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79,35%, 79,76%, 10,12%. 472 sinh vién
(95,55%) c6 nhu cau dao tao sd cdp clu. 3 noi
dung c6 nhu cau dao tao cao nhat la x{r tri di vat
dudng thé (51 90%), xUr tri ngung tim ngung thg
(51,69%) va x{ tri dot quy (44, 92%). Phucong
phap dudc lua chon nhigu nhat [ t6 chirc dién
tadp ngoai khda (46,40%) va dua vao moén hoc
chinh khéa (44,70%).

VI. KIEN NGHI

Nha trudng can bS sung nhiing thiéu sot vé
ki€n thirc cla sinh vién, tang cudng dao tao ky
ndng va thdi lugng thuc hanh sg cdp clu cho
sinh vién, déng thdi tich cuc truyén théng dé
nhiéu ngudi biét dén I6p dao tao so cdp clu. Cac
nha nghién ctru can ti€én hanh nhitng nghién ctu
Ve ky nang thuc hanh va nghlen clru phan tich
dé€ xac dinh mdi quan hé nguyen nhan dan dén
su' thi€u tu tin khi thuc hién sc cap cru cla sinh
vién va dua ra cach thirc cai thién.

TAI LIEU THAM KHAO

1. World Health Organization. (2020) "Injuries".
Available from: http://www.who.int/ topics/
injuries/about/en/ . Access on 29/05/2021

2. BO Y Té&. (2011) "Hudng dan thuc hanh cg ban
cham sdc chan thuong trudc vién". Nha xudt ban
Y hoc Ha N6i:39-45

3. S. L. James, C. D. Castle, Z. V. Dingels, 1. T.
Fox, E. B. Hamilton, Z. Liu, et al. (2020)
"Global injury morbidity and mortality from 1990

to 2017: results from the Global Burden of
Disease Study 2017". Inj Prev;26(Supp 1):i96-i114.

4. Tran Minh Nhat, Ha Van Anh Bao, Nguyén
Thi Khanh Linh, Lam Phan Lién Nhi, Tran
Van Vui, Nguyen Van Hoa. (2017) "Kién thuc -
thai do - nhu cau vé so cap clru ban dau cua sinh
vien Dai hoc Hué". tap chi Y Hoc Du
Phong;27(8):443-452

5. Pang Puc Nhu, Cao Xuan Ngoc, Bui Dtrc
Giang. (2014) "Thuc trang va nhu cau dao tao vé
sc cap clru ban d3u cla tan sinh vién dai hoc
Québc gia Ha Noi ndm 2013". tap chi Y Hoc Du
Phong; XXIV(4):73-77.

6. Hgang Thi Thay Huyén, Nguyen Lam Vuang,
PO Van Diing. (2016) "Kién thirc va nhu cau dao
tao so cap clu ban dau cua sinh vién khoa Y té€
Cong cong — Pai hoc Y Dugc thanh phé HO6 Chi
Minh nam 2016". tap chi Y Hoc Thanh ph6 H6 Chi
Minh;21.

7. A. Abbas, S. 1. Bukhari, F. Ahmad. (2011)
"Knowledge of first aid and basic life support
amongst medical students: a comparison between
trained and un-trained students". ] Pak Med
Assoc;61(6):613-616.

8. N. Joseph, G. Kumar, Y. Babu, M. Nelliyanil,
U. Bhaskaran. (2014) "Knowledge of first aid
skills among students of a medical college in
Mangalore city of South India". Ann Med Health
Sci Res;4(2):162-166

9. A. Khan, S. Shaikh, F. Shuaib, A. Sattar, S. A.
Samani, Q. Shabbir, et al. (2010) "Knowledge
attitude and practices of undergraduate students
regarding first aid measures". ] Pak Med
Assoc;60(1):68-72

BAO CAO MOT TRUONG HOP LAN PAU TIEN PHAT HIEN
TAI VIET NAM: THAI HET O1 DO POT BIEN GEN ACE
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TOM TAT

