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phan, bang 4 cho thay ti 1€ % nang lugng clia cac
chét sinh ndng lugng/ tdng nang lugng khau phan
cling khong can dai, ti 1€ dat NCKN rat thap.

Nhu vay, khiu phan 24 gid cia ba me mang
thai mdc dai thdo dudng st dung chu yéu la
protein tUr dong vat, protein cd gid tri sinh hoc
cao. Bén canh do, khau phan &n cta ngudi bénh
van con thiéu hut nhiéu nhém vitamin va chat
khoang dac biét véi vitamin B1, B6, B9 va
khoang chat nhu Canxi. Su’ thi€u hut vi chat dinh
duBng cé thé la yéu t8 lam t&ng nguy co bién
chirng clia ngudi bénh. Tuy nhién, can cd nhirng
nghién clu danh gia, can thiép cu thé vdi timng
loai chat dinh duGng dé xem muic d6 anh hudng
n6 nhu thé nao doi vai ngu‘dl bénh mac dai thao
dudng thai ky. M3c du vay van can phai bé sung
day du cac vi chat khi mang thai dé thai nhi phat
trién khoé manh.

V. KET LUAN )
Tinh trang thi€u nang lugng trudng dién va

thira can, béo phi truéc mang thai chiém ti Ié

cao. Ché db dinh duGng cla cac thai phu dai

thao dudng thai ky véi ty 1€ 3 chat sinh nang

lugng chua can dai.
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XAC DINH DOT BIEN CAU TRUC NHIEM SAC THE
TREN MOT SO CAP VO’ CHONG HIEM MUON

TOM TAT ;

B&t thudng vé& cdu tric nhiém sic thé & nquyén
nhan phd bién gdy ra cac khiém khuyét di truyén va
dugc biét dén nhu mot nguyén nhan quan trong gay
ra cac van dé vé sinh san. Vi vay, xét nghiém va phan
tich NST la cong cu don gian va hiéu qua trong viéc
tim ra nguyén nhan di truyén gay that bai sinh san &
nhitng cap vg chong hiém mudn, dong thai gitp dua
ra 16i khuyén di truyén gop phan chdm s6c suc khoe
sinh san & céna dong va xa héi. POi tugng va
phucong phap nghién ciru: 250 cdp vg chdng dugc
chan doan 13 hiém mudn dugc thuc hién xét nghiém
NST tai Trung tdm nghién clru Gen va Protein -
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Trch‘ing Pai hoc Y Ha Nc}i. Phuang phap Ié’y mau thuén
tién va thiét ké mo ta cat ngang. Két qua 7,2% cac
cap vg chong hi€m mudn mang dot bién cau triic NST,
trong do chuyen doan NST derc tim thay vdi ty Ie
2,4%, chuyen doan tuong hd dugc ghi nhan xay ra
gita cac NST (1;18), (1;14), (4;12), (5; 9), (3;21),
(1;5) va chuyén doan hoa hgp tam xdy ra gitta cac
NST (13;14), (14;22), (15;21). Tinh da hinh NST
chiém tv 1& 4,8% & cac cap vd chdng hiém mubn,
trong d6 bién thé inv(9) (2,4%), 1gh+ (2,2%) va
16gh+ (0,2%). Két luan: 7,2% cac cap vg chong
hiém mudn mang dot bién ciu tric NST, trong doé
chuyén doan NST dugc tim thay véi ty lé 2 4% va da
hinh NST chiém ty Ie 4,8%. Tu khod: hlem muon,
chuyen doan tudng h, chuyen doan hoa hgp tam, da
hinh nhiém s3c thé

