TAP CHi NGHIEN CU’U Y HOC

NGHIEN c(’U MOT SO DANG BAT THWONG NHIEM SAC THE
O BENH NHAN VO TINH, THIEU TINH NANG TAI BENH VIEN
BUU DIEN

Nguyén Manh Kién', Bui Thi Lanh'
Vi Thi Ha? va Nguyén Vin Long"™
'Bénh vién Buwu dién

2Trwong Dai hoc Y Ha Noi

Bét thuong di truyén la mét trong nhiing nguyén nhén chinh gay vé tinh hodc thiéu tinh & nam gicéi vé sinh.
Nghién ctru nham moé t3 mét sé dang bat thudng nhiém séc thé trén bénh nhan vé sinh nam cé két qua tinh
dich dé vé tinh hodc thiéu tinh ndng tai Bénh vién Buu dién. Trong dé, viéc phéan tich nhiém séc thé duoc thuc
hién bang ky thuét nhuém bang G tir mau té bao mau ngoai vi. Két qua danh gia nhiém séc thé dé cda 180
nam gi¢i vé sinh cho thdy 136 bénh nhan méc hoi chirng Klinefelter (75,56%), 5 bénh nhan méc hoi chiing
Jacobs (2,78%), 35 bénh nhén bat thuong céu tric nhidém séc thé (19,44%) va 4 bénh nhan réi loan phét trién
gi6i tinh (nguoi nam karyotype 46,XX, chiém 2,22%). Két qué nghién ctru cé y nghia quan trong trong xéc dinh
nguyén nhén gay tinh trang vé sinh, thiéu tinh ndng & nam gici vé sinh, déng thoi gitip cac bac silém sang dinh
huéng phac dé diéu tri phu hop trong hé tror sinh sén. Cac nghién ctwu tiép theo can thiét duoc thuc hién dé

déanh gié hiéu qua can thiép cua cac ky thuat hé tro sinh sdn déi véi ngudi nam cé bét thuong nhiém séac thé.

T khéa: Bat thwong nhiém séc thé, vo tinh, thiéu tinh.

I. DAT VAN DE

Theo bao cao cia WHO khoang 17,5% dan
s6 trwdng thanh bi anh hwéng bdi vé sinh hiém
mudn.' Tai Viét Nam, ty Ié vb sinh & cac cap
vo chdng tré 1a 7,7% véi xu hwéng ngay cang
gia tang.2 Theo Nguy&n Dac Nguyén, trong cac
cap vo chdng vd sinh nguyén phat, nguyén
nhan do ca 2 vo chéng, chi do ngwdi chéng, chi
do nguwoi vo 1an lwot chiém 54,9%, 21,3% va
18,7%.% Tinh trang v sinh nam ngay cang phd
bién, c6 xu huwéng gia tdng va tré héa. Ngoai
cac nguyé&n nhan gay vé sinh nam nhuw réi loan
ndi tiét, gidn tinh mach thirng tinh, chan thwong,
quai bi... phai nhac t&i nguyén nhan di truyén
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do bét thwérng nhiém séc thé. Ty Ié bt thuwong
nhiém séc thé & nam gi6i vo sinh cao gap 10
lan so v&i dan sé noi chung, bat thwong nhiém
sac thé gap trong sb 5% bénh nhan bj thiéu
tinh nang va 10% - 15% bénh nhan bj vé tinh.4®
Bét thworng nhiém séc thé gdbm bat thuwong sé
lwong, bat thuwéng clu trdc tv don gidn dén
phirc tap. Nhitng bat thwerng danh hwéng dén
quaé trinh sinh tinh thwéng lién quan dén nhiém
sac thé gidi tinh hodc cac viing gen tham gia
hoat déng san xuét, biét héa tinh trung. Khoang
10% sb gen trong bo gen c6 lién quan dén qua
trinh sinh tinh, mot s dot bién & nhirng gen nay
c6 thé gay trc ché hoan toan qua trinh sinh tinh.¢
Tittelmann va céng sw da bao cao mot sb dot
bién gay bénh & cac gen nhw NR5A1, DMRT1
va TEX11, gay ra tinh trang vo tinh & nam gi&i.”
Nghién ctru nay duwoc tién hanh véi muc tiéu
mo ta dac diém mot s6 dang bat thworng nhiém
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sac thé & bénh nhan vo sinh nam cé két qua
tinh dich db vé tinh hoac thiéu tinh nang nham
cung cap co sé quan trong giup cac bac si chan
doan nguyén nhan vé sinh va lwa chon phac do
diéu tri phu hop.

