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BENH GAN CHUYEN HOA &’ TRE EM

TOM TAT

Pat van dé: Bénh gan chuyen hod & tré em khac
vdi bénh chuyén hoa o} ngu’dl tru’dng thanh, da s6 cac
bénh trong nhém nay cd nguyén nhan di truyen Tuy
bicu h|en kiéu hinh tir nhod song néu khong dugc phat
hién va diéu tri bénh_gan chuyen hod & tré em cd thé
sé co nerng dat d|en bién cap tinh vdi nguy co tor
vong ho3c tién trién thanh bénh gan man tinh & ngu‘dl
trudng thanh véi nerng hau qua xd gan, tang ap luc
tinh mach cu’a bénh Iy gan giai doan cu0| Cho tdi
nay, hlen con chu’a co nhleu nghién cru vé benh gan
chuyen hoa ndi chung va bénh gan chuyen hoa & tré
em noi rleng Muc t|eu “Nhan xét dic dlem lam
sang va can 1am sang cac bénh gan do rdi loan
chuyen hod & tré em”. Doi tugng va phuang phap
nguyén clru: Nghlen CLI’U mo ta Thu thap cac triéu
chu‘ng Iam sang va can lam sang trén nhém bénh
nhan cé bénh gan chuyen hoa tai bénh vién Nhi Trung
ugng trong thd| gian 2008-2019. Két qua: Co 478
bénh nhan c6 bénh ly gan do réi loan chuyen hoa di
truyén. Chiém nh|eu nhat la NICCD véi 186 trudng
hdp (38, 9%),vd| tu0| chan doan trung binh 3,2 + 1,6
thang thang vGi cac triéu chl.rng thudng gap la vang
da r mat, suy chirc nang gan va khubn mat Chubby
face. 112 trudng hop Wilson cé do tudi phat hién
trung binh 11 + 4,8 tudi chlem ty 1é 23, 4% vai kiéu
hinh bénh gan man t|nh va suy gan t0| cap. Trong
nhém nghién ciu c6 64 bénh nhan (chiém ty 1&
13,5%) dugc chan doan xac dinh Gchogenose bang
tiéu chuan chan dodn md bénh hoc, 38 bénh nhan
Alagille (7,9%) hdi chitng PFIC c6 14 ca bénh (2,9%),
2 ca bénh c6 hoi chiing ARC (2,4%) va 3 ca thi€u hut
anphalantitrypsin (AAT) Cé 49 trudng hagp (10 4%)
thuéc nhém RLCHK gom cac bénh nhan Rotor; r6i loan
chuyén hoa acid mat, Galactosemia, Tyrosmemla
DGOUK... moi bénh chi phat hién 1 benh nhan va 44
trudng hop cd ton thuong gan kém theo cac trleu
chirng clia bénh rdi loan chuyen hoa song khong Xac
dinh dugc nguyen nhanrat cé y nghla trong tiép can
chan doan. Ket luan: Cac bénh r0| loan chuyén hod la
nhém nguyé&n nhan quan trong gay cac bénh gan man
tinh G tré em. Phat hién, diéu tri s6m va quan ly nhém
cac bénh nhan nay khong chi cd y nghia cru so'ng
bénh nhi ma con han ché cac hau qua Iau dai cta
bénh khi budc vao tudi trtrdng thanh, tu van di truyén
nh&m han ché su’ lan truyén gen benh

T khod: bénh gan chuyén hoda, PFIC, Alagille,
ARC, Wilson, Glycogenose
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Background: Metabolic liver disease in children
is not similar that in adults, most of them are caused
by genetic disoder. Most of symtoms of metabolic liver
disease in children can present from childhood. In the
case the diseases are not diagnosed and managed,
they may progress to chronic liver disease in adults
with consequences of cirrhosis, portal hypertension,
end-stage liver disease or have acute episodes with
the risk of death.... Up to now, we only have a few
studies on metabolic liver disease in children. Aims: "
Review of clinical and subclinical characteristics of
metabolic liver diseases in children". Materials and
methods: Descriptive study on group of metabolic
liver disease patients at Vietnam National children’s
hospital from 2008-2019. Results: There are 478
metabolic liver disease. NICCD group has highest rate
with 186 cases (38.9%), average age 3,2 - 1,6
months with symtoms cholestasis, liver failure and
Chubby face. 112 Wilson cases with an average age of
11- 4.8 years, accounting for 23.4% of all group with
many diverse phenotypes and progression. There are
64 patients (accounting for 13.5%) were diagnosed
with Glycogenose by histopathological criteria, 38
Alagille patients (7.9%) who has not only cholestasis
but also congenital heart disease, abnormal spine and
kidney defects... PFIC syndrome has 14 cases (2.9%),
12 cases with ARC syndrome (2.5%), 3 cases
anphalantitrypsin deficiency(AAT) 0,6%. There were
49 cases (10.4%) included Rotor; bile acid
metabolism disorder, Galactosemia, Tyrosinemia,
DGOUK... (only 1 patient for each disease) and group
of patients who have had abnormal liver test with
evidence of a nonclassified metabolic disorder.
Conclusion: Metabolic liver disease are complicated
group, which can cause acute episode or chronic liver
disease in children. Early detection and management
of this group in th childhood not only cure patients but
also limit the long-term consequences of the chronic
liver disease in adulthood and genetic counseling

