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BENH (* SAT MO DI TRUYEN:
CA LAM SANG VOTPOT BIEN GEN HFE O VIET NAM

Huynh Hoai Phuong', L& Thanh Quynh Ngan', H6 Qudc Cuong!,
Nguyén Manh Hung!, L& Minh Thuy!, Tran Quang Binh!

TOM TAT

P&t van dé: Bénh (r sat mo di truyen (BUSMDT)
I3 bénh di truyen I3n trén nhlem sac the thu‘dng, co
bénh canh 1am sang da dang ma chu yeu & gan. Mac
di bénh & sit md di truyén pho bién & ngu‘dl da
trang, anh hudng hon 1/300 ngu‘d| Bic Au, van chua
c6 nhiéu dir I|eu G cac dan so khac. Hién nay o] Vlet
Nam chua c6 nhiéu dir I|eu vé bénh Iy r sit mo di
truyen Chung t0| bdo cdo hai tru’dng hdp ghi nhan
bénh & sét mo di truyén cd bleu hién bénh ly gan
dugc chan doan tai Bénh vién Da khoa Tam Anh
Thanh ph& H6 Chi Minh. Bénh nhan dugc chan doan
bénh Iy gan do (r s&t md di truyén, vdi dot bién gen
HFE. Céac phuadng phap dleu tri chinh bao gom ché do
an it hdp thu sat, 1y mau tinh mach va liéu phép thai
sat, tinh trang benh dn dinh suot qua trinh theo d0|
dleu tri. BUSMDT can dugc Iuu y G cac trudng hgp rGi
loan chrc nang gan khong g|a| thich dugc. Hinh anh
hoc gan va g|a| trinh tu gen rat hitu ich trong chan
doan Sinh thiét gan tuy xam Ian nhung hitu ich de
xac dinh chan doan trong mot ] tru’dng hap, tu‘ dd co
thé can thlep s6m dé cai thién tién lugng va chét
lugng cudc song ngudi bénh,

Td khoda: bénh ( sit md di truyén, xd gan, dot
bién gen HFE, trich mau, liéu phap thai sat

SUMMARY
HEREDITARY HEMOCHROMATOSIS: CASE
REPORTS WITH HFE GENE MUTATIONS IN

VIETNAM

Background: Hereditary hemochromatosis (HH)
is an autosomal recessive genetic disease with a
variety of clinical manifestations, mainly in the liver.
Although hereditary hemochromatosis is common in
Caucasians, affecting more than 1 in 300 Northern
Europeans, there is not much evidence in other
populations. Currently, data on this disease in Vietnam
remains insufficient. The diagnosis can be overlooked
which may delay the initiation of early treatment,
therefore, early identification is essential. We report
two cases of hereditary hemochromatosis with liver
diseases diagnosed at Tam Anh General Hospital, Ho
Chi Minh City. The patients were diagnosed with liver
diseases due to hereditary hemochromatosis with HFE
gene mutations. The primary treatments included a
low iron-absorption diet, phlebotomy, and iron
chelation therapy. Following treatment, their
conditions showed partial recovery and remained
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stable during the follow-up period. HH should be
considered in cases of unexplained liver dysfunction.
Liver imaging and gene sequencing are valuable tools
for diagnosis. While liver biopsy is invasive, it can be
instrumental in confirming the diagnosis in certain
cases, which can significantly improve prognosis and

quality of life. Keywords: hereditary
hemochromatosis, cirrhosis, HFE gene mutations,
phlebotomy, iron chelation therapy

