/
l:+/_l Vietnam Journal of Community Medicine, Vol 62, No 7 (2021) 76-82

INSTITUTE OF COMMUNITY HEALTH

EFFECTIVENESS OF RESPIRATORY REHABILITATION
FOR POMPE PATIENTS

Nguyen Thi Hanh'*, Trinh Quang Dung?

'Hanoi Medical University - No.1 Ton That Tung, Dong Da, Hanoi, Vietnam
’National Hospital of Pediatrics - 18/879 La Thanh, Lang Thuong, Dong Da, Hanoi, Vietnam

Received 12/08/2021
Revised 23/09/2021; Accepted 04/11/2021

ABSTRACT

Objectives: To assess the effectiveness of respiratory rehabilitation for Pompe patients at National
Hospital of Pediatrics.

Subjects and methods: The non-controlled clinical intervention study of 21 Pompe patients who
were treated for rehabilitation at National Hospital of Pediatrics. All patients were objectively
evaluated before and after 4 weeks of intervention.

Result: In this study, there were statistically significant improvements of respiratory and motor
development over 4 weeks of treatment (p < 0,05), with heartbeats from 98,57 £ 10,92 down to 94,29
+ 10,16 points; breathiness from 33,21 + 8,68 down to 30,43 + 7,46 points; SpO, from 96,14 + 1,10
up to 96,79 £ 0,98 points; % GMFM from 55,43 + 33,23 up to 58,05 + 32,87 percent.

Conclusions: There were improvements of respiratory and motor development for Pompe patients
after intervention.

Keywords: Rehabilitation, respiratory, Pompe.
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HIEU QUA PHUC HOI CHUC NANG HO HAP TREN
BENH NHAN POMPE

Nguyén Thi Hanh'*, Trinh Quang Diing?

"Truong Pai hoc Y Ha Néi - S6 1 Tén That Ting, Pong Pa, Ha Néi, Viét Nam
’Bénh vién Nhi Trung wong - 18/879 La Thanh, Ling Thuong, Pong Da, Ha Néi, Viét Nam

Ngay nhan bai: 12 thang 08 ndm 2021
Chinh stra ngay: 23 thang 09 ndm 2021; Ngay duyét dang: 04 thang 11 ndm 2021

TOM TAT

Muc tiéu: Danh gi hiéu qua can thiép phuc hoi chirc ning ho hap trén bénh nhan Pompe tai Bénh

vién Nhi Trung wong.

Poi twong va phwong phap: Nghién ctru can thiép 1am sang khong d6i chimg trén 21 bénh nhan
Pompe duoc tap phuc hoi chure nang tai Bénh vién Nhi Trung wong, tat ca cac bénh nhan déu dugc
luong gia mot cach khach quan trudc va sau 4 tuan can thiép.

Két qua: Nghién ciru nay cho thiy su cai thién vé chtc ning ho hip va van dong sau 4 tudn can thiép
phuc hdi chirc ning c6 ¥ nghia thong ké (p < 0,05), vi nhip tim giam tir 98,57 £ 10,92 xubng 94,29
+10,16; tan s6 thé giam tir 33,21 + 8,68 xudng 30,43 + 7,46; SpO, ting tir 96,14 + 1,10 1én 96,79 +
0,98; tong % GMFM trung binh ting tir 55,43 = 33,23 1én 58,05 + 32,87.

Keét luiin: Sau can thi¢p, cd su cai thién 10 rang chirc ndng hd hap va van dong & bénh nhan Pompe.

Tir khéa: Phuc hdi chire ning, ho hip, Pompe.

1. PAT VAN PE

Pompe & mot bénh 1y di truyén vé rdi loan than kinh co
hiém gdp, gdy tan tat dan dan va c6 kha ning tir vong,
nguyén nhan 1a do sy thiéu hut enzyme acid alpha-
glucosidase (GAA), mot enzyme can thiét dé phan hiy
glycogen trong lysosome thanh glucose. Thiéu enzyme
nay dan dén sy tich tu glycogen trong lysosome ciia té
bao, gay ton thuong céc té bao than kinh va té bao co
khap co thé, trong d6 c6 co xuong, co hd hip va co tim

[].

Pompe 1a mot bénh hiém gip, véi ty 16 mic bénh dao

*Tac gia lién h¢
Email: hanhnguyen2295@gmail.com
Dién thoai: (+84) 348 509 216
https://doi.org/10.52163/yhc.v62i7.212

dong trong khoang 1/14.000 dén 1/300.000 tuy thudc
vao chung tdc va vung dia 1y dugc nghién ctru [2]. Bénh
¢6 thé khoi phat & nhiéu do tudi khac nhau tir so sinh
dén tudi truong thanh voi nhitng biéu hién rat phong
phii. Ty 1& méc bénh ¢ nam va nit khong c6 sy khac biét
[3]. Su hiém gip va cac triéu ching 1dm sang twong tu
cac bénh ly than kinh co khac dan dén sy cham tré dang
ké trong chin doan bénh Pompe[4].