Key words: Metabolic liver disease, PFIC, Alagille,
ARC, Wilson, Glycogenose

I. DAT VAN PE

Gan la co quan chuyén hod chinh cua cg thé
vGi hé th6ng enzym va cac protein van chuyén,
dam nhéan phan I6n chirc ndng chuyén hod cua
€O thé. Hé thdng cac enzym va protein, ¢ cht
tham gia vao cac qua trinh chuyén hoa nay dugc
ma hoa bdi cac gen riéng biét. Dot bién & cac
gen ma hod sé gay thi€u cd chat, protein van
chuyen hodc cac enzym xuc tac khong da chirc
nang dan tdi hau qua rdi loan chuyén hoa... Cac
b&t thudng trong cac qud trinh chuyén hod do
gan dam nhan gdy bénh gan chuyén hod véi cac
ki€u hinh 1dm sang da dang. Bénh gan chuyén
hod & tré em khac vdi bénh chuyén hda & ngudi
trudng thanh nhu béo phi, gan nhiem mg, tdng
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triglyceride...Bénh ¢ thé biéu hién ki€u hinh &
bat ky d6 tudi ndo, song thudng xuét hién & tré
nhd do giai doan nay co thé cd nhu cau trao ddi
chdt cao. Mot s6 bénh khdi phat cac triéu chirng
dau tién ngay trong nhitng ngay dau sau sinh,
ngay khi co thé tré phai tu chuyén hod ma
khong con su ho trg cua tuan hoan me nhu giai
doan tré con trong tir cung. Hau hét cac bénh
gan chuyén hod déu thudc nhém bénh hiém, da
s cac bénh nay déu thudc nhdm bénh di truyén
gen ldn. Ty Ié mang dot bién va ty 1é mac cla
cac bénh déu cd tinh chat dac trung theo ting
vung dia ly va chuing toc. Tuy biéu hién ki€u hinh
tlr thai ky tudi nho song néu khéng dugc phat
hién va diéu tri thi bénh gan chuyén hod & tré
em ¢ thé s& cd nhitng dgt dién bién cap tinh vdi
nguy cd tir vong hodc tién trién thanh bénh gan
man tinh & ngudi trudng thanh véi nhitng hau
qua xd gan, tang ap luc tinh mach clra, bénh ly
gan giai doan cudi...Cho tdi nay, chua co nhiéu
nghién cru vé& bénh gan chuyén hoad & tré em.
Nghién clru nay tap trung vao 1 s8 bénh chuyén
hod gdy ton thuong gan thudng gdp & chuyén
khoa Gan mat nhu Wilson, NICCD, Glycogenose,
Alagille, ARC (Arthrogryposis-renal dysfunction-
cholestasis), PFIC (progressive familial
intrahepatic cholestasis), thi€u hut alpha 1
antitrypsin (AAT) va mdt s6 r6i loan chuyén hod
khac it gap va khong xac dinh khac (RLCH khac)
vGi muc tiéu: "Whén xét dic diém Iém sang va can
18m sang mot s6 bénh gan chuyén hod J tré em”.

