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TOM TAT

Muc tiéu: Thuec trang va mot s6 nguyén nhan tdi nhdp vién cua bénh nhin RLCHBS axit hitu co, RLCHBS
axit amin, va RLCHBS chu trinh ure.

Phuong phdp nghién citu: Nghién civu cdc ca bénh la cic bénh nhin dd dwoc chin doin RLCHBS axit
hitu co, RLCHBS axitamin, RLCHBS chu trinh ure, theo doi va diéu tri ngoai trii tai khoa N§i tiét —
Chuyén héa — Di truyén.

Két qua: 20 bénh nhin di phdi tdi nhip vién trong nam 2015. Trong d6, 41,17% la r6i logn chuyén héa biam
sinh axit hitu co. Nhom tudi dwoc chin dodn bénh tir 0- 6 thing tudi chiéin 60%. Nhom tudi nhdp vién nhiéu
nhat 1o tie 1- 3 tudi chiéim 50%, nhom tudi 0 — 6 thing chiém 20%. Nguyén nhan tdi nhdp vién chii yéu la nhiém
khudn ho hdp 43,75%. Ngay diéu tri trung binh ciia nhém RLCHBS axit amin la 2,3 — 13,4 ngay, va cia nhom
RLCHBS chu trinh uré la 1,2 — 19 ngay, RLCHBS axit hitu co la 5,3 — 12 ngay.

Két lugn: Trong nim 2015 chiing toi tiép nhdn 20 tré bi RLCHBS axit hitu co, axit amin va chu trinh ure.
Mc dir s6'lieong bénh nhan nhdp vién cia ba nhém la tiwong dwong nhau, nhwng s6'lan nhdp vién ciia nhom roi
logn chuyéh héa biam sinh axit hitu co, chu trinh ure cao hon hin 28 lin /nam. Tré vao nhip vién vi Iy do chinh la
nhiém khudn tiéu hoa, ho hap, sot virus.

Tir khéa: Roi loan chuyén héa bam sinh, Roi loan chuyén héa bam sinh axit hitu co, Roi loan chuyén hoa
bam sinh axit amin, Roi logn chuyén héa biam sinh chu trinh ure.

ABSTRACT

SOME CAUSES OF REHOSPITALIZATION OF PATIENTS WITH ORGANIC ACIDURIA (OA),
AMINOACIDEMIA (AA), UREA CYCLE DEFECTS (UCD)

Bui Thi Huong, Bui Thi Xuan * Y Hoc TP. Ho Chi Minh * Supplement of Vol. 20 - No 6 - 2016: 30 - 34

Objective: Reality and some causes of rehospitalization of patients with organic aciduria (OA),
aminoacidemia (AA), urea cycle defects (UCD).

Methods: The patient was diagnosed OA, AA, UCD, monitoring and out patients treatment in department
of Endocrinology - Metabolism - Genetics.

Results: 20 patients hospitalized with 41.1 7% as OA. Age group diagnosed from 0- 6 months of age
accounted for 60%. The age group most hospitalizations from 1- 3 years old accounted for 50%, age group 0-6
months accounted for 20%. The main cause was respiratory infection 43.75%. The average day of treatment of
AA, UCD and OA are from 2.3 to 13.4 days, from 1.2 to 19 days, and from 5.3 to 12 days, respectively.

Conclusion: In 2015 we received 20 children with OA, AA, UCD. Although the number of patients
rehospitalized of the three groups was similar, but the hospitalization of OA, UCD higher than 28 times/year. The
main reasons of hospitalization were the gastrointestinal infections, respiratory, viral fever.

Keywords: Congenital metabolic disorders, organic aciduria, amino academia, urea cycle defects.
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DAT VAN DE.

R6i loan chuyén hoa bam sinh (RLCHBS) la
nhom bénh di truyén. Ban chat la sy khiém
khuyét trong qud trinh chuyén héa do thiéu hut
cac enzym chuyén hoa, thi€u cac protein van
chuyén hodc Co — enzym, thu thé nhan cam hoéc
cac yéu t6 dong van. Bénh o ton thuong nhiéu
co quan, 1am sang da dang khong dién hinh dé
bi nhdm chan dodn vdi cidc bénh khac nhw
nhiém trting huyét, hi chiig nao cap, nén chu
ky, viém ndo. Biéu hién lam sang cidp tinh
thuong gap 1a li by, ba kém, noén, mat nudc, toan
xé ton, co giat, hon mé. Bénh c6 thé d€ lai di
chiing ndng né néu khong duoc chan doan va
diéu trj kip thoi.