Il. DOl TWONG VA PHUONG PHAP

1. Déi twong

Tiéu chudn chon mau

-180 ngu®i nam dén kham tai Bénh vién
Buwu dién trong thoi gian tir thang 2/2021 dén
thang 5/2024, c6 tat ca céac tiéu chuan sau:

-Ngudi nam t& cac cap vo chdng duwoc
chan doan vo sinh, la tinh trang mot cap vo
chéng trong do6 tudi sinh san, chung séng voi
nhau trén moét ndm, c¢é quan hé tinh duc déu
dan, khéng st dung béat ky bién phap tranh thai
nao, ma khong thé cé con.

- Két qua tinh dich d& khéng c¢6 tinh tring
trong tinh dich hodc thiéu tinh ndng (mat do
< 5 triéu/ml, theo tiéu chudn cta Té chic y té
thé giéi WHO 2021), thoi diém thwe hién xét
nghiém sau 3 - 5 ngay kiéng xuét tinh.

- Két qua phan tich nhiém s&c thé t té bao
mau ngoai vi cé bat thwong sb lwong, céu truc
ho&c két hop ca hai. Trwéng hop ngudi nam cé
karyotype 46,XX hodc méat doan nhiém sac thé
Y dwoc thwe hién thém xét nghiém phat hién
gen SRY va khao sét tinh trang vi mat doan trén
vung gen AZF.

Tiéu chuén loai trie

- Nguoi bénh méc bénh ndi tiét, dang dung
thubc, héa chat anh hwéng dén qua trinh sinh
tinh.

- Nguw&i bénh vo tinh hoac thiéu tinh nang
do suy sinh duc th&r phat, tdc nghén, xuét tinh
nguoc.

2. Phwong phap

Thiét ké nghién ciru: md t& chum ca bénh.

Quy trinh nghién ctru: Nguwdi bénh dén
kham va thuc hién cac xét nghiém can thiét dé
chan doan bénh theo céac tiéu chudn trén tai
bénh vién Bwu Dién trong thi gian tr 2/2021
dén 5/2024. Thong tin chan doan va két qua xét
nghiém dwoc thu thap trén hé théng HIS cua
bénh vién.

Xav ly s6 liéu: S6 liéu nghién ctru dwoc thu
thap va phan tich bang phan mém Microsoft
Excel 2019.

3. bao dirc nghién ctru

Nghién clru nay nham muc dich khoa hoc,
toan bd cac théng tin nghién cru déu dwoc bao
mat theo dung quy dinh vé bao mat thong tin tai
Bénh vién Bwu dién. Cac s liéu thu thap duoc
chi str dung v&i muc dich nghién ctru.

lll. KET QUA

1. Phan bé cac dang bat thwong nhiém sac
thé trong nghién ctru

Bang 1. Phan b6 cac dang bat thwong nhiém sic thé & bénh nhan vé tinh, thiéu tinh ning

Dang bat thwong Vé tinh Thiéu tinh nang Téng, n (%)
Hoi chirng Klinefelter 135 1 136 (75,56)
H&i chirng Jacobs 5 5(2,78)
Chuyén doan 19 23 (12,78)
Bét thwdng cau tric nhiém séc thé Y 12 0 12 (6,68)
Nguwoi nam 46,XX 0 4 (2,22)
Téng, n (%) 155 (86,11) 25 (13,89) 180 (100)
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Nghién ctu phat hién 136 ngudi bénh méc
hoi ching Klinefelter (chiém ty 1& 75,56%), 5
ngwdi bénh méac hdi chirng Jacobs (chiém ty 1&
2,78%), 23 nguwdi bénh chuyén doan nhiém séc
thé (chiém ty 1& 12,78%) bao gdm chuyén doan
nhiém sac thé thwdng, chuyén doan Robertson,
chuyén doan gitra nhiém sic thé thwong va

2. Bat thwong s6 lwong nhiém sic thé

nhiém sac thé gidi tinh, 12 nguoi bénh bt
thwong clu trdc nhiém sic thé Y (chiém ty
I& 6,68%) va 4 nguwoi bénh rdi loan phat trién
gidi tinh nam gidi karyotype 46,XX (chiém ty
1€ 2,22%). Nguwoi bénh tham gia nghién ctru co
két qua tinh dich d6 vo tinh chiém 86,11%, thiéu
tinh nang chiém 13,89%.

