 0,5737; p =
0,0005; r2= 30,75%). B& day co dui truéc trai
trén siéu am cai thién c6 y nghia thdng ké théng
sau 12 tuan can thiép (p = 0,0429).

Vé tac dung khédng mong muén clia ché do
an tang protein & ngwoi trwdng thanh, cé sw
lién quan dén suy gidm chlrc ndng than va nguy
co hinh thanh bénh than man théng qua co ché
tbn thwong va tang tinh siéu thAm clda mang
loc cau than.'® Tuy nhién, chua cé bang chirng
vé tac dung phu cla ché d6 an tang protein lén
chirc nang than tré em. Trong nghién cltru nay,
lwong protein khdu phan khéng cé méi twong
quan v&i mire loc cau than (r = -0,1039). biéu
nay c6 thé dwoc giai thich do cac nghién ciru
trong tébng quan cGa Gang-Jee K va cong su.
déu dwoc thuc hién trén nguoi trwdng thanh
khée manh hoéc thira can-béo phi &p dung ché
dd &n HPLC dé dat can nang ly twédng.”® Tuy
nhién, v&i tré mac bénh Pompe, téng protein
trong ché d6 &n nhadm bu dép cho nhu cau tai
tao co tang. Vi vay, sé khong cé sw xuat hién
dw thira clia cac amino acid va peptide trong
mau dé lam tdn thwong mang loc ciu than.
Nguwoc lai, quan sat clia Slonim A va cong s
(1983) con cho thay sw luan chuyén rat nhanh
clla amino acid trong mau ngu¢i bénh Pompe.

O tré em, ché d6 an tang protein dwoc goi
y la yéu t6 nguy co dé phat trién thanh thira
can-béo phi vao giai doan day thi, tuy nhién
cac bang chirng déu dwa vao cac nghién ciru
hdi ctvu.'® Nghién clru can thiép ngdu nhién c6
ddi chirng duy nhét trong tdng quan hé théng
nay lai khdng tim ra méi twong quan gitva lwong
protein khau phan va chi sé BMI, BMI/T z-score.
Trong nghién ctru nay, khéng co s twong quan
gitra lwong protein khau phan va can nang (r
= -0,1481). Cling nhw gidi thich & trén, protein
trong ché d6 &n cla tré mac bénh Pompe tham
gia cAu tao mé co chir khong dw thiva dé tham
gia dw tri.

V. KET LUAN

Ché db an tang protein, giam carbohydrate
va thu hep thoi gian gitra cac bira &n co thé
la gidi phap giup cai thién tinh trang suy dinh
duéng va khdi co van cia tré méac bénh va
hién chwa ghi nhan tac dung phu. Tuy nhién, do
gi&¢i han vé c& mau it va thdi gian nghién ctwu
ngan, dé thdy dwoc sw cai thién vé chirc nang
van dong thd cling nhw anh hwéng lau dai cua
nhirng can thiép dinh dwéng nay, can thuye hién
can thiép dinh duwdng trong thoi gian 1au hon.

LOI CAM ON VA XUNG DOT LO'I iCH

Nhom tac gia xin gtvi 10 cdm on chan thanh
t&i cac bénh nhi méc bénh Pompe va gia dinh
da tham gia va hop tac trong nghién ctru nay.
Chung t6i xin tran trong cdm on Bénh vién Nhi
Trung wong, cac bac si, tiét ché vién va diéu
duéng da hé tro trong qua trinh thu thap s liéu
va thyc hién nghién ctru.

Nhom nghién ctru tuyén bé khéng cé xung
dét loi ich lién quan dén nghién clu va bai
bao nay.
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Summary

EFFECTS OF NUTRITIONAL INTERVENTIONS
ON CHILDREN WITH POMPE DISEASE
AT THE NATIONAL CHILDREN’S HOSPITAL

In addition to enzyme replacement therapy, nutritional management plays an important role in
the care of children with Pompe disease. This study aimed to evaluate the effects of nutritional
interventions-including a high-protein, low-carbohydrate diet and a reduced amino acid-free interval-
on children with Pompe disease at the National Children’s Hospital. After a 12-week intervention
period, the median dietary protein intake increased from 14.37 + 1.14% to 24.21 + 1.12% of total
energy intakes, with no observed correlation with transaminases levels, creatinine, or body weight.
The median of maximal amino acid-free interval decreased from 9.33 to 6.42 hours. The prevalence
of malnutrition improved from 25% to 12.5%. Additionally, the ultrasonographic left anterior thigh
thickness increased from 22.59 + 5.59mm to 23.8 + 3.99mm.

Keywords: Pompe disease, high protein low carbohydrate diet, nutritional intervention,
anterior thigh thickness, children.
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