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BAO CAO CA LAM SANG VA PIEM LAI Y VAN:
GHEP THAN &' BENH NHAN MAC HOI CHU’NG FANCONI

Trdn Minh Tudn?*, Pham Thanh Hail, Lé Nguyén Viil2

Tém tat

Muc tiéu: M6 ta két qua ghép thin & bénh nhan (BN) bénh thin giai doan cubi
(end-stage renal disease - ESRD) mac hoi chitng Fanconi. Phwong phdp nghién ciru:
Nghién ctru mé ta ca 1Am sang, phan tich bénh 4n ctia BN nam 17 tudi mac hoi ching
Fanconi tién trién dén ESRD, dwgc ghép thin thanh céng tir nguwoi hién chét ndo vao
thang 3/2025 tai Bénh vién Hiru nghi Viét Dirc trong 6 thang dau sau ghép, bao gom
dién bién 1am sang, phwong phép diéu tri va theo doi sau ghép than. Két qud: Sau
ghép 6 thang, chirc nang thin ghép on dinh, khong tai phat cac biéu hién cua hoi
chirng Fanconi. Két ludn: Bio cao ca lam sang nay cho thy tién trién tw nhién cta
hodi chirng Fanconi dén ESRD va chitrng minh ghép thin cé thé mang lai két qua tét,
r6i loan ong than dwoc phuc héi khi bénh ly chi khu tru tai than nguyén thuy.

Tw khéa: Hoi chirng Fanconi; Bénh thidn man giai doan cu6i; Ghép than.

A CASE CLINICAL REPORT AND LITERATURE REVIEW:
KIDNEY TRANSPLANTATION IN A PATIENT WITH FANCONI SYNDROME

Abstract

Objectives: To describe the results of kidney transplantation in a patient with
end-stage renal disease (ESRD) secondary to Fanconi syndrome. Methods:
A descriptive case study was conducted by analyzing the medical records of a
17-year-old male patient diagnosed with Fanconi syndrome, progressing to ESRD.
The patient underwent a successful deceased-donor kidney transplant in March
2025 at Viet Duc University Hospital. Clinical course, therapeutic management,
and post-transplant follow-up were evaluated during the first 6 months.
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Results: During the 6-month post-transplant follow-up, the graft function remained

stable, with no recurrence of Fanconi syndrome manifestations. Conclusion: This

case illustrates the natural progression of Fanconi syndrome to ESRD and confirms

that kidney transplantation can yield excellent outcomes, with complete resolution

of tubular dysfunction when the disease is localized to the native kidneys.

Keywords: Fanconi syndrome; End-stage renal disease; Kidney transplantation.

PAT VAN PE

Hoi chirng Fanconi la r6i loan chirc
nang tai hap thu tai 6ng lwon gin, dic
trung bdi sw thai qua nwéc tiéu cla
phosphate, glucose, amino acid, acid uric
va bicarbonate. V& 1am sang, BN thwong
biéu hién tiéu nhiéu, khat nhiéu, chAm
phat trién thé chat, coi xwong & tré em
hodc nhuyén xwong & ngwdi lon, va tién
trién dan dén bénh thin man (chronic
kidney disease - CKD). Nguyén nhan c6
thé do di truyén nhw bénh cystinosis, hoi
chitng Lowe, bénh Dent... hodc mac phai
do thuéc (ifosfamide, tetracycline qua
han, tenofovir, adefovir, cisplatin), kim
loai nang, ddc chit, bénh huyét hoc (da u
tuy, light-chain tubulopathy). Hau qua
lam ha phosphate mau, toan chuyén héa,
ha kali mau, glucose niéu, amino acid
niéu, protein niéu trong lwong phan ti
thap va c6 thé dan téi ESRD. Ghép than
dwoc coi 1a diéu tri triét dé€ khi bénh tién
trién dén ESRD. Trwdng hop tai phat hoi
chirng Fanconi sau ghép hiém gip, chu
yéu lién quan t&i thai ghép, doc tinh
thuéc, hoac bénh huyét hoc. Nghién ctru
nay dwoc thwe hién nhdm: Mé td ca ldm

sang dwoc ghép thdn tai Bénh vién Hiru
nghi Viét Pirc tir thdng 3/2025 va dang
theo doéi sau ghép téi thdng 8/2025.

