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TAN SUAT, PAC PIEM LAM SANG, CAN LAM SANG CUA CON CAP
MAT BU BETA-KETOTHIOLASE TAI BENH VIEN NHI TRUNG UONG

Tran Thi Thu®, Nguyén Ngoc Khanh?, Vii Chi Diing?

TOM TAT.

Muc tiéu 1. Xac dinh tan sudt, ddc diém lam
sang, can lam sang cla cdn cadp mat bu bénh thiéu
beta-ketothiolase. Doi tugng nghién ciru: 23 doi
tugng dudc chdn doan va diéu tri tai bénh vién Nhi
Trung ucong tur thang 1/2015 dén 6/2021 Phu’dng
phap: Nghlen ctru mo ta. Két qua 95,3% benh
nhan xuat hién con cip mét bu, tubi xuat hlen can cap
chli yéu dusi 12 thang, trung blnh mot benh nhan xuat
hién 1,5+ 0, 78 con cap D3c diém 1am sang thu’dng gap
la b|eu h|en cua viém duding hé hap nhu’ sot (80, 6%),
ho (72,2%), nén (69,4%) sau do di vao rdi loan tri giac
(72 2%). bac dlem can Iam sang: 91,6% bénh nhan
déu co ceton niéu trong cac can cap mat bu, hau hét
bénh nhan déu cé hién tugng tang toan chuyen hoa
chiém 86,1%. Xét nghiém dinh lugng acyl-carnitin ting
2-methy|—3hydroxybutyrylcarnitine (C5:1)  chiém
82,6%, tang tiglylcarnitine (C5:0H) chi€ém 86,9%. Xét
nghiém dinh Iugng acid hitu cd chd yéu tang 2-
methyl-3- hydroxylbutyryl (2M3HB) chiém 95%. Két
luan: Tan sudt xudt hién con cadp mat bu tuong doi
cao chi€ém 95,3%. DPa s6 cac bénh nhan co triéu
chiring cuia viém nhiém dudng ho hap nhu sét, ho, roi
di vao li bi, hon mé, xét nghiém tang C5:1 va C5:0H
va 2M3HB la chu yéu.

Tu khoa: Bénh thi€u beta-ketothiolase, C5: OH
(tiglylcarnitine), C5: 1(2-methyl-3hydroxybutyrylcamitine),
2MAA (2-methylacetoacetyl), 2M3HB (2-methyl-3-
hydroxylbutyryl), TIG (tiglylcarnitine), dinh lugng acid
hitu cd niéu, dinh lugng acyl-carnitin.

SUMMARY
FREQUENCY, THE CLINICAL AND BIOCHEMICAL
FEATURES OF ACUTE DECOMPENSATED

EPISODE WITH BETAKETOTHIOLASE
DEFICIENCY IN VIETNAM NATIONAL

CHILDREN'S HOSPITAL
Objective: Frequency, the clinical and biochemical
features acute decompensated episode with

betaketothiolase deficiency. Subject: A total of 23
children betaketothiolase deficiency were diagnosed,
treated and monitored in the Vietnam National
Children's Hospital from January 2015 to June 2021.
Method: Descriptive study. Results: 95.3% of
patients had acute decompensated episode, the age of
onset was mainly less than 12 months, on average,
one patient had 1.5 £ 0.78 acute attacks. Common
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clinical features are respiratory tract inflammation
such as fever (80.6%), cough (72.2%), vomiting
(69.4%) and then go into mental disorder (72,5%).
Biochemical characteristics: 91.6% of patients had
ketonuria during acute decompensation episodes, the
majority of patients with metabolic acidosis accounted
for 86.1%. Plasma acyl-carnitin profile revealed
increased C5: 1 accounted for 82.6%, increased C5:
OH accounted for 86.9%. Urinary organic acids profile
revealed mainly increased by 2M3HB, accounting for
95%. Conclusion: The frequency of acute
decompensation accounted for 95.3%. Most patients
had symptoms of respiratory infection such as fever,
cough, then coma, plasma acyl-carnitin profile
revealed increased C5: 1 and C5: OH. Urinary organic
acids profile revealed mainly increased by 2M3HB.

I. DAT VAN DBE

Bénh thiéu beta- ketothiolase (BKT) la bénh di
truyén 1&n trén nhiém sac thé thudng do dot
b|en gen T2 (ACAT1) ndm trén canh dai nhiém
sdc thé s& 11(11g22.3-g23.1) ma hda gen tao ra
Acetoacetyl Coa thiolase hay con goi la BKT. BKT
la enzym xUc téc qua trinh chuyén hda isoleucine
va ceton trong co thé [1].