Trén thé gidi c6 1000 bénh chuyén hda khac
nhau, ty 16 méi méc trung binh 1a 1/500. La nhém
bénh mdi duge chan doan xac dinh va theo doi
tai Bénh vién Nhi trung wong ttt nam 2005 — 2015
thong qua chuong trinh chan doan va sang loc
nguy co cao RLCHBS. Cho tdi nay da co trén 250
bénh nhan duoc chan dodn xac dinh

Tai khoa Noi tiét — Chuyén hoa — Di truyén
dang theo doi va diéu tri 100 bénh nhan ngoai
tri. Pay la nhom bénh man tinh nén viéc cham
séc, diéu tri tai nha cting nhu kip thoi phat hién
cac ddu hiéu nguy co ctia cac dot cap la quan
trong dé€ giam cac dot cap tai phat cing nhw bién
chiing ctia bénh.

KET QUA

Nghién cttu Y hoc

Mic dau da ¢6 nhém tu van r6i loan chuyén
hoa tai khoa cho cac bénh nhan trudce khi ra vién,
ching t6i nhan thdy tan suét tai nhap vién cua
bénh nhan RLCHBS van cao dic biét nhém
RLCH axit httu co, RLCHBS axit amin, RLCHBS
chu trinh ure (c6 bénh nhan nhap vién tdi 15 lan
/mam) gay anh huwong 16n t6i strc khoe, cong viéc
cua gia dinh bénh nhan, lam ting ganh nang
kinh t€ cho gia dinh va xa hoi.

Muc tiéu nghién ctru

Tim hiéu thuc trang tai nhap vién cta bénh
nhan RLCHBS axit httu co, RLCHBS axit amin,
RLCHBS chu trinh ure.

Tim hiéu 1 s6 nguyén nhan tai nhap vién ctia
nhom bénh RLCHBS.

POITUQNG-PHUONG PHAPNGHIEN CUU

Déi twong

Céc bénh nhan da dwoc chan doan xac dinh
RLCHBS: RLCHBS axit hitru co, RLCHBS axit
amin, RLCHBS chu trinh ure, theo doi va diéu tri
ngoai tru tai khoa Noi tiét - Chuyén hoéa — Di
truyén. Bénh nhan nhap vién, diéu tri tai khoa tt
T1-T12/2015.

Phwong phap
Nghién cttu theo bd cau haoi thiét k& sén.
Dung thuat toan thong ké y hoc.

Tuan suét nhap vién ctia 3 nhém bénh (RLCH axit hitu co, axitamin, chu trinh ure)

Bang 1: Tin sudt nhdp vién ciua 3 nhom bénh

Bénh RLCHBS | S6 bénh nhan (N=20) | S61an nhap vién/ ndam | Tilé nhap vién | S6 IAn nhap vién /bénh nhan
Axit Hiu Cor 6/20 28 41,17% 4,6 13n
Axit amin 7/20 13 19,11% 1,86 lan
Chu trinh ure 7/20 27 39,7% 3,86 lan

Nhan xét: S lan nhap vién cia nhém bénh
RLCHBS acid hitu co 41,17%, nhiéu hon nhém
Tan suat theo nhom tudi chan doan bénh

Bdng 2: Tin sudt theo nhom tudi chin dodn

RLCHBS chu trinh uré 39,7%, RLCHBS axit
amin 19,11 %.