II. DOI TUONG VA PHU'O'NG PHAP NGHIEN CU'U

2. Nghién cttu md ta. Thu thdp cac bénh
nhan cé bénh ly gan do nguyén nhéan rdi loan
chuyé&n hoa tai B&nh vién Nhi Trung ucng trong
thdi gian 2008-2019. Thu thap cac déc diém 1dm
sang va can lam sang cla cac bénh nhan da co

du tiéu chudn chdn doan xac dinh (mang dot
bién gen SLC25A13 dong hgp tir hodc di hgp tlr
kép ddi véi NICCD; du 4 diém theo tiéu chudn
Leipzig 2001 cho bénh Wislon, chdn doan mé
bénh hoc d6i véi Glycogenose...) tai thdi diém
nhap vién dau tién theo mau nghién clru thong
nhat va x(r ly s6 liéu bang phan mém thdng ké y hoc.
lll. KET QUA NGHIEN cU'U

1. Pic diém chung vé nhém nghién ciru

Co6 478 bénh nhan cb bénh ly gan do roi loan
chuyén hda du tiéu chudn nghién clru, gébm 275
tré nam ( 57,5%) va 203 tré nir (42,5%), khong
c6 su khac biét ¢ y nghia thong ké vé ty I1é nam
nir trong nhdom nghién cru

2. Cac nguyén nhan gay bénh gan
chuyén hoa & tré em

A1ATD 0,6%

PFIC
2.9%

Biéu dé 1: Nguyén nhédn gdy bénh gan

chuyén hoé d tré em
GSD: Glycogenose; AAT: Thi€u hut Alphal
antitrypsin; PFIC: progressive familial

intrahepatic cholestasis; ARC: Arthrogryposis-
renaldysfunction-cholestasis

NICCD: Neonatal intrahepatic cholestasis;
RLCHK: R&i loan chuyén hoa khdng phén loai va
1 s6 nguyén nhan hiém gdp ( Rotor; rGi loan
chuyén hod acid mat, Galactosemia, Tyrosinemia

3. Déc diém 1am sang va can lam sang & tré c6 bénh gan chuyén hoa
Bang 1: Cac triéu chung 1dm sang thuong gap J tré co bénh gan chuyén hoa

Bat thudong

Cham

Bénh Gan to Lach to Vang da Di tat hinh th& PTTC RLTH®
NICCD [142 (76,3%) 28(15,1%) | 152(81,7%) | 5 (2,7%) | 142(76,3%) | 32 (17,2%)]125(67,2%)
Wilson | 18(16,1%) | 21(18,8%) | 8(7,1%) | 1 (0,9%) 0% 0% 0%
GSD | 64 (100%) 0% 0% 0% 38(59,4%) | 22 (34,4%)| 37(57,8%)
Alagille | 29 (76,3%)| 18 (47,4%)| 31(81,6%) | 38 (100%) | 30 (78,9%) | 26 (68,4%) | 25(65,8%)
RLCHK | 30 (61,2%)] 28 (53,8%)| 28 (53,8%) | 41(78,8%) | 8 (15,4%) | 2 (3,8%) |12 (23,1%)
ARC | 3(25%) | 2(16,7%) | 12(100%) | 12(100%) 100% | 11(91,7%)| 0%
AAT 1(33,3%) 0% 3 (100%) 0% 0% 0% 0%
PFIC |12 (85,7%)| 6 (42,9%) | 14 (100%) | 3(21,4%) 0% 12(85,7%) | 6(42,8%)
T6ng C) 62,6% 21,5% 51.3% 20.9% 48.1% 21,9% 42.9%

Cham phat trién thé chat, @ R6i loan tiéu hod @) Ty 18 % trong nhdm bénh gan chuyén hoa
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Bang 2: Thay déi chirc ndng gan d cdc bénh nhén cé bénh gan chuyén hod

Canlam Tang 0 Giam . < < N
sang | Bilirubin RLDM Albumin Tang AST | Tang ALT |Tang ALPTang GGT
161 165 80
NICCD (86,6%) 164 (88,2% )| 136 (73,1%)| 179 (92,2%) | 162 (87,1%) (88,7%) | (43,1%)
Wilson | 8 (7,1%) | 52 (46,4%) | 34 (30,3%) | 54 (48,2%) | 62 (55,4%) | 2 (1,8%) | 1 (0,9%)
GSD 0% 0% 0% 64 (100%) | 64 (100%) | 5(7,8%) | 2 (3,1%)
. 31 34
Alagille |32 (84,2%)| 12 (31,6%) | 5 (13,2%) | 38 (100%) | 21 (55,3%) (81,6%) | (89,5%)
11 32
RLCHK |33 (67,3%)| 38 (73,1%) | 29 (55,8%) | 38 (77,6%) | 46 (88,5%) (21,2%) | (61,5%)
ARC |12 (100%)| 2 (16,7%) 3 (25%) 5 (41,7%) 6 (50%) |8(66,7%)| 6 (50%)
PFIC |14 (100%)| 5 (35,1%) 1(7,1%) 14 (100%) | 14 (100%) |14 (100%)|8 (57,1%)
AAT | 3(100%) 0% 0% 3(100%) 3(100%) 0% 0%
A, 236 163
@
Tong 263(55%) | 273(57,1%) | 208(43,5%) | 395(82,6%) | 375(78,5%) (49,4%) | (34,1%)

(URGi loan dong mau, @ty 1€ % trong nhdm bénh gan chuyén hoa ]
Cac thay doi chiic ndng gan thudng gap nhat & cac bénh gan chuyén hoa gom tang AST (82,6%),

ALT(78,5%), ting Bilirubin(55%) va RLDM(57,1%).