I. DAT VAN DE

BUSMDT 13 bénh di truyén I8n trén nhiém
sic thé thutng. Ca ché bénh sinh cla bénh [a su
hdp thu qua mUrc sat & rudt qua ché do &n udng,
dan dén lugng sat & dong cao trong mo t€ bao
va cac hé cd quan gay bénh ly [1]. Day la mot
bénh hé thdng, tuy rdng phan I6n bénh nhan
khong cd triu chiing, bénh thutng cdé bénh
canh lam sang bao gom dai thao dudng, bénh ca
tim, loang xuong, bénh khdp va dac biét cha yéu
G gan, gay xd gan, thdm chi ung thu té bao
gan[2]. Bénh gép G nam gidi nhiéu hon so vdi
nir, véi ty Ié mac bénh tang theo do tudi. M3c du
BUSMDT phé bién & ngusi da trdng, anh hudng
hon 1/300 ngudi Bac Au, van chua cé nhiéu dir
liéu & cac dan s6 khac [2], [3]. Nhitng nghién
cfu gan day s dung phan (ng chuoi
polymerase (Polymerase Chain Reaction — PCR)
hoac giadi trinh tu gen thé hé mdi (Next-
generation sequencing — NGS) dé phén tich gen
bénh (& sdt mé HFE, da cho thdy gen nay chira
hai dot bién thay thé acid amin cDNA nucleotide
845 G>A (C282Y) va 187 C>G (H63D) & cling
loai HLA tUr dén s6 khdng pha| ngerl da trang,
bao goém Trung Qudc, ngudi thd dan Uc, ngudi
dao Thai Binh Dugng[4]. Hién nay & Viét Nam
chua nhiéu dir liéu vé BUSMDT. Trong bdi canh
nay, chdng t6i bao cao hai trudng hgp ghi nhan
BUSMDT c6 biéu hién bénh ly gan phat hién tai
Bénh vién Ba khoa Tam Anh Tp. H6 Chi Minh.

1. TRINH BAY CA LAM SANG

Trudng hgp 1: Bé&nh nhdn nam 38 tudi
kham phong kham tiéu hoa vi cac tri€u chirng roi
loan di tiéu, vang da, vang mat, tinh trang nay
kéo dai khoang 1 nam.

Bénh nhan ¢ tién can dung thudc nam, diéu
tri hi€m muon, s dung nhiéu rugu bia, khong
tién can tang huyet ap, bénh mach vanh, dai
thdo dudng, viém gan virus hay nhiém lao,
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khong tién can ngoai khoa, chan thuang, truyén
mau, di Ung thudc, khéng hat thubce 1a. Gia dinh
khoéng ghi nhan tién can bénh gan.

Kham bénh ghi nhan bénh nhan da niém
vang, sam mau, kém mét méi. Cac dau hiéu sinh
ton 6n, khong bang bung, khéng phu chan.

Tiép cén chan doan bénh nhan nay ching toi
ti€én hanh cac xét nghlem chirc nang gan chén
doan nghi ngG xa gan va tim nguyén nhan trong
doé ndi bat tinh trang ferritin tdng cao 1082
pg/ml, véi d6 bao hoa transferin 68%, va cac xét
nghiém viém gan, nguyén nhan khac am tinh.
Tuy nhién do bénh nhan cé ubng rugu bia,
khong tién can bénh gan trong gia dinh, lai con
kha tré khi dugc chan doan xd gan, van dé chan
dodn nguyén nhan chua rd nén bénh nhan dugc
lam thém céc xét nghiém dé€ khang dinh chan
dodan, bao gom xét nghiém di truyén, hinh anh
hoc va sinh thiét gan. Xét nghiém giai trinh tu
gen thé hé mdi c6  dot bién
NM_000410.4:c.187C>G. Cdng hudng tir (CHT)
cho thdy hinh anh gan - lach to, gan ( sét lan
tda, hién khoéng thay hinh anh tic mat trong va
ngoai gan (Hinh 1).

Hinh 1. Hinh Axial T2W FS cho thdy dau
hiéu gan i sat voi tin hiéu nhu mé gan
giam so vdi tin hiéu cac co canh séng
(trai). Hinh Coronal T2W cho thay hinh anh
gan-lach to (phal)
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Hinh 2. Mo gan thoal héa mé va nhiém ssc
té'(nhuém Hematoxylin — Eosin, x400)

M0i tén den: T& bao gan chifa cac sic td
dang hat mau nau vang; Miii tén da: T€ bao gan
thodi héa ma giot I18n.

