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TOM TAT

Pit van dé: Nhitng nam gan day cac phuong phép nu6i céy
mo va cac ky thuat nhudm ti€u ban ngay cang phat trién va
duoc cai tién khong ngung, déc biét la ky thuat nhuom bang
G (GTG) da cho phep cac nha di truyen hoc phat hi¢n duge
chinh xéac nhing r6i loan cau triic cua timg NST nhur: Miat
doan, 13p doan, chuyen doan, dio doan... O nhimng cap Vo
chong duoc chin doan 14 vo sinh s& tao ganh nang Ve tam
Iy va kinh té cho bénh nhén. Vi Vay xét nghlem va phan tich
NST 6 nhimg cép vo chong rat coy nghla vdi viée phat hign
duoc nhing bat thuong vé cau trac hay s6 luong NST dong
thoi dua ra 101 khuyén di truyén gop phan cham soc strc khoe
sinh sdn ¢ cong dong va xa hoi. Muc tiéu: Xac dinh duoc
cong thirc nhiém sic thé ctia bénh nhan vo sinh bang phuong
phap lap Karyotype Phuong phap: Nuoi cay t€ bao bach
cau lympho mau ngoai vi theo phuong phap cua Hungerford
D.A; Phuong phap thu hoach t€ bao; Phuong phap nhuém
bang theo Seabright M; Nhudm tiéu ban bang phuong phép
nhu¢ém bang G theo phuong phap cua Seabright. M.; Phuong
phép phan tich nhiém sic the va lap karyotype theo ti€u chuan
ISCN. Két qua: Trong s6 12 cap vg chong duoc chan doan
v0 sinh, phat hién 1 cap vg chdng ¢6 16i loan cau trac NST,
c6 dot bien chuyen doan gitta NST s6 2 va NST s6 10. 11 cap
vo chong con lai co Karyotype binh thuong Két ludn: Trong
12 cap vo chong duoc chan doan v0 sinh nguyen phat co 1
cdp vo chdng co nguyén nhén do 16i loan ciu trac NST. R01
loan nay la dot b1en chuyen doan gitra NST s6 2 va NST s
10. 11 cap vo chong con lai vo sinh dén tir nguyen nhan khac.
De tim hiéu tiép cac nguyén nhan gy vo sinh c6 thé thuc hién
bang cac phuong phap phan tich ADN ¢ nhig cip vo chong
c6 Karyotype binh thuong.

Tir khoa: Vo sinh; Dot bién nhiém sic thé; Cong thirc nhiém
sic thé
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ABSTRACT

Background: In recent years, tissue culture methods and
staining techniques have been increasingly developed
and improved, especially the G-band staining (GTG)
technique that has allowed geneticists to detect structural
disorders of each chromosome such as deletions,
duplications, translocations, inversions, etc. couples who
are diagnosed as infertile—psychological and economic
burdens for patients. Therefore, testing and analyzing
chromosomes in these couples are very meaningful and
provide genetic advice to contribute to reproductive health
care in the community and society. Objective: Determine
the chromosomal formula of infertile patients by
Karyotype method. Methods: Culture of peripheral blood
lymphocytes according to the method of Hungerford D.A;
Cell harvesting method; Seabright M tape staining method;
Stain slides by G-band staining according to Seabright’s
method. M.; Chromosome analysis and karyotyping
according to ISCN standards. Results: Out of 12 couples
diagnosed with infertility, 1 couple was found to have a
structural disorder of chromosomes and a translocation
mutation between chromosome 2 and chromosome 10. The
remaining 11 couples had normal Karyotype. Conclusion:
In 12 couples diagnosed with primary infertility, 1 couple
had a structural disorder of chromosomes. This disorder
is a translocation mutation between chromosome 2 and
chromosome 10. The remaining 11 couples are infertile
due to other causes. To further investigate the causes
of infertility can be done by DNA analysis methods in
couples with normal Karyotype.

