TAP CHI NGHIEN ClPU Y HOC

DAC PIEM LAM SANG VA CAN LAM SANG
CUA TON THUONG GAN O BENH NHI CO HOI CHU’'NG CAROLI

Nguyén Thay Linh', Hoang Thi Hué"
Hoang Ngoc Thach?va Nguyén Pham Anh Hoa?™
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2Bénh vién Nhi Trung wong

Nghién ctru nhdm mé ta dac diém lam sang va cén ldm sang tén thuong gan & bénh nhi cé hoi ching Caroli
tai Bénh vién Nhi Trung wong tir 01/01/2016 dén 31/08/2025. Nghién ctru mé ta trén 40 bénh nhi, c6 tuéi tai
thoi diém vao nghién ctru la 6,75 tubi (IQR: 4,1 - 9,9). Céc triéu ching lam sang va can Idm sang thuong gap
gbém gan to (90%), lach to (85%), giam tiéu céu (110 G/L). Panh gia tinh trang ting 4p luc tinh mach ctra &
nhém 34 bénh nhén cé thoi gian theo déi trén 12 thang cho thdy 94,1% c6 triéu chirng nay va tinh trang tdng
ap luc tinh mach cira tién trién dan theo tudi. Co sw khéc biét giita 2 nhém bénh nhén dwéi 5 tudi va nhém
trén 5 tudi, nhom bénh nhan Ion cé sw khac biét vé cac triéu chirng gidm bach céu (4,98 so véi 7,06 G/L) va
tiéu céu (80 so v6i 148 G/L), hoat d6 AST, ALT thap hon (38,4 va 19,2 so véi 59,9 va 27 U/L) va creatinin
cao hon (49 so véi 37,4 umol/L). Siéu 4m bung va chup cdng hudng tir duong méat (MRCP) cho thay ty 1é
gidn dudng mét trong gan lan luot la 57,1% va 92,3%. Sinh thiét gan cho théy tét ca truong hop déu cé gidn
dwong mat thanh nang va xo héa khodng ctra. Kiéu dét bién gen phé bién nhat la PKHD1 di hop tir kép (87%).

T khéa: Caroli, hdi chirng Caroli, xor gan badm sinh (CHF), bénh than di truyén gen lan trén nhiém sac

thé thworng, ARPKD.
l. DAT VAN PE

Bénh Caroli 1an dau dwoc md ta bdi Jacques
Caroli, 1a bénh bam sinh hiém g&p duoc dic
trng b&i gian lan téa hay khu trd thanh nang
cla dwdng mat (BDM) trong gan ma khoéng do
tdc nghén. Hoi chirng Caroli thweng gap hon,
bao gédm bénh Caroli kém theo xo gan bam
sinh (Congenital hepatic fibrosis - CHF) va
c6 mbi lién quan chat ché véi bénh than da
nang di truyén I&n trén nhiém sic thé thuong
(Autosomal recessive polycystic kidney disease
- ARPKD). Tinh trang nay bat ngudn tir dot bién
gen PKHD1 gay rbi loan chic nang cla léng
chuyén cla t& bao biédu md dwdng mat va té
bao biéu md éng than."2 Chan doan hinh anh
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va xét nghiém di truyén ngay cang phat trién
va dong vai trd quan trong trong chan doan hoi
chirng Caroli.® Bénh tién trién man tinh, cé thé
gay ra cac bién chirng ndng nhw ting ap luc
tinh mach ctra, xuét huyét tiéu hoa, suy gan,
suy than.

Hoi chirng Caroli thuéc nhém bénh ly hiém
gap v&ity [é mac wéc tinh 14 1/10.000 - 1/20.000
dan, trén thé gidi cé rat it cac nghién ctru vé hoi
chirng Caroli, chl yéu bao céo loat ca bénh nhé
nhw bao céo loat ca bénh tir Trung Québc (2015)
ctia Wang ZX vé 30 ca bénh Caroli.*® Tai Viét
Nam, c4c nghién clru vé dac diém lam sang va
can lam sang trén bénh nhan hdi chirng Caroli
con han ché, dan téi kho khan trong chan doan
s&m, anh hwéng téi tién lwgng. Vi vay, ching
téi thwe hién nghién ctru nay véi muc tiéu mo
ta dac diém lam sang va can lam sang cla tén
thwong gan trong hdi chirng Caroli tai Bénh

TCNCYH 198 (01) - 2026

449



TAP CHIi NGHIEN ClPU Y HOC

vién Nhi Trung wong, gop phan hé tro tiép can
chan doan va cai thién hiéu qua diéu tri va theo
doi 1au dai cho bénh nhan.

Il. DOl TWUONG VA PHUONG PHAP

1. Déi twong

Tat ca cac bénh nhi tr 1 thang dén duwdi
16 tudi dwoc chan doan xac dinh cé hdi chirng
Caroli, dén kham va diéu tri tai Bénh vién Nhi
trung wong tir 01/01/2016 dén 31/08/2025.

