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V. KET LUAN

- 3,9% bénh nhan cé tang s6 lugng bach
cau, trong d6 hay gap nhat la téang bach cau M
(40,4%), chi 4,5% tang bach cau N. Ngudc lai
gidam sO lugng bach cau ghi nhan & 7,9% bénh
nhan, trong doé giam bach cau N la 3,4% va giam
bach cau L la 5,1%.

- S0 lugng bach cau N va bach cau Mono cé
lién quan thuan y nghia vdi tinh trang huyét khoi
tinh mach clra va giai doan bénh (p < 0,05).
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MOT SO BAT THUO'NG DI TRUYEN THUO'NG GAP
TRONG VO SINH NAM
Trinh Thé Son?
TOM TAT SUMMARY

Muc ti€u: Muc tiéu cla nghién clu la xac dinh
tan xudt cla cac mot s6 bat thufdng nhlem sac the
thudng gép va vi dit doan nhiém sic thé Y & cac
bénh nhan vO tinh va thiéu nang tinh trung nang tai
Bénh vién Nam hoc va hiém mudn Ha Ndi va Vién Mo
ph0| lam sang Quan dm Phu’dng phap nghlen cu’u
Bat thudng nhiém sac thé va vi dit doan nhlem sac
thé Y dudc danh gid & 1489 bénh nhan vo tinh va
thiéu nang tinh trung ndng bdng cac phuang phap di
truyen té bao va perdng phap multiplex PCR. Két
qua: B4t thudng nhiém sic thé dang Klinerfelter ¢6
121 bénh nhan chiém ty 1é 8,13%. Vi dit doan nhiém
sac thé Y gom 153 bénh nhan chiém 10,28%. Trong
dé, vi dut doan AZFc bao goém 76 bénh nhan chiém
49,67% tong s6 vi dat doan ndi chung. Ket luan:
Nghlen cufu dua ra két luan rang, phan tICh di truyén
t& bao va vi dut doan nhiém sic thé Y can thiét dudc
tién hanh & bénh nhan vé tinh va thiéu nang_ tinh
trung nang trudc khi luva chon phuong phap ho trg
sinh san.
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SOME COMMON GENETIC DISORDERS IN

MALE INFERTILITY

Objective: The aim of the study was to
determine the frequencies of common chromosomal
abnormalities and Y chromosome microdeletions of
men with severe oligozoospermia and azoospermia in
Andrology and Fertility Hospital of Hanoi and Military
Institute of Clinical Embryology and Histology.
Material and methods: Some  common
chromosomal abnormalities and Y-chromosome
microdeletions were investigated with men with severe
oligozoospermia and azoospermia between 2016 and
2022. Karyotype analyzes and Y-chromosome
microdeletions analyzes [azoospermia factor regions -
AZF] were performed in all cases by using standard
cytogenetic methods and the multiplex polymerase
chain reaction method, respectively. Results:
Klinerfelter syndrome were found in 121 cases
(8,13%). Y-chromosome microdeletions were detected
in 153 cases (10,28%). Y-chromosome microdeletions
in the AZFc region were found in 76 of 153 cases
(49,67%). Conclusion: The study indicates that
cytogenetic and Y-chromosome microdeletion studies
should be conducted in cases with men with severe
oligozoospermia and azoospermia prior to selecting
assisted reproductive techniques. Keywords: AZF;
chromosomal abnormalities; Y-chromosome microdeletion.
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I. DAT VAN DE

V6 sinh dang anh hudng dén khoang 12,6%
tdng s& cac cdp vg chdng trong dd tudi sinh san
trén toan thé gidi. Trong dé, nguyén nhan vo
sinh 8 nam gidi khoang chiém khoang 50% cac
trudng hdp Co nhiéu nguyén nhan gay voO sinh
nam nhu' rGi loan ndi tiét, gian tinh mach thing
tinh, tdc nghén duGng dan tinh, chan thu‘dng
tinh hoan, quai bi, tinh hoan &n... thi nguyén
nhan do d| truyén la kha phd blen va hét stc
phuc tap B4t thudng cd thé dugc phat hién trén
nhiém séc thé thu’dng hay nhiém séc thé gidi tinh.
Bat terdng cling co thé Ia su bat thudng vé so
lugng, cau tric nhiém sic thé hay vi mat doan
nhiém sic thé Y. Chinh vi vay, nghlen clru nay
dugc ti€én hanh véi muc tiéu: Panh gis cdc loai va
tén xuadt xudt hién mot sé bat thuong di truyén
thuong gap doi voi cac bénh nhan vo sinh nam.

Il. BOI TUQONG VA PHU'ONG PHAP NGHIEN CU'U

Nghién cru bao gém 1489 trudng hop vO
tinh hodc thi€u ndng tinh tring ndng tai Vién Md
phoi 1am sang Quan doi va Bénh vién Nam hoc
va hiém muodn Ha Noi.