Bang 2. Mét s6 hdi chirng gay bat thwong sé lwgng nhiém sac thé

o R . . e Vo tinh  Thiéu tinh Téng
Hoi chirng Cong thirc nhiem sac the .
(n) nang (n) n (%)
47 XXY 130 0
C47.XY,i(X)(q10) 1
Thuan 133 (97,79)
47 XX,del(Y)(q11).4(6:10)(q16:p12) 1 0
Héi ching 48, XXXY 1 0
Klinefelter 47 XXY[91]/46,XY[9] 1 0
Kham 3(2.21)
47 XXY[89)/46,XY[11] 1 0
47, XYY[18)/46,XY[32] 0 1
Téng, n (%) 135(99,26)  1(0,74) 136 (100)
Héi chieng Jacobs 47 XYY 0 5(100) 5(100)
p: ky hiéu nhéanh ngan ctia nhiém sac thé
q: ky hiéu nhanh dai cta nhiém séc thé
i- ky hiéu cho nhiém séc thé déu (isochomosome)
del: ky hiéu cho loai bat thuong mat doan (deletion)
t: ky hiéu cho loai bét thuong chuyén doan (translocation)
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Hinh 1. Mot sé karyotype bat thwong sé Iwong nhiém sac thé
(A: 48, XXXY; B: 47,XXY)

TCNCYH 186 (1) - 2025

21



TAP CHi NGHIEN CPU Y HOC

Trong 136 ngwdi bénh mac hdi ching

Klinefelter: 133 trwéng hop thuan chiém ty 1é

97,79%; 3 trwrng hop kham chiém ty 1& 2,21%;

135 trwdng hop vé tinh chiém ty 1& 99,26%, 1

3. B4t thwong cau tric nhiém sic thé

Chuyén doan nhiém sac thé

trwong hop thiéu tinh nang chiém ty 18 0,74%.

Toan bd 5 trwérng hop méc hoi chirng Jacobs

déu thudc nhém thiéu tinh ndng.

Bang 3. Cac dang bat thwong cau tric nhiém sac thé

Dang bat thwéong

Céng thirc nhiém sac thé

Vo tinh  Thiéutinh  Téng, n (%)

Chuyén doan
nhiém séc thé
thuong

46,XY,4(3;18)(p11;p11)

46,XY,1(8:21)(q21.3;p13)

2 0 15 (65,22)

46, XY,1(6;9)(q21;34)

46,XY,4(15:20)(q11.2; q13.2)

46,XY,{(7;15)(g31:921)

7:
46,XY,1(3;14)(p25;923)

46,XY,1(1:4)(p13;935)

46,XY,4(3;18)(q21:p11.2)

46,XY,1(9;:21)(p11;911)

46,XY,4(8;21)(p21:921)

46,XY,t(1;4)(p22;G28)

46,XY,1(5;13)(q23;921)

(
(
(
(
(
46,XY,t(4;9)(p14;433)
(
(
(
(
(
(

46,XY,(12;22)(q24.33;q13.1)

46,XY,1(2;13)(p23;931)

13

Chuyén doan
Robertson

45 XY,rob(14;21)(q10;q10)

45,XY,rob(13;14)(q10;910)

)

)
45,XY,rob(14;22)(q10;q10)
45,XY,rob(13;22)(q10;q10)

0 6 6 (26,09)

Chuyén doan nhiém
séc thé gidi tinh

46,XY,1(4:Y)(p13;p11.3)

46, XY,{(7;X)(q21;p22.1)

2 0 2 (8,69)

Téng, n (%)

4(17,39) 19 (82,61) 23 (100)

rob: ky hiéu cho chuyén doan Robertson, mét loai chuyén doan giita 2 nhiém séc thé tam déu