Tiéu chuén Iwa chon

- Tré tv 1 thang dén duwéi 16 tudi, dwoc
chan doan xac dinh hoi chirng Caroli dwa trén
bang chirng cé gidn dwdng mat trong gan trén
hinh anh hoc kém theo xo gan bam sinh va/
hoac bénh than da nang di truyén lan trén
nhiém sac thé thwong (ARPKD) trén 1am sang
va di truyén hoc.

- Xét nghiém di truyén phan t& phan tich
dot bién gen PKHD1 (dwgc thwc hién trong
nhi*ng ndm gan day) la tiéu chuén vang trong
chén doan. Bénh nhan dwoc chan doan khi xét
nghiém phat hién dot bién PKHD1 & trang thai
di hop t&r kép hodc ddng hop tir kém theo bidu
hién 1am sang phu hop.

Tiéu chuén loai trove

Loai trlr cac bénh nhan gian dwong mat
trong gan do nguyén nhan khac (séi mat, khi
u chén ép, viém dwdng mat xo hdéa nguyén
phat...) khéng do héi chirng Caroli.

2. Phwong phap

Thiét ké nghién ciru

Nghién ctru mé ta loat ca bénh, héi clru két
hop tién ctvu. Tdng sb cé 40 bénh nhan tham
gia nghién ctru, nhém hdi ctiu gdm 39 ca (thu
thap tlr 1/2016 - 9/2024) va 1 ca tién clu (tw
10/2024 - 8/2025).

Thoi gian va dia diém nghién ciru

Nghién cru bao gébm cac trwdng hop hoi
chirng Caroli dwoc ghi nhan tai Bénh vién Nhi

Trung wong trong giai doan 01/01/2016 dén
31/08/2025.

C& méu va phwong phap chon méu

Chon mau thuan tién, bao gébm tat ca bénh
nhi dap &ng tiéu chuan lwa chon.

Bién s6 nghién ctru

- Théng tin chung: Tubi, gidi, tién st

- Bién s6 lam sang: Thu thap céac triéu
chng lam sang tai l&n kham dau tién va trong
thoi gian theo d&i gdom: sét, vang da, dau
bung, xuét huyét tiéu hoa, ngtra, phu, cham
phat trién thé chét.

+ Gan to: xac dinh khi bo gan s& thay dudi
b& swdn va hoac dwdi mii (rc = 2cm (theo Ira
tudi).

+ Lach to: dwoc xac dinh khi s& thay cuc
dwdi cta lach vuwot qua bo swon trai.

+ Cb trwéng: dwoc xac dinh khi cé dich 6
bung trén I&m sang va/ hoac siéu am.

+ Tuan hoan bang hé: xac dinh khi quan
sat hodc s& thdy cac tinh mach ndi dusi da
vung bung.

- Bién s6 cén léam sang: Thu thap cac can
lam sang tai lan kham dau tién va trong thoi
gian theo d&i bao gém WBC, Hb, PLT, AST, ALT,
GGT, bilirubin toan phan (bilirubin TP), albumin,
ure, creatinine, INR. Gia tri tham chiéu theo
phong xét nghiém Huyét hoc va sinh héa Bénh
vién Nhi Trung wong theo ttrng nhom tudi.

+ Cé&c bét thwong trén chan doan hinh anh
vé dwdng mat trong gan (BM gidn thanh nang,
DM gidn nhe, DM khéng gian), DM trong gan
gian khi kich thwéc DM > 3mm.6 B4t thuwong vé
thén (than c6 nang, thdn nhu mé tang am, than
binh thudng).

+ M6 bénh hoc: mrc d6 xo hdéa gan dworc
phan loai theo METAVIR(FO-F4).

+ Xét nghiém di truyén: kiéu dét bién gen
gdm PKHD1 ddng hop ttr, PKHD1 di hop ttr va
khong phat hién dot bién.
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Thu thap va xt ly sé liéu

D@ liéu l1am sang va chi sb xét nghiém va
hinh anh hoc dwoc thu thap tai lAn dén kham
dau tién trong giai doan nghién ciru va trong
thoi gian theo ddi. Cac xét nghiém duoc thyc
hién trén hé théng may ADVIA 2120 (Siemens)
va Roche Cobas.

Cac phwong phap siéu am, cat 1&p vi tinh da
day (MSCT) va cong huwédng tlr mat tuy (MRCP)
dwoc thwe hién tai khoa Chan doan hinh anh
bang may SOMATOM Definition Flash va
MAGNETOM Aera. MRCP dwoc thwc hién voi
cac chudi T2W va MRCP 3D dé danh gia gian
dwérng mat va chudi T1W, DWI danh gia nhu
mé gan. Hinh &nh do bac si chan doan hinh
anh doc va xac nhan.

Céc bénh pham sinh thiét gan dwoc phan
tich tai khoa gidi phau bénh.