M6 hoc gan ghi nhén lang dong sat do 1
theo Scheuer, gdi y tn thuang phéi hap do rugu
va BUSMDT (Hinh 2). Bénh nhan dugc diéu tri
thai s3t bang deferiprone 500mg x 3 lan/ngay va
theo d6i murc tang ferritin cho dén khi dat muc
tiéu diéu tri < 50pg/miL, dong thdi tu van thay

doi 16i song, nguing st dung rugu bia, ché d6 dn
giam sit, diéu tri hd trg gan va phong nglra bién
chifng xd gan, tu van tam sodt di truyén cho
ngugi than truc hé.

Trudng hop 2: Bénh nhdn nam 39 tudi
nhap vién cap clu vi cac triéu chiing s6t, vang
da, vang mat, sung do cdng ban chan phai,
trudc dé khoang 1 nam, bénh nhan cd di kham
tai bénh vién khac dudc chan doan va diéu tri xa
gan do rugu, dai thao dudng tip 2.

Bénh nhan khéng tién cdn bénh ly lién quan
dén bénh gan. Bénh nhan cd st dung rugu bia chi
trong vong 2 nam gan day, vdi lugng trung binh
khoang 50g/ngay. Gia dinh c6 anh trai ghi nhan
tinh trang tang men gan khong rd nguyén nhan.

Kham bénh ghi nhén bénh nhan vang da
niém, gan lach to, cang ban chan phai sung
néng do, khd tha khi ndm dau thap. Bénh nhan
dugc chan doan nhiém tring ban chan phai, suy
tim, dai thdo dudng tip 2 va xd gan chua ro
nguyén nhan. Bénh nhan dugc dleu tri &n dinh
tinh trang nhiém trung ban chan, &n dinh du’dng
huyét va dugc xuat vién, ti€p tuc quan ly van dé
Xd gan va suy tim: tim nguyén nhan dé diéu tri
va noi soi da déy quan ly bién chiing gian tinh
mach thuc quan.

Nguyén nhan XG gan: Vi thai glan dién tién
dén xd gan ngan, chi trong vong 1 ndm sau khi
st dung nhiéu bia rugu khong phu hgp theo ghi
nhan cla y van, gia dinh c6 con gai ¢ tdng men
gan khong ro, xét nghiém ferritin 1732 pg/ml, do
b3o hoa transferin 89% kém theo cac can lam
sang nguyén nhan xd gan khac am tinh. CHT
gan cho hinh anh xa gan - lach to, gan ( st lan
tda (Hinh 3). CHT tim cho thady gian ca bon
budng tim, 13ng dong sat dudi thugng tdm mac
va thanh ngoai that trai, phu hgp véi bénh cg
tim do ( sat di truyén (Hinh 4). Giai trinh tu gen
phat hién doét bién di hgp tai vi tri chré:
26091042, thay ddi nucleotide c.278G>A (NP

_000401.1: p.Gly93Glu) cb thé cb lién quan tdi
hemochromatosis type 1. Bénh nhan dugc diéu
tri bang trich mau, mdc tang ferritin giam theo
phac do6 trich méu ma khong lam gidm
hemoglobin dang k& (Hinh 5).

Hmh 3. Hinh Ax:al T1 W Dlxon cho thiy dau
hiéu gan ir sat vdi tin hiéu nhu mé gan trén
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T1W off-phase (trdi) cao so voi T1W in-
phase (phai)

Hinh 4. Lang dong sat & ving dudi thuong
tam mac cua that trai, mic do trung binh
(T2* ~ 14,8 ms)

Hinh 5. Ferritin giam sau 6 thang trich méu
(hinh trén) va duy tri hemoglobin (hinh duoi)