GIOT THIEU CA LAM SANG

BN N.V.A, nam, 17 tudi, tién si* nam
2016 phat hién hoi chirng Fanconi v&i
cac biéu hién 14m sang da niéu, khat
nhiéu, chAm phat trién thé chat, coi
xwong, cac xét nghiém can lam sang cho
thiy sw réi loan tai hap thu tai 6ng lwon
gan: Glucose niéu (2 - 4+, dwong mau
binh thwong), protein niéu 24 gio ~2
g/1,73m? hodng ciu niéu (3+), amino
acid niéu (+), pH niéu 8.0, ty 1é tai hap
thu phosphate & 6ng thin (Tubular
Reabsorption of Phosphorus - TRP) la
49% (thap), ty 1é tai hidp thu phosphate
toi da cia oOng thin trén do loc cau
than (Tubular Maximum Phosphate
Reabsorption/Glomerular Filtration
Rate - TMP/GFR) 1la 0,46 mmol/L
(thap), phosphat/creatinine niéu 4,5
mmol/mmol (cao), ty lé calci/creatinine
nieu la 1,5 mmol/mmol (cao),
acid uric/creatinine niéu la 1,005
mmol/mmol (cao), khoang tréng anion
niéu la +17 mmol/L. Hiu qua cda cac roi
loan nay giy ra tinh trang toan chuyén
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héa (HCO3~ 14 - 18 mmol/L), ha
phosphate mau (0,9 - 0,92 mmol/L), ha
kali tirng dot (3,0 - 3,6 mmol/L), ha acid
uric mau (129 - 163 pumol/L), ha calci
mau (2,07 - 2,2 mmol/L). Xét nghiém
panel 35 gene (gobm CTNS, OCRL, CLCN5
gene) khéng phat hién bién thé gy bénh.
Chtrc nang than kém dan, creatinine mau
114 pmol/L ndm 2017 tién trién t&i CKD
giai doan V nam 2025 (v&i creatinine
trwedc ghép 1a 998 umol/L). BN duwoc
ghép than tlr ngwoi hién chét ndo véi do
twong hop khang nguyén bach cau
ngwoi (Human Leukocyte Antigen -
HLA) 1/6, tién man cdm am tinh, d6 chéo
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trwdrc ghép am tinh. Qua trinh ghép than
thuén lgi, sau ghép thay chirc nang than
tién trién tét, nwdc tiéu ra déu (3.000 -
5.000 mL/24 gi®), creatinine mau giam
con 1/2 sau ghép ngay thir 2 va t&i ngay
thr 14 1a 73 umol/L véi sy hoi phuc
hoan toan céc roi loan cua 6ng lwon gan
gom glucose, protein, acid uric khong
con phat hién trong nwéec ti€u, khéng con
tinh trang roi loan dién giai, ha calci hay
toan chuyén héa. Hién tai sau ghép than
thang tht 6, chirc ning thin ghép on
dinh, creatinine mau 81 pmol/L va
khong tai phat cac biéu hién cta hoi
chirng Fanconi.

Creatinin (umol/L)
- Tacrolimus (ng/mL)

93.10 88,92 8L87

880 840 160

Ll !
15-03-2025 02-04-2025

13-03-2025

L
03-03-2025

L
28-04-2025

I L I
12-05-2025 09-06-2025 05-08-2025

Biéu d6 1. Dién bién cta chitrc ndng than trudc va sau ghép than.

Sau ghép 2 ngay, chi so creatinine giam tir 1.075 pmol /L xu6éng 462 umol/L,
chirc nang thin ghép 6n dinh véi creatinine mau la 81 pmol/L.

182



TAP CHI Y DU'Q'C HOC QUAN SU’ SO 2 - 2026

pH

Glucose niéu (mg/dL)

Proteinniéu (mgfdL)
—— Canxl (mmol/L)

140

735
o

7.30

-500
-25

-400 24

-300€ 723

ucose/Prote
N
N
Canxi

200 5

-21

- 100
-2.0

2025-03 2025-04 2025-05

2025-06

2025-07 2025-08

Bi€u d6 2. Dién bién cta cac chi s6 truwdc va sau ghép than.

Glucose niéu gidm tir 500 mg/dL xuéng 250 mg/dL va protein niéu gidm tw
100 mg/dL xuéng 30 mg/dL, calci mau ting dan, tinh trang toan chuyén hda cai thién

t&i thang thir 6 sau ghép.