Cac xét nghiém di truyén duwoc thuc hién
bang k§ thuat giai trinh tw gen thé hé mai (NGS)
trén panel 4.503 gen ma héa. Giai trinh ty trén
hé thdng lllumina NextSeq (Hoa Ky) véi d6 phi
trung binh téi thiéu 100x va it nhat 95% cac
gen muc tiéu co6 do phu > 10x. D liéu dwoc
can chinh lén bo tham chiéu GRCh38 va phat
hién bién thé, loc cac bién thé co tan suét alen
nhé < 1% dwa trén gnomAD/ ESP va dir liéu
hé gen Viét Nam, dbi chiéu véi HGMD, Clinvar
ho&c Biodatabank. Xac dinh kiéu gen véi cac
bién th& ndm trong ving exon va vung tiép
giap intron-exon +10 nucleotide. Theo huwdéng
dan clia ACMG va ClinGen SVI, céc bién thé
dwoc phan loai thanh: gay bénh (pathogenic),

c6 kha nang gay bénh (likely pathogenic), bién
thé chwa rd y nghia lam sang (VUS), c6 kha
nang lanh tinh (likely benign) hoac lanh tinh
(benign). Céc bién thé nghi ngd dwo'c xac minh
bang Sanger.

Sé lieu duwgc x Iy bang phdn mém théng ké
y hoc SPSS 25.0. Bénh nhi dwgc phan nhém
theo tudi tai thoi diém nghién cru: 1 thang dén
dwdi 5 tudi (tré nhi nhi va tré nhd) va trén 5 tubi
(tré 1&n va thiéu nién) theo phan loai ctia WHO.

So sanh sy khac biét bién dinh tinh béng
Fisher’s exact test va Mann-Whitney U test cho
bién dinh lwong. Gia tri p < 0,05 dwoc coi la c6
y nghia thdng ké.
3. bao dirc nghién ctru

Nghién ciru dwoc tién hanh sau khi da dwoc
phé duyét b&i hoi ddng dao dirc clia Bénh vién
Nhi Trung wong quyét dinh sb 3700/ BVNTW-
HDDD ngay 26/11/2024.

Il. KET QUA
1. Dac diém chung ctia déi twong nghién clru
Trong 40 trwdng hop hdi chirng Caroli dua
tiéu chuén nghién ctru tv 1/2016 dén 8/2025,
Cé6 26 (65%) nam, 14 (35%) ni#, ty 1&é nam/nlr
la 1,8:1. Do tudi tai thdi diém nghién ciu 6,75
tudi (IQR: 4,1 - 9,9), trong d6 nhém duéi 5 tudi
c6 13 tré (32,5%), nhém trén 5 tudi c6 27 tré
(67,5%). Co 42,5% trwdng hop co tién st gia
dinh c6 ngwdi méc bénh Iy vé gan hodc than.
va c6 5 trwong hop goi y phat hién nang than
tr trong bao thai.

TCNCYH 198 (01) - 2026

451



TAP CHIi NGHIEN ClPU Y HOC

2. Pic diém lam sang va can lam sang

Bang 1. Cac triéu chirng lam sang cua hoi chirng Caroli

) Nhém tudi
Triéu chirng 16:'/9 Dwéi 5 tudi Trén5tudi  p-value
' n % n %
S6t 13 (32,5%) 5 38,5 8 29,6 0,722*
Dau bung 8 (45%) 5 38,5 13 48,1 0,737*
Xuét huyét tiéu héa 9 (22,5%) 1 7,7 8 29,6 0,226*
Vang da 5 (12,5%) 3 23,1 2 7,4 0,307
Ngtra da 4 (10%) 1 7.7 3 11,1 1
Phu 3 (7,5%) 0 0 3 11,1 0,538*
Gan to 36 (90%) 12 92,3 24 88,9 1*
Lach to 4 (85%) 11 84,6 23 85,2 1
Cb truwéng 6 (15%) 2 15,4 4 14,8 1*
Tuan hoan bang hé 16 (40%) 6 46,2 10 37 0,733*
Cham phat trién thé chét 18 (45%) 5 38,5 13 48,1 0,737*

*: Kiém dinh Fisher’s - Exact test

Céc biéu hién thudng gép nhét la gan to (90%) va lach to (85%). Khong cé sy khac biét co y
nghia théng ké vé ty |é cac triéu chirng gitra hai nhém tudi (p > 0,05).

Bang 2. Bic diém chi s6 huyét hoc - sinh hoa

Chi <6 Trung vi toan mau Nhom tudi o
(IQR) Dw&i 5 tudi Trén 5 tudi
7 4
WBC (G/L) 53 06 /98 0,04*
(3,56 - 7,15) (5-8,53) (3,39 - 6,38)
1 1 11
Hb (g/l) 09.5 09 0 0,784*
(98,25 - 119,75) (90 - 118) (98 - 122)
PLT (G/L) 10 148 80 0,048*
(60 -176,75) (95 - 249,5) (53 - 143) ’
42,8 59,9 38,43
AST (U/L) 0,028*
(30,32-61,18) (41,5 - 79,05) (29,05 - 50,6)
20,8 27 19,19
ALT (U/L) 0,016
(16,32-31,05) (19,7 - 38,05) (14,55 - 26,56)
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. Trung vi toan miu Nhom tubi
Chi so " - o]
(IQR) Dw&i 5 tudi Trén 5 tudi
30,4 39 28,2
GGT (U/L) 0,141*
(23,4-38,7) (22,85 - 98,85) (23,38 - 35)