Bang 3: Céc thay déi sinh hod khéc

Canlam | .. Tang Tang <
sang Tang Lactac Cholesterol Triglycerid Ha Glucose | Tang NH3 Tang AFP
NICCD | 112 (60,2%) | 78 (41,9%) 68 (36,6%) | 114 (61,3%) [145 (77,9%) (67122%/0)
Wilson 0% 0% 0% 0% 0% 0
GSD | 41 (64,1%) | 38 (59,4%) 42 (65,6%) | 42 (65,6%) 0% 5 (7,8%)
Alagille 0% 9 (23,7%) 3(7,9%) 2 (5,2%) 0% 0
RLCHK | 48 (92,3%) 39 (75%) 24 (46,2%) | 38 (73,1%) |22 (42,3%) |6 (11,5%)
ARC 5 (41,7%) 1 (8,3%) 2 (16,7%) 0% 0% 0
PFIC 1(7,1%) 5 (35,7%) 8 (57,1%) 0% 0% 1(7,1%)
AAT 0% 0% 0% 0% 0% 0%
Tong®™ | 207 (43,3%) | 170 (35,6%) | 147 (30,8%) | 196 (41,0%) | 169 (34%) (2§3770/0)

Ty 1& % trong toan nhém bénh gan chuyén hoa
Tang Lactat gap nhiéu nhat & bénh nhan NICCD (60,2%) , GSD (64,1%), RLCHK (92,3%). Tang
Cholesterol va Triglycerid gap nhiéu nhat & cac bénh nhan GSD (59,4% va 65,6%), RLCHK, NICCD.
Bénh nhan NICCD, GSD va nhém RLCHK thudng cé ha Glucose mau. Tang NH3 va AFP gap vdi ty 1€

cao nhdt & cac bénh nhan NICCD, RLCHK.

IV. BAN LUAN

Nhirng nam trudc day, do diéu kién ti€p can
chén doan con han ché& nén cac bénh ly gan mét
tré em, ddc biét la cac bénh lién quan t&i chuyén
hoa di truyén con chua dugc quan tam nghién
cltu. Viéc chan doan xac dinh s6m cac bénh gan
chuyén hod khdng chi ¢ y nghia diéu tri bénh
nhi ma con gilp quan ly cac bién chirng khi tré
budc vao tudi trudng thanh, tu van di truyén va
phat hién sém nhitng ngudi mang bénh thé an.
Nghién clru trong thgi gian 2008-2019 tai Bénh
vién nhi trung uang cho thdy bénh gan chuyén
hod & tré em khd da dang va cé thé gay tén
thuong gan dudi ca hai dang cdp va man
tinh. Cac nguyén nhan thudng gdp & tré nho ghi
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nhan trong nghién cifu nay gém thi€u hut Citrin
bdm sinh 38,9% bénh Wilson 23,4%, rdi loan
chuyén hod Glycogenose 13,5%, Alagille 7,9%,
hoi chirng PFIC, hoi chiing ARC, AAT hiém gap
hon véi cac ty Ié lan lugt 2,9%; 2,4% va 0,6%.
Nhém RLCHK gébm cac bénh nhan Rotor; rdi loan
chuyén hoa acid mét, Galactosemia,
Tyrosinemia, DGOUK... moOi bénh chi phat hién 1
bénh nhan va 44 trudng hop co ton thuong gan
kém theo cac triéu chi’ng ctia bénh rGi loan
chuyén hda song khdng xac dinh dugc nguyén
nhan gay bénh (10,4%)

