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Cac nghién clhu cho thdy da hinh gen
MTHFRC677T c6 su thay thé C (Cytosin) bién ddi
thanh T (Thymin) & vi tri nucleotid s6 677 lam
bién ddi valin & vi tri 222 thanh alanin do vy
lam thay ddi hoat tinh cia enzym MTHFR. Kiéu
gen TT tao ra enzym hoat tinh bang 30% va ki€u
gen CT tao enzym hoat tinh bang 65% so Vdi
kiéu gen CC dan tdi ting ndng dé homocystein
huyét thanh. Noéng do Homocystein tang caola
mot yéu t6 nguy cd cua nhiéu bénh man tinh,
bao gobm bénh tim mach, xd vira déng mach, suy
than man va anh hudng dén su phét trién, chat
lugng xuong va can bang ndi mdi. Do vay két
qua nghién cu clia chidng téi kiéu gen CT+TT
va alen T lam tang nguy cd loang xuong so vGi
ki€u gen CC va alen C la hoan toan phu hgp vé
mat ca ché bénh sinh va cac nghién cltu trudc do.

V. KET LUAN

Da hinh gen MTHFR C677T rs1801133 la mot
yéu t6 nguy cd anh hudng dén loang xuong &
nam gidi sau khi da ki€ém soat cac yéu t& nguy cd
khac nhu tudi, chi s& BMI, tién sir gdy xucng,
tién s hat thube, udng rugu, mac dé hoat dong
thé luc.
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nam 1 tudi 13 r&t thap. Viéc sang loc va chin doan
trude sinh dac biét quan trong, gilp giam ti € t& vong
sém trudc khi sinh, trong khi sinh va sau khi sinh.
Trong khi cac phuong phap tham do chuyen sau nhu
choc hut dich 6i, Iay mau tinh mach ron sinh thiét gai
rau chua dugc trién khai rong rai thi sifu am thuc sy
don gian, can thiét va dugc ap dung tai hau hét co s@
kham chira bénh, cho phép phét hién dugdc bat thudng
vé mat hinh tha| cla thai nhi. Muc tiéu cua nghlen
cu’u (1) M6 ta mot s& ddc diém hinh thai trén S|eu am
cla thai mang hoi chu‘ng Edwards, (2) Danh gia gia tri
cac dic diém siéu &m trong phat hién trufdc sinh thai
mang hoi cerng Edwards. DOi tugng va phucng
phap ngh|en ciru: Nghién ciru mo ta cat ngang tién
clru va hoi ciu trén 6946 thai phu tudi thai tir 11 - 32
tuan dén khdm va siéu am tai Bénh vién Phu san
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Trung udng trong thgi gian tUr thang 1/2012 dén
thang 8/2021. Két qua nghién ciru: Nguy cd thai
Edwards tang dan theo tudi me, tudi me tir 35 tudi tré
[én cd tan suat mang thai trisomy 18 cao nhat
(50,8%). Tang khoang sang sau gay (KSSG) trong thai
ky I gap G 69,4% trudng hdp thai bat thugng NST s6
18. Ti Ié cac bat thudng hinh thai phat hién trén siéu
am: vung nguc gap nhiéu nhat 43,5%, vung dau - mat
22%, hé xuong 17,7%, vung bung 16,8%. Da4i chiéu
vGi lam sang cho thdy ky thuat siéu am phat hién thai
di tat c6 do nhay 85,8%, do dac hiéu 96,3%, ti lé
duong tinh gia 3,7%, ti Ié am tinh gia 14,2%. K&t
lu@n: Phat hién bat thudng hinh thai cla thai qua siéu
am rat c6 gia tri trong tién lugng trudc sinh héi ching
Edwards, dac biét vai tudi thai tir 11 dén 32 tuan, do
nhay (85,8%) va d6 dac hiéu (96,3%) kha cao. .

Tu' khoda: HoOi chiing Edwards, sang loc, chan
doan trudc sinh, dac diém hinh thai.

