VIETNAM MEDICAL JOURNAL N°2 - JANUARY - 2022

MO TA PAC PIEM THIEU MAU CUA BENH NHAN THIEU HUT
GLUCOSE-6-PHOSPHATE DEHYDROGENASE TAI BENH VIEN
PA KHOA QUOC TE HAI PHONG

Nguyén Thi Thu Phuong!?, Ngé Thi Quynh Mai’

TOM TAT

Thi€u hut glucose-6-phosphate dehydrogenase
(G6PD) 13 khiém khuyét enzym phé bién nhat & ngudi
va la mot trong nhu’ng réi loan di truyén pho b|en nhat
trén toan thé gIO'I Thiéu G6PD lam cho hong cau dé bj
oxy hda, lam giam tudi tho cta hdng cau. vay, chung
t6i thuc hién nghién clfu nay nham muc dich khao sat
tinh trang thiéu mau & bénh nhan thiéu hut G6PD man
tinh diéu tri tai Bénh vién Da khoa Qudc té Hai Phong
nam 2020. Tt d6, chung t6i phan tich cac yéu té anh
hudng dén su xuat hién th|eu mau & nhdm bénh nhan
ngh|en cu’u Nghlen cltu clia ching tdi d& hodi cttu ho
sG bénh an clia 46 bénh nhan dugc chan doén la thiéu
hut enzyme G6PD. Ngh|en cru cla chung t6i cho thay
65,2% bénh nhan la nam gidi. Néng d6 enzyme G6PD
tai thai diém phat hién trung binh la 2,4+2,4 (U/g)
Nong dé hematocrit trung binh cua nhom benh nhan
nghién cru 13 0,38+0,06. Nong do hematocrit trung
binh cta nhém bénh nhan nghién clru la 0,38+0,06.
Két qua nay gop phan ho trg bac si Iam sang trong
qua trinh tién lugng va theo ddi bénh nhén thi€u hut
G6PD nhdm cai thién hiéu qua diéu tri.

SUMMARY
SURVEY ON SUBCLINICAL

CHARACTERISTICS OF PATIENTS WITH

GLUCOSE-6-PHOSPHATE DEHYDROGENASE
DEFICIENCY AT HAI PHONG

INTERNATIONAL GENERAL HOSPITAL

Glucose-6-phosphate  dehydrogenase  (G6PD)
deficiency is the most common enzyme defect in
humans and one of the most common genetic
disorders worldwide. lifespan of red blood -cells.
Therefore, we carried out this study with the aim of
investigating anemia in chronic G6PD deficiency
patients treated at Hai Phong International General
Hospital in 2020. From there, we analyzed the factors.
affects the occurrence of anemia in the study group of
patients Our study has retrospectively reviewed the
medical records of 46 patients diagnosed with G6PD
enzyme deficiency. Our study showed that 65,2% of
patients were male. The average concentration of
G6PD enzyme at the time of detection was 2,4+2,4
(U/g). The average hematocrit concentration of the
study group was 0,38+0,06. The average hematocrit
concentration of the study group was 0,38+0,06. This
result contributes to supporting clinicians in the
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prognostication and monitoring of patients with G6PD
deficiency to improve treatment efficacy.
Keywords: G6PD deficiency, anemia