SUMMARY

IDENTIFYING CHROMOSOME STRUCTURAL

MUTATIONS IN SOME INFERTILE COUPLES
Objective: Chromosomal structural abnormalities
are a common cause of genetic defects and are known
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to be an important cause of fertility problems.
Therefore, chromosome testing and analysis is a
simple and effective tool in finding the genetic causes
of fertility failure in infertile couples, and at the same
time helping to provide genetic advice to contribute to
reproductive health care in the community and
society. Materials and methods: 250 couples
diagnosed  with infertility = were tested for
chromosomes at the Center for Gene and Protein
Research - Hanoi Medical University. Convenient
sampling method and cross-sectional descriptive
design. Results: 7.2% of infertile couples carry
structural chromosome  mutations, of which
chromosomal translocations are found at a rate of
2.4%, reciprocal translocations are recorded to occur
between chromosomes (1;18), (1;14), (4;12), (5;9),
(3;21), (1;5) and Robertsonian translocations occur
between chromosomes (13;14), (14;22), (15;21).
Chromosomal polymorphisms account for 4.8% of
infertile couples, of which the variants inv(9) (2,4%),
1gh+ (2,2%) and 16gh+ (0,2%). Conclusions: 7,2%
of infertile couples carry structural chromosome
mutations, of which chromosome translocations are

found at a rate of 2,4% and chromosome
polymorphisms at a rate of 4,8%. Keywords:
infertility, reciprocal translocation, robertsonian

translocation, chromosomal polymorphism.

I. DAT VAN DE

Theo T8 chiic Y t&€ Thé gidi, cac cdp vo
chong dugc cho la hi€m mudn khi khong cd kha
nang thu thai sau mét ndm giao hgp khong sl
dung bién phap phong tranh. Trong nhirng nam
gan day, vdi su gia tang ap luc trong cong viéc
va cudc sbng, cung véi do tubi két hon cd xu
huéng ngay cang cao, tinh trang hi€m mudn
ngay cang trd nén phé bién va trd thanh van dé
stic khde sinh san toan cau, udc tinh cé khoang
8% dén 15% cac cdp vo chdng trong do tudi
sinh san trén thé gidi [8] va khoang 7,7% tai
Viét Nam. Van dé hiém muodn ngay nay dang la
mot bi kich, gdy anh hudng truc ti€p Ién chat
lugng cudc sbng cla rat nhiéu cdp vg chong tai
Viét Nam va trén toan thé gidi. Nguyén nhan
hi€m mudn c6 thé dén tir ca hai gidi, trong do
bat thudng vé cdu tric nhiém sic thé 1a nguyén
nhan phd bién gay ra cac khiém khuyét di truyén
va dudc biét dén nhu mo6t nguyén nhan quan
trong gay ra cac van dé vé sinh san [5].

Hién nay, di truyén t€ bao hoc ngudi la linh
vuc dang phat trién manh va co rat nhiéu thanh
tuu, gép phan I8n trong viéc chan doan cac bénh
lién_ quan dén rGi loan di truyén. Su sdp xep lai
nhiém s&c thé cd thé pha v& hodc 1am réi loan
cac gen quan trong lién quan dén qua trinh sinh
san. Dot bién cdu tric NST la nhitng rdi loan do
su dut gay trén ca hai chromatid cla NST, xay ra
khi NST chua nhan doi & giai doan G: hodc thdi
ky s6m cua S, hodc dit gay NST xay ra & G2.