SUMMARY
MORPHOLOGICAL CHARACTERISTICS OF
EDWARD'’S SYNDROME ON ULTRASOUND IN
PRENATAL SCREENING AT THE CENTRAL

OBSTETRICS AND GYNECOLOGY HOSPITAL
Edward’s syndrome is the second cause of the
number chromosomal abnormalities, is a rare genetic
disease with a high fetal death rate and only very low
children can survive past their first year. The screening
and prenatal diagnosis are very important, helping to
reduce the incidence of child bearing birth defects and
perinatal death. While some in depth invasive methods
have not been widely applied such as tests with
sample taken from amniotic fluid, umbilical venous,
placenta biopsy, ultrasound appears to be a very
simple, necessary and use in most health care
services, diagnose the morphological abnormalities of
the fetus. Objectives: (1) Describe some
morphological fetus on ultrasound of prenatal
Edward’s syndrome (2) Evaluate the value of
ultrasound fetuses in prenatal screening of Edward’s
syndrome. Subjects and methods: Prospective and
retrospective descriptive study on 6946 pregnancies
with gestation age from 11 to 32 weeks visited for
ultrasound in the Central Obstetrics and Gynecology
Hospital during period from 1/2012 to 8/2021.
Results: Risk of Edward’s syndrome increased
gradually maternal age, maternal age from 35 years or
older had the highest frequency of trisomy 18
pregnancies (50,8%). Increased nuchal translucency
was found in 69,4% of fetuses with chromosomal
abnormalities. The rate of morphological abnormalities
on ultrasound: the chest area was the most common
43,5%, the head — face area 22%, bone system
17,7%, abdomen area 16,8%. To compare the clinical
results, ultrasound can detect fetal abnormality with
sensitivity 85,8%, specificity 96,3%, false positive rate
3,7%, false negative rate 14,2%. Conclusion:
Detecting fetal morphological abnormalities by
ultrasound is very valuable in screening Edward’s
syndrome, especially with gestation age from 11 to 32
weeks with a rather high sensitivity 85,8%, specificity
96,3%. Keyword: Edward’'s syndrome, prenatal
screening and diagnosis, morphological characteristic.

I. DAT VAN PE

H6i ching Edwards (trisomy18) la bénh di
truyén trén NST thuGng vdi tan suat xuat hién la
1/8000 - 1/3000 tré sg sinh s6ng va ti I&é gap &
nir gap 3 - 4 lan ti 1é gap & nam.! Nhitng tré
mang hdi chirng Edwards thudng phai hdi strc
ngay sau sinh, phan I6n nuéi duGng qua 6ng
sonde mdii - da day, va du dugc cham soc i uu,
chi khoang 50% tré c6 thé séng qua 1 thang
dau, dudi 10% tré sdéng dén nam 1 tudi.2? Bdi
vay, déi vdi hoi chirng Edwards, tién lugng trudc
sinh dac biét quan trong, gilp thai phu va gia
dinh cd thé quyét dinh gilt hay dinh chi thai
nghén, nhdm gidam thiéu nhitng can thiép y t&
khong can thiét trong giai doan mang thai va giai
doan sg sinh. Trong khi cac phuagng phap tham
do chuyén sau nhu choc hat dich 6i, 1dy mau tinh
mach rén hay sinh thiét gai rau chua dugc ap
dung rong rdi g tat ca bénh vién trén ca nudc thi
siéu am thai la mot xét nghiém sang loc rat hiu
ich va can thiét doi véi moi thai phu dén kham.
DE danh gia gia tri phat hién cac bat thudng hinh
thai d6i vSi chdn doan trudc sinh hdi chiing
Edwards, chdng t6i da danh giad két qua sang loc
va chadn doan trong 10 ndm tir 2012 - 2021
nhdm hai muc tiéu:

1. M6 t3 mot s6 dgc diém hinh thdi trén siéu
am cua thai mac hdi ching Edwards.

2. Ddnh gid gid tri cdc dic diém siéu dm
trong phat hién trutc sinh hi chiing Edwards
1. DOI TUONG VA PHUO'NG PHAP NGHIEN CU'U

2.1. Poi tugng nghién ciru. La 6946 thai
phu dén kham va siéu 4m tai Trung td&m Chéan
doan trudc sinh Bénh vién Phu san Trung udng
tUr thang 1/2012 - thang 1/2021.

Cac san phu dugc dua vao nghién clu sé
dudc khao sat theo mot s8 tiéu chuan: tudi me,
tién st nhitng lan mang thai trudc, tudi thai phat
hién bat thudng khi siéu am, khoang sang sau
gay, bat thuGng hinh thai phat hién trén siéu am,
két qua xét nghiém Prenatal BoBs, két qua xét
nghiém QF - PCR va két qua Karyotype.