IIl. BAN LUAN

BUSMDT la mot rGi loan di truyén lién quan
dén chuyén hda sat. Day la mot trong sO nhifng
bénh di truy@n 13n trén nhiém sic thé thu’dng
phS bién nhat & ngudi da trdng. Hau hét cac ca
bénh BUSMDT la do dot bién gen HFE (type 1).
Tinh ddng hgp tir cia bién thé p.Cys282Tyr
(p. C282Y) trong HFE hién dién & khoang 80% s6
ngudi goc Chau Au méc bénh [2]. Gidi trinh tu
gen chiu trach nhiém cho bénh ly nay cd thé chia
thanh dot bién gen HFE va dot bién khong HFE,
tlr d6 phan thanh 4 phan loai chinh clia bénh vdéi
5 nhém nhoé. BUSMDT khéng HFE it gap han va
bao gébm ( sat di truyén thi€u hepcidin, gébm
hemojuvelin HIV (tip 2A) va hepcidin HAMP (tip
2B), va (r sat lién quan TRF-2 (tip 3), bénh
ferroportin (tip 4A) va ferroportin khdng dién
hinh (tip 4B) [5]. Nhiing nghién clru gan day su
dung PCR d& phén tich gen HFE cho thiy gen
nay chra hai dot bién thay thé acid amin cDNA
nucleotide 845 G> A (C282Y)va 187 C> G
(H63D) & cung loai HLA tir dan s6 khong phai
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ngudi da trang, bao gém Trung Qudc, ngu‘dl thd
dan Uc, ngudi dao Thai Binh Dudng, két qua cho
thay dot bién 845 G>A cd hién dién trong dan so
vdi tan suat alen la 0,32%, va dot bi€én nay ludn
dudc phat hién véi ki€u don bdi HLA & ngudi da
trdng, gdi y rang ki€u dot bién da dugc dua vao
nhCrng quan thé nay bdi su’ pha trdn cliia ngudi
da trang. V& dot bién gen 187 C>G hién dién vdi
tan sudt alen la 2,68% G hai quan thé dugc phan
tich 1 ngudi thé dan Uc va Trung Qudc. Trong
cac nghién cltu & Trung Qudc, dot bién 187C>G
hién dién vdi nhiéu loai HLA, cho thdy dot bién
nay phé bién hon. M4t doan V162 dudc thiy &
BUSMDT khéng C282Y, cling da c6 bao cao dot
bién mat doan V162 cua SLC40A1 & mét gia dinh
Trung Quoc [4].

Trudng hgp 1d&m sang 1 bénh nhan cé dot
bién gen H63D c.187 C> G. Ty |é p.H63D trong
dan s6 ndi chung cao, cho thiy né cd thé la mét
bién thé da hinh lanh tinh. Chi riéng di hop tr
clia p.H63D dudng nhu khdng du dé gay bénh &
sdt md, nhung khi ki€u gen nay trling khép véi
cac yeu t6 nguy cd di truyén hodc moéi trudng
thém vao dan dén sy tién trién cia bénh gan,
bi€u hién bénh ra ki€u hinh [6]. Trong trudng
hdp nay, yéu t6 nguy co cb thé giai thich do sir
dung rugu bia nhiéu. Sinh thiét gan la can thiét
d€ gilip danh gia chinh xac nhitng bénh nhan
sat vGi dot bién khong HFE va cd y nghia tién
lugng, dac biét & nhitng bénh nhan cd dot bién
di hop tr [7].

Dot bién thay ddi nucleotide ¢.278G>A trong
trudng hgp 2 dugc bao cao trong danh sach cac
bién thé trong gen HFE nhung khéng chic cd
lién quan dén (r sat di truyén tip 1. Tuy nhién
bénh nhan cd bénh canh phu hdp, sau diéu tri
trich mau tinh trang Idam sang cai thién song
song véi mic giam ferritin ggi y dot bién cé lién
guan dén bénh, can dugc nghién clu thém.

IV. KET LUAN

Khi cac bac si Idam sang phai d6i mat vdi roi
loan chirc ndng gan khong giai thich dugc, nhu
tinh trang tdng men gan kéo dai, xd gan chua ro
nguyén nhan, kha nang BUSMDT can dugc xem
xét. Hinh anh hoc gan va giai trinh tu gen rat
hitu ich trong chdn doan. Trong nhiing trudng
hgp chua r6 rang, sinh thi€t gan la mot phuang
tién chan doan xam 18n nhung hitu ich, can dudc
tién hanh s6m dé xac dinh chan doan, tir d6 cd
thé can thiép sém dé cai thién tién lugng va chat
lugng cudc sdéng ngudi bénh, cling nhu xem xét
tam soat di truyén cho than nhan. Can nhiéu
nghién clru hon dé xay dung cd sd dir liéu quéc
gia vé BUSMDT trong tugng lai.
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TUAN THU PIEU TRI THUOC HIT &' NGU'O'l BENH PQ'T CAP COPD
NHAP VIEN TAI BENH VIEN CHQ' RAY NAM 2024
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TOM TAT