Tiéu chudn lua chon: Nam gidi khéng c6
tinh trling trong tinh dich hay thi€u nang tinh triing
nang (mat dé < 5 triét/ml), dugc xac dinh theo
tiéu chudn clia T6 chic y t& thé gidi WHO 2021.

Tiéu chuan loai tra:

- Bénh nhén v6 tinh do tdc nghén

- Bénh nhan xuat tinh ngugc dong

- Bénh nhan c6 cic bénh cip tinh, nhiém
HIV, viém gan virus, bénh ldy truyén qua dudng
tinh duc.

- Bénh ndi tiét, dang dung thudc, héa chat
anh hudng dén qua trinh sinh tinh.

- Cac bénh nhan v6 tinh suy sinh duc th( phat.

- HO6 sa khong day du so liéu

Thdi gian - dia diém nghién ciru:

- Thai gian: TU thang 1 nam 2012 dén thang
10 ndm 2023

- Dia diém nghién clru:

+ Vién M6 phdi Idam sang Quan doi- Hoc vién
Quany

+ Bénh vién Nam hoc va hiém mudn Ha Noi

2.2. Phuang phap nghién ciru

2.2.1 Thiét ké nghién cuu: nghién clfu hoi
clru

2.2.2 Cac budc tién hanh nghlen cuu

- Quy trinh phan tich nhiém sic thé do

+ 2 ml mau mau tinh mach ngoai vi ngu‘d|
dugc ldy dam bao tuan thu diéu kién vé vo
trung, qua trinh 18y mau ti€n hanh nhe nhang
tranh v3 t€ bao hong cau. Sau dé dugc chong

déng bdng heparin Lithium va bao quan G nhiét
dd 4°C. Ghi r6 thdng tin bénh nhan va thai gian
|&y mau trén &ng.

+ Hoa chét, va mady méc dugc chuan bi dé
ti€n hanh nuoi cé’y mau. Hién nay trén thj trudng
da cé mot so loai moi trudng nudi cdy pha san
danh cho nubi cdy t€ bao bach cdu ngoai vi mau
ngudi phuc vu lam karyotyping nhu PB-MAX™
Karyotyping Medium. Qua trinh nudi cay xong,
ti€én hanh thu thap t€ bao va nhuém bang G
nhiém s&c thé. Chup cac cum nhiém sic thé trén
kinh hién vi, d& & vat kinh X100 (50| dau) va tién
hanh phan tich bdang phan mém doc két qua
nhiém sac thé (smarttype).

- Xét nghlem vi dut doan nhiém sic thé Y
dua trén cac hufdng dan chan doan vi mat doan
trén nhlem sic thé€ Y clia Vién Han 1d&m Nam hoc
Chau Au (EAA).

Il. KET QUA NGHIEN cUU

Trong sO0 cac bénh nhan nghién clu, bat
thuGng hay gap nhat la dé la vi dit doan AZF,
chiém 153 (10,28%) bénh nhan, ké tiép la bénh
nhan Klinerfelter 121(8,13%) benh nhan, chuyen
doan c6 lién quan dén nhiém sic thé s6 9 c6 29
(1,95%) bénh nhan va 9 (0,6%) bénh nhan
chuyén doan chira gen SRY & nhiém s3c thé Y.

3.1. Vi dirt doan AZF

Vi dirt doan AZF |V6 tinh| Thiéu nang tinh

n(%) n(%) |trung nang n(%)
AZFa 3 (1,96) 3 0
AZFc 76 (49,67) | 24 52
AZFd 6 (3,92) 1 5
AZFabc 3 (1,96) 3 0
AZFabcd 2 (1,31) | 2 0
AZFbc 12 (7,84) | 10 2
AZFbcd 43 (28,10)| 23 20
AZFbd 1 (0,65) 0 1
AZFcd 7 (4,58) 5 2
T6ng 153 (100) 71 82

Qua bang 3.1 cd thé thay, vi dit doan nhiém
sic thé Y cb thé say ra bat c vi tri nao, ton
thuang cé thé chi xudt hién don doc trén AZFa,
AZFb, AZFc, AZFd hay c6 thé phdi hgp nhiéu vi
ddt doan khac nhau. Trong dé, vi dit doan AZFc
chiém ty 1€ cao nhat vdi ty 1€ |a 49,67%, ti€p dén
la vi dit doan phdi hgp AZFbcd.

3.2. Hoi chirng Klinerfelter

B6 nhiém sdc thé |Vé tinh -I;Ii‘l:ﬁut?;: gg
n(O/O) n(O/O) néng n(o/o)
47, XXY 115 (95,04) 112 3
Kham 47, XXY 6 (4,96) 0 4
Tong 121 (100) 114 7

385



VIETNAM MEDICAL JOURNAL N°1 - MAY - 2024

Qua bang 3.2 ¢ch the thay, da s6 bénh nhan
Klinerfelter c6 bd nhiém séc thé 1a 46,XXY (chua
phat hién cic kiéu nhan nhu 48, XXYY; 48,
XXXY...). Bénh nhan Klinerfelter dang kham chi
chiém 4,96%. Theo két qua nghién clru, cac bénh
nhan Klinerfelter dang kham déu la thi€u nang
tinh tring nang, khong c6 trudng hdp nao v6 tinh.