2.2. Phucgng phap nghién cru

Phuong phap nghién clru: mo ta cat ngang,
h6i cru va tién clu.

Cac thai phu dudc 1ap bénh an, cé két qua
siéu am vdi cac bat thudng hinh thai nghi nhiéu
dén hoi chirng Edwards, két qua sang loc trudc
sinh, két qua Prenatal BoBs hodc két qua xét
nghiém QF-PCR thudc nhdom nguy cG cao co bat
thudng NST sg 18. Tién hanh choc hit dich 6i tur
tuan thai thr 16 - 20, 1ap karyotype d€ danh gia
bién dGi vé s6 lugng va cu tric NST.
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SU dung phudng phap théng ké tin hoc va
tinh cac ti Ié %. Xac dinh gid tri cia phuang
phap siéu am phat hién bat thudng hinh thai hoi
chirng Edwards badng cach tinh dd nhay, do déc
hiéu, ti Ié dugng tinh gia, ti 1€ am tinh gia.

Ill. KET QUA NGHIEN cU'U
Bdng 1. Phdn bé tubi thai phu trong

‘nghién ciau
Tudi thai phu Sé lugng

(nam) n %
<19 0 0

20-24 9 4,0

25 -29 37 16,4

30-34 65 28,8
=35 115 50,8
Tong 226 100

Nhan xét: Nguy cd mang hoi chifng Edwards
tdng dan theo tudi me, tdn s6 xudt hién thai
mang hdi chiing nay cao nhat khi me tir 35 tudi
trd 1&n (chiém 50,8%).

Bang 2: Tan sudt KSSG ¢ thai mang bat

thuong NST s6'18
ChisOKSSG | Solugng | Tilé
(mm) (n) (%) P
< 3,0 19 30,6
> 3,0 43 69,4 0,001
Tong 62 100

Nhéan xét: O thai ky 1, cé 43/62 thai bat
thudng NST s6 18 c6 khoang sang sau gay tur
3,0 mm trd 1&n, chiém 69,4% trong téng sd cac
trudng hdp phat hién bat thudng NST s6 18.

Bang 3: Cac bat thuong hinh thai cua
thai duoc phat hién trén siéu 3m

Loai bat thuwong |SO Iugng| Tilé
hinh thai (n) | (%)| P
Bat thudng nguc 81 43,5
Bat thudng dau-mat 41 22,0
Bat thuGng hé xuang
khGp 33 17,7 | 0,001
Bat thugng bung 31 16,8
Tong sd 186 100

Nhdn xét: Bat thuGng hinh thai ving nguc
gap nhiéu nhat trén siéu am, chiém ti I1é 43,5%,
trong do6 cd 77/81 trudng hgp la di tat tim chi€m
95,1% trong s6-bat thudng vung nguc va 41,4%
trong téng s8 bat thudng hinh thai. Cic bat
thudng vé dau mat dirng thdr 2 vdi ti 1€ 22%.

Bang 4: DBoi chiéu két qua siéu am thai
va két luan hoi chirng Edwards

Két luan | Két luan
c6 trisomy  binh Téng
18 thudng
Co bat thutng 194 153 347
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trén siéu am

Khong co bat

thudng trén 32 4000 4032
siéu am
Téng 226 4153 4379

Nh3n xét: Trong tong s6 6946 thai phu dén
kham, phat hién 347 trudng hgp cé bat thudng
hinh thdi nghi nhiéu dén hoi chirng Edwards khi
siéu am, trong dé 194 trudng hdp cé chan doan
xac dinh mang hdi chiing Edwards. Trong s6 32
trudng hgp khong thdy bat thudng trén siéu am,
cd 28 trudng hgp thai mang hodi chiing Edwards
dudc chdn doan bang phuong phap phén 1ap
NST karyotype va 4 trudng hop dudc chan doan
nhd phuong phap pretanal BoBs. D0 nhay
85,8%, do dac hiéu 96,3%, ti Ié dudng tinh gia
3,7%, ti Ié am tinh gia 14,2%.