BAN LUAN

Ong lwon gin tai hap thu khoang 2/3
lwgng chat trong dich loc cau thian nhw
natri, calci, bicarbonat, phosphate, glucose,
acid amin va cac protein trong lwong
phin t& thip, dong vai tro trung tim
trong viéc duy tri cin bang dién giai va
thing bang kiém - toan. Hoi ching
Fanconi biéu hién bang sy suy giam toan
bd cac qua trinh tai hip thu nay tai Ong
lwon gan. Nguyén nhin giy nén hoi
chirng nay c6 thé do di truyén hodc mac
phdi [1, 2]. Cac nguyén nhan di truyén
thwong dwoc nhic té6i nhw bénh
Cystinosis, day la nguyén nhan di truyén
thwong gap nhit ctia hdi chirng Fanconi
& tré em, do dot bién Cystinosin gene ma
héa cystinosin. Sv tich liiy cystine trong

lysosome giy stress oxy hoa, réi loan
chirc ndng ty thé va dan dén chét té bao
ong lwon gan [3]. Hoi chirng Lowe
(hdi chitng méat - than,
oculocerebrorenal) 1a dot bién & gene
OCRL1, ma hdéa phosphatidylinositol-
4,5-bisphosphate 5-phosphatase, lam
roi loan qué trinh vin chuyén néi bao
qua duong ndi bao héa (endocytic
trafficking) va dong hoc b khung té bao
(cytoskeletal dynamics), tir d6 lam suy
gidm tai hap thu tai 6ng lwon gan. Bénh
Dent 1a dot bién & CLCN5 hodac OCRL 1am
anh huwdng dén qua trinh acid héa néi
bao quan (endosome) va ndi bao qua
trung gian thu thé, giy protein niéu
trong lwong phan t& thap va héi chirng
Fanconi. Cac hoi chirng hiém gap khac
nhu Galactosemia, khong dung nap

nao -
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fructose di truyén, bénh dw trir glycogen
va cac bénh ly ty thé ciing c6 thé giy
bénh ly 6ng lwon gan dan dén hoi chirng
Fanconi [1]. Cic nguyén nhan mac phai
thwong gip nhw do thudc ifosfamide
(qua chat chuyén héa chloroacetaldehyde
gay doc ty thé), tetracycline, khang virus
tenofovir va adefovir (gay giam DNA ty
thé va &c ché cac chat van chuyén tai 6ng
thén), cisplatin.. déu c6 thé giy ton
thwong 6ng lwon gan va dan dén hoi
chirng Fanconi [4, 5]. Poc t6 va kim loai
ndang nhw chi, cadmi, thuy ngan va acid
aristolochic gy stress oxy hda, roi loan
chirc ndng ty thé va chét té bao ong than.
Bénh ly huyét hoc nhw da u tdy xwong
hodc gamma don dong c6 thé giy bénh
ly 6ng lwon gan do chudi nhe (light-chain
proximal tubulopathy), din dén hoi
chirng Fanconi do lang dong tinh thé
chudi nhe trong bao twong té€ bao 6ng
than [9]. B4t ké 1a do nguyén nhin bam
sinh hay mac phai, cic ton thwong giy
nén hoi chirng Fanconi déu théng qua 1
trong 4 co ché sau: Roi loan chirc ndng
ty thé (nhiéu dang hoi chirng Fanconi, ca
di truyén (cystinosis, bénh ly ty thé) va
méic phai (do ifosfamide, thudc khang
virus)), déu quy vé ton thwong ty thé giy
mat ATP lam suy gidm hoat dong bom
Na*/K*-ATPase va cac chit vin chuyén
ddng van chuyén thir phat, dan dén suy
gidm toan bo cac qua trinh van chuyén;
r6i loan chat van chuyén (khiém khuyét
hodc bi trc ché cac chat vin chuyén dong
van natri-phosphate (NaPi-Ila/IIc), chat
van chuyén glucose - Sodium-Glucose
Cotransporter 2 (SGLT2), chat véan
chuyén acid amin va chat van chuyén
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urate lam giam tai hdp thu cac chat tan
quan trong); stress oxy hda va apoptosis
(tich Iy cystine, cac chit chuyén hba doc
hodc protein sai ciu tric lam tang stress
oxy héa va hoat héa qua trinh apoptosis
cua té bao 6ng lwon gan, gép phan thic
day xo héa ké - 6ng than); réi loan chirc
nang endosome/lysosome (gdp trong
bénh Dent va hdi chirng Lowe, noi roi
loan ndi bao qua trung gian thu thé dan
dén protein niéu va mat protein trong
lwgng phin t& thip). Hau qua cta hoi
chirng Fanconi gy mat phosphate kéo
dai dan dén rdi loan khoang héa xwong,
gdy cdi xwong/nhuyén xwong va bién
dang b6 xwong, tinh trang toan chuyén
héa man tinh gy di h6a protein co, mit
khoang xwong va xo héa ké than, mat
kali va nwéc kéo dai lam thay doi huyét
déng than va ting stress co hoc - chuyén
héa 1én 6ng than va ton thwong truc tiép
té bao ong than (vi du: Tich liy cystine
trong cystinosis, doc tinh ty thé do
ifosfamide hodc cac nucleoside analog)
dan dén apoptosis va xo hda ké& - 6ng
thin tién trién. Hoat hoa thir phat hé
renin-angiotensin do mit muoi kéo dai,
gop phin giy xo hda ciu thin va tién
trién CKD [1, 4]. Nhitng bit thwong nay,
néu kéo dai, gép phan giy chdm phat
trién thé chat, bénh xwong va tién trién
bénh than man, cudi cing dan dén ESRD
[3]. Diéu tri chid yéu la diéu tri triéu chirng
(b6 sung kiém, phosphate, vitamin D,
diéu chinh kali) nhwng khong ngin chin
hoan toan tién trién bénh. Ghép thin van
la phwong phap diéu tri triét dé cho
ESRD [6]. Tai phat hoi chirng Fanconi
sau ghép thin hiém gap nhwng da dwoc
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bao céo, lién quan dén cac dot thai ghép
cip [7, 8], doc tinh thud6c trén dng thin
gan (tenofovir, adefovir, ifosfamide) [5]
va bénh ly huyét hoc nhw bénh ly 6ng
lwon gin do chudi nhe két tinh [9].