Niam 2006, liéu phap enzyme thay thé (Enzyme
Replacement Therapy — ERT) voi acid alpha-
glucosidase dd dugc cap phép boi FDA (Food and Drug

Administration) m¢ ra nhitng co hdi cho bénh nhan
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mic bénh Pompe. ERT gitip kéo dai sy song, ting ty 18
sdng ciing voi su phat trién vé van dong, sy cai thién ho
hap o tirng Itra tudi va tirng bénh nhan [5].

Déu hiéu rdi loan chuc nang ho h?ip c6 thé xuét hién
trude yéu co chan tay, hd tro thd may thuong duoc chi
dinh trudc khi chi dinh xe lin & mot phan ba sé bénh
nhan [6]. Co ho hip bi anh hudng bao gdm co hoanh
no6i riéng, ngoai ra con c6 co dudng hd hap trén, co lién
sudn va co bung trong giai doan bénh tién trién [7]. Mot
vai bang ching gan day cho thay rdi loan chirc nang co
hoanh ngoai sy tich tu glycogen trong co con do sy ton
thuwong ctia cac té bao simg trudc tity séng, synap than
kinh [8]. Do d6 tac dung cua ERT bj han ché, suy giam
chirc nang ho hap van tiép dién & mot phan ba s bénh
nhan [9]. Tir d6 dit ra yéu cau vé viéc két hop ERT
vé6i tap phuc hdi chire nang hd hdp nham cai thién chat
lwong séng va mang dén nhitng hi vong cho bénh nhan.
Tuy nhién, do mtrc d6 lvu hanh thp, cho dén nay co6
kha it nghién ctru vé hiéu qua phuc héi chirc ning, dic
biét 1a chirc nang ho hap trén bénh nhan Pompe va két
qua cta cac nghién ciru chua duoc thdng nhat [10]. Tai
Viét Nam, chua cé nghién ciru vé cac van dé nay. Khoa
Noi tiét — Chuyén héa — Di truyén Bénh vién Nhi Trung
wong 1a noi tap trung sb luong 16n cac bénh nhan mic
bénh Pompe. Vi viy, dé tai “Hi¢éu qua phuc hdi chirc
niing ho hép trén bé¢nh nhan Pompe” dugc tién hanh
tai Bénh vién Nhi Trung wong nhim muc tiéu danh gia
hiéu qua can thiép phuc hdi chirc nang ho hap trén bénh
nhan Pompe tai khoa Ni tiét — Chuyén héa — Di truyén
Bénh vién Nhi Trung wong.

2.POI TUQNG VA PHUONG PHAP NGHIEN CUU

2.1. Péi twong nghién ciru

2.1.1. Tiéu chuén lwa chon bénh nhin

(1) Bénh nhan Pompe diéu trj tai khoa Noi tiét — Chuyén
hoa — Di truyén Bénh vién Nhi Trung vong; (2) Bénh
nhén va gia dinh dong ¥ tham gia nghién ctru; (3) Bénh
nhan va gia dinh tuan tha qua trinh diéu tri, hop tac véi
nguoi tap.

2.1.2. Tiéu chuin loai trir bénh nhan

(1) Bénh nhan dang phai st dung thong khi nhan tao;
(2) Bénh nhén c6 cac bénh 1y tim mach cap hodc cac
bénh phdi hop khac chua duoc kiém soat; (3) Trong
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thoi gian nghién ctru bénh nhan mic thém cac bénh
khac anh huong dén két qua nghién ctru.

2.2. Phuong phap nghién ctru

2.2.1. Dia diém nghién ciru: Khoa Nbi tiét — Chuyén
hoa — Di truyén Bénh vién Nhi Trung wong

2.2.2. Thoi gian nghién ciru: T thang 8/2020 dén
thang 8/2021

2.2.3. Thiét ké nghién ciru:

Can thiép, tién ctru, danh gia trudc va sau can thiép
phuc hoi chiic nang.

2.2.4. C& mau va chon mau

Chung t6i tién hanh léy toan bo s6 bénh nhan dugc chan
doan xac dinh bi bénh Pompe du tiéu chuin lga chon
tai Khoa Noi tiét — Chuyén hoa — Di truyén Bénh vién
Nhi Trung wong.