Chuyén doan da dudgc xac dinh 1a nguyén nhan
hay gap nhat trong dot bién cdu tric NST. C6 hai
kieu chuyén doan la chuyen doan tudng hd
(Reciprocal translocation) va chuyén doan hoa
hgp tdm (Robertsonian translocation). Cac cg
ché& cu thé vé tac dong cua chuyén doan NST ddi
vGi kha ndng sinh san van chua rd rang doi vdi
phan 18n nguSi mang chuyén doan. Nhiéu
nghién cttu cho thdy chuyén doan NST cd thé
lam gidm kha nang sinh san do tao ra cac giao
tr khong can doi. Mot so nghién clru cho thay
diém gdy cua chuyén doan NST cé thé lam rdi
loan hodc réi loan diéu hoa cac gen quan trong
lién quan dén qua trinh sinh tinh, dan dén vo
sinh [2]. Ngoai ra, tinh da hinh cla NST
(Chromosomal polymorphism) va vai tro cla nd
trong ti€n hda ngay cang dugc chd y. Tinh da
hinh NST la cac dang tang chiéu dai NST (trung
binh khodng 14MB) hodc gidam chiéu dai NST
(trung binh khoang 7-8 MB) thuOng xay ra trén
vung di nhiém séc. Trudc day da hinh NST dugc
biét dén nhu nhitng bién ddi binh thudng va
khdng cb tadc dong dén kiéu hinh, thudng dugc
quan sat  NST s6 1, 9 va 16. Tuy nhién mot s6
nghién ctu da cho thdy c6 mai lién quan gilra
tinh da hinh NST va bat thudng sinh san. Vi vay,
xét nghiém va phan tich NST la cong cu daon gian
va hiéu qua trong viéc tim ra nguyén nhan di
truyén gay that bai sinh san & nhiing cdp vg
chéng hiém muodn, dong thai giL’lp dua ra IGi
khuyen di truyen gop phan chdm sdc surc khde
sinh san & cong dong va xa hoi.

Cac nghién cru vé dot bién cau tric NST lién
guan dén van dé sinh san & nudc ta con thua
thét va it dudc quan tam. Cac tac gia ciing dé
cap dén mot s6 nguyén nhan gay hiém muodn
nhung chua nghién ciu sau vé NST bdng ap
dung cac ky thuat nhuém bang trong dé cé bang
G mot cach day du cho tat ca cac cap vg chong
hiEm muodn. TUr nhitng thuc t€ trén ching toi
thuc hién nghién clru nay nhdm muc tiéu xac
dinh dot bién chuyén doan NST bang ky thudt
nhudm bang G & mét s6 cap vg chdng hi€m mudn.

I1. DPOI TUONG VA PHU'ONG PHAP NGHIEN CU'U

2.1. P6i tugng nghién ciru. 250 cap vg
chdng dugc chan doan 13 hiém mudn dugc thuc
hién xét nghiém NST tai Trung tdm nghién clru
Gen va Protein - Trudng Pai hoc Y Ha Noi.

Tiéu chuén lua chon: Cac cdp vd chdng
khong cd kha néng thu thai tu nhién sau mot
nam quan hé tinh duc khong dugc bao vé, co
surc khde binh thuGng va mong mudn co con.

Tiéu chudn loai tra: Cac cdp vg chdng
mang dot bién s6 lugng NST, mdac cac bénh
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nhiém trung dudng sinh duc, di dang vé& cd quan
sinh duc va tuyén sinh duc, thudng xuyén ti€p
xuc véi hoa chat doc hai, thu6c bao vé thuc vat,
cac chat dong vi phong xa, ..., nghién rugu, thudc
1a, ma tay,...

2.2. Phuong phap nghién ciru. Nghién
cftu s dung phugng phap 1dy mau thuan tién va
thiét k&€ mo ta cdt ngang. Nghién clru dugc tién
hanh tai Trung tam nghién cru Gen va Protein -
Trudng Dai hoc Y Ha Néi, tir thang 1/2021 dén
thang 3/2022.

2.3. Quy trinh tién hanh nghién ciru.
Nghién clu dugc ti€n hanh theo quy trinh cac
budc sau:

1.Lap ho sd bénh an di truyén

2.Nubi cdy t€ bao bach cau lympho mau
ngoai vi theo phugng phap cta Hungerford D.A.
(1960)

3.Lam tiéu ban NST theo quy trinh: X&' ly
Colchicine, xr ly s6c nhugc truong bang KCL
0,075 M, c6 dinh t&€ bao bang dung dich c¢d dinh
Carnoy (3 methanol: 1 acid acetic), phun tiéu ban.