O BN cta ching tdi, hdi ching
Fanconi dwoc chan doan tir nho, véi cac
ddc diém sinh hoa dién hinh. Xét nghiém
bang gene (genetic panel testing) khong
phat hién bién thé gy bénh, pht hop véi
ty 1€ khong nhé cac trueong hop Fanconi
khong xac dinh dwoc bién thé di truyén
gay bénh. Theo thoi gian, bénh than man
tién trién dan va cudi cung dan dén
ESRD, day la dién tién da dwoc md ta
trong cac hoi chirng Fanconi di truyén
cling nhw v6 can [1, 2]. Ghép than la liéu
phap diéu tri triét dé trong trweong hop
nay, viéec khéng ghi nhan tai phat hoi
chirng Fanconi sau ghép thin cho thiy
khiém khuyét 6ng lwon gan chi khu tra &
than nguyén thay cta BN. Diéu nay phu
hop voi cac nghién ctru tredce day, trong
cac hoi chirng Fanconi di truyén hodc vo
can khonglién quan dén bénh tich luy hé
théng (cystinosis), ghép than gitp diéu
chinh hoan toan roéi loan dng than [6].
Nguwoc lai, trong cac bénh c6 ton thwong
toan than (nhuw cystinosis), cac biéu hién
ngoai than (mat, ndi tiét, than kinh - co)
van ton tai sau ghép, mic du chitc ning
ong thin cua thin ghép tré vé binh
thwong [1]. Mot s6 bdo cdo da mé ta hoi
chirng Fanconi xuat hién sau ghép than:
Friedman va CS (1981) va Vertuno va CS
(1974) mo td hoi chirng Fanconi xuat
hién dong thoi voi cac dot thai ghép, goi

y co ché ton thwong mién dich tai 6ng
lwon gan [7, 8]. Tenofovir va adefovir la
cac thudc thwong dwoc ghi nhian dung
nhiéu nhat. Perazella va CS (2010) da chi
ra moi lién quan gitta st dung thuoc
tenofovir va hdi chirng Fanconi [5]. O' BN
ghép tang, adefovir duwoc ghi nhan lién
quan dic biét dén roi loan chirc ndng 6ng
lwgn gan va hoi chirng Fanconi [10].
Ifosfamide, mot thuéc alkyl héa, cling la
nguyén nhin giy Fanconi chd yéu &
bénh nhi ung thw nhwng cling dwoc bao
cao xay ra & nguoi lon [4]. Cac truwdong
hop mac bénh huyét hoc tai phat duoc
Francisco va CS (2023) bado cao thiy
hoi chirng Fanconi khoéng hoan toan
(incomplete Fanconi syndrome) xuit
hién hai thang sau ghép than, do bénh ly
ong lwon gan do chudi nhe k két tinh tai
phat [9].

KET LUAN

Ghép than l1a phwong phap diéu tri
triét d€ cho BN mac ESRD do hdi chirng
Fanconi, chitc nang 6ng thin sau ghép
dwogc phuc hoi hoan toan. Tuy nhién, can
theo doi ldu dai dé phat hién sém
Fanconi mac phai do thudc hoic tai phat
hiém gap sau ghép.

Pao dirc nghién ctru: Nghién ctiru
tuan thu cac quy dinh ctiia Bénh vién Hiru
nghi Viét Pirc. S6 liéu nghién ctru dwoc
Bénh vién Hitu nghi Viét BPirc cho phép
st dung va céng b6é. Nhém tac gid cam
két khong c6 xung doét loi ich trong
nghién ctru.
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