I. DAT VAN PE

Thiéu hut glucose-6-phosphate dehydrogenase
(G6PD) Ia khiém khuyét enzym phé bién nhat &
ngudi va la mot trong nhiing r6i loan di truyén
phd bién nhét trén toan thé gidi, udc tinh cd
khoang 400 triéu ngudi trén thé€ gidi mang dot
bién gen G6PD gdy ra su thi€u hut enzym.
Enzyme c6 mot vai tro quan trong trong viéc duy
tri tinh toan ven cla té bao hong cau va bao vé
no6 chong lai su pha hiy do oxy hoa. Thi€u men
G6PD pho bi€én & Chau Phi, Trung Quéc va DBbng
Nam A, nerng hi€m gap & Nhat Ban. O Bic My,
can benh nay cha yéu chi gigi han & nhing
ngudi nhap cuf1]. Day la mét rdi loan lién két X
va dugc mo ta lan dau tién vao nhirng nam 1950
sau khi phat trién ching tan mau & nhitng bénh
nhan dugc diéu tri bang primaquine. That vay,
tan mau do thudc dugc coi la hdu qua lam sang
phd bién nhat cua thi€u men G6PD [2]. Thiéu
G6PD lam cho hong cau dé bi oxy hda, lam giam
tuGi tho cta héng cau. Tan mau xay ra sau kich
thich oxy hoa, thu‘dng la sau khi bi sot, nhiém
virus hoac vi khuan cép tinh, va nhiém toan do
tiu dudng. Tan mau tiing dot, tu han ché&, mic
du ¢ 1 s6 hiém bénh nhan cé tan mau man tinh
kéo dai ngay ca khi khong c6 kich thich oxy héa.
ft phS bién hon, tan mau xay ra sau khi tiép xuc
v@i thudc hodc vdi cac chat khac tao ra peroxide
va gay oxy hoa hemoglobin va mang hong cau.
Cac loai thudc va chat nay bao gom primaquine,
salicylat, sulfonamid, nitrofurans, phenacetin,
naphtalen, mot s6 dan xudt vitamin K, dapsone,
phenazopyridine, axit nalidixic, xanh methylene,
va trong mot so trudng hop la dau fava. Mlc do
tan mau phu thudc vao muic do thi€u hut G6PD
va khd nang oxy hoda clia thudc. Trong hau hét
cac tru‘dng hdp, tan mau anh hudng < 25% khai
hong cau va gay ra vang da thoang qua va nudc
tiéu sam mau. Mot s6 bénh nhan c6 dau lung va
/ hodc dau bung.

Do vay, chung t6i thuc hién nghién clru nay
nhdm mod ta mot s6 dic diém 14m sang, can 1am
sang clia cac bénh nhan dugc chan doan thiéu
hut men G6PD. Tir d6, ching t6i ti€n hanh danh
gia mdi lién quan gilra sy’ xudt hién tan mau va
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nong do enzyme.

II. DOl TUQONG VA PHUONG PHAP NGHIEN CU'U

2.1. PBoi tugng nghién clru. Bénh an dién
tlr cla cac bénh nhan dugc chan doan thiéu hut
G6PD tai Bénh vién Da khoa Qudc té Hai Phong
tr nam 2018 - 2020

Tiéu chuén lua chon: Cic hd s bénh an
dat day du cac yéu cau sau:

+ Bénh nhéan dudc chan doan thiéu hut G6PD

+ Bénh nhan cdé day di cac xét nghiém
hemoglobulin, hematocrit

Tiéu chuén loai tra: Bénh nhan khdng co
day du cac xét nghiém

2.2. Pia diém va thgi gian nghién ciru.
Bénh vién bPa khoa Qudc té€ Hai Phong tir nam
2018 - 2020 (01/01/2018 — 31/12/2020)

2.3. Thiét ké nghién cru. Nghién clru dugc
ti€n hanh theo phuong phap md ta cit ngang
dua trén hé thong luu trlr it liéu bénh an dién
t cla bénh vién théa man tiéu chudn lua chon
va loai trir.

_2.4. C8 mau nghién ciru. Cong thirc tinh ¢
mau:
- Z'p(1-p)
N

Trong dé: m: c§ mau,; Z: gia tri phan phoi
tugng Ung vdi do tin cay lua chon

p: udc tinh ty 1& % cla tdng thé

e: sai sO cho phép. Vé&i do tin cay 95%, ty Ié
phat hién G6PD trén quan thé la 6%[3], sai s6
cho phép la 7% thi ¢@ mau nghién ctu tinh theo
cong thic trén la: n > 30 (bénh an)

CG mau cla nghién clu la toan bd 46 bénh
an dién tur thu thap tai bénh vién dap Ung cac
tiéu chudn lua chon va loai trir ciia nghién clu.

2.5. Phuong phap chon mau. Nghién cltu
chon mau theo phuong phap thuan tién. Nhém
nghién cltu 13y toan bd bénh an dién tlr cla bénh
vién phu hop céc tiéu chuén lua chon va loai trir
cla nghién clu.

2.6. Bién s6 nghién ciru. Dic diém sir dung
thubc ctia bénh nhan

P3c diém xét nghiém cia bénh nhén:
hemoglobin, hematocrit; Gia tri binh thuGng cla
xét nghiém do hoat do G6PD la 6,97-20,5 (U/g
Hb). Néu két qua nhd han 6,97 U/g thi dugc
chan doan la thiéu men G6PD.

2.7. Phuong phap thu thap thong tin.
Thong tin trong nghién clfu dugc thu thdp dua
vao bénh an dién tr trong nam 2020, hién dugc
luu trir tai bénh vién DBa khoa qudc té€ Hai Phong.