Bilirubin TP 12,05 11,2 12,3 0.885"
(umol/L) (7,75-18,01) (7,45 - 18,8) (8,1-18,05) ’
Albumin 37,91 36,4 39,51 0.106*

(g/) (35,25-42,15) (32,45 - 39,55) (35,98 - 44,3) ’
Ure 4,14 4,19 4.1
0,885*
(mmol/l) (3,55-5,6) (3,9-5,67) (3,55-5,19)
Creatinin 46,27 37,4 49 0.000*
(umol/L) (37,45-53,65) (27,1 - 40,9) (43,86 - 63,8) ’
1,16 1,13 1,2
INR 0,219*
(1,08-1,27) (1,04 -1,17) (1,08 - 1,29)

*Mann-Whitney U test

Nhém tré trén 5 tudi co6 bach cau va tiéu
cau thap hon nhém duéi 5 tudi (p = 0,04 va p
= 0,048). Hoat d6 AST va ALT & nhém trén 5
tudi thap hon (p = 0,028 va p = 0,016), trong

khi nébng dé creatinin huyét thanh cao hon (p <
0,001). Cac chi sb khac khong cé sw khac biét
c6 y nghia thdng ké gitra hai nhém (p > 0,05).

Bang 3. Pic diém cac chi sé danh gia xo’ gan

Toan bd

Chi sé Median (IQR) Dwé&i 5 tudi Trén 5 tudi p
1,22 0,73 1,28
APRI 0,762*
(0,67 - 2,06) (0,48 - 2,68) (0,77 - 1,98)
. 0,63 0,27 0,9
Fib-4 0,002*
(0,31-1,13) (0,04 - 0,59) (0,44 - 1,69)

*Mann-Whitney U test

Nhém trén 5 tudi ¢ Fib-4 cao hon dang ké
so v&i nhom dwéi 5 tudi (0,90 so véi 0,27; p =
0,002), trong khi APRI khéng khac biét gilra hai
nhém (p = 0,762).

Trong xét nghiém nwéc tiéu cho thay chi

sb protein/creatinin niéu trung vi dat 18,13 mg/
mmol (IQR: 13,59 - 28,63), v&i 40% bénh nhi
tang so v&i ngwdng binh thwdng theo khuyén
cdo cla Kidney Disease: Improving Global
Outcomes (KDIGO).
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Bang 4. Pac diém hinh anh dwéng mat va than trong héi chirng Caroli

Dac diém SA (n = 40) MSCT (n = 20) MRI (n = 26)
Hé dwdéng mat trong gan
DM gian dang nang 17 (42,5%) 6 (30%) 13 (50%)
DM gién nhe 6 (15%) 11 (55%) 11 (42,3%)
DM khoéng gién 17 (42,5%) 3 (15%) 2 (7,7%)

Tén thwong than lién quan ARPKD

Théan c6 nang 21 (52,5%) 13 (65%) 19 (73,1%)
Thén nhu mé tang am 12 (30%) - -
Thén binh thwdng 7 (17,5%) 7 (35%) 7 (26,9%)

MRCP ghi nhan gian DM trong gan vai ty 1€
cao nhét (92,3%), bao gébm ca DM gian dang
nang va DM gian nhe. Siéu &m phat hién ton
thwong than & 82,5% bénh nhi (bao gém nang
than va than nhu mé tang am).

Trong 7 bénh nhi dwoc sinh thiét gan, két
qua md bénh hoc cho thdy 100% trwéng hop
c6 gian dwdng mat thanh nang véi kich thwédce

khac nhau, biéu md 16t dang tru thAp hodc
vudng don dang biéu mé tAm éng mat (Ductal
Plate Malformation-DPM), tén thwong kém theo
la xo héa khodng clra tién vao cac ranh lién
thuy gan va tiéu thuy gan, mic d6 vira dén
nang (S2-S4), viém man tinh nhe (71,4%), biéu
md gan thoai héa nhe (57,1%).

Hinh 1. Bénh nhi ma sé 18498/20

A: Vung ctra, dudng mét gidn nhiéu nang, xo héa, biéu mé gan mau héng wa axit viing ngoai vi,
HEx100. B: Nhuém Trichome, ving xo gan ndng hién thi mau xanh. C: Nhuém héa mé mién dich
CK7, hién thj dac hiéu tang sinh dudng méat va cac nang bat mau néu vang