3.3. Chuyén doan lién quan nhiém sic
thé s6 9

Bo nhiém sac

thé n(%)

Chuyén doan can
bang NST s6 9 0

29 (100)

Qua bang 3.3 co thé thay, chuyen doan lén
quan dén nhiém sic thé s6 9 cling & mot
nguyén nhan kha phd bién 1am réi loan qué trinh
sinh tinh. Trong téng s8 1489 bénh nhan nghién
cltu ¢6 29 bénh nhan, chiém ty I1é 1,95% téng s6
bénh nhan nghién clu. Tuy nhién, cac bénh
nhan nay cd biéu hién la thi€u ndng tinh tring ndng.

3.4. Chuyen doan chua gen SRY &
nhiém sic thé Y. C6 9 bénh nhan phat hién
chuyén doan chira gen SRY trén nhlem sac thé
Y. Céac bénh nhan nay déu c6 bd nhiém sic thé
la 46, XX. Khi xét nghiém gen SRY déu co két
qua duang tinh (SRY +). Bénh nhan déu co dac
diém chung la ki€u hinh nam gidi; c6 ducng vat
nho, tinh hoan nho; vo sinh do khéng coé tinh
trung; chiéu cao han ché khoang trén dudgi 165
cm; héi dau, nit hda tuyén va.

IV.BAN LUAN

B4t thudng nhiém sic thé gidi tinh 13 nguyén
nhan phd bién nhat gy ra vo sinh lién quan dén
di truyén. Trong nghién cltu nay, cac ki€u nhan
bat thutng dudc phat hién & nhiém sic thé gidi
tinh la hoi ching Klinefelter. Day la bénh di
truyén phd bién nhat nguyén nhan gay vé sinh &
nam gic’ii. NO lién quan dén su suy giam nghiém
trong qua trinh sinh tinh trung. Trong nghién ctu
cla ching toi, k|eu nhan 47, XXY la dugc coi la
bat thudng nhiém sic thé thudng gdp nhét.
Klinerfelter dang kham chi chiém ty Ié nho trong
nghién cdu. Do6i vdi Klinerfelter dang kham
thudng biéu hién la thi€u néng tinh tring néng.

Trong nghlen cfu nay, cac bat thudng vé
nhiém séc thé thudng dudc phat h|en dugi dang
chuyén doan lién quan dén nhiém sic thé s6 9.
Bénh nhan thudng c6 ki€u hinh binh thudng,
nhung su’ suy giam cua qua trinh sinh tinh trung.
Bén canh do6 day cﬁng la nguyén nhan dan dén
viéc hinh thanh cac giao tir bi khiém khuyét vé
mét di truyén va dan dén that bai IVF nhiéu [an

Vo tinh
n(%)

Thiéu nang tinh
triing nang n(%)

29 (100)
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hodc say thai nhiéu I‘én[Z_].

Céac vi mat doan nhiém sic thé Y (ving AZF)
la phd bién nhét trong nghlen ctru nay. Sang loc
vi mat doan nhiém sac thé Y 13 mot xét nghlem
quan trong can chi dinh cho cac bénh nhan vo
tinh va thi€u nang tinh tring ndng dé 13 cd s
tién lugng, lua chon phudng phap diéu tri, la co
s@ tu van trong ho trg sinh san. AZFa, AZFb va
AZFc la cac vung khac nhau cé nhiéu gen cé vai
tro trong qua trinh sinh tinh & ngudi. Quy mo va
khu vuc cac vi mat doan Y cd thé khac nhau. Da
sO Vi mat doan Y xay ra & vung AZFc. Két qua
nay cling phu hgp véi mot s6 tac gia khac [3]

Tuong tu nhu vay, ching t6i da phat hién 9
bénh nhan c6 kiéu nhan 1a 46, XX. Ca trong 9
bénh nhan nay ching toi déu phat hién gen SRY
duang tinh. Phan I6n cac bénh nhan cé co quan
sinh duc binh thudng nhung vo tinh, két qua nay
giéng vai Akin H va ¢s ndm 2011 [1].

V. KET LUAN

Trong s6 cac bénh nhéan vo tinh khdng do tac
va thi€u néng tinh tring ndng, vi dit doan AZF
chiém 153 (10,28%) bénh nhan, ké tiép la bénh
nhan Klinerfelter 121(8, 13%) bénh nhan, chuyen
doan lién quan nhiém sic thé s6 9 cd 29
(1,95%) bénh nhan va 9 (0,6%) bénh nhan c6
chuyén doan chlra gen SRY trén nhlem sac thé
Y. Nén thuc hién xét nghiém bd nhiém sic thé
(karyotype) va xét nghlem vi mat doan nhiém
sic thé Y cho tat ca cac trudng hop vo tinh va
thi€u ndng tinh tring nang.
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