Bénh thi€u BKT hay gap cac con cap mat bu
dac trung bdi nhitng dgt nhiém toan ceton
khong triéu ching 1dm sang giifa cac can. Tan
sudt can cap mat bu theo nghién cru cua tac gia
Fukao trén 24 bénh nhan tucong déi cao khoang

88% [1]. Cac con cdp mat bu bénh thi€u BKT
thudng xuat hién sau khi tré bi nhiém tring hd
hap, viém rudt ..hodc an qua nhiéu protein.
Triéu chiing trong con cap mat bu thudng thay:
li bi, bo bd, ndn co giat hdn mé, hodc tinh trang
s6c nang....Bénh canh con cdp méat bu dé chan
doan nham véi cac bénh khac nhu xuat huyét ndo,
viém ndo mang n3o, sdc nhiém trung ...[2][3].

Cac can cdp mat bu cta bénh thi€u BKT néu
khdng dudc chdn doan va diéu tri kip thdi, bénh
nhan cd thé tir vong hodc dé lai di chi’ng ndng
vé phat trién tdm than van dong.

Viéc nghién clru con cap mat bu la cg sé khoa
hoc gilp danh gia mot cach toan dién vé tinh
trang slc khde tUr d6 dua ra cac bién phap
phong tranh cdn cdp mat bu va diéu diéu tri phu
hop v6i bénh nhan vi vay ching t6i ti€n hanh
nghién cttu nay véi muc tiéu: "Xac dinh tén suét,
dsc diém Idm séng, cén Idm sang cua con cip
mat bu bénh thiéu beta-ketothiolase tai bénh
vién Nhi Trung uong.”
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Il. DOI TUONG VA PHUONG PHAP NGHIEN CU'U

2.1. Boi tugng nghién clru: 23 bénh nhan
dugc chan doan thi€u BKT tai bénh vién Nhi
Trung uong tu thang 1/2005 dén 6/2021

Tiéu chuadn chon mau: T4t cd bénh nhan
dugc chan doan xac dinh bénh bang xét nghiém
thay tdng 2MAA, 2M3HB, TIG niéu bdng phucng
phap dinh lugng acid hitu cg niéu va/hoac co dot
bién gen T2 gay bénh.

Tiéu chuan bénh nhin con cdp mat bu:
Bé&nh nhan dugc chdn doan bénh thiéu BKT,
bénh nhan vao vién trong tinh trang mét mai,
kich thich, li bi, xét nghiém co tinh trang toan

II. KET QUA NGHIEN cU'U
3.1. Pic diém cua ddi tuong nghién ciru

chuyén hda hoéc cd ceton trong nudc tiéu.

Tiéu chudn loai trir: Gia dinh tré va tré
khong dong y tham gia nghién cru

2.2. Phuong phap nghién ciru: M6 ta mot
loat ca bénh

Thoi gian nghién ciru: thang 2005 dén
thang 06/2021 tai Bénh vién Nhi Trung uong.

Cac bién s6 nghién cilru: tudi, gidi, tién sur
gia dinh, nghé nghiép b6 me, tan suat can cap
maét b, déc diém Iam sang, ddc diém can 1am sang.

X ly s6 liéu: theo thuat toan théng ké Y
hoc trung vi, trung binh, dd I&ch chuén, ty 1é
theo phan mém SPPSS 20.0.

Bang 3.1: Bic diém chung cua déi tuong nghién ciu

Tudi Gidi Nghé nghiép cua b6 me ~ R
Trung vi Nam | N | Nong | Cong | T [ ool ROEEI
(Min-Max) (than dan | nhan | thirc v 9
43 39,1 | 60,9 | 30,4% | 30,4% | 21,7% | 17,5% 0/23
(7-177) 9 (14) (7) (7) (5) 4)

Nh3n xét: Tubi bénh nhan tir 7 thang dén 177 thang trung vi 43 thang, da s6 la nir chiém
60,9%, nghé nghiép clia b6 hodc me bénh nhan phan I6n la cong nhan va néng dan chiém 30,4%.