Loan san 6ng than di truyen I&n trén nhiém s&c
thé terdng (ARRTD) 13 mot r6i loan di truyen khong
pho bi€n vdi ty 1€ tor vong rat cao. Benh cé trleu chiring
giai doan thai ky dién hinh 13 thiéu 6i, hét i. Gan nhu
tdt cd@ céc thai nhi bi anh hufdng déu chét sau sinh
ho#c thai luu & tuan thai Idn gay anh hufdng xau dén
nguGi me. Trén thé gidi, cd it cac nghién clu vé bién
thé gen ACE lién quan dén ARRTD, dong thdi tai Viét
Nam cung chua timg dugc bao cdo. Tinh trang thiéu
di, hét i trong budng tr cung cé thé do ARRTD hoéc
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nhiéu bat thUGng di truyén khac. Tinh trang nay gay
khé kh&n cho viéc chan doan trudc sinh bang phudng
phap choc hut dICh 6i cling nhu kho khén cho viéc xac
dinh chinh xac cac bat thudng hinh thai cta thai bang
siéu am. Trén cac trufdng hgp thleu Gi, hét Gi nghi ngd
bat thudng than tlet niéu, cd thé tlen hanh truyén dich
Vao buong 6 va lay mau dich &i dé chan doan di
truyén. Chlng t6i bdo cdo 01 trudng hgp thai hét 6i,
khong quan sat thdy bang quang, mang 01 bién thé
dong hgp trr NM_000789.4(ACE), c.2503G>T
(p.Glu853Ter), di truyén Idn, dugc phan loai la “Gay
bénh” theo Hiép hdi Di truyén Y khoa Hoa Ky, cd lién
guan dén ARRTD. Thai nhan 02 alleles tu’ hai b6 me
mang ki€u gen di hap tlr. Thai tién lugng x4u, thai phu
va gia dinh xin dinh chi thai nghén. Tu van tru’dc sinh
dugc dat ra cho nhiing lan mang thai tiép theo. C6 thé
lva chon phudng phap dé tranh mang thai mac bénh
nhu sang loc di truyen trudc 1am t6, hodc chan doan
trudc sinh bing cac phuong phap sinh thiét gai rau
hodc choc hut dich 6i.
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T khoa Hét &i; loan san &ng than di truyén Idn
trén nhiém sic thé terdng (ARRTD); gen ACE; chan
doan trudc sinh, tu van di truyén.

SUMMARY
THE FIRST CASE DETECTED IN VIETNAM:
ANHYDRAMNIOS FETUS CAUSED BY ACE

GENE MUTATION

Autosomal recessive renal tubular dysgenesis
(ARRTD) is a rare genetic disorder with a very high
mortality rate. The typical symptoms of the disease
during pregnancy are oligohydramnios, anhydramnios,
and nearly all affected fetuses die after birth or have a
stillbirth in late gestation, which can adversely affect
the mother. Worldwide, ACE gene variants associated
with ARRTD have few studies, and in Vietnam they
have not been reported. Oligohydramnios and
anhydramnios in utero can be caused by ARRTD or
many other genetic abnormalities. This condition
makes it difficult to diagnose prenatal by
amniocentesis and accurately identify fetal anomalies
through ultrasound. In cases of kidneys and urinary
tract abnormalities associated with oligohydramnios or
anhydramnios, amnioinfusion into the amniotic sac
and taking a sample of amniotic fluid can be
performed for genetic diagnosis. We report a case of a
fetus with anhydramnios and invisible urinary bladder,
carrying a homozygous ACE variant NM_000789.4
(ACE), ¢.2503G>T (p.Glu853Ter), classified as
"Pathogenic" by ACMG, related to ARRTD. The fetus
inherited two alleles from heterozygous parents. The
prognosis was poor, and the pregnancy was
terminated. Pregnant counseling was offered for
subsequent pregnancies, including options to avoid
having a child with the disease, such as
preimplantation genetic diagnosis or prenatal diagnosis
by chorionic villus sampling or amniocentesis.

Keywords: Anhydramnios; autosomal recessive
renal tubular dysgenesis (ARRTD); ACE gene; prenatal
diagnosis; genetic counseling.