Cac triéu chiing lam sang thudng gdp nhat &
cac tré cd bénh gan chuyén hda gébm gan to
62,6%, vang da & mat 51.3%, bat thuGng vé
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hinh thé 48.1% va rdi loan tiéu hda 42.9%. Mot
sO triéu chirng lam sang it gdp hon nhu lach to,
di tat, chdm phat trién thé chat gdp it hon véi ty
I lan lugt 21,5%; 20.9% va 21,9%. cac triéu
chi’ng can lam sang thudng gap gom tang
bilirubin 55%, roi loan dong mau 57,1%, gidm
Albumin 43,5%, tang AST 82,6%, tang ALT
78,5%. MOt s6 cac xét nghiém lién quan tdi tinh
trang r6i loan chuyén hda can luu y gém téng
Lactac 43,3%, tang Cholesterol 35,6%, Tang
Triglycerid 30,8%, ha Glucose 41,0%, tang NH3
34% va tang AFP 28,7%

Viéc tiép can tré em ¢ bénh gan chuyén hod
thudng kho khan. O tré sa sinh, cac triéu chiing
ban dau cua bénh dé bi che Idp bdi cac triéu
chiing nhu nhiém tring, r6i loan thdng bang
toan kiém, rbi loan dong mau va do dién bién
tinh ciia bénh. Vong xoan bénh ly lam phat sinh
cac triéu chiring th phat, 1an at cac triéu chiing
can cha y nhu li bi bd bd, non tré & bénh nhan
Galactosemia, r6i loan dong mau s6m & bénh
nhan Tyrosinemia, tang lactat & bénh nhan cé
bénh ti lap thé...

Viéc tiép can chan doéan & tré 16n thudng kho
hon & nhitng nhém tré nhd va tré so sinh do
bénh thudng chi thé hién ki€u hinh khi d& & tinh
trang mat bu khién viéc danh gia phan tich két
qua xét nghiém g&p khd khdn. Can chd y chan
doan bénh gan chuyén hod & bénh nhan cé ton
thuang gan cdp hodc man tinh sau khi loai trir
cac nguyén nhan thudng gap nhu nhiém tring,
ngd doc, bénh toan than... Pac biét chi y bénh
gan chuyén hod néu bénh nhan cé cac triéu
chi'ng gdi y tinh trang bénh réi loan chuyén hoa
nhu bu kém, ngu ga, co giat, giam truong luc
0, gan lach to, tén thuong da co quan, cd tién
s gia dinh...Cac triéu chiing dinh hudng chan
doan kha quan trong trong ti€p can nguyén nhan
gay bénh vi du & nhdm tré nho co triéu chirng
vang da & mat: cac bénh nhan NICCD thuGng co
dau hiéu Chubby face kem tiéu chay kéo dai
phan md; tré Alagille c khudn mat dién hinh
kém theo t6n thuong tim badm sinh, dét séng
hinh canh budm, tdn thuong than; chdng ngira
khd kiém soat, xanthomas trén da & tré nhd kém
GGT bat thudng & bénh nhan PFIC hay cac tré
6 vang da kém co cing khdp, khd da dang vay
ca, nhiém toan 6ng than... |a cac tri€u chirng can
luu y dé tiép can bénh ly ARC...

Cac bénh nhan co triéu ching gan to don
thuan, ha dudng huyét khi déi va bo mat Doll
face v4i hai ma bau binh trén mot tré can nang
thap can luu y chan doan Glycogenose bang xét
nghiém sinh thiét gan chdn doan hodc xét

nghiém gen. Ton thuong gan kém theo triéu
ching gan lach to, tudn hoan bang hé, c6
chudng cd hoac khéng kém theo triéu chirng
than kinh can luu y téi cac nguyén nhan rdi loan
chuyén hod gay ton thuong gan man tinh nhu
Wilson, CTLN2, AAT... Trong nghién clu nay
chung toi gap mét s6 bénh nhan thi€u hut alpha
1 antitrypsin vdi triéu chiing vang da & mét, ton
thuong gan kém theo tinh trang nhiém khuan hd
hap tai dién, tuy nhién day chi la nhan xét ban
dau do s6 lugng bénh nhan AAT trong nghién
cru nay con qua it. Cac bénh ca bénh Rotor, rdi
loan chuyén hod acid mat, Galactosemia,
Tyrosinemia, DGOUK chi gap moi trudng hgp 1
bénh nhan, budc dau chi cd thé ghi nhan cac
triéu chirng thudng gap & cac bénh ly nay