Tudi chan doan bénh | Axit hitu co’ (n = 6)

Axit amin (n=7)

Chu trinh ure (n=7) Téngsd (n=20) |Tile

6 thang 5/6

1/7 12/20 60%
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Tudi chan doanbénh | Axithiruco(n=6) | Axitamin(n=7) | Chutrinhure(n=7) | Téngsé (n=20) |Tilé
6 thang — 3 tudi 1/6 37 5/20 25%
3-6 tudi 27 2/20 10%
>6 tudi 17 1/20 5%
Nhéan xét: Nhom tudi duge chan doan bénh tir 0- 6 thang tudi chiém 60%.
Tan suat theo nhom tudi tai nhap vién
Bdng 3: Tin sudt theo nhom tudi tdi nhip vién
Lira tudi nhap vién Axit hiru co’ (n =6) | Axit amin (n=7) Chu trinh ure (n=7) Téngsé(n=20) | Tilé
6 thang 0 a4/7 0 4/20 20%
6 thang -1 nam 1/6 117 0 2/20 10%
1-3 tudi 4/6 27 417 10/20 50%
3-6 tudi 1/6 0 117 2/20 10%
>6 tudi 0 0 27 2/20 10%

Nhan xét: Nhoém tudi nhap vién tir 1-3 tudi nhiéu hon chiém 50%, nhom tudi 0 - 6 thang chiém 20%.

Nguyén nhan tai nhap vién theo nhém bénh

Bang 4: Nquyén nhan tdi nhdp vién

Ly do nhap vién RLCHBS Axit hiru co’ RLCHBS Axit amin RLCHBS Chu trinh ure
Nhiém khuén tiéu héa 4/28 (14,2%) 0 4127 (14,81%)
Nhiém khuén ho6 hap 8/28 (28,6%) 7/16 (43,75%) 5/27 (18,51%)

Sét Virus 5/28 (17,9%) 1/16 (6,25%) 0
Thiéu thubc 0 0 0
Thiéu sira 0 5/16 (31,25%) 0
Thay dbi ché do an 0 0 2/27 (7,4%)
Khac (thoi tiét...) 11/28 (39,3%) 3/16 (18,75%) 16/27 (59,25%)

Nhan xét: Ty 1é bénh nhan vao vién do nguyén nhan khac cao 59,25% RLCHBS CT ure, Nhiém
khuan ho hap 43,75%, RLCHBS axit amin, thiéu stta chiém 31,25%.

Ngay nam vién trung binh ctia 3 nhém bénh

Bdng 5: Ngay nidm vién trung binh clia 3 nhém bénh

Ly do nhap vién RLCHBS Axit hitu co’ RLCHBS Axit amin RLCHBS Chu trinh ure
Nhiém khuén tiéu hoa 9,8 ngay 0 0
Nhiém khuén ho hap 12,3 ngay 13,4 1,2 ngay
Sét Virus 5,3 ngay 0,4 ngay 4,2 ngay
Thiéu thubc 0 0 0
Thiéu stra 0 9,5 ngay 0
Thay dbi ché do an 0 0 2,8
Khac (thoi tiét...) 12 ngay 2,3 ngay 19 ngay

Nhan xét: Ngay diéu tri trung binh nhém
RLCHBS axit amin tir 2,3 — 13,4 ngay, RLCHBS
chu trinh uré 1,2 - 19 ngay.