IV. BAN LUAN

4.1. Pac diém cua tudi me trong nghién
cru. Theo Hiép hoi San phu khoa Hoa Ky, me tUr
35 tudi trd 1én c6 nguy cd cao sinh con mang cac
bat thudng léch bdi NST, trong doé cé bat thudng
trisomy 18. Ti Ié mang thai trisomy 18 tang khi
tudi me tdng.* Nghién cfu trén 226 thai phu
mang thai trisomy 18, chdng t6i nhan thay, tan
sudt thai phy tir 35 tudi trd 1&n la 50,8%, tan
sudt thai phu dudi 35 tudi 1a 49,2%, két qua nay
thdp hon so véi nghién clru cua Arie Drugan va
cs (57,5%).> TUr két qua cla nghién clu cho
thdy: tudi me cang cao thi nguy cd bat thudng
NST ndi chung va nguy cd Trisomy 18 cang I8n.

4.2. Phat hién cac bat thudng hinh thai
trén siéu am. Trén siéu am, hoi chirng Edwards
dugc sang loc trudc sinh bang do KSSG va phat
hién cac bat thudng hinh thai dac trung. KSSG
hay d6 mé da gay la su tich tu dich nam giira da
cla vlng gay va cot s6ng, dugc thuc hién & quy
I cta thai ky (11 tuan - 13 tuan 6 ngay). Theo
Hiép hoi San phu khoa Hoa Ky, KSSG tr 3,0 mm
trad 1én dudc goi la tang.5 Trong nghién clfu nay,
ching téi ti€n hanh phéan tich 62 két qua do
KSSG tai quy I ctia 226 thai phu dugc chan doéan
mang thai héi chi’ng Edwards. K&t qua nghién
cltu cho thdy cb 43 trong téng s6 62 trudng hop
cd gid tri KSSG tir 3,0 mm trd lén chiém 69,4%
va 30,6% gia tri KSSG dudi 3,0 mm, trong do cd
9 trén tdng s6 62 trudng hop cd KSSG trong
khoang tir 2,5 — 3mm, chiém 14,5% trudng hdp
thai mang hoi chirng Edwards, 8 truGng hgp co
KSSG tir 2 — 2,5 mm chi€ém 12,9% thai mang hoi
chirng Edwards, 2 trudng hgp co KSSG tir 1,5 - 2
mm, chiém 3,2% thai mang hoi chiing Edwards
va khong c6 thai phu nao mang thai trisomy 18
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¢4 KSSG dudi 1,5mm. Kiém dinh khi binh phuang
cho két qua x2 = 12,1 véi p = 0,001 < 0,01, nhu
vay gia tri khoang sang sau gay gilra 2 nhom >
3,0mm va < 3,0mm la khac biét c6 y nghia
thong ké vai do tin cay 99%.

T quy II cda thai ky, hoi chitng Edwards
dudc phat hién trén siéu am vaéi nhirtng hinh thai
dac trung nhu: nhu mat dau hiéu ban tay mg,
ban tay qudp, thi€u san mong, 16ng ban chén
day va nhirng dau hiéu siéu am trong so nhu cac
nang dam réi mach mac, ndo that nho, gidn bé
dudi nhén ti€u - hanh n3o, kém di tat cic co
quan nhu tim bam sinh, thoat vi rdn, da &i do tac
hep thuc quan, va tinh trang chdm phat trién
trong tr cung.®