Trong 23 truéng hop mang chuyén doan
nhiém séc thé c6 15 trwdng hop chuyén doan
nhiém sac thé thuwong chiém ty 1& 65,22%, 2

trudng hop chuyén doan gitra nhiém sac thé
thwong va nhiém séc thé gidi tinh chiém ty lé
8,69% va 6 truéng hop chuyén doan hoa hop
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tam Robertson chiém ty 1& 26,09%. 2 trwdng
hop chuyén doan nhiém sac thé thuong va 2
trwdng hop chuyén doan lién quan nhiém séc
thé gidi tinh cé két qua tinh dich dd vé tinh chiém
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ty 18 17,39%, 19 trwdng hop chuyén doan con
lai trong nghién ctru két qua tinh dich dé thiéu
tinh nang chiém ty 1& 82,61%.
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Hinh 2. Mgt s6 karyotype bat thwong cau tric nhiém sac thé
(A: 47, XY,i(X)(q10); B: 46, XY,1(10:21)(p11.2:q11.2))

Bat thwong cau tric nhiém sac thé Y

Bang 4. Mot sé bat thwong cau tric nhiém sac thé Y

Dang béat thwong Céng thirc nhiém sac thé Vo tinh Thiéutinh  Téng
Thuén 46,XY,del(Y)(q11) 1 0 1
Mat doan 45,X[24]/46,X,del(Y)(q11)[26]
NSTY Kham 46,X,del(Y)(q11)[11]/46,XY[59] 3 0 3
45,X[41/46,X,del(Y)(q12)[46]
Thuéan 46,X,idic(Y)(p11.3) 2 0 2
45,X[10]/46,X,idic(Y)(q11.2)[40]
45,X[301/46,X,idic(Y)(q11.2)[20]
idlic('Y) Khém 45,X[9]/46,X,idic(Y)(q11.2)[41] 5 0 5

45,X[10]/46,X,idic(Y)(q11.2)[40]
45,X[30]/46,X,idic(Y)(q11.2)[30]
45 X[13]/46,X,idic(Y)(q11.2)[37]

idic: ky hiéu cho nhiém sac thé déu hai tdm (isodicentric)

Trong 12 trwdng hop bét thuong ciu tric
nhiém séc thé Y cé 4 trwdng hop mét doan
nhanh dai nhiém séc thé Y: 1 trudng hop thudn
va 3 trvong hgp khdm; 8 trwong hop idic (Y):

2 trwdng hop idic(Y)(p11.3) thuan va 6 truong
hop kham idic(Y)(q11.2). Toan bd 12 trwdng
hop bét thwerng céu tric nhiém sac thé Y nay
déu c6 két qua tinh dich d6 vé tinh.
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Hinh 3. M6t s6 karyotype c6 bat thworng cau tric nhiém sac thé Y
(A: 46 X, idic(Y)(p11.32); B: 47,XX,del(Y)(q11),t(6:10)(q16:p12))

Réi loan phét trién gici tinh: ngwdi nam
karyotype 46,XX

Nghién clru phat hién 4 trwdng hop rdi loan
phat trién giéi tinh nguwdi nam mang karyotype
46,XX, chiém ty 1& 2,22%. Xét nghiém SRY:
3 trwong hop két qua dwong tinh (SRY+); 1
trwdng hop két qua am tinh (SRY-).

IV. BAN LUAN

Nghién ctru nay mé td mot sd dang bét
thwong nhiém sac thé cta 180 bénh nhan vo
tinh, thiéu tinh nang tai Bénh vién Buwu dién. Két
qué cho thdy tinh trang vé tinh c6 thé gap khi
nguwdi nam mac hdi chirng Klinefelter hoac c6
cac bat thuwong céu truc lién quan dén nhiém
sac thé Y (nhw mét doan, isodicentric) hodc
mang chuyén doan gitra nhiém sac thé thuong
véi nhiém séc thé gidi tinh tai cac ving gen
tham gia san xuét, biét hoa tinh tring, tinh trang
thidu tinh nang c6 thé gap khi nguwdi nam méac
hdi chirng Jacobs hodc mang chuyén doan
gitra cac nhiém séc thé thwong, chuyén doan
Robertson.?