BAN LUAN

Cac RLCHBS 6 dién la cac bat thuong cac
enzyme tham gia trong qua trinh chuyén hoa
cla cac axit amin, cacbohydrat, va cdc axit béo
hoac chuyén hoa nang luwong tai cac ty thé.
RLCHBS 1a mot nhom bénh hiém gap, ti 1é mic
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trung binh 1a 1/35.000 — 1/50.000 tré so sinh s6ng.
Tai Hoa Ky tan sudt mac RLCHBS chu trinh ure
vao khoang 1/35.000 tré so sinh song; trong khi
d6 ti 1é méc ctia nhém nay & Nhat Ban 1a 1/50.000
tré so sinh sdng?. Tan sudt mac cac RLCH trong
quan thé khac nhau 6 cac quoc gia. Cac thé 1am
sang cting khac nhau; vi du nhw RLCH chu trinh
ure c6 5 thé khac nhau va thé bénh hay gdp nhat
1a thé thiéu Ornithin Transcarbamylase (OTC)®.
Tai Viét Nam, chung t6i chua c6 s6 liéu vé ti 1é
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méc ctia nhém bénh nay, tuy nhién tai Vién Nhi
Trung Uong, 3 nhém bénh RLCHBS axit hitu co,
axit amin, chu trinh ure la hay gdp chiém trén
80% trong nhom cac RLCHBS khién bénh nhan
phai vao vién diéu tri. Tré bi RLCHBS thuong ¢
cac biéu hién lam sang da dang va khong dac
hiéu bao gébm cac biéu hién ctia nhiém khuan,
triéu chiing ho hdp, tim mach, tiéu hoa, tiét niéu
va than kinh trung wong. Thong thuong o tré so
sinh cac triéu chiing 1am sang xuat hién khi c6 sw
tich luy qua muc cta cac san pham chyén hoa
ddc trong co thé sau khi tré bat dau dn bo gom
an kém, ndn, tiéu chay, c6 hodc khong mat nudc,
thay d6i than nhiét, tho acham, ngling tho, bat
thuong treong luc co, co giat, va r6i loan y
thiec?). Cac con cap RLCHBS la tinh trang mat
bl chuyén hod ctia co thé dan téi & dong cac chat
doc va thiéu hut nang luong lam anh huong téi
tinh mang ctia bénh nhan. Do d6 khi xuat hién
cac dot tai phat, bénh nhan can phai nhap vién
diéu tri. Viéc chan doan cac con cap duwa vao
triéu chiing lam sang va bién do6i cua cac xét
nghiém chuyén hod co ban nhu khi mau, duong
huyét, lactat mau, ammoniac mau, néng d6 acid
amin trong mau, va nong d cac axit httu co niéu
cting nhu acylcarnitin.

Trong nghién cttu nam 2015, c6 20 bénh
nhan RLCHBS axit httu co, RLCHBS axitamin,
RLCHBS chu trinh ure vao diéu tri tai khoa Noi
tiet -Di truyén -Chuyén hod, bénh vién Nhi
Trung uwong. Trong d6, da s6 cac bénh nhan
RLCHBS nhap vién la nhém bénh RLCHBS ccid
httu co va chu trinh ure, nhiéu hon 28 Ian/ nam.
Maéc du s6 bénh nhan RLCHBS vao nhép vién &
ca ba nhém nay la tuong dwong nhau, nhung
tan s0 nhdp vién cua nhom bénh nhan bi
RLCHBS acid amin lai it hon 13 [an/ ndm.

DPa s8 tré duoc chan doan 0- 6 thang, va
nhdp vién diéu tri ¢ Ika tudi tir 1-3 tudi. Phu
hop voi co ché€ gay bénh ciia 3 nhém nay la do
& dong cac chat chuyén hoa trung gian gay
ddc: biéu hién 1am sang sé xuat hién sau khi
sinh tit vai ngay téi vai nam phu thudc vao
muc do thi€u hut enzyme gay bénh va ché d¢
an. Ti 1é t& vong c6 thé rat cao ddi véi nhom
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bénh RLCHBS, dic biét véi nhing tré cd biéu
hién lam sang ngay vai ngay sau sinh.
RLCHBS ludén gay anh hudng dén nhiéu co
quan va hau qua la tré t& vong vi suy chtec
nang cac co quan cap hodc man tinh. Tién
trién tir tir xen ké nhitng khoang thoi gian
khong triéu ching la cac dot cap mat bu voi
cac triéu ching lam sang ram ro®?). Tudi xuat
hién bénh con thay do6i tuy theo cac loai
RLCHBS. Nguoi ta nhan thay rang céc
RLCHBS cta protein hoac khong dung nap
carbohydrat hodc cac r8i loan qua trinh tao
nang luong c6 xu hudng xudt hién ¢ giai doan
so sinh hodc tré nho. Mot s6 yéu t6 nhu ché do
an udng hodc khi tré bi 6m, c6 thé lam bung
phat cac triéu chiing ctia cac con mat bu hodc
lam bénh tram trong hon.