Muc tiéu: banh gid mdc do tuan thu diéu tri
thuGc hit va ky thudt s dung binh hit & ngugi bénh
dgt cdp COPD nhgp vién tai Bénh vién Chg Ray ndm
2024. Poi tugng va phu’dng phap nghlen clru:
Nghlen cliu mo ta cat ngang trén 80 ngusi bénh dgt
cap COPD diéu tri ndi trd. Tuan tha diéu tri dudc danh
gia bang thang TAI, k¥ thuat s dung binh hit dugc
danh gla qua bang klem Phan tich s liéu bang Stata
14. Két qua Ket qua ngh|en Cu’u cho thay cd 57,5%
ngusi bénh c6 2-3 lan nhap vién trong nam trerc
Kho thd la triéu chu‘ng noi bat (96,3%). C6 80% va
71,2% ngudi bénh cd nhiéu triéu chufng theo CAT va
mMRC 93,6% thudc nhém nguy cé muc E. Ty Ié tuan
thu diéu tr| thudc hit dat 56,2%, trong khi tuan thu ky
thuat st dung dung ch| dat 26,3%. Thoi gian ndm
vién trung binh 6,2 ngay; 87,5% cai thlen tot sau diéu
tri. Két luan: Tuan thu diéu tri 8 mic trung binh
nhung k¥ thuat st dung binh hit con thap, anh erdng
dén hiéu qua kiém soat dot cap. Can tang cudng
hudng dan va danh gia ky thuat hit trong theo ddi
diéu tri. 7o khéa: COPD, dot cap, thudc hit, tuan tha
diéu tri.

SUMMARY
ADHERENCE TO INHALED MEDICATION
AND ASSOCIATED FACTORS IN PATIENTS
WITH ACUTE COPD EXACERBATIONS

ADMITTED TO CHO RAY HOSPITAL IN 2024

Objective: To evaluate the adherence to inhaled
medication and the inhaler technique among patients
hospitalized with acute exacerbation of COPD at Cho
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Ray Hospital in 2024. Subjects and methods: A
cross-sectional study was conducted on 80 inpatients
diagnosed with acute exacerbation of COPD.
Treatment adherence was assessed using the TAI
scale, and inhaler technique was evaluated using a
standardized checklist. Data were analyzed using Stata
14. Results: The findings showed that 57.5% of
patients had 2-3 hospitalizations in the previous year.
Dyspnea was the most prominent symptom (96.3%).
A total of 80% and 71.2% of patients had high
symptom burden according to the CAT and mMRC
scores, respectively; 93.6% were classified as risk
group E. The adherence rate to inhaled medication
was 56.2%, while correct inhaler technique was
observed in only 26.3% of patients. The average
hospital stay was 6.2 days, and 87.5% showed clinical
improvement after treatment. Conclusion: Treatment
adherence was moderate, but the inhaler technique
remained poor, negatively affecting exacerbation
control.  Strengthening education and regular
evaluation of inhaler technique is necessary to
improve treatment outcomes. Keywords: COPD,
acute exacerbation, inhaled medication, adherence

I. DAT VAN DE

Bénh phdi tdc ngh&n man tinh (COPD) Ia
bénh hd hdp man tinh phd bién, dic trung bdi
tac nghén ludng khi thd khéng hoi phuc, gay khd
thd, ho kéo dai va cac dgt cdp tai phat. Theo
WHO, COPD la nguyén nhan t vong ding thr
ba trén thé gidi v&i 3,1 triéu ca t&r vong ndm
2021, trong dé phan I6n xay ra G cac quoc gia
thu nhap thap va trung binh[1]. Cac dot cap lam
téng dang ké nguy cd tir vong va tai nhap vién,
dong thai lam giam chat lugng song cla ngudi
bénh. Thudc hit Ia lua chon diéu tri nén tang doi
vGi COPD; tuy nhién, hiéu qua diéu tri phu thudc
vao tuan tha va ky thuat st dung. Nhiéu nghién
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