Hoi chirng Klinefelter chiém ty 1& cao nhét
75,56%. Trong nhdom nay karyotype 47,XXY
chiém ty 1& 95,59%, twong tw v&i két qua trong
nghién ctru ctia Robert D Oates.® Cac bién thé
hiém gap khac dwoc md ta trong nghién ctru bao

gdm 1 trwdng hop cé thém 2 nhiém séc thé X
(48,XXXY), 1 trwrng hop nhiém séc thé X nhan
doi nhanh dai (47,XY,i(X)(q10)) va 1 trweong hop
két hop bat thuwong sé lwong va bat thwong cau
tric nhiém séc thé Y (47,XX,del(Y)(q11),t(6;10)
(q16;p12)). Klinefelter kham chiém ty 1& 4,41%: 2
trirdng hop kham vé tinh (47,XXY[91]/46,XY[9],
47 XXY[89]/46,XY[11]) cb ty l&é dong t& bao
47 XXY chiém wu thé; 1 trudng hop kham thiéu
tinh nang (47,XYY[18]/46,XY[32]) co ty 1é dong
té bao 46,XY chiém wu thé. Thé kham anh
hwéng dén mat dd tinh trung trong tinh dich,
murc dd anh hwéng phu thudc ty 1é dong té bao
binh thwong va béat thwdng tai mé tinh hoan.
Vi phau thuat tinh hoan tim tinh trung (Micro-
TESE) két hop v&i tiém tinh tring vao trong bao
twong noan (ICSI) 1a phwong phap diéu tri phu
hop cho bénh nhan mac hoi chirng Klinefelter.
V6i treerng hop méc hoi chirng Klinefelter hiém
gap c6 rdi loan di truyén phtre tap (47,XX,del(Y)
(q11),1(6;10)(q16;p12)) vira mang chuyén doan
gitra hai nhiém séc thé thwong, vira mat doan
nhanh dai nhiém séc thé Y cang lam trAm trong
thém kha nang san xuét tinh trung vén da suy
giam trong bénh canh hdi chirng Klinefelter.
Nam gi¢i méc hoi chirng Jacobs van cé kha
n&ng sinh san. Tuy nhién, sw tén tai ciia nhiém
séc thé Y dw thira trong qua trinh gidm phan
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c6 thé 1am gidm kha nang sinh tinh."® Do do,
s6 lwong tinh trung clia ngudi méc hdi chirng
Jacobs c6 thé dao ddng tir binh thuweng dén vo
tinh. V&i cac trwong hop sé lwong tinh tring
binh thuwé'ng ngwdi méc hodi chirng Jacobs van
c6 kha nang mang thai tw nhién, 5 trwong hop
Jacobs trong nghién ctru clia chung tdi co két
qua tinh dich @ thiéu tinh ndng. V&i cac trwdng
hop mang thai khé khan, cé thé can thiép béng
céac bién phap hd tro' sinh san nhw thu tinh trong
4ng nghiém (IVF) ho&c tiém tinh tring vao bao
twong trieng (ICSI). Nhirng bénh nhan nay nén
duwoc tw van di truyén va xét nghiém di truyén
tién lam t6 dé ndm dwoc nhivng rdi ro tiém an
cho thé hé sau.

Nam gi¢i mac hoi chirng Klinefelter va hoi
chirng Jacobs thuwéng c6 ndng do testosterone
gidm, suy sinh duc s&m. Nhirng trwong hop
nay c6 thé dwoc chi dinh diéu tri ndi khoa dé téi
wu hoéa qua trinh sinh tinh trwdc khi tién hanh
nhirng can thiép sau do.