I. DAT VAN DE )
Loan san ong than di truyén lan trén nhiém
sic thé thudng (Autosomal recessive renal
tubular dysgenesis - ARRTD) la mot r6i loan di
truyén khong phd bién véi ty 1é tir vong rat cao
[1, 2]. Do bénh cuc ky hi€ém, ty 1é mac bénh
chinh xac van chua dudc biét [2-4]. Bénh dudc
dac trung bdi su vdng mat hodc kém biét hoa
clia cac 6ng lugn gan, véi triéu chirng dién hinh
giai doan thai ky la thiéu &i, hét 6i. Gan nhu tat
ca cac thai nhi bi anh hudng déu chét trong tur
cung hodc trong vai ngay dau tién sau khi sinh
v@i tinh trang vO niéu kéo dai, suy hé hdp va ha
huyét ap khang tri. Thai luu trong tir cung & tuan
thai 16n cling c6 thé gdy anh hudng xdu dén
ngusi me. Gribouval O. va cong su' da mo ta cac
dot bién & 4 gen ma hoa protein khac nhau cua
hé thdng renln—anglotensm (RAS) dan dén
ARRTD [5]. Nhitng dét bién nay dugc xac dinh la

dot bi€én gen AGT ma hda angiotensinogen, gen
REN ma hda renin, gen ACE ma hda enzyme
chuyén (ACE) va gen AGTR ma hda angiotensin
II (Ang II). Tai Viét Nam, dot bi€n gen ACE lién
quan dén ARRTD chua tirng dugc bao cao.

Tinh trang thiéu 6i, hét i trong budng tu
cung c6 thé dudgc gay ra bdi ARRTD hoac nhiéu
bat thudng di truyén mdc do nhiém sic thé va
gen khac. Tinh trang nay gay khd khan cho viéc
chan dodn trudc sinh bang phuong phap choc
hut dich 6i, dong thdi gay kho xac dinh chinh xac
cac bat thudng hinh thai cla thai bang siéu am.
Trén cac trugng hdp thi€u 8i, hét &i nghi ngd béat
terdng than tiét niéu, co the ti€n hanh truyen
dich vao bubng &i va 18y mau dich &i d&€ chan
doan di truyén [6, 7].

Il. BAO CAO CA BENH
Thai phu 23 tudi. PARA 0010. Tién st chua
phat hién bat thudng. Thai phu phét hién thi€u
Oi tUr tuan 20. T&i kham tai Ban vi Can thiép bao
thai - Bénh vién Phu San Ha NOi vao tuan 25:
Toan trang ngudi me chua phat hién bat thudng,
kham khong thdy dau hiéu ri 6i hay v3 6i sém.
Siéu am hinh thai thai nhi bang hé théng GE
Volution E10: Khdng quan sat thdy nudc tiéu
trong bang quang, nhu md hai than tang am
vang, hét 6i. Thai phu dugc ti€n hanh bom
500ml dung dich Ringer lactate vao bubng 0i,
sau d6 hut dich &i ra d€ thuc hién xét nghiém di
truyén. Thu thuat dugc thuc hién trong phong
Can thiép bao thai vo trung loc ap luc duang.
Khao sat sau thu thuat 1 ngay, 1 tuan, 10
ngay: Kham khong thdy dau hiéu nhiém trung,
khong ri 6i. Siéu am: Hét 6i, khong quan sat thay
nudc ti€u trong bang quang, nhu md hai than
téng am vang. Thai c6 tién lugng ndng, thai phu
va gla dinh xin dinh chi thai nghén.

TRUNG TAM CAN THIEP BAO THAI _;‘ ')‘-

Hinh 1. Hinh anh siéu 4m khéng quan sat
thdy nuoc tiéu trong bang quang
Mau dich 6i sau khi ldy ra dugc danh g|a la
khong 1an mau me, cé du lugng t& bao dé thuc
hién xét nghiém di truyén. T€ bao 6i dudc tach
chiét DNA va dudgc tién hanh gidi trinh ty 4503
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gen bénh (CES - Clinical Exome Sequencing) trén
hé thdng Miseq, mau dugc phan tich tai Trung
tam Di truyén Lam sang tai Bénh vién Dai Hoc Y
Ha Noi, k&t qua: Phat hién 01 bién thé dong hop
tor trén exon 17 clua gen ACE c¢.2503G>T
(p.Glu853Ter), day la bién thé€ ngung dich ma,
di truyén lan, dugc phan loai la “Gay bénh” theo
Hiép hoi Di truyén Y khoa Hoa Ky (ACMG),[8]
chua dugc bdo cdo trén ClinVar. Bién thé dugc
xac nhan bdng ky thudt giadi trinh tu truc ti€p
Sanger cho t€ bao dich 6i, bd me. Ky thuat gidi
trinh tu truc ti€p thuc hién trén hé thong giai
trinh tu gen ABI3500. Két qua dugc minh hoa &
H|nh 2