3.2. Tan suat con cap mat bu
Bang 3.2. Tan suat con cap mat bu

Tan suat con cap mat bu

Tudi xuat hién con cap méat bu

SO con cap mat
bu/ bénh nhan

Khong xuat hién

Co xuat hién

<12 thang

12-36 thang

>36 thang

95,3% (22)

4,3% (1)

55,5% (20)

36,1% (13)

8,4% (3)

1,5%0,78
(1-3)

Nhan xét: Tan xuat can cap mat bu bénh thiéu

s6 < 12 thang. S6 con cap mat bu 1,5+0,78.
3.3. Déc diém con cap mat bu

Bang 3.3. Pac diém Idm sang con cap

BKT la 95,3%. Tudi xuat hién con cap mat bu da

acyl-carnitin Tang C5:1 19/23| 82,6
Pinh lugng Tang 2MAA 7/23 | 30,4
axit hitu cd| Tang 2M3HB 22/23| 95,6

niéu Tang TIG 16/23| 69,5

mat bu
Péac diém N Ty Ié %
Sot 29/36 80,6
Ho 26/36 72,2
NOn 25/36 69,4
Tiéu chay 15/36 41,6
Thay doi tri giac 26/36 72,2

Nh3n xét: Trong cac triéu chiing ldam sang
thudng gap trong con cdp mat bu bénh thiéu BKT,
triéu chiing phd bién nhat la s6t chiém 80,6%. Sau
d6 dén ho va thay di tri giac chi€ém 72,2%.

Bang 3.4. Pac diém can Iam sang con
cdp mat bu

Xét nghiém N [Tylé %
Toan chuyén héa| 31/36| 86,1
Xét nghiém Ceton niéu 33/36| 91,6
ldam sang Ha glucose 3/36 8,3
thudng quy| T&ng amoniac 2/36 5,5
Tang bach cau | 14/36| 38,8
Pinh lugng| Tang C5:0H 20/23| 86,9

Nhan xét: Trong cac triéu chirng can lam
sang thudng quy (toan chuyén hda, ceton niéu,
ha glucose, tdang ammoniac, tang bach cau) triéu
chirng hay gap nhat la ceton niéu chiém 91,6%,
sau d6 dén toan chuyén hda chiém 86,1%.
Trong cac xét nghiém sinh hda dac hiéu da so
cac bénh nhan déu cé tang 2M3HB (dinh lugng
acid hitu cd niéu), sau do dén tdng C5:1 va
C5:0H (dinh lugng acyl-carnitin).

IV. BAN LUAN

4.1. Pac diém chung cha ddi tugng
nghién clru. Trong 23 bénh nhan dudc chan
doan bénh thiéu BKT c6 tudi clia bénh nhén
trung vi 43 thang, trong d4 bénh nhan bé tudi
nhat 1a 7 thang, bénh nhan 16n tudi nhat I6n tudi
nhat la 177 thang.

Theo nghién cru cla chdng t6i ty 1€ bi bénh 2
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gidi nam va nit lan lugt 1a 39,1 % va 60,9%.
Trong khi cac nghién cltu khac chi ra rang ti 1€ bi
bénh ¢ 2 gi6i tuong ducng nhau [4]. Su khac
nhau nay cé I€ la do cach lay mau.

Nghé nghiép ctia b6 me chu yéu la la cong
nhan va néng dan diéu nay la hoan toan hgp ly
vi ndng dan va céng nhan la nghé nghiép chiém
da s0 trong dan sG Viét Nam.

4.2. Tan xuat xuat hién con cap tai phat.
Tan xudt xuat hién con cdp mat bu chi€ém
95,3%, khong xuat hién con cap chiém 4,3%.
MOt bénh nhan khong xuat hién con cdp dudc
chén doan chuang trinh qua sang loc sa sinh va
dugc theo doi diéu tri thudng xuyén. Nghién cu
nay tuagng tu vdi nghién cru cda tac gia Nguyen
Ngoc Khanh, ty |é xay ra can cap mat bu la 93%,
khéng xdy ra cdn cap khodng 7% [4], khac vdi
nghién cfu cua Fukao [1] tan sudt kh6ng Xay ra
con cap la 11%, sy khac nhau nay la do 2
ngh|en clru nay dién ra & 2 dia diém khac nhau
va thdi gian nghién clru cling khac nhau.