4,.Nhudm tiéu ban bang bang G theo phuong
phap cua Seabright M. (1971)

5.Phan tich NST va lap karyotype theo tiéu
chun ISCN (2020), si dung phan mém tim kiém
cum NST ban tu dong M Search va phan mém
Idp so d6 NST ban tu dong IKAROS.

6.T6ng hop cac s6 liéu dad quan sat sau d6
két luén vé so lugng va cau tric cla bd NST.

2.4. Phuong phap xir ly s6 liéu. Cac s6
liéu dugc ma hda nhap vao may vi tinh, x(r ly va
kifm tra d6 chinh xac bang cac phuong phap
thong ké y hoc. SO liéu dugc xtr ly va phan tich
bdng chuong trinh Microsoft Excel 2019.

2.5. Pao didc nghién ciu. Tién hanh
nghién cru vdi tinh than trung thuc. Nghién ciiu
chi nhdm bao vé va nang cao sirc khoe cho dGi
tuong nghién cfu va céng doéng, khdng nhdm
muc dich nao khac.

Ill. KET QUA NGHIEN cUU

3.1. Pic diém chung. Tudi cla ngudi vg
thap nhat 1a 20 tudi, cao nhat 13 51 tudi, trung
binh 30,02 + 5,12. Tudi clia ngudi chdng thap
nhat 13 21 tudi, cao nhat 13 49 tudi, trung binh
32,57 £ 5,98 (Bang 1).

Bdng 1. Su’ phan bé theo tudi cua cic
cap vo chong hiém muén

. Vg Chong
Tudi [SOlugng | Tylé SO lugng | Ty lé
(n) (%) (n) (%)
20 - 29 128 51,2 73 29,2
30-39 117 46,8 144 57,6
> 40 5 2 33 13,2
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| Tong | 250 [100 | 250 | 100 |

Nhém chi€ém ty Ié cao nhat & ngugi vg la 20-
29 tubi (51,2%), & ngudi chong la 30-39 tudi
(57,6%). Nhom chi€m ty I€é thap nhat & ca ngudi
VG va ngudi chdng 1a nhdm > 40 tudi, chiém ty
1€ lan lugt 13 2% va 13,2%.

3.2. Két qua cac dot bién cau tric NST.
Trong 250 cap vg chéng (500 trudng hgp) hi€ém
mudn dugc xét nghiém NST, phan tich va lap
karyotype chdng t6i da phat hién cé 36 cap vg
chdng & 1 trong 2 ngudi (ngudi vg hodc ngudi
chong) mang dot bién cau trdc NST (7,2%), 464
cap vg chong (92,8%) co karyotype binh thudng
(46,XX hodc 46,XY) (Hinh 1).

m Karyvotype binh thuong

7.2%

\

92.8%
Hinh 1: Ty Ié dét bién cau truc NST J cac
cap vo chong hiém muén (n=500)

Trong 36 trudng hop dot bién ciu tric NST
(7,2%), c6 6 trudng hgp dot bién chuyén doan
tucng ho (1,2%), 6 trudng hgp dét bién chuyén
doan hoda hgp tam (1,2%) va 24 trudng hgp da
hinh NST (4,8%) (Hinh 2).

m Karyotype bat thuong

M Chuyén doan twong hd M Chuyén doan hoa hop tim # Da hinh
Hinh 2: Su’ phan bé bién déi cdu triic NST
(n=36)

3.2. Két qua phan tich kiéu gen. Két qua
clia chiing t6i cho thay: 6 trudng hgp mang do6t
bién chuyén doan tucng ho xay ra gitta cac NST
(1;18), (1;14), (4;,12), (5;9), (3;21) va (1;5). 6
trudng hop mang dot bién chuyén doan hoa hop
tdm, trong dé chuyén doan gitta NST (13;14)
dugc phat hién vgi ty 1€ cao nhat (0,8%),
chuyén doan gilta NST (14;22) va (15;21) cd ty
Ié thdp han (0,2%).