2.2.5. Quy trinh nghién ciru

Luong gia cac chi s6 ciia bénh nhan luc ban dau,
huéng din cac bai tap phuc hdi chtrc ning vé ho hip
cho bénh nhén va nguoi nha theo li¢u trinh tap luyén:
30 — 45 phut/budi tiy thudc vao tinh trang stc khoe,
5 budi/tudn. Panh gi4 lai cac chi s6 sau khi két thuc
chuong trinh.

2.2.6. Cac bién sb va chi s6 nghién ciru

bic diém chung cia nhém ddi tuong: Tudi, gidi, chiéu
cao, can ning, thé bénh, thoi diém bat dau diéu tri, thoi
gian diéu tri, tién st gia dinh, tién sir st dung théng khi
hd tro, tién str nhim khudn hé hip.

Dic diém kha nang van dong va ho hép: Nhip tim, tan
s0 the, SpO,, thang diém GMFM tai thoi diém bét dau
diéu trj va sau 4 tudn can thiép.

2.3. Xir Iy s6 li¢u

S4 liéu duge thu thap theo bénh an nghién ctru va xu ly
theo phuong phéap théng ké y hoc sir dung phin mém
SPSS 26.0. S liéu duoc trinh bay theo ty 1€ %, trung
binh va d6 1éch chuin (SD). Céc so sanh thong ké duoc
xem la c6 y nghia khi p < 0,05 vdi d9 tin cay 95%.

3. KET QUA NGHIEN CUU

3.1. Pic diém dbi twong nghién ciru
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Biéu do 3.1. Phén bo vé gioi clia nhom nghién ciu

11

(52%) ® Nam

Ty 1& bénh nhan nam trong nghién ciru chiém 48% va bénh nhan nit chiém 52%.

Bang 3.1. Ddc diém vé chiéu cao, cdn ndng cia nhom nghién ciru

Mirc d9 SD < -2 2<SD<2 SD > 2
.A 1 20 0
Chiéu cao (4,8%) (95,2%) (0%)
Can nan 3 18 0
ang (14,3%) (85,7%) (0%)

Trong ‘nh(')m df’),i tuong nghién cuu ¢6 4,8% bénh nhan  Thé bénh: 21 bénh nhan thudc nhom dbi tugng nghién
c6 chiéu cao thap hon so voi tudi; 14,3% bénh nhén ¢  ciru déu thudc nhdém bénh Pompe khéi phat sém (trude
can nng thap hon so véi tudi. 12 thang tudi). Cac bénh nhan thuéc nhém dbi tugng
3.2. Pic diém vé bénh ciia nhém ddi twong nghién nghiﬂén ctru c6 d6 tudi thap nhat la 4 thang, cao nhét 1a
ciru 6 tuoi.

Bdng 3.2. Ddc diem vé tien sir gia dinh ciia nhom doi twong nghién ciru

Tién sir gia dinh n Ty 1é %
Cé 6 28,6%
Khéng 15 71,4%

Co6 6 bénh nhan (28,6%) co tién su gia dinh c6 anh/ bénh nhén (71,4%) con lai c6 6 bénh nhan (28,6%) 1a
chi mic bénh bam sinh lién quan dén tim. Trong s6 15  con dau.
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Biéu db 3.2. Nguyén nhin phdt hién ra bénh ciia nhém déi twong nghién ciru

20
18 (85,7%)

18

16

14

12

10

2 (9,5%)

2 1(4,3%)
) — ]

Sang loc so sinh Bat thudng vé tim Tang men gan, men co

C6 18 (85,7%) bénh nhan duoc phat hién ra bénh do c6  3.3. Hiéu qua phuc hdi chirc ning hd hap sau 4 tuin
céc bat thuong vé tim trong va sau khi sinh. can thi¢p ciia nhém dbi twgng nghién ciru

Bing 3.3. Sw thay doi nhip tim, nhip thé, Sp02 sau 4 tuin can thiép ciia nhém nghién ciru

Trwéc can thiép(X £ SD) | Sau 4 tuin (X + SD) A p
Nhip tim 98,57 + 10,92 94,29 + 10,16 4,29 + 3,07 p <0,001
Tén s6 thé 33,21 + 8,68 30,43 + 7,46 2,79 + 2,49 p= 0,001 <0,05
SpO, 96,14+ 1,10 96,79 + 0,98 0,64 + 0,63 p=0,002 <0,05

Trude can thiép, nhip tim, tan so the, SpO, trung binh  sau thoi gian can thiép 4 tuan, nhip tim giam 4,29 +
cua nhom doi tugng nghién ctu lan luot 1a 98,57 = 3,07 c6 y nghia thong k& vdi p < 0,001; tan so thd
10,92; 33,21 + 8,68; 96,14 £ 1,10. Sau can thi€p, giam 2,79 £+ 2,49 c6 y nghia théng ké véip=10,001 <
nhip tim, tan so thd, SpO, trung binh tuong tng 1a  0,05; SpO, tang 0,64 + 0,63 c6 y nghia thong ké voi
94,29 + 10,16; 30,43 + 7,46; 96,79 + 0,98. Nhu vay, p = 0,002 < 0,05.