Tru6c cac bénh nhén nghi ngd bénh gan
chuyén hod, ngoai cac xét nghiém kiém tra chirc
nang gan théng thudng, cac xét nghiém ti€p can
chan doan nhu khi mdu, lactat, amoniac mau,
dudng mau khi déi, Cholesterol, Triglycerid,
ceton mau, ceton niéu...rat cé gia tri. Cac xét
nghiém nay thudng thay d6i s6m hon cac xét
nghiém chirc nang gan théng thudng va sé gidp
dinh hudng cac budc chan doan tiép theo. Tuy
nhién, ngay ca khi nhitng xét nghiém nay co gia
tri bat thuGng thi ching cling khong phai chi dac
hiéu cho mgt minh bénh Iy gan ma c6 thé gap
trong cac bénh nhu nhiém trung huyét, bénh tim
bam sinh, NH3.... Ngay ca mét s6 cac xét nghiém
kha dac hiéu nhu Ceruloplasmin, d6ng mau,
dong niéu 24h, dinh lugng Alpha 1 antitrypsin
cling bi anh hudng bdi 1 s6 yéu t6 gay sai
s0...Cac xét nghiém sang loc sau sinh nhu MSMS
rat ¢ y nghia trong chadn doan sang loc cac
bénh gan chuyén hoa va thudng 1a cd sG dé tién
hanh cac budc xét nghiém sau dé nhu acid hitu
cd niéu, acid amin mau...Trong da s6 cac bénh
gan chuyén hod, xét nghiém tim doét bién gen gay
bénh la tiéu chuan vang dé chan doan xac dinh.

Vang da  mat do thi€u hut citrin & tré
em (NICCD) la mét trong nhirng bénh ly r6i loan
chuyé&n hod hiém gdp, méi cé kha nang tiép can
trong khoang 12 nam gan day. Trong nghién clru
nay, NICCD chiém 38,9% va 1a bénh gan chuyén
hoa dudc phat hién nhiéu nhat véi tudi chan
doan trung binh 3,2 £ 1,6 thang. Bénh gay vang
da & mat va suy gan & tré nhd do dot bién trén
gen SLC25A13 vdi cac triéu chiing thudng gap
gom vang da & mat (81,7%), khuon mat Chubby
face (76,3%), tiéu chay kéo dai phan mg
(67,2%), suy chic ndng gan vdi giam Albumin
(73,1%) va RLDM (88,2%), ting AFP (67,2%) va
NH (77,9%). Ty |é bénh nhan cd chi s6 AST va
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ALT tang lan luot la 92,2% va 87,1%. Cac bénh
nhan NICCD cé thé dudc phat hién sém bang xét
nghiém sang loc sau sinh va dugc chan doan
bang xac dinh dot bién trén gen SLC25A13. Can
chi y téi NICCD & cac tré vang da & mat vdi
khuon mat “Chubby face” c6 cac triéu chiing suy
gan, tiéu chay kéo dai phan ma, tang AFP, tang
NH3 va tdng citrullin mau. Thanh vién cua cac
gia dinh c6 tré NICCD can dugc tu van dé xét
nghiém sang loc d€ phat hién sém nhiing ngudi
mang gen bénh thé an, vi khac thé NICCD cb
tién lugng tot sau diéu tri, cac bénh nhan ngudi
I6n mang dét bién SLC25A13 thudng cd kiéu
hinh suy gan t6i cap vdi tién Iu’dng nang né (thé
CTLN2). Cac bénh nhan nay néu khong dudc
chan doan xac dinh tir trudc thudng dé bd sét
chan doéan. Tinh trang suy gan t6i cAp & cac
bénh nhan CTLN2 sé tdng nang néu bénh nhan
dugc st dung cac ché phdm cd dudng va cac
thudc co tinh oxy hoa cao

Bénh Wilson trudc day dudc nhac nhiéu tdi &
nhom bénh nhan ngugGi I16n vdi cac triéu chidng
than kinh hodc bénh gan man tinh véi cac bién
chirng nang né. Ngay nay, nhd cac tién bo trong
di truyén, sinh hda... ching ta c6 thé phat hién
chén doan va diéu tri s6m cac bénh nhan Wilson
tr thoi ky tudi nho. Trong nghién cu nay c6 112
trudng hop Wilson chiém ty 1€ 23,4% véi do tudi
phat hién trung binh 11 + 3,6 tudi, tdp trung chu
y&u & nhom tudi 5-15 tudi. Cac triéu chling 1am
sang cla bénh nhan Wilson thudng khdng dién
hinh, mot s6 ¢d triéu ching gan to (16,1%) lach
to (18,8%). Cac triéu ching can lam sang
thudng gap goém gidm Ceruloplasmin (97,3%),
ddng niéu 24h > 0,1mg/24h (100%), tiéu cau
giam (67,2%), RLDM (46,4%), giam Albumin
(30,3%), tang AST va ALT vd@i cac ty Ié lan lugt
48,2%, 55,4%. Da s6 bénh nhan Wilson dugc
phat hién trong nghién cltu (92,9%) déu la cac
bénh nhan cé tdn thuong gan man tinh, chi cé
8/112 bénh nhan Wilson (7,1%) 6 triéu chlirng
vang da * mat, song tat ca cac bénh nhan nay
déu c6 biéu hién suy gan t6i cap vdi dién bién
nang va t vong.