2.8. Xtr ly va phan tich s6 liéu. Toan b6 dit
lieu dugc nhap, luu trlr va xr ly trén phan mém
Microsoft Office Excel 2010 va SPSS 22. Trinh
bay s0 liéu: bién phan loai trinh bay dang tan s6
va ty Ié %; bién lién tuc trinh bay dang trung
binh £ d6 Iéch chuan.

2.9 Pao dirc nghién ciru. Nghién cliu dugc
su’ chap thuan béi H6i dong Pao diric cia Bénh
vién Pa khoa qudc té Hai Phong theo Quyét dinh
s8: QD 15/2020/DKQT.

Ill. KET QUA NGHIEN cU'U

Nghién clu clia chung t6i da chon dugc 46
bénh an dién tir phu hgp vdi céac tiéu chuén lua
chon va tiéu chuén loai trlr ciia nghién cu. Dac
diém 14m sang va can 1dm sang cta bénh nhan
dugc trinh bay tai bang 1. Cé 30/46 bénh nhan
la nam gidi, chiém ty I& 65,2%. Tudi trung binh
dugc chadn doan thiéu G6PD la 11+16,6. Tuy
nhién, tudi phat hién thiéu G6PD & nam gidi nho
hon nir gigi (5,5+12,1 so véi 21,1+£19,1). Su
khac biét nay c6 y nghia thong ké (p<0,05).
Nong dd enzyme G6PD tai thdi diém phat hién
trung binh la 2,4+2,4 (U/g), nhd hon nguGng
6,97. Nong d6 nay & nam gidi nho han & nir gidi
(1,1+1,5, 4,7+1,8). Nong dé hemoglobin trung
binh cila nhém bénh nhdn nghién ctu Ia
121,2+19,6(g/L). Nong do hematocrit trung binh
cla nhém bénh nhan nghién ctu la 0,33+0,07.
Khong co su khac biét gilta nhom bénh nhan
nam va nit vé két qua xét nghiém hemoglobin va
hematocrit mau.

Bang 1: Pac diém I13m sang, cdn Idm sang cta bénh nhdn nghién ciu (n=46)

Chi s6 Nam N@r Tong
n (%) 30 (65,2%) 16 (34,8%) 46 (100%)
Tubi, TB£SD 55+12,1 21,1+19,1 11%£16,6
G6PD (U/g), TB£SD 1,1£15 4,7%1,8 2,4%2 4
Hemoglobin (g/L), TB£SD 120,8+20,3 138,9+17,5 121,2+19,6
Hematocrit, TB£SD 0,36+0,05 0,4+0,06 0,33+0,07

Trong nhom bénh nhan nghién clfu, ching toi thuc hién phan nhom nho dua vao két qua xét
nghiém G6PD tai thdi diém phét hién. C6 60,9% bénh nhan (28/46) c6 nbng dd G6PD <2 U/g. Ndng
dd hemoglobin va hematocrit tai thdi diém phat hién & nhdm cd G6PD tir 0-2 la 113,2+16,8 va
0,29+0,04, tuan tu. C6 34,8% bénh nhan (16/46) c6 néng do G6PD tur 4-6U/g. Nong do hemoglobin
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va hematocrit tai thdi diém phat hién & nhém cé G6PD tir 4-6 la 135,7+16,7 va 0,41+0,04, tuan tu.
Chi 4,3% bénh nhéan (2/46) c6 nong do G6PD tUr 2-4 U/g. Nong d0 hemoglobin va hematocrit tai thoi
diém phat hién & nhdm cé G6PD tir 2-4 la 123,7+14,1 va 0,33+0,01, tuan tu

Bang 2: Pdc diém xét nghiém hemoglobin, hematocrit theo phdn nhom két qua xét

nghiém G6PD (n=46)

G6PD (U/g) n(%) Hemoglobin (g/L) (TBxSD) | Hematocrit (TBxSD)
0-2 28 (60,9%) 113,2+16,8 0,29+0,04
2-4 2 (4,3%) 123,7+£14,1 0,33+0,01
4-6 16 (34,8%) 135,7+16,7 0,41+0,04
Tong 46 (100%) 121,2+19,6 0,33+0,07

Chiing toi tién hanh phén tich héi quy tuyén tinh don bién dé tim su lién hé gitta két qua xét
nghiém G6PD va hematocrit (Bang 3). Nhu vay G6PD tang 1 U/g thi hematocrit tang Ién 0,02. Ty Ié
hematocrit va G6PD cé mai lién quan kha chat ché véi R2 = 0,56, p<0,001