C6 23/40 bénh nhi (57,5%) dwoc phén tich
dot bién gen, trong d6 20 (87%) trwdng hop
mang dot bién PKHD1 di hop ti kép, 1 (4,3%)
trwdng hop mang dot bién PKHD1 déng hop
tr va 2 (8,7%) khong phat hién dot bién. Trong

nhém 20 bénh nhi cé dét bién PKHD1 di hop
tlr kép, cac kiéu két hop bién thé bao gébm
sai nghia/ sai nghia (70%), ngwng dich ma/
sai nghia (15%), vung chuyén tiép/ sai nghia
(10%), l1éch khung/ sai nghia (5%).
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Bang 5. Bién chirng xay ra trong qua trinh theo déi (n = 34)
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Tudi Trung vi

Bién chirng Cé (n, %) QR (Min-max)
Tang ap Iwc tinh mach clra 32 (94,1%) 6,92 2,67 - 11,17
g p v d b o (4,25 _ 8,96) b b
p PR 9,29
Xuat huyét tiéu héa 14 (41,2%) 3,67 -13,75
(5,75 -10,36)
Tang ap phoi 8 (20%) .75 6,5-12,83
gapp ° (9,04 - 12,54) D
Héi chirng gan-phéi 2 (5,9%) 12,5 10,23 - 14,9
Bénh than man tr giai doan 3a 2 (5,9%) 7,33 1,08 - 13,58
Nhiém trung dworng mat tai phat 8 (23,5%) o 1,3-13,2
g g me p 2070 (3.6-117) , ,
i a 9,8
Séi mat 6 (17,6%) 1,7-15,8
(2,7-13,2)
Ung thw dwong mat 0 (0%) - -

Két qua theo dbi 1au dai & 34 bénh nhan, cho thay bién chirng thwdng gdp nhat Ia TALTMC

(94,1%). Céac bién chirng khéac it gap hon.
IV. BAN LUAN

Trong nghién ctru clia chung t6i c6 40 bénh
nhi hoi chirng Caroli di tiéu chudn tham gia
nghién ctu. Tudi tai thoi diém phat hién bénh
ctia chung tdi twong ddng véi nghién clru cua
Anjum (2023) 14 6,54 + 4,18 tudi va Wen Shi
(2020) 14 7 tudi.”® Cho thay bénh thuweng dwoc
phat hién & Ira tudi hoc dwdng, phan anh dién
tién am tham va thoi diém chan doan thuwong
muon. Biéu hién 1am sang ctia hoi chirng Caroli
khoéng dac hiéu, chld yéu phan anh tinh trang
TALTMC trén nén xo gan man. Pau bung la
triéu chirng thwong gép, cé thé lién quan dén
xo gan, TALTMC gay viém da day sung huyét.
Ty 1é vang da va ngtra thap, chirng té vang da
& mat thuwong khdng phai biéu hién néi bat &
da s6 bénh nhan, trong khi cac triéu chirng gan
lach to, xuat huyét tiéu hoa da phan anh bénh &
giai doan tién trién.

Su khéac biét vé ty 1& gan to, lach to va cac
triéu chirng khac gitra nghién ctru clia ching téi
S0 v&i cac nghién ciru khac cho thay biéu hién
lam sang cla hdi chirng Caroli phu thuéc nhiéu
vao do tudi, thoi diém chin doan va mirc do
tién trién cla tinh trang xo' gan - TALTMC 5910
Khi phan tich theo nhém tudi mac du chwa ghi
nhan sw khac biét cé y nghia théng ké, nhung
c6 khéac biét vé xu hwéng biéu hién. O' nhém tré
nhd c6 xu hwéng sét va vang da nhiéu hon, cé
thé do dwdng mat va hé mién dich chwa hoan
thién. Trong khi do, tré I&én thwong biéu hién
cac bién chirng nang hon nhuw xuét huyét tiéu
hoéa va phu, phan anh xo gan va TALTMC tién
trién.

Cac bat thwong vé huyét hoc nhw gidm
WBC va PLT, phan anh tinh trang TALTMC kéo
dai, trong khi cac chi sé sinh héa vé gan-than
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it bién ddi, cho thay chirc nang gan con dwoc
bao tén twong ddi & nhiéu bénh nhan. Két qua
nay phu hop véi dién tién ctia hdi chivng Caroli
da duoc ghi nhan trong mot sé nghién ctru.™
Khi phan tich theo nhém tudi, tré trén 5 tudi co
xu hwéng gidm dan chi sb huyét hoc va men
gan, phan anh tién trién bénh gan man tinh va
suy giam dan sb lwong cac té bao gan chirc
nang. Nong dd creatinin cao hon & nhém tubi
I&n hon mét phan phu hop véi sy tang sinh Iy
theo Itra tudi, tuy nhién trong bdi canh bénh ly
gan-than phdi hop lién quan dén ARPKD, sy
gia tédng nay ciing goi y nguy co tén thuwong
than tién trién.