Can chu y chan doan Wilson & cac bénh nhan
6 téng Transaminase dai dang khdng rd nguyén
nhan kém theo cac triéu ching bénh gan man
tinh nhu gan lach to, xudt huyét tiéu hod, roi
loan ddng mau, giam ti€éu cau hodc cac trudng
hgp suy gan t6i cap kem theo tan mau vdi test
Coombs am tinh. Cac xét nghiém ban dau gilp
dinh hudng nhu Ceruloplasmin va déng niéu
24h, khdm mat... rat c6 gia tri trong chan doan
ban dau. Trong mot sO truGng hgp, xét nghiém
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phan tich tim dot bién trén gen ATP7B rat cd y
nghia chan doén xac dinh

Trong nhém nghién cu c6 64 bénh nhan
(chiém ty 1é 13,4%) dugc chan doan xac dinh
Glycogenose bang tiéu chudn chan doan md
bénh hoc. Cac bénh nhan Glycogenose cé cac
triéu chifng 1dm sang dé& nhan biét véi gan to,
triéu chirng ha dudng huyét khi doi, khuén mat
dién hinh. Céc triéu chitng cén 1am séng thudng
gap & bénh nhan Glycogenose gom tang lactat
mau (64,1%) va tang transaminase 100%, tang
Cholesterol (59,4%) va tang Triglycerid(65,6%)

Hoi chirng Alagille dudc phat hién é 38
bénh nhan Alagille (7,9%) vdi triéu chirng vang
da & mat kém theo b6 mat bat thudng vdi dau
hinh ci hanh, trdn cao va rong, mat sau, séng
mii cao, tim bdm sinh, cdt sdng bat thudng va
ton thudng than... Chan doan xac dinh thudng
dua vao ki€u hinh 1dm sang, tuy nhién xét
nghiém phan tich cac dot bién gay bénh trén gen
JAG1 va NOTCH2 khdng chi cd y nghia chan
dodn xac dinh ma con ¢ y nghia tu van di truyén.

Trong nghién citu phat hién 4 bénh nhan
PFIC (2,8%), cac bénh nhan nay déu co dac
diém vang da & méat kéo dai, gan lach to. Can
luu y chdn doan hdi chiing nay néu bénh nhan
vang da & mat cd chi s6 GGT tang rat cao hoac
rat thap so vdi Bilirubin, AFP tang cao hodc triéu
chitng nglra kho kiém soat.

HOi chiing ARC rat hi€m gap vdi 12 bénh nhan
(2,/4%). Néu luu y téi cac triéu ching dién hinh
cho bénh nhu vang da & mat, co cling khdp, da
khé dang vay ca va nhiém toan 6ng than... cd thé
nhan biét cac bénh nhdn ARC trén |am sang.

Bénh nhan AAT & tré em hiém gap, trong
nghién cru nay ching t6i chi gap 3 bénh nhan
(0,6%) v&i biéu hién 1dm sang vang da * mét
kéo dai, tang Transaminase ¢ mirc do trung binh
dudi 200UI/L, dinh lugng alpha 1 antitrypsin cho
thay chi s6 nay giam dudi ngu’c"fng binh thu’dng
Ca 3 bénh nhan trong nhém nay déu co tinh
trang nhiém khudn ho hap tai dién song khdng
c6 khi phé thiing. Tinh trang ton thuong gan tu
gidi han khi tré trén 12 thang tuGi. Nném bénh
RLCK khac gom 49 trudng hop (10,4%) trong
dé Rotor, r6i loan chuyén hod acid mat,
Galactosemia, Tyrosinemia, DGOUK moi trudng
hgp c6 1 bénh nhan, 44 trudng hgp khac cd
bénh ly gan kém theo cac bang ching cua rdi
loan chuyén hod nhu vang da * mat, suy gan,
gan lach to, tén thu‘dng da co quan kém theo
cac ddu hiéu gdi y téi tinh trang réi loan chuyén
hod nhu ting lactat, nhiém toan chuyén hod, ha
dudng huyét, tdng Cholesterol, Triglycerid va
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AFP... song khong phan loai dugc nguyén nhan
gay bénh.