Trong cac trudng hdp mang da hinh NST, bién
thé phd bién nhat dugc quan sat thay la inv(9)
(2,4%). Cac bién thé NST khac cd ty 1& mac cao la
1gh+ (2,2%). Cac bién thé da hinh it phG bién
nhat dugc quan sat thay la 16gh+ (0,2%).

Karyotype va ty 1& cac kiéu dot bién ciu tric
NST cula cac cdp vg chong nay dugc trinh bay &
bang 2.
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Bang 2: Su’ phédn bé cac kiéu dot bién cdu tric NST

Cac kiéu ddt bién cau tric NST Karyotype S6 luogng (n=500) | Ty Ié (%)
46,XX,t(1,;18)(q21;q12) 1 0,2
46,XX,t(1;14)(p34;924) 1 0,2
. x 46,XX,t(4;12)(p11;912) 1 0,2
Chuyén doan tucng ho 46, XY.£(5:9)(p11;21) 1 0.2
46,XY,t(3;21)(p14;q21) 1 0,2
46,XY,t(1;5)(q24;920) 1 0,2
45,XX/ XY,rob(13q;14q) 4 0,8
Chuyén doan hoa hgp tam 45,XY,rob(14q;22q) 1 0,2
45,XY,rob(15q;21q) 1 0,2
46,XX/ XY,inv(9)(p12;q12) 12 2,4
Da hinh NST 46,XX/ XY,1gh+ 11 2,2
46,XX,16gh+ 1 0,2
Khong dét bi€n ciu trdc NST 46,XX/XY 464 92,8

Bdng ky thuat nhudém bang G, chdng toi thu dugc hinh anh karyotype cé d6 phan giai cao, gilta
cac bang co sy phan biét rd rang, sang, dep, c6 thé phan tich de dang cac dt bién chuyén doan
NST. Hinh anh karyotype mét so kiéu dot bi€n cau trdc NST trong nghién cliu:

Cac kiéu dat bién
cau truc NST

Karyotype

B2 fe

Chuyén doan tuong | 46.XX.1(1:18Xq21:q12)

46. XX t(1:14)(p34:024)

= 292
8 %0

i3

46, XX.1(4:12)(pl 1:q12)

ho

T

46.XY.1(5:9)(pl1:q21)

46.XY.1(3:21)(p14:q21)

~

2§ s

B

b 5

-
b4

o

46, XY.t(1:5)(q24:920)

85 #

45 XY .rob(13 q:14q)

Chuyén doan
hoa hgp tam

-8

21

-

‘e i

- _— 21
13 15

45 XY .rob(14q:22q) | 45.XY1rob(15q:21 q)

i a8 ey
Pa hinh NST 9 — . 1s
46.XY.inv(9)(pl2:ql2)| 46.XX.lgh+ 46.XX.16qgh+
IV. BAN LUAN Thi Kim Ngoc chirng to d6 tudi hiém mudn dang

Trong 250 cdp vg chong hiém mudn thuc
hién xét nghiém NST tai Trung tam nghién clu
Gen va Protein - Trudng Dai hoc Y Ha Noi, ching
t6i nhan thdy & ngudi vg dd tudi trung binh Ia
30,02 + 5,12, nguGi chong hiém mudn co6 do
tudi trung binh 32,57 + 5,98. K&t qua cuia chiing
toi thdp hon tac gia D6 Thi Kim Ngoc véi tudi
trung binh cla ngu@i vg hi€fm mudn la 34,4 £
7,5 va cta ngugi chong hi€m muon la 37,7 + 7,6
[2]. Ngay nay & Viét Nam ca nam va nif xu
hudng két hén cang ngay cang mudn, tuy nhién
d6 tudi thdm kham hiém mudn trong nghién clru
cla chdng toi da giam so vdi nghién clu cla Do

dan dugc tré hda, dong thai nhu cau xa hdi ngay
cang phat trién, siic khde sinh san ngay cang
dugc quan tam, nhan thic vé cham soc suc
khoe sinh san cua cac cap vg chong da dugc cai
thién ro, vi thé ho di kham va diéu tri sém haon
so V@i trudc day.