Chi s protein/ creatinine niéu thwérng dwoc
st dung gilp phat hién sém toén thwong than
trong ARPKD. Banh gia protein/ creatinine niéu
trong nghién cu nay cho thdy murc ting dudi
nguwdng hoi chirng than hw, twong ddng voi
nghién ctru ctia Dell KM (2016), nhom bénh
nhi ctia chang toi cé tbn thwong than cé xu
hwéng nghiém trong hon. 2

Céc chi sb APRI va Fib-4 dwoc st dung dé
danh gid mire d6 xo hda gan. Trong nghién ctru
ctia ching t6i cho thay Fib-4 tang ré theo nhém
tudi va APRI ting nhe. K&t qua nay phu hop
véi mot bai bao cao tébng quan vé xo gan bam
sinh, cho thay nguy co xo gan tang & nhém tré
5-13 tudi.”®

Chan doan hinh anh hoc doéng vai tré quan
trong trong chan doan hoi chirng Caroli. MRCP
cho thay dd chinh xac cao nhéat trong phat hién
gian dwdng mat trong gan dwoc nhd kha nang
danh gia toan dién dwong mat va phat hién hinh
anh gian DM dang nang va gidn nhe ma siéu
am va MSCT dé bd sot. MSCT cé dd chinh xac
trung binh, chd yéu hivu ich trong danh gia giai
phau va bién chirng gan-mat, nhung han ché
trong nhan dién cac thay ddi tinh t& clia dworng
méat. Siéu am c6 dd chinh xac thép hon trong
chan doan xac dinh hoi chirng Caroli do phu

thudc nguwoi thwe hién va han ché vé truong
quan sat, nhwng lai nhay trong phat hién céac
thay ddi nhu mé than nhw tdng am md ké, goi
y ARPKD. Cac nhéan dinh nay phu hop véi cac
nghién clru trwdc day, trong d6 MRCP dwoc
ghi nhan la phwong tién c6 dd chinh xac vuwot
tréi so v&i MSCT va siéu am.58 Do d6 MRCP
nén dwoc wu tién trong chan doan xac dinh,
trong khi siéu am van gi¥ vai trd quan trong
trong sang loc ban dau, theo déi doc va phat
hién s&m tén thwong than, bao gébm ca sang
loc trwée sinh.

Cac trwong hop sinh thiét gan hd tro chan
doan xac dinh hoi chirng Caroli, biéu hién dac
trweng b&di gidan dwong mat thanh nang va xo
hoa cac mirc dd khac nhau, cé thé kém theo
viém man tinh va thodi héa biéu md gan. Tuy
nhién, do tinh xam 14n va tiém &n nguy co bién
chirng nén chi thwc hién khi chan doan hinh
&nh khong dién hinh hodc can phan biét véi cac
bénh ly khac. Trong nghién clru cla ching toi
c6 7 bénh nhan dwoc sinh thiét gan, mé bénh
hoc biéu hién rd xo hoéa tién trién quanh khoéng
ctra, tang sinh va gian ng mat tao ciu tric dang
nang, kém viém man nhe, tén thwong twong
dwong dac diém di dang tdm éng (DPM). Hinh
anh nay twong déng véi mé bénh hoc dién hinh
cta hoi chirng Caroli dwgec mé ta trong y van,
gdm xo héa va gian dwdng mat thanh nang I6n
nhd khac nhau. Két qua nay ciing twong dong
v@i nghién ctru cla Li Juan (2020)."

Xét nghiém di truyén ngay cang déng vai tro
quan trong trong chan doan hdi chirng Caroli,
mac du chi phi cao |& mét han ché. Po6t bién
PKHD1 di hop t& kép chiém wu thé (87%), phu
hop v&i co ché di truyén gen I&n trén nhiém sac
thé thuwong cla héi chirng Caroli. Ty 1& bénh
nhan mang 2 bién thé sai nghia la kiéu két hop
phd bién nhéat (70%), goi y rang hai bién thé
sai nghia trén hai alen khac nhau cé thé lam
rbi loan cAu truc protein fibrocystin/polyductin,
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anh hwéng dén hinh thanh tm éng mat. Cac
kiéu bién thé it g&p hon gdbm ngwng dich mé/sai
nghta (15%), viing chuyén tiép/sai nghia (10%)
va léch khung/sai nghia (5%), phan anh tinh da
dang di truyén ctia PKHD1. So v&i nghién ctru
cla K. Burgmaier (2021) trén 304 bénh nhan,
bién thé sai nghia/sai nghia chiém 40,5%, bién
thé méat chirc ndng/ sai nghia (ddt bién ving
chuyén tiép, ngwng dich m4, 1&ch khung) chiém
28,6%." Mot sb it trwng hop khong phat hién
dot bién gen du c6 day du kiéu hinh 1am sang,
diéu nay c6 thé lién quan dén d&c diém ciu tric
phurc tap ctia PKHD1 - mdt gen rat 16n (=470kb,
66 exon) v&i tinh da dang alen cao. Nhiéu bién
thé cé thé nam ngoai viing ma héa, & intron sau,
dwéi dang dot bién clu tric I&n hoc lién quan
dén cac bat thwong di truyén khac chwa duoc
lam sang té. Da sb cac bénh nhan trong nghién
ctvu nay s dung cac panel chan doan, vi vay
c6 thé bd sot cac dot bién khé phat hién, vi vay
trong khuén khé nghién clru nay, xét nghiém
gen khong phat hién dwoc dot bién ciing khong
loai trir chan doan hoi chirng Caroli, dac biét khi
lam sang va hinh &nh hoc dién hinh. Day ciing
la mot trong nhirng han ché ctia cac nghién ctru
lién quan dén di truyén tai Viét Nam do han hep
vé kinh phi. Nhém nghién ctru hy vong trong
twong lai c6 thé mé rong cac xét nghiém di
truyén chuyén sau nham mé rong pham vi khao
sat cac dot bién gay bénh.