TuGi xudt hién con cdp méat bu: Pa s6 bénh
nhén xuét hién con cdp mat bu thudc nhom tudi
dudi 12 thang chiém 55,5%, tan xuat xuat hién
con cap giam dan khi tudi tré cang cao. Diéu nay
6 thé giai thich tré nho tudi nhu cdu nang lugng
so Vi can nang la nhiéu han so vdi tré I6n, su
phan bd I6p m& dudi da nhiéu, nang lugng du
trlr ch yéu tur I6p ma& du trt trong khi doi véi tré
I6n thi I6p m& dudi da it thay vao doé la I6p ca
nén ndng lugng du trlr dugc lay tr protein du
trlf, tn xudt cac blta an ngan hon nén tré nhd
de xay ra cac cdn cap hon tré Idn. Nghién clu
cla chdng toi khac véi nghién clu cla tac gia
FuKao tudi xuét hién con cdp méat bu thudng 6-
18 thang [5].

Con cdp mét bu.: Theo nghién cliu ctia ching
t6i sO can cap mat bu trén mot bénh nhan 1,5+
0,78 (1- 3) bac dlem nay gioéng vdéi nghién clu
cla tac gid Nguyen Ngoc Khanh va cong su’ da sO
bénh nhan déu s6 can cap mat bl la 1 va 2 [4].

4.3. Pic diém 1am sang cda con cip mat
bu. Bénh thi€u BKT hay gdp cac con cdp mat bu
dac trung bdi nhitng dgt nhiem toan ceton
khong triéu chirng 1dm sang gilta cac con. Trong
22 bénh nhan cd bi€u hién con cap méat bu hau
hét bénh nhan cd biéu hién cia dudng hd hap
nhu st (80,6%), ho (72,2%), non (69,4%) sau
dd di vao rdi loan tri gidc (72,2%), chinh vi vay
bénh nhan khi dugc vao vién thudng dugc chan
doadn sd bd 13 viém phdi ndng, tiéu chay cap,
viém mang ndo...két qua nghién clru nay giéng
cUa tac gia Fukao[1],[6].

4.4. Pic diém can lam sang cia bénh
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nhan betaketo-thiolase. Trong nghién c(u
cla chung toi 91,6% bénh nhan déu cd ceton
niéu trong cac cdn cdp mat bu, hau hét bénh
nhan déu cd hién tugng toan chuyén hda chiém
86,1% Iy do la thi€u BKT lam gian doan qua
trinh gidng hda isoleucine dan téi & dong 2
methylacetoacetyl-CoA, 2 methyl-3-hydrobutyryl-
CoA, tigglyl-CoA do khéng giang hoa dugc thanh
Acetyl-CoA va Propionyl-CoA. D6ng thai lam tang
cac thé ceton 3hydroxylbutyrat, AcAc do khdng
giang hoa gay nhiém toan ceton. Ti I€ bénh nhéan
c6 tang bach cau la 38,8% phan anh tinh trang
nhiém trung. Day chinh la nguyén nhan gay khdi
phat con cdp mat bu. Nghién ctu néy giéng véi
nghién clru cua tac gla FuKao va cong su [7],
Nguyén Ngoc Khanh va cdng su [6].

Xét nghiém hoa sinh dac hiéu cta bénh roi
loan chuyén héa bam sinh thi€u enzym BKT Ia
phan tich acid hitu cd niéu va phan tich acyl-
carnitine mau. Trong do, phan tich acid hitu co
niéu cé gid tri dic hiéu hon trong chan doan
bénh thi€u enzym BKT va phan tich acylcarnitine
mau co gia tri trong sang loc sa sinh. Ba dau an
trong nudc tiéu ddc hiéu cho bénh thiéu enzym
BKT 1a 2MAA, 2M3HB, TIG. Hai ddu &n dién hinh
cho bénh thi€u enzym BKT trong mau la C5:1 va
C5:0H.

Pa s6 cac bénh nhan déu c6 tang C5:1 va
C5:0H, tuy nhién van c6 3 bénh nhan xét nghiém
C5:1 va C5:0H binh thudng ngay ca trong con
cap. biéu nay ung hd viéc dua phan tich acyl-
carnitin mau bang phuong phap Tandem Mass
vao sang loc sa sinh bénh thi€u BKT.

Trong xét nghiém phan tich acid hitu cg niéu
ty & phat hién 2 MAA la it nhat ly do Bdi vi 2MAA
la chdt khdng &n dinh trén gidy thdm va gidng
hoa tu nhién thanh 2-butanon sau 1 tuan & nhiét
do phong nén 2MAA sé khong phat hién dugc
trén cdc mau bénh pham gidy thdm nudc tiéu.
Trong khi d6 da s6 bénh nhan phat hién tang
2M3HB (95%). Két qua cla nghién ctu nay
tuang tu nghién clru cla FuKao va cong su [5].