Bang 3: Phuong trinh hoi quy tuyén tinh don bién mé ta médi lién quan giia ty 1é

hematocrit va G6PD
Uéc tinh SE t value P value R2
Hé s6 chan 0,281478 0,00977 28,811 <0,001
G6PD (U/g) 0,021589 0,002906 7,428 <0,001 0,56
IV. BAN LUAN 133+19,9 (g/L). N6ng d0 hematocrit trung binh
Thidu  hut glucose-6-phosphate ~ €ta@ nhém bénh nhan nghién ciu la 0,38+0,06.

dehydrogenase (G6PD), hay con goi la “nhay
cam vdi primaquine”, 1a r6i loan di truyén phé
bién nhat v&i udc tinh khoang 400 triéu ngudi bi
anh hudng trén toan thé gidi [4]. Nghién c(ru cua
cht]ng t6i cho thay coé 30/46 bénh nhan la nam
gidi, chi€ém ty Ié 65,2%. Gen G6PD kéo dai 18 kb
trén nhiém sic thé X (Xg28), chira 13 exon va 12
intron. La lién két X, thi€u men G6PD xay ra &
nam nhidu hon nit. K&t qua nay tuong dong vdi
két qua cla tac gia Hagag va cong su trén 1000
ngusi bénh thi€u hut G6PD cho thdy nam gidi
thudng bi anh hudng han nir gigi (932 nam so
vGi 68 nir) [5]. Hau hét cac dot bién nay lam
giam su &n dinh va hoat déng cla enzym G6PD
[6]. G6PD la chat xuc tac trong budc dau tién
gidi han toc d0 cla con dudng pentose
phosphate, s dung glucose-6-phosphate dé
chuyén nicotinamide adenine dinucleotide
phosphate (NADP) thanh dang khir cla no,
NADPH. Trong cac té bao hong cdu, NADPH rat
quan trong trong viéc ngdn nglra tén thuong cac
cau trdc té bao gay ra bdi cac radicles khéng co
oxy. No thuc hién diéu nay bang cach ddng vai
tro6 la chdt nén cho enzyme glutathione
reductase. Glutathione kh(r c6 thé dugc sir dung
dé& chuyén d6i hydrogen peroxide thanh nudc va
ngdn nglra ton thuong cdu trdc t& bao, ddc biét
la thanh té bao cla t€ bao hong cau (RBCs) vi
ching cé kha ndng slra chita han ché khi truéng
thanh[7]. Do d4, bénh thudng dugc bi€u hién
dudi dang thi€u mau huyét tan cap tinh do hap
thu cac yéu t6 tac dong. Nong do hemoglobin
trung binh cla nhom bénh nhan nghién clu la
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Nghién cru h6i ctu 5 nam nay dugc thuc hién
nhdm nghién cu dir liéu nhan khdu hoc, 1am
sang va xét nghiém cua 1000 bénh nhan thiéu
mau do thi€éu men G6PD tai Ai cap cho thay xét
nghiém G6PD cho thdy mlc d0 enzym giam ro
rét tai thdi diém xudt hién trong tit ca cac
trudng hdp vdéi mic d6 enzym G6PD phé bién
nhat la 3-4 U/gm Hb (592 bénh nhan; 59,2%)
[5]. Nghién clu cua ching téi cho thé’y t§/ &
hematocrit va hoat d6 enzyme G6PD cé mdi lién
quan kha chdt ché vdi R? = 0,56, p<0,001. &
ngudi I6n, cac triéu chdng thong thudng va
kham phat hién thi€u men G6PD bao gom thi€u
mau tan mau hodc cd thé do 13 lach hap thu
héng cau. Mot s6 biéu hién nay bao gom xanh
xao, vang da, mét mai, lach to va nudc tiéu sam
mau [8]. Han ché cla nghlen ctfu cta ching toi
la chua danh gla dugc cac triéu chu‘ng khac cda
tan mau nhu vang da, mét mai, nudc ti€u sam.