Theo doi lau dai 34 bénh nhan véi thoi
gian theo ddi trén 12 thang cho thay bénh co
xu huwéng tién trién theo thdi gian va tiém an
nguy co’ xuét hién cac bién chirng ndng. Trong
do, TALTMC 1a bién chirng ndi bat va quyét
dinh nhiéu bién cb lam sang vé sau, dac biét 1a
xuét huyét tiéu héa. Cac bién ching it gép hon
nhwng mang y nghia tién lwong x4u gém tang
ap phdi, hoi chirng gan-phéi va bénh than man,
phan anh giai doan mudn clda bénh va lién
quan mat thiét dén ty 1é t& vong ciing nhw nhu

cau ghép tang. Tang ap phdi 1a hau qua cua
réi loan mach mau phéi, lién quan dén TALTMC
kéo dai trong khi hdi chirng gan-phdi do xo gan
gay gian mach phdi va shunt trong phéi. Bénh
than man tién trién am tham va la yéu té quan
trong dinh hwéng chién lwoc diéu tri cling nhw
can nhéc ghép gan-than. Nhan dinh nay twong
ddng v&i cac nghién clru truéc dé, déu ghi
nhan TALTMC chiém wu thé va tdn thwong than
thuwdng xuat hién muodn hon.”'s Piéu nay nhan
manh tam quan trong cla viéc sang loc sém
TALTMC, chirc nang tim-phdi va than ngay khi
chan doan, déng thdi theo déi dinh ky dé phat
hién sém cac yéu t6 tién lwong xau, tr dé can
thiép kip thoi nham cai thién tién lweng dai han.

V. KET LUAN

Két qua nghién ctru trén 40 bénh nhan cho
thdy Hoi chirng Caroli 1a bénh di truyén hiém
gdp véi tén thwong gan dac trwng béi gian
dwdng mat thanh nang I&n nhé va xo hdéa
khoang clra. Biéu hién Iam sang thuong kin
dao voi cac triéu chirng gan to, lach to. Cac
xét nghiém can 1am sang dwoc tién hanh déng
bd sé& phan anh tién trién xo gan, TALTMC va
tdn thwong than sém. MRCP |a phwong phap
chan doan hinh anh cho thay ty 1& phat hién
hinh anh gian dwéng mat déc trung la cao nhat
92,3%. Dot bién PKHD1 di hop to kép la kiéu
gen phd bién nhét ctia cac bénh nhan trong
nhém nghién ctru.

T& nhitng két quad nghién ctu trén, can
cha y chan doan hoi chiing Caroli & nhirng
tré c6 gan lach to chwa ré nguyén nhan kém
theo nhirng bat thwdng dwéng mat trén chan
doan hinh anh. Trong trwd'ng hop hinh anh trén
siéu am c6 béat thuwong nhung chwa thé khang
dinh chan doan hdi chirng Caroli, can chi dinh
MRCP s&m dé phat hién cac bat thwéng dwong
mat kin dao, tranh bd sét chan doan. Phan tich
dot bién gen nén dwoc ap dung rong rai nham
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hé tro chdn doan xac dinh va tw van di truyén
cho bénh nhén va cac thanh vién khac trong gia
dinh. Cac bénh nhan da dwoc chan doan hoi
ching Caroli can dwoc theo déi dinh ky hdng
nam dé danh gia tinh trang xo' gan va quan ly
cac bién chirng clia bénh gan man tinh, giam
sat chirc nang than nham phat hién sém cac
yéu tb tién lvong x4u va cé bién phap can thiép
kip thoi.

TAI LIEU THAM KHAO

1. Yamada T, Alpers DH, Kalloo AN,
Kaplowitz N, Owyang C, Powell DW. Textbook
of gastroenterology. John Wiley & Sons; 2011.

2. Mahboobipour AA, Ala M, Safdari
Lord J, Yaghoobi A. Clinical manifestation,
epidemiology, genetic basis, potential molecular
targets, and current treatment of polycystic liver
disease. Orphanet journal of rare diseases. Apr
26 2024;19(1):175. doi:10.1186/s13023-024-
03187-w

3. Yao X, Ao W, Fang J, et al. Imaging
manifestations of Caroli disease with autosomal
recessive polycystic kidney disease: a case
report and literature review. BMC pregnancy and
childbirth. Apr 12 2021;21(1):294. doi:10.1186/
$12884-021-03768-8

4. Hasbaoui BE, Rifai Z, Saghir S, et
al. Congenital hepatic fibrosis: case report
and review of literature. The Pan African
medical journal. 2021;38:188. doi:10.11604/
pam;.2021.38.188.27941

5. Wang ZX, Li YG, Wang RL, et al.
Clinical classification of Caroli’'s disease:
an analysis of 30 patients. HPB : the official
journal of the International Hepato Pancreato
Biliary Association. Mar 2015;17(3):278-83.
doi:10.1111/hpb.12330

6. Lucius C, Flickiger A, Meier J, et al.
Ultrasound of Bile Ducts-An Update on
Measurements, Reference Values, and Their
Influencing Factors. 2025;15(7):919.