Ty € tinh da hinh NST trong cac nghién clru
cla tac gia khac co su dao dong tuong doi I6n
(tlr 6,52% dén 19,46%) [1]. K&t qua cua ching
toi chi phat hién 4,8% cac cdp vg chong hiém
mudn mang da hinh NST, thap hdn cac tac gia
khac, bdi muc dich nghién clru chinh ctia chiing
toi la phat hién cac dot bién vé cdu trdc NST,
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ngoai ra két qua con phu thudc vao cam tinh
ngudi doc néu bd qua nhitng phat hién nho co
thé 1am gidm ty 1é da hinh NST. Ngay cang cd
nhiéu nghién c(ru chi ra rang tinh da hinh NST ¢é
thé gay ra nhitng anh hudng Id&m sang nhat dinh
nhu vé sinh. Cac bién déi da hinh dudc quan sat
¢ ty 1€ cao han & nhitng ngudi hi€m mudn so
véi nhitng ngudGi c¢é kha nang sinh san binh
thudng. Trong cac da hinh NST, dao doan quanh
tdm NST s6 9 Ia mét bién thé NST phd bién véi
ty 1& mac khodng 1,6% trong dan sd ndi chung.
Nhin chung inv(9) khdng c6 tdc déng vé kiéu
hinh, vi vay cac nha di truyén hoc té bao coi day
la mot da hinh NST phé bién, khdng dudc coi la
bat thudng vé NST. Nhiéu loai ddo doan quanh
tdm da dugc bao cido bao gom inv(9)(p11gl2),
inv(9)(p11g13), inv(9)(p11g21), inv(9)(p12q13),
inv(9)(p13q13), inv (9)(p13g21) va
inv(9)(p12g12). Mét s8 nghién clru cho rang day
la mot bién thé binh thudng, trong khi mot s6
nghién ciru khac lai lién két né véi mot s6 bénh
nhu vo sinh va tién sir san khoa khong tot. Nhiéu
bdo cdo khac nhau vé mai lién hé cta inv(9) vdi
hi€m muobn, vO tinh trung da dudc cong bo.
Sipek va cong su da cong bd inv(9) xay ra vai
tan sudt cao hon & phu nir so vdi nam qidi, dac
biét la & nhCrng ngudi bi hiEm muodn [7]. Trong
nghién cru cla chung toi, cac tru’dng hdp mang
inv(9) déu cd bi€u hién hiém mudn.