V. KET LUAN

Céc bénh gan chuyén hda la cac nguyén nhan
c6 thé gay tdn thuong gan dudi ca hai dang cap
tinh va man tinh. Bénh khong chi gdy anh hudng
tdi cac tré bi bénh trong thdi ky thd du ma con
gay hau qua & tudi trudng thanh. Cac bénh gan
chuyén hod c6 nhiing ki€u hinh kha da dang nhu
bénh gan man & cac bénh nhan Wilson, NICCD,
Glycogenose, PFIC, Alagille...hay cap tinh vdi hau
qua nang né nhu suy gan t6i cdp & bénh nhan
Wilson, CTLN2... Viéc chan doan xac dinh cac
bénh nhan c6 bénh gan chuyén hod khéng chi cd
y nghia diéu tri va cftu s6ng bénh nhi & tudi tho
du ma con gidp quan ly tinh trang bénh, kiém
soat triéu chiing, bién chirng cdia bénh dam bao
on dinh chét lugng cudc séng cia bénh nhan
khdng chi trong thdi ky thc du ma ca & tudi
trudng thanh.
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PAC PIEM LAM SANG, CAN LAM SANG VA MOT SO YEU TO LIEN QUAN
PEN KET QUA PIEU TRI BENH NHAN SOC NHIEM KHUAN
TAI BENH VIEN TRUNG UONG THAI NGUYEN

TOM TAT

Muc tiéu: Mo ta dac diém 1am sang, can Iam sang
va phan tich mot s6 yéu td lién quan dén két qua diéu
tri bénh nhan séc nhiém khuan. Dm tugng, phuadng
phap nghién ciru: Ngh|en clfu md ta cat ngang trén
47 benh nhanséc nhiém khudn. Két qua: Tudi trung
binh cuia doi  tugng nghién clru 1a 61,4 £15,2. Tudi cao
nhat 1a 92 va tudi thap nhét 1a 15. G|d| t|nh nam chlem
ty 1 cao han 76,6%, nit chi chiém 23,4%.Da phan cac
bénh nhan séc nhiém khuan cé khong c6 sot hoac sot
nhe. S6t cao chi chiém 23,4%, trong khi dé ti Ié bénh
nhé~n kh6ng sOt chiém cao nhat tdi 61,7%. Vi tri 0
nhiém khuan tién phat thudng gdp chd yéu la cg quan
ho hap va tiéu hoa, trong doé ho hap chiém 44,7%,
tleu héa 1a 34%. K&t qua nudi céy vi khuén chi cho ket
qua dudng t|nh 17%. Gia tri Jtrung binh lactat mau cua
bé&nh nhan s6c nhiém khudn 136,82 + 4,16. Da s6
be_nh nhan co gai tri lactat mau > 6 mmoI/I chiém ti €
51,1%. C6 mai lién quan cd y nghia thGng ké véi do
tin cdy 95% gilra tinh trang réi loan dong mau, thé
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Nguyén Thanh Thiiy?, Pham Kim Lién'?

ma¥ xam nhap va két cuc ra vién § bénh nhan soc
nhiem khuan Ket Iuan Bénh nhan tudi cang cao
cang co nguy cg s6c nhiém khuan €ao han. Nam g|d|
c6 ti 18 méc bénh cao hon nit gidi. © nhiém khuén tién
phét thudng gép nhét I3 co quan ho hap, ti 1é cdy mau
duong tinh thap. C6 m&i lién quan c6 y nghia théng ké
vGi do tin cay 95% gura tinh trang r0| loan dong mau
thé may xam nhap va két cuc ra vién & bénh nhan sdc
nhiém khuan.

T khoa. Lam sang, can lam sang, yéu t6 lién
quan, s6c nhiém khuan.

SUMMARY
CLINICAL, SUBCLINICAL
CHARACTERISTICS ANH SOME FACTORS
RELATE TO TREATMENT OUTCOME IN
PATIENTS WITH SEPTIC SHOCK

Objective: Describe clinical, subclinical
characteristics and analysis some factors relate to
treatment outcome in patients with septic shock.
Methods: The descriptive study cut across 47
patients in septic shock. Results: Average age of
study subjects is 61,4+15,2. The highest age is 92
and the lowest one is 15. Male sex accounts for 76,6%
higher rate, female only 23,4%. The majority of
patients with septic shock have no fever or mild fever.
High fever only accounted for 23,4%, while the
proportion of patients without fever was the highest at
61.7%. Common primary sites of infection are
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