Qua trinh sinh tinh Ia mét qua trinh biét hoa
té bao cuc ky phirc tap lién quan dén 2300
gen anh hwéng dén sy phat trién va trwéng
thanh cta té bao mam." Cac gen nay ndm
chd yéu trén nhiém séc thé gi¢i tinh, phan nhé
nam trén nhiém sac thé thwong. Nghién ciru
clia ching tdi mé ta 19 truéng hop thiéu tinh
néng mang chuyén doan gitra cac nhiém séc
thé thudng; 6 tredrng hop thiéu tinh ndng mang
chuyén doan Robertson; 4 trwdng hop vé tinh,
trong d6: 2 trwéng hop mang chuyén doan
gitra nhiém séc thé thwong va nhiém séc thé
gioi tinh (46,XY,t(4;Y)(p13;p11.3); 46,XY,t(7;X)
(9q21;p22.1)), 2 trwdng hop mang chuyén doan
gitra cac nhiém séc thé thuwong (46,XY,1(3;18)
(p11;p11); 46,XY,1(8;21)(921.3;p13)).

Chuyén doan Robertson con goi la chuyén
doan hoa hop tdm ndm trong nhém chuyén
doan can bang, xdy ra & cac nhiém séc thé
tam dau (nhiém séc thé sbé 13, 14, 15, 21,

TAP CHi NGHIEN CU’U Y HOC

22). Cac nghién cru chi ra rdng chuyén doan
Robertson c6 thé dan dén nhiéu kiéu san xuét
tinh tring tir binh thwong dén khong cé kha
n&ng san xuét tinh nguyén bao." Ty |& chuyén
doan Robertson dao dong twr 0,9%-3,4% trong
nhém nam gidi vé sinh do réi loan chirc ndng
sinh tinh nghiém trong. Nghién ctu clia ching
t6i mo t& 6 trwong hop thiéu tinh nidng mang
chuyén doan Robertson trong 180 bénh nhan
vo sinh nam, chiém ty 1& 3,33%. Ngoai gay vo
sinh, ngw®i mang chuyén doan con cé nguy co
gay say thai lién tiép, di tat thai nhi hodc mot s
héi chirng hay gap nhw Down, Patau... do dé
can lwa chon phuong phap hd tro' sinh san phu
hop két hop tw van di truyén, sang loc truwdc
sinh dé sinh ra cac em bé khde manh.

Nhém bat thwdng ciu trdc nhiém séc thé Y
trong nghién cir gdm 4 trwdng hop méat doan
nhanh dai nhiém séc thé Y va 8 trwong hop
nhiém sac thé Y déu hai tam (idic(Y)). idic(Y) la
dang thwéng gép trong cac bat thwdng cau truc
clia nhiém sac thé Y vai co ché hinh thanh dwoc
cho la do s tai t& hop noi nhiém séc thé hodc
s hop nhét ctia cac chromatid chi em theo sau
sy dirt gay clia nhiém séc thé Y.™® V&i clu truc
hai tam, nhiém sac thé Y tr& nén bét 6n dinh,
vi vay cac dong té bao kham thuong dwoc tao
ra, trong d6 hay gap nhat la dong té bao 45,X.13
Trong 8 trwong hop idic(Y) quan sat dwoc trong
nghién ctu cla chung t6i, chi cé 2 trwdng hop
& dang thuan. Vi tri dit gay trén nhiém sic thé
trong qua trinh hinh thanh idic(Y) s& quyét dinh
lwong VAt chat di truyén con dwoc bao ton va
murc dd clia cac hé qua méat doan, 13p doan trén
nhiém séc thé Y. Két hop cla cac bat thwong
cu tric nay cung véi mire do kham khac nhau
sé& c6 nhirng tac dong da dang nén kiéu hinh
ctia mdi trwéng hop. Trong nghién clru cla
chung t6i, do dac diém dbi twong la cac cap vo
chéng dén kham vé sinh nén kiéu hinh nguoi
nam thwdng binh thwong kém theo vé tinh. Y
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van da mod ta nhidu trwdng hop idic(Y) cé biéu
hién da dang nhw héi chirng Turner & ngudi nir,
v6 sinh & ngudi nam, mo hd gidi tinh, réi loan
phat trién tuyén sinh duc, thé trang thap va mot
sb biéu hién khac.