Chuyen doan nhlem sac thé la mot bat
thutng vé& cdu tric nhiém sic thé phd bién nhat
va la nguyén nhan phd bién gy suy gidm kha
nang sinh san. Nghién clu vé chuyén doan
Robertson trén cac cap vg chong hi€m muon,
Therman E va céng su cho rang chuyen doan
Robertson phd bién nhéat la glu‘a nhiém sic thé
(13;14), chiém 75,0% téng s6 lan chuyén doan
Robertson. Chuyén doan gitta NST (14;22),
(13;21) chiém khoang 1,2% va 2% trong cac roi
loan chuyén doan phat hién dudc. Nhitng bénh
nhan mang chuyén doan hoa hgp tam gilta NST
s€ anh hudng tGi qua trinh phan bao giam nhiem
gady bat thudng trong qua trinh ghép cap lai NST
trong su6t qua trinh san sinh tinh trung gay hiém
mudn. Ngoai ra cac nhanh ngdn cia cac NST
tdm dau con tham gia vao té chirc hach nhan
(NOR- Nucleolar Organizing Regions), chifc nang
clia ching trong tdng hap rRNA phai dudc két
hop véi tdi tinh. Nhu' vy, su chuyén doan hoa
hgp tdm da lam mat cla NST ving NOR da lam
tang kha nang cla su pha vG té bao va su’ chét
clia t€ bao mam, do dé lam gidm kha nang sinh
san. Ngoai ra, diém dirng clia chuyén doan cd
thé lam gian doan hodc lam mét diéu hoa cac
gen quan trong lién quan dén qua trinh sinh san.
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Gen KATNALL1 cd vai tro diéu hoa dong luc hoc vi
6ng té bao Sertoli da dugc lap ban d6 trén
nhiém sdc thé 13q12.3, déng vai tro trong qua
trlnh sinh tinh [6]. Gen TSSK2 n&m trén nhiém
sic thé 22q11.2 ¢ thé déng vai trd trong qua
trinh sinh tinh va c6 lién quan den chu’nq vo sinh
nam vO can & ngudi [3]. Su sap x&p lai nhiém
sic thé cé thé pha v3 hodc lam r6i loan cac gen
quan trong lién quan dén qua trinh sinh san. Néu
céc diém ding dich ma lam gian doan céc ciu
tric gen quan trong nay thi rat cd kha nang
nhitng bénh nhan lién quan sé bi hi€ém mudn.

Chuyen doan tuong hd la mot loai béat
thudng v& nhiém sic thé tronq do su trao d0|
qua lai xay ra gilta cAc nhanh cua hai nhiém sac
thé bat ky. Ngudi mang chuyén doan tudng hd
thudng khong biéu hién su’ bat thudng nao trong
cudc song hang ngay, diéu do6 cho thay khong cd
gen quan trong nao bi mét trong cac [an chuyén
doan nay. Tuy nhién, ngudi mang chuyén doan
tuang ho thuGng gap cac van dé vé sinh san
hodac vo sinh [5]. Cac nghién cltu truéc day cho
thdy rang trén NST 5 cha mét sb gen quan
trong lién quan den v sinh. Su glan doan
cla gen CAMK4 nam trén nhlem sdc thé
5g22.1, gen SPINK13 ndm trén nhiém sic thé
5q32 va gen serlne/threonme kinase (TSSKlB)
nam trén nhiém sic thé 5q22.2 da dugc bao céo
c6 lién quan dén viéc mat chdc nang tinh trung
va vd sinh & nam gidi [4]. D& kham pha mdi
quan hé gilta cac diém ditng chuyén doan va
ki€u hinh 1dm sang, cac gen lién quan trén cac
diém dirng nay d3 dugc ching tdi tim kiém bang
cach st dung Di truyén Mendelian truc tuyén &
ngudi  (OMIM:; //www.ncbi.nlm.nih.gov/omim).
Tuy nhién, han ché cla nghién clfu nay la thi€u
nghién c(ru chi tiét vé tdc dong phan tr cu thé
cla tirng chuyén doan b&ng cac phuong phap di
truyén té€ bao phan tir. Do dé ching to6i khong
thé giai thich mdi quan hé gitra tirng diém ding
va qua trinh sinh san.

Két qua clia ching toi mdi chi la két qua vé
bat thudng cau trdc NST & cac cdp vg chong
hiém mudn, nén khéng thé khang dinh nguyén
nhan hi€m muon la do cac dot bién cdu trdc NST
nay, vi vay can cé thém két qua moé ta vé mai
lién quan dén cac dc diém 1dm sang va can 1am
sang nhu tinh dich d6 & nam, ndi ti€t & nam va
nr, két qua tham kham hé cc quan sinh duc
nam/nir...