Me PTIIO NM_000789.4: ¢.2503G>T (NP _ 000780\ p.Glu835Ter) di hop tir

Bo: N.Q.T: NM_000789.4: ¢.2503G>T (NP_000780.1: p.Glu835Ter) di hop tir

l

- NM_000789.4: ¢.2503G>T (NP_000780.1: p.Glu835Ter) dong hap ti

Thai (di

Hinh 2. Két qua giai trinh tu’ Sanger phat
hién dot bién gen trén mau dich 6i va mau
mau bé'me

Mau t& bao dich 6i déng hdp t&r bién thé
c.2503G>T trén gen ACE (mdi tén chi 1 dinh
mau xanh 14 cdy). Me mang bién thé di hgp tu
€.2503G>T trén gen ACE. B6 mang bién thé di
hgp tr ¢.2503G>T trén gen ACE (miii tén chi hai
dinh mau xanh la cay (T) va mau den (G) trung
nhau). Nhu vay, kiéu gen déng hgp tir bién thé
2503G>T trén gen ACE cla thai 01 allele cd
ngudn goc tr bé va 01 allele c6 ngudn goc tur
me. Sau khi co du két qua, thai phu va gia dinh
dugc tu van di truyén va tu van sang loc di
truyén trudc lam td va/hodc chan doan trudc
sinh cho céc thai ky ti€p theo.

I1l. BAN LUAN

Triéu ching thi€u 6i, hét 6i cd kém theo bat
thu’dng hinh thai than tiét niéu la mot ggi y nghi
ngd thai nhi c6 thé ¢ bat thudng di truyen Loan
san 6ng than di truyén 1&n trén nhiém sic thé
thudng (ARRTD) la mot r6i loan di truyén cé ty &
tr vong rat cao, tuy nhién do cuc ky hiém nén ty
I& phé bién chinh xac cta né van chua dugc biét.
Gan nhu tat cd cac thai nhi bi anh hudng déu
chét trong tir cung hodc trong vai ngay dau tién
sau khi sinh véi tinh trang vo niéu kéo dai, suy
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ho hap va ha huyét ap khang tri. Bénh dugc dac
trung bdi su vang mat hodc kém biét hda cua
cac 6ng lugn gan, véi triéu chiing dién hinh 1a
thi€u 8i, hét &i. Tinh trang nay gy kho khan cho
viéc 18y t€ bao cla thai nhi d& chan doéan trudc
sinh bang phuang phap xét nghiém dich Gi.

Tai Bon vi Can thiép bao thai - Bénh vién
Phu San Ha Ndi, ching tdi da thuc hién chan
doan trudc sinh cho nhiing thai thiéu &i, hét 6i
nghi ngd cd bat thudng than tiét niéu bang
phuong phap bam dung dich Ringer lactate vao
budng &i, sau dé hit dich &i ra dé thuc hién xét
nghiém di truyén. Day la thu thuat can thiép vao
budng &i, d€ dam bao vd trung vd khuén téi da,
ching toi ti€n hanh tha thuat trong phong vo
trung loc khi ap luc duong. Trén ca bénh da bao
cao, dua vao cac triéu chirng da ghi nhan: Hét
i, khéng quan sat thdy nudc tiéu trong bang
guang, nhu mo hai than tang dm vang, thai nhi
dugc xac _dinh la cd kha nang bat thudng di
truyén. Mau dich 6i thu thap dugc danh gia ky
trudc khi thuc hién xét nghiém di truyén Mau
dudc thuc hién xét nghiém cc ban la nudi cay té
bao d€ loai trir t&i da hién terng nhiém t& bao
mau me, dong thdi xét nghiém cong thirc nhiém
sac thé dé phat hién cac bét thudng di truyén &
méc do t& bdo. Mau dudc danh gid lugng t&
bao/DNA du dugc tiép tuc thuc hién xét nghiém
gidi trinh ty 4503 gen bénh (Clinical Exome
Sequencing - CES) c6 bao gom nhom gen bénh
than tiét niéu. Day la mot chi dinh cé y nghia
chan dodn di truyén va tién lugng cho cac thai ky
sau néu ghi nhan bat thudng.