R&i loan phat trién gi¢i tinh (DSD) Ia thuat
ng® chung cho nhiéu tinh trang d&c trwng bdi
sy phat trién gi¢i tinh khong phu hop gitra
karyotype, tuyén sinh duc va bd phan sinh duc.
Nguwoi nam karyotype 46,XX nam trong nhém
rbi loan phat trién gidi tinh hiém gap véi ty 1é
khoang 1:20.000 tré nam dwoc sinh ra. Trvong
hop dau tién dwoc md ta vao nam 1964 bdi De
la Chapelle, sau d6 nhiéu truéng hop twong tw
dwoc mé ta& nhwng dé giai thich co ché bénh
sinh cho cac trudng hop nay con gap khé khan.
Ngwoi nam karyotype 46,XX ¢6 ddc diém lam
sang: kiéu hinh nam, tinh hoan nhé hoac tinh
hoan an, cé thé gap tat 16 tiéu thap, vo tinh,
suy sinh duc tadng gonadotropin, chirng vu to
nam gidi, gidm ham muén... Cac d&c diém lam
sang nay twong tw vo&i biéu hién cia nguoi
nam méac hoi chirng Klinefelter, tuy nhién c6
mot s6 diém khac biét: & ngwdi nam méc hoi
ching Klinefelter, chidéu cao thwéng phat trién
hon, hau hét khdng mét doan ving AZF va gen
SRY, mét sb trwdng hop van c6 kha nang san
xuét tinh triung. O’ nguoi nam karyotype 46 XX,
thwdng mat doan hoan toan ving AZF dan dén
tinh trang vo6 tinh, gen SRY phat hién duoc &
80% trwong hop. Nghién ctru clia chung téi ghi
nhan 4 trwdng hop nam gidi vb tinh trong dé
3 trwdng hop SRY dwong tinh; 1 trwong hop
SRY am tinh. Ngoai gen SRY con nhiéu gen
khac nhu SOX9, SOX3, DAX1, WT1, FGF9,
SF1... cling tham gia vao chudi phan &ng xac
dinh gi&i tinh.'*" Ngwdi nam karyotype 46,XX
c6 SRY am tinh c6 thé phat hién bat thwong &
cac gen ké trén bang cac ky thuat giai trinh tw
gen.

V. KET LUAN

Nghién ctru md t& mét sé dang bat thudng
nhiém s&c thé ctia 180 nam gi&i vd sinh véi tinh
trang vo tinh, thiéu tinh nang. Két qua cho thay
tinh trang vo tinh gap chi yéu & nhdm nguoi
bénh méc hoi chirng Klinefelter hodc cé cac bét
thwdrng cu tric lién quan dén nhiém sac thé Y
(nhw méat doan, isodicentric) ho&c mang chuyén
doan gitra nhidm séc thé thwdng véi nhiém
sac thé gidi tinh. Tinh trang thiéu tinh nang co6
thé gap khi ngwdi nam méc héi chirng Jacobs
hodc mang chuyén doan gitra cac nhiém sic
thé thuwong, chuyén doan Robertson. Két qua
nghién clru cung cép co s& quan trong giup
cac bac si chan doan nguyén nhan vo sinh do
bt thwérng nhiém séc thé va lwa chon phwong
phap hé tro sinh sdn phu hop, nhuw thu tinh
trong 6ng nghiém (IVF) hay tiém tinh trung vao
bao twong trirng (ICSI).
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Summary

THE SPECTRUM OF CHROMOSOMAL ABNORMALITIES
IN PATIENTS WITH AZOOSPERMIA AND SEVERE
OLIGOZOOSPERMIA AT BUU DIEN HOSPIATAL

Geneticabnormalities are one ofthe main causes ofazoospermiaoroligospermiaininfertiie men. The
study aims to describe various types of chromosomal abnormalities in infertile men with azoospermia
or severe oligospermia treated at Buu Dien Hospital. Karyotype assessments were conducted using
peripheral blood samples analyzed by G-banding techniques. The results 0f180 infertile men showed
that 136 patients had Klinefelter syndrome (75.56%), 5 patients had Jacobs syndrome (2.78%), 35
patients had chromosomal abnormalities (19.44%) and 4 patients had sex development disorders
(male karyotype 46,XX, accounting for 2.22%). The research results are important in determining
the causes of infertility and severe oligospermia in infertile men, as well as assist clinicians to
select appropriate treatment regimens for reproduction. Further studies are needed to explore the
long-term outcomes of assisted reproductive techniques in men with chromosomal abnormalities.

Keywords: Chromosomal abnormality, azoospermia, oligozoospermia.
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