Keywords: Infertility; Chromosomal mutation; Chromosome
formula
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PAT VAN DPE

Di truyen dong vai tro quan trong trong chuc nang sinh san
¢ nam va nir. Cac yeu t6 di truyen tac dong lén tat ca cac
giai doan ctia hé thong sinh san bao gdm: Hinh thanh giéi
tinh, qua trinh sinh giao ttr (tring va tinh trung), cling nhu
nhimg giai doan dau phat trién cua phoi. Cac bat thuong
di truyén c6 thé chia thanh 3 nhom chinh: Bat thuong
nhiém séc thé (NST) vé s6 luong va ciu trac, dot bién cac
gen lién quan dén chirc ning sinh san (Nhu cac gen nam
trén nhlem sic thé giGi tinh X/Y, hodc cac gen nam trén
nhim séc the thuong) va bat thuong don gen. Cac nguyén
nhan di truyen thuong gép nhat 0 nhimg truong hop vo
sinh & nir 13 bat thuong vé s6 lwong va ciu tric nhidm sic
thé. Tuy nhién, tinh trang v6 sinh ¢ nit do nguyén nhan
di truyén thuong chiém ty 1& thip hon so véi nam. Trong
cac truong hop vo kinh nguyén phat, nguyén nhan do hoi
ching Turner - 45, XO chiém ty 18 tir 25 — 50%!... Trong
nhitng truong hop vo kinh thtr phét thi bat thuong nhiém
sac thé chiém ty 1¢ tir 10 — 15%. Ddi véi cac truong hop vo
sinh nam do nguyén nhén di truyén chiém ty 1 10 — 15%
bao gom réi loan nhiém séc thé, dot bién ADN ty thé, roi
loan di truyén don gen, 16i loan di truyen danhan td, va bt
thuong di tmyen dan dén rdi loan noi tiét. Nhleu nghién
ctru cho thiy rang, trong cac nguyén nhén di truyén gy vo
sinh & nam thi bat thuong nhiém sic thé chiém khoang 5%
(4% bat thuong nhiém sic thé gidi tinh va 1% bt thuong
nhiém sic thé thuong).

Karyotype la mt phuwong phap nudi céy, sap xép va ghép
cidp NST dé tim ra cac bién d6i vé& ciu trac hay s luong
NST dugc chi dinh trong chan doan vo sinh nguyén phat
va thtr phat 6 ca nam va nit'. Tt nhitng 1y do trén ching toi
tién hanh nghién ctru dé tai “Piac diém Karyotype ctia bénh
nhan vo sinh tai Bénh vién Trung wong Thai Nguyén nam
2021”. Véi muc tiéu: Xac dinh dugc cong thirc nhiém séc
thé ctia bénh nhan vo sinh bang phwong phap lap karotype.

PHUONG PHAP NGHIEN CUU
Péi twong, thoi gian va dia diém nghién ciru

Déi twong nghién ciru: Cic cip vo chong duoc chan doan
1a v6 sinh tir 12 thang trd [én.
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Tiéu chudn lya chon: Cac cap vo ché\ng dugc chan doan 1a
v6 sinh nguyén phat (Chua c6 thai lan nao) nhung khong
xac dinh dugc nguyén nhan.

Tiéu chudn loai trir: Céac cap vo chéng duogc chan doan 1a
v6 sinh da xac dinh dugc nguyén nhan.

Théi gian va dia diém nghién civu: Tix thang 01 dén thang
12 nam 2021 tai Khoa Kham chira bénh theo yéu cau Bénh
vién Trung wong Thai Nguyén.

Phwong phap nghién ctru

Thiét ké nghién ciru: Nghién ctru mo ta, thiét ké cat ngang
Cé mdu: Toan bd

Ky thudt chon méu: Chon »m?lu c6 chu dich toan bd cac
bénh nhan dap g tiéu chuan lua chon.

Bién sé (chi s6) nghién ciru: Tudi, gi6i tinh, nganh nghé
cong viée, cong thirc nhiém sic thé.