V. KET LUAN

Bénh thi€u BKT I1a bénh rdi loan chuyén hda
b&m sinh thudng gdp, co tan suét xut hién con
cap mat bu cao chiém 95,3%. Da s6 cac bénh
nhan cé triéu chiing cla viém nhiém dudng ho
hap nhu s6t, ho, roi di vao li bi, hon mé, dinh
lugng acyl- carnitin tdng C5:1 va C5:0H, dinh
lugng acid hitu cg niéu tang 2M3HB la chu yéu.
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NGHIEN CU'U DIEN BIEN VA KET QUA PIEU TRI CUA CHAN THUONG
SO NAO NGUY CO' THAP & NGU'O'l TRWO'NG THANH
TAI BENH VIEN VIET PU’C

Duwong Vin Quéan', Phung Thuy Duwong?, Ngé Manh Hung?

TOM TAT. .

Muc tiéu: Danh gia dién bién va két qua diéu trj
cla chan terdng SO nao nguy co thap Doi tugng va
phuang phap nghién cau: nghlen cllu md ta, tién
cliu tat c@ cac bénh nhan trén 18 tudi, chan doan
chan thudng so nao nguy cd thap derc diéu tri noi
khoa tai bénh vién Viét Blrc tir thang 5.2020 dén
12.2020. Thang diém GIasgow outcome scale dugc
dung dé danh gia két qua diéu tri. Két qua 306 bénh
nhan du diéu kién nghién clu. D tudi trung binh:
42,07+18; ti 1& nam (77,78%), nir (22,22%). Tai nan
giao th6ng I nguyén nhan chinh (81.37%). S& phim
chup trung binh cho moéi bénh nhan la 1,93+0,4.
1,96% c0 tri€éu chirng lam sang xdu di. 87,21% bénh
nhan khong c6 di chiing sau 3 thang xuat vién. Ti 1&
tur vong Ia 0,65%. Ket luan: Diéu tri ni khoa mang
lai két qua tot. Tuy vao tinh  trang bénh nhan va hoan
canh cu thé sé& c6 chi dinh can 1am sang va phuong an
diéu tri khac nhau.

SUMMARY
PROGRESSION AND SHORT TERM
OUTCOMES OF MILD TRAUMATIC BRAIN

INJURY IN ADULTS IN VIET-DUC HOSPITAL

Object: progression and short-term outcomes of
mild traumatic brain injury in adults were studied.
Patients and methods: prospective, descriptive
study on nonoperative mild traumatic brain injury in
adults in Viet-Duc hospital from May 2020 to
December 2020. Glasgow outcome scale was used to
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evaluate treatment outcomes. Results: 306 cases
met inclusion criteria. Mean age: 42.07+18; male
(77.78%), female (22.22%). Traffic accident was seen
in most patients. The mean number of CT scan was
1.93+0.4. There were 6 cases (1.96%) witnessed
clinical deterioration. Good recovery with no disability
accounted for 87.21% of all patients during the 3-
month follow up. Mortality rate was 0.65%.
Conclusion: Nonoperative treatment has yielded
positive results. Depending on patients's condition and
specific circumstances, there will be different
indications and treatment options.

I. DAT VAN DBE

Chan thuong so ndo la mét trong cac nguyén
nhan gay tr vong hang dau trén thé gidi cling
nhu & Viét nam [1-3]. Chan thuang so ndo dugc
chia thanh cac nhém nang (GCS 3-8); trung binh
(GCS 9-13) va nhe hay con goi la nguy co thap
(GCS 14-15)[4]. Trong dé CTSN nguy cd thap la
nhém cd tinh trang 1am sang tot nhat, tién lugng
tot nhat song lai it dugc quan tam han so vai cac
nhom con lai. Mac du cha dé nay da dugc
nghién clu tr rdt sém & Viét nam [2, 3, 5], tuy
nhién diéu tri va tién lugng CTSN nguy cc thap
van con la mot trong nhirng thach thic trén thuc
hanh Idm sang. Chdng toi ti€n hanh nghién clu
nay véi muc dich danh gid két qua diéu tri noi
khoa CTSN nguy cd thap tai bénh vién Viét burc.
1. DOI TUONG VA PHUO'NG PHAP NGHIEN CU'U

Nghién ciru mo ta, tién clu, theo ddi doc
dugc tién hanh trong thdi gian tir thang 5.2020
dén thang 12.2020 tai khoa Ph3u thudt Than
kinh II, bénh vién Viét Dirc.

Tiéu chusn lura chon bénh nhén:
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