V. KET LUAN

Nghién c(tu ghi nhan dét bién chuyén doan
NST dudc tim thay vdi ty 1€ 2,4% va tinh da hinh
NST chiém ty I€ 4,8% & cac cap vd chong hiém
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mudn. Khéng phat hién cac trudng hgp mang
dot bién 13p doan, dao doan va mat doan NST.
Nghién clu cua chdng t6i mot [an nira nhan
manh vai trd cla NST d6 trong tham van hiém
muon, giup dinh hudng diéu tri va tu van di
truyén cho cac cap vg chong hi€m muon.
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NHIEM KHUAN HUYET DO ESCHERICHIA COLI O’ TRE EM
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Vii Thi Huong?, Phiing Nguyén Thé Nguyén'!2, Lé Quéc Thinh?,

TOM TAT

Muc tiéu: M6 ta dic diém dich t&, 1dm sang, vi
sinh, va két qua diéu tri clia nhiém khuan huyet (NKH)
do Escherlchla coli (E. coli) o] tre em. Doi tugng va
phucong phap nghién clru: mo ta 57 tré tir 2 thang
dén 16 tu0| dugc chan doan NKH do E. coli, diéu tri tai
bénh vién Nhi Bong 1 tir 01/01/2021 dén 31/12/2023
Két qua: Ti Ié nam/nit la 1,7/1; trong do, tré < 12
thang chiém 71 9%. Cé 54,4% tré nhiém khuan tur
céng dong, ngd vao terdng gap nhat la dudng tiéu
hoa (24,6%), k€ dén la than tiét niéu (15,8%). SCt la
triéu chdng lam sang thudng gap nhat (chlem
91,2%); 28,1% tré co suy ho hap va 12,3% tré cé
soc. Cac dac diém can am sang terdng gap la: thi€u
mau (72,7%), bach cau ting (38,2%) va CRP ting >
50mg/L (70,2%). Két qua vi sinh cho thdy da so E.
coli khadng véi amipcillin (91,2%). Ti |é khdng nhédm
cephalosporin thé hé 3 va carbapenem lan lugt la 50-
70% va 10-16%, nhay véi amikacin cao (91,2%). biéu
tri khang sinh ban dau phu hdp & 68,4% cac trudng
hgp. C6 43,9% trudng hgp can ho trg hé hap, trong
do thd may chi€ém 48,0%. Ti 1€ t&r vong la 21,1%,
trong dé 58,3% tré ti vong cé soc. Két luan: Nhiém
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khu&n huyet do E. coli & tré em c6 biéu hién 1am sang
nang va ti |é tr vong cao. Ti Ié dé khang khang sinh
cia E. coli cao. Ta’ khda: nhiém khuin huyét,
Escherichia coli, tré em

SUMMARY
PEDIATRIC SEPSIS CAUSED BY
ESCHERICHIA COLI AT CHILDREN'’S

HOPITAL 1 FROM 2021 TO 2023

Objective: To describe the epidemiological,
clinical, and antibiotic resistance characteristics of E.
coli and the outcome of pediatric sepsis caused by
Escherichia coli (E. coli). Subjects and Methods: A
case series study was conducted on 57 children aged
2 months to 16 years diagnosed with sepsis caused by
E. coli and treated at Children's Hospital 1 from
January 1, 2021, to December 31, 2023. Results: The
male-to-female ratio was 1.7:1; among them, children
aged < 12 months accounted for 71.9%. Thirty-one
out of 57 (54.4%) children had community-acquired
infections, with the most common source of infection
being the gastrointestinal tract (24.6%), followed by
the urinary tract (15.8%). Fever was the most
common clinical symptom (91.2%), while 28.1% of
children had respiratory distress, and 12.3% had
shock. Laboratory features included anemia (72.7%),
leukocytosis (38.2%), and CRP > 50 mg/L (70.2%).
Resistance rates of E. coli to ampicillin were 91.2%;
third-generation cephalosporins and carbapenems
were 50-70% and 10-16%, respectively, while most
strains remained susceptible to amikacin (91.2%).
Initial antibiotic therapy was appropriate in 68.4% of
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