Bdng 3.4. Sw cdi thi¢n chirc nang vin dong theo GMFM sau 4 tudn can thiép ciia nhém doi twong nghién ciru

Thoi diém Toéng % GMFM P
Trude didu trj (X + SD) 55,43 +33,23
Sau 4 tudn (X + SD) 58,05 + 32,87 <0,001
A 2,62+2.27

Téng % GMFM trung binh trudc can thiép ciia nhom dbi  ting 1én 58,05 + 32,87. Mirc chénh léch giira 2 thoi diém
tugng nghién ctru 1a 55,43 + 33,23, sau 4 tudn can thiép 142,62 £2,27, c6 y nghia théng ké voi p <0,001.
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4. BAN LUAN

Tat ca cac bénh nhan cta nhom ddi tugng nghién ciru
déu thuéc nhom bénh Pompe khoi phat sém. Ty 18 bénh
nhan nam (48%) va nit (52%) trong nhom dbi tuong
nghién ctru khong co su khac biét (p > 0,05). Diéu nay
tuong dong v6i thong ké cia Pompe Community (2017)
[3], co thé dugc giai thich do bénh Pompe 1a bénh di
truyén gen lin trén nhidm sic thé thuong (17q25). Pidu
nay ciing giai thich 1y do nhiéu bénh nhan c6 tién sir
gia dinh c6 anh/chi mac céc bét thuong vé tim (28,6%)
trong nhom ddi twong nghién ctru. Bénh Pompe khoi
phat sém anh huéng chi yéu 1én co tim va co van, voi
cac triéu chung thuong gap 1a bénh co tim, nhu phi
dai co tim, tic nghén duong ra that trai; cac biéu hién
trén co van nhu giam truong luc co, suy ho hip, cham
phat trién van dong; trong c6 phi dai co tim 14 biéu hién
dién hinh ctia bénh. Diéu nay giai thich 1y do phan 1én
bénh nhan trong nhom dbi twong nghién ciru (85,7%)
phat hién ra bénh do c6 cac bét thuong vé tim phat hién
truede hodc sau sinh.

Pompe 13 mét bénh di truyén hiém gip, do d6 cac
nghién ctru vé phuc hdi chirc ning trén bénh nhan
Pompe con kha han ché, va tip trung chu yéu trén
nhom d6i tugng bénh nhan Pompe khai phat mudn.
Nghién ctru ctia Terzis G va cong su (2011) [11] chi
ra viéc tap thé duc giup cai thién sttc co dap ung
v6i liéu phap enzym & bénh nhan Pompe khoi phat
mudn. Nghién ctru ctiia Strothotte va cong su (2010)
[12] ciing chi ra su cai thién quing dudng trong tric
nghiém di b 6 phut tir ban dau (341 + 149,49m)
dén sau diéu tri (393 + 156,98m) 1a c6 y nghia véi
p = 0,026. Nghién ctru ciia Van den Berg L va cong
su (2015) chi ra sau 12 tudn tap luyén bai ban co cai
thién kha nang thong khi va sy 6n dinh ¢ bénh nhan
Pompe khoi phat mudn diéu tri liéu phap enzym véi
alglucosidase alfa. Theo nghién ctru ctia chung toi,
phuc hoi chirc ning gitp cai thién chirc ning ho hap
cting nhu van dong cua bénh nhan Pompe khoi phat
s6m sau 4 tudn tap luyén véi sy cai thién vé nhip tim,
nhip thé, SpO, va diém GMFM. Tuy nhién, can c6
thém cac danh gia sdu hon vé chuc néng ho hap cling
nhu thoi gian nghién ctru dai hon dé danh gia hiéu
qua dai han cia chwong trinh phuc hdi chirc nang ddi
v6i bénh nhan Pompe.

Nhin chung, phuc hoi chtrc ning gitip cai thién chirc
ning ho hap va van dong & bénh nhan Pompe diéu tri
liéu phap enzym vdi alglucosidase alfa.

5. KET LUAN

Qua nghién ctu trén 21 d6i twong bénh nhin Pompe
dang diéu tri tai khoa Noi tiét — Chuyén héa — Di truyén
Bénh vién Nhi Trung wong tir thang 8/2020 dén thang
8/2021 ching t6i thay: c6 su cai thién 1 rét vé chirc
nang ho hép cling nhu van dong clia cac bénh nhan sau
4 tuan tap luyén.
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