7. Anjum N, Alvi M, Hamdani S, Fatima T.
Caroli'sDiseasevs CaroliSyndrome: Clinicaland
Radiological Spectrum, with disease Outcome
at a Teaching Hospital in Lahore. Annals of
Punjab Medical College. 12/31 2023;17:587-
590. doi:10.29054/apmc/2023.1100

8. ShiW, Huang XM, Feng YL, Wang FD, Gao
XX, Jiao Y. Factors contributing to diagnostic
delay of Caroli syndrome: a single-center,
retrospective study. BMC gastroenterology.
Sep 29 2020;20(1):317. doi:10.1186/s12876-
020-01442-5

9. Poddar U, Thapa BR, Vashishta RK,
Girish CS, Singh K. Congenital hepatic fibrosis
in Indian children. Journal of gastroenterology
and hepatology. Dec 1999; 14(12): 1192-6.
doi:10.1046/j.1440-1746.1999.02028.x

10. YanFei -C, SiMiao -Y, Miao -T, et al. -
Clinical features of Caroli disease: An analysis
of 41 cases %J - Journal of Clinical Hepatology.
- 2020-10-20 2020;- 36(- 10):- 2261. doi:-
10.3969/j.issn.1001-5256.2020.10.020.

11.LiJ, LiuLW, Luo J, etal. Clinicopathological
features of Caroli disease/Caroli syndrome: an
analysis of 21 cases. Zhonghua yi xue za zhi.
Oct 20 2020; 100(38): 3005-3009. doi:10.3760/
cma.j.cn112137-20200630-01995.

12. Dell KM, Matheson M, Hartung EA,
Warady BA, Furth SL. Kidney Disease
Progression in Autosomal Recessive Polycystic
Kidney Disease. The Journal of pediatrics.
Apr 2016; 171: 196-201.e1. doi:10.1016/j.
jpeds.2015.12.079.

13. Ozdogan E, Arikan C. Liver fibrosis
in children: a comprehensive
mechanisms, diagnosis, and therapy. Clinical
and experimental pediatrics. Mar 2023; 66(3):
110-124. doi:10.3345/cep.2022.00367.

14. Burgmaier K, Brinker L, Erger F, et al.
Refining genotype-phenotype correlations in
304 patients with autosomal recessive polycystic

review of

458

TCNCYH 198 (01) - 2026



TAP CHI NGHIEN ClPU Y HOC

kidney disease and PKHD1 gene variants. and long-term outcome in children with
Kidney international. Sep 2021; 100(3): 650- congenital hepatic fibrosis. Journal of pediatric
659. doi:10.1016/j.kint.2021.04.019. gastroenterology and nutrition. Aug 2013; 57(2):

15. Rawat D, Kelly DA, Milford DV, Sharif K, 161-6. doi:10.1097/MPG.0b013e318291e72b.
Lloyd C, McKiernan PJ. Phenotypic variation

Summary

CLINICAL AND PARACLINICAL CHARACTERISTICS OF HEPATIC
LESIONS IN PEDIATRIC PATIENTS WITH CAROLI SYNDROME

The study aimed to describe the clinical and paraclinical characteristics of hepatic involvement in
pediatric patients with Caroli syndrome at the Vietham National Children’s Hospital from January 1,
2016 to August 31, 2025. This descriptive study included 40 children with a median age at enroliment
of 6.75 years old (IQR: 4.1 - 9.9). Common clinical and laboratory findings included hepatomegaly
(90%), splenomegaly (85%), thrombocytopenia (110 G/L). Among the 34 patients followed for more
than 12 months, 94.1% exhibited signs of portal hypertension, which progressively worsened with
age. Comparison between children under and over 5 years of age showed that older patients had
lower white blood cell counts (4.98 vs. 7.06 G/L) and platelet counts (80 vs. 148 G/L), lower AST and
ALT levels (38.4 and 19.2 vs. 59.9 and 27 U/L), and higher creatinine levels (49 vs. 37.4 ymol/L).
Abdominal ultrasound and MRCP revealed intrahepatic bile duct dilatation in 57.1% and 92.3% of
cases, respectively. Liver biopsy demonstrated cystic dilatation of intrahepatic bile ducts and portal
fibrosis in all patients. The most common genetic variant was compound heterozygous mutations in
the PKHD1 gene (87%).

Keywords: Caroli disease, Caroli syndrome, congenital hepatic fibrosis (CHF), autosomal
recessive polycystic kidney disease (ARPKD).
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