O nghién clu nay, chung t6i danh gia 186 bat
thudng hinh thai trén siéu am, két qua cho thay,
trong cac bat thudng vé cau tric, bat thuGng
vung nguc gap nhiéu nhat (n = 81), sau dé la
bat thuGng vung dau mat (n=41), va bat thudng
hé xuang khdp (n = 33). Trong bat thudng ving
nguc, di tat tim bdm sinh gdp nhiéu nhat (n =
77) va loai di tat hay gap nhat la théng lién that
(n = 73), 3 trudng hgp thong lién that co kém
tran dich mang tim. Ngoai ra, chuing téi cling ghi
nhan cac dic diém hinh thai khac: tim 4 budng
khdng can x(ing (n = 3), thiéu san tam that (n =
1), phéi 6 khdi tdng &m (n = 1). V& vling dau -
mat, bat thudng vung dau (n = 28) gap nhiéu
hon vung mat (n =13). Bat thudng hinh thai
vung dau phd bién nhat la nang dam rdi mach
mach (n = 18), ching t6i cling gap cac bat
thuGng nghiém trong nhu bd hép so hinh qua
dau (n = 3), thuy nhong teo (n = 3), nang vach
trong subt (n = 2), gian hd sau (n = 1) va gian
nao that IV (n = 1). Cac di tat ving dau trong
nghién cltu clia chang t6i thuGng xudt hién
khong dong thdi, va chi duy nhat 1 trudng hgp
dugc phat hién b hop so hinh qua dau di kém
vGi nang dam r6i mach mac. Di tadt hé xuong
khdp phé bién nhét 1a ddu hiéu ban tay ndm chit
(n = 18), con lai la cac bat thudng chi khac (n =
15) nhu ban tay, ban chan veo, léch truc chi.
Nghién clfu cGia ching toi chi ra rang, phat hién
bat thudng hinh thai tai vung bung la it gap nhat
(n = 31), chu yéu la thoat vi ron (n = 21), hinh
anh béng ddi trong & bung theo ddi tic dai trang
bam sinh (n = 3), va cac b4t thudng khéng déc
trung khdc (n = 7) nhu da day nho, gidn bé
than. Gid tri p = 0,001 (p < 0,01). Ti I& bat
thudng & cac hé ca quan la khac biét cd y nghia
thong ké vd@i do tin cdy 99%. Cac két qua nay
cling tuang tu nhu nghién clru cta Yang JH 7 vdi
di tat hinh thai hay gap nhat la thong lién that va

céc tdng thuong khac vé tim, tén thuong it gdp

nhat la cac bat thuGng vé bung.

4.3. Tinh chinh xac cua phat hién bat
thuong hinh thai trong sang loc hoi chirng
Edwards. Trong nghién c(fu clia ching t6i, cac
thai phu dugc ti€n hanh siéu am tur tuan thir 11
dén tuan 32, kha nang phat hién dugc bat
thuodng hinh thai hoi chirng Edwards trén siéu
am cé do nhay 85,8%, do dac hiéu 96,3%, ti 1€
duong tinh gid 3,7%, ti I&é am tinh gia 14,2%.
Két qua nay cao hon so véi nghién cfu clia cac
tac gia Yang JH va Nyberg DA.” 8 Ly do c6 su
khac biét, theo ching toi nghi, th( nhat c thé
do d0 nhay cla siéu am phu thuéc vao kinh
nghiém bac sy siéu am, tai Bénh vién Phu san
Trung Uong ndi cd nhiéu chuyén gia hang dau
Vvé siéu am chan doan trudc sinh nén dd chinh
xac cta ky thudt dugc ting 1én. Th{ hai cd thé
do su khac biét vé may siéu am, nhitng thé hé
may ddi sau cé kha nang phan giai tot, cho hinh
anh rd nét nén c6 thé€ phat hién sém cac bét
thudng hinh thai. Th{ ba cé thé do cd mau cua
cac nghién clru.

V. KET LUAN
Nguy cc thai mang hoi chiing Edwards tang

dan theo tudi me, ddc biét khi me tir 35 tudi trd 1én.

Ti Ié thai Edwards cé bat thudng hinh thai
trén siéu am dugc phat hién la 85,8%.

Khi cé bat thudng hinh thai trén siéu am, can
tu van thai phu dé€ lam céc xét nghiém sang loc
va chan doan trude sinh can thiét.

LOT CAM ON: Nghién clu dugc thuc hién
trong khudn khd d@ tai cdp Nha nudc” Nghién
clru Ung dung tri tué nhan tao trong sang loc
trudc sinh mét s6 bat thudng hay gdp & Viét
Nam” thudc chugng trinh KC4.0/19-25, BO Khoa
hoc va cong nghé. Nhém tac gia xin chan thanh
cam dn B6 Khoa hoc va Cong nghé, Trugdng bai
hoc Y Ha Noi va Bénh vién Phu san trung ucng
da ho trg cho nghién cru vé tai chinh lan cg sG
di liéu nghién clu.
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TINH TRANG DINH DUONG VA MOT SO YEU TO LIEN QUAN
O’ TRE 3-5 TUOI TAI 4 XA, TINH THANH HOA, NAM 2017