V. KET LUAN

Nghlen clfu cla chung t6i da hodi ciu hd so
bénh &n cla 46 bénh nhan dugc chan doan la
thi€u hut enzyme G6PD. Nghién cltu clia ching
t6i cho thay 65,2% bénh nhan la nam gigi. Nong
dd enzyme G6PD tai thdi diém phat hién trung
binh la 2,4+2,4 (U/g). Nong d0 hematocrit trung
binh clla nhém bénh nhdn nghién ctu la
0,38+0,06. Nong d0 hematocrit trung binh cla
nhom benh nhan ngh|en cliu la 0,38+0,06. Két
qua nghlen clru c6 thé cai thién két qua va theo
ddi diéu tri § bénh nhan thiéu hut enzyme G6PD
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MOT SO PAC PIEM LAM SANG, CAN LAM SANG VA TINH TRANG
POT BIEN GEN EGFR CUA UNG THU BIEU MO VAY MUI XOANG
TAI TRUNG TAM UNG BU'O'U BENH VIEN TAI MUI HONG TRUNG UONG

Nguyén Thé Pat!, Nguyén Pinh Phiic, Lé Trung Tho?

TOM TAT

Nghién cru d3c diém 1am sang, can lam sang va
tinh trang dot b|en gen EGFR cla 54 trerng hgp ung
thu bleu mo vay mii xoang tai Trung tam ung budu
bénh vién Tai Mi Hong Trung uong tur 2015 den 2020
Vi muc tleu M6 td moét sb dic diém Iam sang, can
lam sang va tinh trang dot bién gen EGFR clia ung thu
bi€u md vay miii xoang. Thiét k& nghién cliru: M6 ta
cdt ngang. D!nh typ mo bénh hoc theo phan loai cla
TCYTTG nam 2017. Xét nghlem dot bién gen EGFR
béng phuong phap PCR. XU ly s6 Ileu theo phudng
phap th6ng ké thdng thudng. K&t qua:Nhém tudi 41-
60 gdp nhiéu nhat (46,3%), ty Ié nam/n{f la 3,1/1.Cac
triéu ching co nang chu yéu: Ngat mii, chéy mdi,
chay mau mii va mat ngui ([an lugt 1a 90,8%; 88,9%,
57,4% va 38,9%). Hinh thai sm chiém nhleu nhat
(88 9%). Tén thuong tai miii va xoang sang chiém
nhiéu nhat vdi 40,7%. Typ sing héa va khong sing
héa (lan lugt 53,7%, 40,7%). Ty Ié dot bién chung
cla 4 exon la 51,9%, cao nhat & exon 21 (46,4%),
thap nhat & exon 20 (10,7%). Cac két qua da dugc so
sanh va ban luan.

Tur khoa: Ung thu miii xoang, EGFR.

SUMMARY
CLINICAL CHARACTERISTIES,
PARACLINICAL AND EGFR GENE
MUTATIONS STATUSOF SQUAMOUS CELL
CARCINOMA OF NASO-SINUSAL CANCER
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AT THE NATION OTORHINOLARYNGOLOGY
HOSPITAL OF VIET NAM

The study clinical characteristics, paraclinical and
EGFR gene mutations statusof 54 case naso-sinusal
cancer at the Nation Otorhinolaryngology Hospital of
Viet Nam from 2015 to 2020. Objective: Describe
some clinical, paraclinical, and EGFR gene mutations
status of squamous cell carcinoma of naso-sinusal
cancer. Study Design: Cross sectional description.
The sections are stains by HE, the technique
immunohisstochemistry and EGFR mutation test
results. Results: Age group 41-60 was the most
common (46,3%), male/female ratio was 3,1/1.
Blocked nose , runny nose, bleeding and loss of smell
(90,8%, 88,9%, 57,4% and 38,9%, respectively),
Forms vegetable growth is 88,9%. Tumors in the nose
and ethmoidal sinus occupy the most with 40,7%.Type
of keratinized and non-keratinized cancer (53,7%,
40,7% respectively). The overall mutation rate of all 4
exons was 51,9%. Mutation exon 21 accounted for the
most (46,4%) and mutation exon 20 accounted for the
least (10,7%). The results have been compared and
discussed.

Key words: Sinus nasal cancer, EGFR.

I. DAT VAN PE

Ung thu mii xoang (UTMX) chi chiém khoang
3% cac ung thu viung dau c6 va khodng 0,8%
tdng s6 cac ung thu & ngudi. Trong cac typ md
bénh hoc (MBH) thi typ ung thu biéu md vay
(UTBMV)chiém ty Ié cao nhét (55-70%)[1]. Chan
doan UTBMV mdi xoang dua vao cac triéu chirng
lam sang, can lam sang (dac biét la MBH) Do vi
tri giai phau va dic diém MBH nén viéc chan
doan va diéu tri gdp rat nhiéu kho khan. Trong
sO cac gen dot bién gay ung thu, gen EGFR dugc
coi la quan trong nhat d6i véi viéc diéu tri
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