Trong nghién cttu cua chang t6i, da so tré
tai nhap vién diéu tri ¢ lka tudi tir 1-3 tudi.
Diéu nay c6 thé giai thich la do & dd tudi nay
tré rat dé bi nhiém khuan va thay doi ché do
an lam bung phat cac dot cap mat bu chuyén
hoa. Chung t6i ciing nhan thdy ring da s6
bénh nhan RLCHBS vao nhap vién vi cac bénh
ly nhiém khudn. Nguyén nhan ctia cac dot tai
phét bénh chti yéu 1a do cdc nhiém khuan tiéu
hod, hd hap, nhiém khuin toan than nhu
nhiém virus. Khi co thé bi nhiém khuan, nhu
cau nang luong tang lén téi 150% - 200%,
trong khi d6 bénh nhan lai &n uéng kém va
dan téi qué trinh di hoa ting lén lam tang &
dong céac chat trung gian gay doc la bat dau c6
biéu hién 1am sang cuia con cap. Vi vay phong
va kip thoi phat hién va diéu tri cac nhiém
trung sé gitip phong tranh cac dot cap tai phat.

Muc dich diéu tri la ngan ngura su tich luy
ngay cang nhiéu cac chat co hai, stra chita cac bat
thuong chuyén hoda, va loai bd cac san pham
chuyén hoa gay doc cho co thébs9. Do do viéc
diéu tri sé kho khén va kéo dai hon va can phoi
hop nhiéu bién phap khac nhau; bén canh viéc
dung thudc diéu tri, dinh dudng diéu tri ciing la
mot bién phap quan trong ddc biét trong nhitng
treong hop RLCH chu trinh ure. Chinh vi vay,
diéu tri cac dot cdp tai phat sé rat phuc tap va
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ton kém. Trong nghién ctru ctia chung t6i, thoi
gian ndm vién diéu tri cho nhém tré bi RLCHBS
trung binh 1a tir 1-2 tuan. Do d6 kéo theo chi phi
cho diéu tri cling tang lén.

Déc biét vi nhom bénh nay, viéc diéu tri lau
dai sé can duoc duy tri dén hét cudc doi 2. Bénh
nhan can duoc kham dinh ky, thuong xuyén dé
diéu tri loai bo cac bién chiing. Bén canh viéc
diéu tri, tw van va gidao duc stec khoé thich hop
lién quan dén hiéu hiét vé bénh ciing nhw cach
cham soc tré khi bi bénh cliing 1a mot van dé
quan trong va cap thiét dé€ phong tranh cac dot
cap tai phat. Tu van di truyén, sang loc cho cac
thanh vién trong gia dinh, va chan doan trudc
sinh nhdm muc dich khong sinh thém tré bi
bénh RLCHBS.

KET LUAN

Trong 1 nam 2015 chung t6i tiép nhan 20
tré bi RLCHBS axit httu co, axit amin, va chu
trinh ure.

Mac du s6 luwong bénh nhan nhép vién cta
ba nhém la tuong duong nhau nhung s6 lan
nhap vién ciia nhom tré bi RLCHBS axit hiru co
va chu trinh ure cao hon han, khoang 28
[an/nam.

Tudi nhap vién trung binh 1-3 tudi la nhiéu
nhat (50%).

Tré vao nhap vién vi ly do chinh la nhiém
khuan tiéu hoa, ho hap va sot virus.

Téng s6 ngay nam vién dao dong tuy ting
thé bénh, trung binh khoang 1-2 tuan.

Chi phi diéu tri cho nhém RLCHBS axit hitu
co la cao hon ca: 13.232.000 (vnd)/1 lan diéu tri
va 158.784.000 (vnd)/ mot nam diéu tri.

GIAI PHAP

Pay la bénh man tinh nén viéc cham sdc tai
nha va phat hién cac dau hiéu ctia nhitng con
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cap la rat quan trong nén chung t6i da dwa ra 1
s§ giai phap nham han ché& s3 Tan nhap vién:

Tw van ché d6 dinh dudng cho bénh nhan.

Tw van cach cham soc khi bi 6m.

Xay dung mang lwdi Cau lac bd bénh nhan
dé trao doi kinh nghiém cham séc.

Lién hé véi phong cong tac xa hdi dé ho tro
tinh than va vat chat cho cac gia dinh

Thanh lap nhém tw van bénh RLCHBS.
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