Phwong phdp nuoi cay té bao bach cdu lympho mdu
ngoai vi: Nubi cy té bao bach cdu lympho méau ngoai
vi theo phuong phap ctia Hungerford D.A.%; Phuong phap
thu hoach té bao; Phuong phap nhudém bang theo Seabright
M?; Nhudm tiéu ban bang phuong phap nhudém bing G
theo phuong phap cta Seabright. M.; Phuong phap phan
tich nhiém sac thé va 1ap karyotype theo tiéu chuan ISCN*;
Phuong phép 1ap karyotype: Mdi bénh nhén dugc chon 3
cum ky gilra va lap karyotype trén phan mem cua vi tinh
theo tiéu chuan ISCN sau d6 tong hop cac s6 liéu di quan
sat r0i két luan vé sb luwong va cau truc cua bo NST.

Phwong phdp thu thip va xir Iy s6 liéu

Ldp ho so bénh dn: Phong van, khai thac tién sir bénh 1y vé
san phu khoa, lam xét nghiém NST do.

Xir Iy 56 ligu: Céc s6 liéu dugc nhap lidu va xir ly bang
phén mém SPSS 20.0. Phén tich bang thuat toan thong
k€ y hoc voi cac ham tinh tan so, ty 1¢ phan tram. Hinh
anh chup Karytotyp duoc xu ly bang phan mém chup anh
chuyén dung trén Kinh hién vi.

Pao dirc nghién ctru: Nghién ctru da dugc Hoi dong dao
dtre nghién ciru y sinh hoc cuia Bénh vién Trung uwong Thai
Nguyén thong qua.

KET QUA

Tudi cia cac cip vo chong duge chan doan vé sinh
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Bang 1. Sy phén bo theo tuoi cua cac cap vo chong dugce chan doan vo sinh

Tuéi Vo Chong

n % n %
20-29 9 75 4 33,3
30-39 3 25 7 58,3
>39 0 0 1 8,3
Tong 12 100 12 100

Két qua Bang 1 cho thay Trong tong s6 12 cap vo chong
(24 truong hop) duge chan doan vo sinh nguyén phat chua
r0 nguyén nhan. Tu01 cla ngu’o*l vo thap nhat 14 20 tudi va cao
nhétla 39 tudi. Tu01 clia nguoi chong thap nhat 1a 23 tudi va
cao nhit 13 39 tudi. Nhom tudi 20-29 ¢ nit gidi chiém ti 18 vo
sinh cao nhét 13 75%. Nhom tudi trén 39 tudi & nam gidi chiém
ti 18 vo sinh thap nhat 1a 8,3%.

Nghe nghiép cua cac cap vo chfmg dugc chén doan la
vo sinh

Bang 2. Su phan bd vé nghé nghiép ¢ nhiitng cip vo chan doan vo sinh

Nghé nghiép Ve Chong
: n % n %
CBVC 2 16,7 4 33,3
Coéng nhan 4 33,3 6 50
Tu do 6 50 2 16,7
Tong 12 100 12 100

Két qua Bang 2 cho théy: trong téng sb 12 cip vo chdng
(24 truong hop) dugc chan doan v0 sinh nguyén phat
chua 1o nguyen nhan. Nhém nghé nghi¢p Cong nhén
chiém ti 16 v6 sinh cao hon nhom nganh nghé khac, véi ti
1€ 33,3% & nir gidi va 50% 6 nam gidi.

Két quéa phan tich karyotype ciia cc cip vo chong
dugc chin dosn la vé sinh

Trong tong s6 12 cap vo chdng (24 truong hop) duoc chian
doan vo sinh nguyén phat chua rd nguyén nhan, dugc chi
dinh xét nghiém NST. Phan tich va 1ap Karyotype chung
t6i da phat hién co 1 c@p vo chong, trong do6 co6 nguoi
chong mang roi loan NST (Chlem ty 1€ 8,3 %), 11 cé@p vo
chdng (Chiém ty 1& 91,7 %) c6 Karyotype binh thudng
(46, XX hoac 46, XY).
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Ten benh nhan: vu Phueng H Tuol: 2B Gioi tinh: Mu
Ngay xet nghiem: 4/10/21 So tieu ban: 3 Toa do: 25.18 x 97.43
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K&t luan: 46, XX

Hinh 1. Karyotype ctia bénh nhan Vii Phuong H.46,XX
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Ten benh nhan:

Mguyen Hoang C
Ngay xet nghlem: 4/10/21

Tuoi: 32
So tieu ban: 1

Giol tinh: Nam
Teoa de: 22.3 x03.4
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K&t luén: 46, XY, t(2;10)(p13:p12)

Hinh 2. Karyotype ctia bénh nhan Nguyén Hoang C.46,XY.t (2;10)(p13,p12)

BAN LUAN

Tudi ciia cac cip vg chong dugce chan doan v6 sinh

Qua két qua & Bang 1 cho thiy nhém c6 do tu01 tr 20-30
mac v sinh chiém ty 18 cao hon, vi thuc t& ¢ Viét Nam
day 1a d6 tudi xay dung gia dinh ciia phan 16n nit gidi va
mot by phén khong nho nam gidi. Thong thudng mot cdp
vo chong & do tudi nay sau khi x@y dung gia dinh thuong
mudn c6 con ngay nén sau khi két hon mot thoi gian ma

Tap chi KHCN YD | Tap 3, s6 1

-2024 |

7



chua c6 thai ho da di kham va dugc chi dinh xét nghiém
NST, do d6 céc cap vo chong vo sinh thuong phat hién
dugc & nhom tudi nay. Nhom tudi 30-39 & ngudi chong
mac vo sinh chiém ty 1é cao vi hién nay xu hudng c6 nhiéu
nam giéi xdy dung gia dinh muén nhat 1 & khu vyc thanh
thi va thuong sau mot thoi gian két hon ma chua ¢ con
moi di kham va dugce chi dinh xét nghiém NST.

Nghé nghiép ciia cac cip vo chdng chan doan la vé sinh
Cac tac gia trong nu6e va thé gidi khi phan tich Ve cac
yéu t6 nguy co trong cac truong hop say thai lién tiép, vo
sinh da c6 nhén xét rang: nhimg cdp vo chdng do nghé
nghiép phai tiép xuc vdi cac chat dong vi phong xa, cic
loai hoa chéat, cac kim loai nang nhu chi, thiy ngén, cac
dung moi hitu co... thi ty 1¢ say thai hay vo sinh c6 bat
thuong vé NST cao so voi nhirng cip vo chong khong
bi nhiém>®. Trong nghién ciru ctia chung tdi phat hién
nhom nghé nghiép Coéng nhan cé ty 1¢ mic vo sinh cao
hon cac nhém khac. Diéu nay phu hop véi cac nghién
clru trude day°.

Két qua phan tich Karyotype ciia cic cip vo chong
dwoc chin dosn 13 vo sinh

Nhing rbi loan NST thudng c6 anh hudng t6i qua trinh
giam phan tao tinh tring tir d6 din dén giam sinh tinh,
thuong gip 1a chuyén doan twong hd, chuyén doan
Robertson, chuyén doan hoa hop tam®. Trong 12 cip vo
chdng duoc chi dinh xét nghiém NST ching t6i xac dinh
dugc 1 cap vo chéng 6 rbi loan NST d6 1a kiéu chuyén
doan tuong hd giita NST 2 va NST 10 & ngudi chong, con
nguoi vo c6 karyotype binh thuong. Nhu véy vo sinh 6 cdc
cap vo chong ¢6 thé do rat nhiéu nguyén nhan. Vé mat di
truyén c6 thé do phia ngudi vo hodc ngudi chdng, vi vy
can phai tim hiéu tiép cac nguyén nhan nhu phan tich ADN
0 nhiing cap vo chdng co karyotype binh thuong. Do do tur
nhing két qua trong nghién ctru nay sé la tién dé cho cac
nghién ciru tiép theo.

KET LUAN

Trong 12 cip vo chdng dugce chin doan vo sinh nguyén
phat, c6 1 cip vo chong co nguyén nhan do rdi loan cu
trac NST. Roi loan nay la dot bién chuyén doan giita NST
s62 vaNST s6 10. 11 cap vo chong con lai v sinh dén tir
nguyén nhan khac. Dé tim hiéu tiép cac nguyén nhan giy
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v sinh co thé thyc hién bang cac phuong phap phén tich
ADN 06 nhiing cdp vo chong c6 Karyotype binh thuong.
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