Két qua xét nghiém dich 6i cho thdy: Phat
hién 01 bién thé NM_000789.4(ACE), Exon 17,
€.2503G>T (p.Glu853Ter), dong hgp tur, la bién
thé ngung dich ma, di truyén 18n, dugc phan loai
la “"Gay bénh” theo Hiép hdi Di truyén Y khoa
Hoa Ky (ACMG),[8] trong do 01 allele c6 ngudn
goc tir bd va 01 allele c6 ngudn goc tir me. Dot
bi€n trén gen ACE cd lién quan dén loan san 6ng
than (renal tubular dysgenesis). Doi chi€u véi
ki€u hinh cta thai nhi co su lién quan chit ché,
v@i cac triéu chiing khoéng bai ti€t dugc nudc
ti€u, hét &i. Bién thé ghi nhan da dugc phan loai
“Gay bénh” theo ACMG, cac triéu ching lam
sang cua ca bénh 1a bdng chitng bd sung thém
dit liéu vé dd biéu hién ki€u hinh bénh cta bién
thé nay trong ngan hang dir liéu. 02 alleles c6
nguon goc tir hai b6 me di hgp td, 1a dang bién
thé hiém gdp, vi vy can khai thac sdu hon tién
str gia dinh d€ xac dinh hai vg chdng c6 chung
huyét théng hay khong va xac dinh cac doi
tugng cé nguy cd mang bién thé trong gia hé.
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Tu van trudc sinh dugc dat ra cho nhitng [an
mang thai ti€p theo. Co thé lua chon phuong
phap dé trdnh mang thai mac bénh nhu thu tinh
dng nghiém va sang loc tién lam 8, hodc chan
doan trudc sinh cho thai bang cac phuong phap
sinh thiét gai rau hoac choc hat dich 6i.

IV. KET LUAN

Thai thi€u &i, hét 8i kém theo bat thudng
hinh thai than tiét niéu trén siéu am coé chi dinh
chén dodan trudc sinh cac bat thudng di truyén
lién quan. Cé thé sir dung phuong phap bom
dung dich Ringer lactate vao budng 6i, sau do
hdt dich 6i ra dé thuc hién xét nghiém di truyén.
Chung t6i da ghi nhan 01 trudng hgp thai hét Gi,
khong quan sat thdy bang quang, mang 01 bién
thé dong hgp t' NM_000789.4(ACE), Exon 17,
€.2503G>T (p.Glu853Ter), di truyén lan, dudc
phan loai la “"Gay bénh” theo Hiép hoi Di truyén Y
khoa Hoa Ky (ACMG). Bién thé hiém g&p, cd lién
guan dén loan san 6ng than, phu hgp véi triéu
chitng 14m sang cua thai, la bang chirng b& sung
thém dir liéu vé d6 biéu hién kiéu hinh bénh cho
ngan hang dir liéu gen.
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NGHIEN CU'U CAC YEU TO ANH HUO'NG DEN SU HAI LONG CUA
NGUO'I BENH NGOAI TRU VA PANH GIA KET QUA CAN THIEP TAI
KHOA KHAM BENH, BENH VIEN SAN-NHI CA MAU NAM 2022-2023

TOM TAT.

Pat van dé: Mdc do hai long cia ngudi bénh la
thuGc do gia tri dich vu y t€, gilp cac nha Ianh dao co
cai nhin tong quan vé chat lugng dich vu kham chira
bénh. Muc tiéu: 1. Khao sat cac yéu to lién quan dén
su hai long cua ngudi bénh 2. Panh gia két qua mot
sO bién phap can thiép. Poi tugng va phucng phap
nghién ciru: Nghién clru mo ta cadt ngang trén 800
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Dwong Phit Nhan'!, L& Nguyén Trong Nhan',
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nguGi bénh dén kham tai khoa kham bénh, bénh vién
San-Nhi Ca Mau. Két qua: Ty € hai long ngudi bénh
ngoai trd la 46,5%. Yéu t6 lién quan dén hai long
nguGi bénh la: khoang cach t&r nha dén bénh vién.
Sau khi ti€n hanh can thiép cai thién mic do hai long
clla ngudi bénh cu thé, mic doé hai long tdng lén
99,2%. Két luan: Phugng phap can thiép mang lai
hiéu qua cai thién mirc do hai long clia bénh nhan.
T khoa: Hai long ngudi bénh, ngoai tri , bénh

vién San Nhi
SUMMARY

THE SATISFACTION OF OUTPATIENTS

ABOUT HEALTHCARE SERVICES AT THE

DEPARTMENT OF OUTPATIENT, CAMAU

OBSTETRICS AND PEDIATRICS HOSPITAL
Background: Patient satisfaction is a measure of
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