TOM TAT

Muc tiéu: Mo ta tinh trang dinh derng va mot sO
yeu t6 lién quan dén suy dinh du’dng thap coi G tre 3-5
tudi tai 4 x§, tinh thanh héa, nam 2017. Phuang
phap Nghlen cru md ta cét ngang tren 1136 tré 3- 5
tudi tai 4 x3, t|nh Thanh Hdéa nham mo ta tinh trang
dinh du‘dng va mot sé yéu t6 lién quan den suy dinh
du‘dng thap coi & tré 3-5 tudi. Tré dudc can, do chleu
cao bang phuang phap nhan trac hoc, phong van cac
ba me bang bd cau hdi dugc thiét k& sin. Két qua:
Két qua nghién ctiu cho thay ty Ié suy dinh derng the
nhe can la 11 12%; the thap coi 1a 15,7% va thé gay
com la 2,0%. Tré c6 can nang sd sinh dudi 2500gram
¢ nguy cd méc suy dinh duBng thap coi cao han gap
1,67 lan so vdi tré khac. Gia dinh co tir 3 con trg Ién,
tré co nguy cd suy dinh duGng thap c0| cao ga'p 1,53
[an so. VGi gia dinh co tr 1 - 2 con va me c6 trinh do
hoc van dudi trung hoc phG thong, tré co nguy cd suy
dinh dtrdng thap coi cao gdp 1,59 lan so vdi me co
trinh do hoc van tir trung hoc pho thong trg 1én. Két
luan: Ty Ié suy dinh derng the nhe céan la 11,2%; thé
thap coi 1a 15,7% va thé gay com la 2,0%, c6 méi lién
quan gilra t|nh trang suy dinh duGng thap coi véi can
nang sa sinh cua tré, s6 con trong gia dinh va trinh do
hoc van cua ba me.

Tur Khoa: Suy dinh duGng, tré em, yéu to lién
quan dén suy dinh dudng.

SUMMARY
NUTRITIONAL STATUS AND SOME
RELATED FACTORS AMONG CHILDREN 3-5

YEARS OLD IN 4 COMMUNES, THANH HOA

PROVINCE, 2017
Objectives: Describe nutritional status and some
related factors to stunting malnutrition among children
3-5 years old in 4 communes of thanh hoa province,
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2017. Method: A cross-sectional study was conducted
on 1136 children 3-5 years old in 4 communes of
Thanh Hoa province to describe nutritional status and
some related factors to stunting malnutrition among
children 3-5 years old. Children were measured
weight, height by the anthropometric method,
interviewed mothers with pre-designed questionnaires.
Results: the prevalence of underweight was 11,2%,
stunting was 15,7% and wasting was 2,0%. Children
with birth weight <2500 grams have 1.67 times higher
risk of stunting than other children. Families with 3 or
more children, children have risk of stunting
malnutrition 1,53 times higher than families with 1-2
children and mothers with less than high school
education, children have risk of stunting malnutrition is
1,59 times higher than the mothers with high school
education or higher. Conclusion: The prevalence of
underweight was 11,2%, stunting was 15,7% and
wasting was 2,0%. There is a relationship between
stunting malnutrition and birth weight of children,
number of children in the family and mother's
education level.

Keywords: Malnutrition, children, related factors
to malnutrition.

I. DAT VAN PE

Suy dinh dudng (SDD) la tinh trang bénh ly
xay ra khi ché do an nghéo protein va néNng
lugng, thtrdng kém theo tadc dong clda nhiém
khuan va ngugc lai terdng tao diéu kién cho
nhiém khudn phat trién va lam cho tinh trang
thi€u dinh duBng ngay cang nang thém. Nam
2011, T6 chic Y t& Thé gidi (WHO) udc tinh trén
toan cau cd 115 triéu (18%) tré dudi 5 tudi nhe
can va 178 triéu (28%) bi thap coi. M6t phan tu
tdng s tré em & cac nudc dang phat trién bi
SDD, trong d6 phan I6n s6ng & chau Phi va chau
A [1]. SDD & tré em dudi 5 tudi dan tdi khong
chi lam tré chdm phét trién thé chat, tri tué,
chdm phat trién gido duc, xa hdi va kinh t& ma
con lam tang nguy cd t&r vong va mac bénh do
tiéu chay va tdng nguy cd nhiém trung, udc tinh
khoang 35%[2]. O nudc ta trong nhitng nam



