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Tém tat

Dat van dé: M4t doan AZF (azoospermic factor) la nguyén nhan di truyén thuwong
gap nhat gay hiém mudn nam. TAm soat AZF dwoc khuyén céo khi gidm sé lwong tinh
trung. Nghién ctvu xac dinh tan suat va dac diém mat doan AZF & nam gii hiém muon
tai Bénh vién Hung Vuong.

Phwong phap nghién ctru: 526 BN hiém muén nam cé két qua mat doan AZF,
thdm kham lam sang, tinh dich dd, noi tiét td sinh duc nam, va nhiém séc thé (NST) db
dwoc hdi ctvu hd so tir 5/2018 dén 5/2021. C6 4 nhém BN: vo tinh, thiéu tinh rat nang,
nang va vtra hay nhe.

Két qua: Ty 1& mat doan AZF l1a 25,9% (136 BN), gdbm AZFc (92,6%) va AZFbc
(7,4%). AZFc ban phan va toan phan (b2/b4) 1an luot chiém 85,7% va 14,3%. AZFc
ban phan gdm gr/gr (89,8%) va b2/b3 (10,2%). Ty |é méat doan AZF ting theo mirc do
gidm sb lwong tinh trung: cao nhét & vé tinh khong bé tic (33,5%) va thiéu tinh rat
nang (32,9%), va th&p hon & thiéu tinh nang (23,9%) (x2 test, p<0.0001). M4t doan
AZF ciing ghi nhan & 11,1% thiéu tinh vira hay nhe.

38/396 BN (9,6%) duoc lam NST db c6 bat thweng NST, gdm héi chirng Klinefelter
(24), thé kham 45X/46XY [1], ddo doan/chuyén doan [9], va bat thwong ciu tric NST
khac [4]. Ty |&é mat doan AZF & NST db binh thuéng va bat thuong la 25,9% va 26,3%.
Ty 1& mat doan AZF & vo tinh khdng bé tdc 46XY, hdi chirng Klinefelter, chuyén doan/
dao doan NST va bat san ODT bam sinh 1an lwot 1a 34,4%, 25%, 22,2% va 11,4%. Mot
thé kham 45X/46XY ciing kém mét doan AZF.

Két luan: M4t doan AZF kha phd bién & nam gi¢i hiém muén do gidm sbé lwong
tinh trung nang (<5 x 106/mL) va c6 thé xay ra déng thdi véi bat thwong NST. Vi mét
doan AZF ciing gép & 1 trén 10 BN thiéu tinh vira hay nhe, can nhéc chi dinh tAm soat
AZF theo khuyén cdo va thuc té & Viét Nam ciing nhw cac yéu té khac cla cép vo
chdng hiém muon.

T khéa: Hiém mudn nam, mét doan AZF, nhiém sac thé dd, sb lwong tinh tring.

Abstract
Frequencies and characteristics ofy chromosome microdeletions
in infertile males

Introduction: AZF (azoospermic factor) microdeletions are the most common
genetic cause of male infertility. AZF microdeletion screening is recommended in case
of reduced sperm counts. This study was aimed at determining the frequencies and
characteristics of AZF microdeletions at Hung Vuong hospital.

Patients and Methods: 526 infertle men whose medical records contained
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information about physical examination, spermatogram, male sex hormones, AZF
microdeletion and karyotype were recruted between May 2018 and May 2021. Patients
were categorized in 4 groups: azoospermia and very severe / severe / moderate or mild
oligozoospermia.

Results: The rate of AZF microdeletions was of 25.9% (136 patients), consisting of AZFc
(92.6%) and AZFbc (7.4%). Partial and complete AZFc microdeletions were of 85.7% and
14.3%, respectively. Partial AZFc microdeletions included gr/gr (89.8%) and b2/b3 (10.2%).
The rate of AZF microdeletions increased with the severity of sperm count reduction: higher
in nonobstructive azoospermia (33.5%) and very severe oligozoospermia (32.9%), and
lower in severe oligozoospermia (23.9%) (x2 test, p<0.0001). AZF microdeletions were
found in 11.1% of moderate or mild oligozoospermia.

38/396 patients (9.6%) who were indicated for karyotype had chromosomal disorders,
including Klinefelter’'s syndrome (24), 45X/46XY mosaicism [1], inversion/translocation
[9], and other chromosomal structural anomalies [4]. The rate of AZF microdeletions
among patient with and without chromosomal anomalies were similar (25.9% and 26.3%,
respectively). The rates of AZF microdeletions were 34.4%, 25%, 22.2% and 11.4%,
respectively, in nonobstructive azoospermia with 46XY karyotype, Klinefelter’'s syndrome,
inversion/translocation, and congenital absence of vas deferens. One 45X/46XY mosaicism
patient had AZF microdeletion.

Conclusions: AZF microdeletions are quite common in infertle men caused by
severely reduced sperm counts (<5 x 106/mL) and could occur simultaneously with
chromosomal anomalies. Since AZF microdeletions could be found in approximately one
over ten oligozoospermic patients, AZF microdeletion screening should be considered in
respect of global and regional recommendations, clinical practice in Vietnam and infertile

couples’ related factors.

Key words: Male infertility, AZF microdeletions, karyotype, sperm concentration and

sperm count.

1. PAT VAN DE

Hiém mudn nam 4 tinh trang bénh 1y phtc
tap, da yéu t6, anh huong khoang 7% nam gidi.
Bét thuong di truyén 1a nguyén nhan cta 20-
25% trudong hop hiém mudn nam ning, giy ra
céc 16i loan chirc nang cua truc ndi tiét ha doi
- tuyén yén, cac bat thuong vé s6 luong va chat
luong tinh tring, ciing nhu bé tic dudng sinh
duc nam. [1]

Vung AZF (azoospermic factor) ¢ vi tri
Yq11.23 chtra cac gen ¢ vai trd quan trong trong
qua trinh sinh tinh, va cac dot bién hay mét doan
0 vung nay da dugc chimg minh lam suy giam
sinh tinh, gdy vo tinh hay thiéu tinh. [2] Ching
toi khao sat ty 1€ va cac dac diém mat doan AZF
& nam gioi hiém muon do bat thuong sé luong
tinh trung, dén kham va diéu tri tai Khoa Hiém
Muon, bénh vién Hung Vuong.

2. POI TUONG VA PHUONG PHAP
NGHIEN CcUU
Day 1a nghién ctru hoi ctru loat trudong hop
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va dit liéu dugc thu thap tu bénh an ctia bénh
nhan (BN). Tét ca BN c6 két qua xét nghiém
méat doan AZF tir 5/2018 dén 5/2021 dugc khao
sat hd so. Xét nghiém AZF duoc chi dinh & BN
bi thiéu tinh va vo tinh, va thuong kém véi khao
sat nhidm sac thé (NST) do. Thoi diém 5/2018
duoc chon vi cac xét nghiém di truyén nay duoc
lam thuong qui so voi trude do.

Céc bénh an co thong tin vé tham kham 1am
sang, tinh dich dd va noi tiét t§ sinh duc nam
(ndng do Testosterone va FSH mau) duoc dua
vao nghién cttu. Bénh an khao sat 1a bénh an
nam khoa va hodc bénh an IVF/ICSI cua cap
VO chéng, 6 thé 13 hd so giéy hodc ho so dién
tr. BN ¢6 thé dugc lién lac qua dién thoai dé bd
sung c4c thong tin khong tim thy trong bénh éan.

Hau hét tinh dich d6 dugc thuc hién tai
Phong xét nghiém, Khoa Hiém Mudn, bénh
vién Hung Vuong. Mau tinh dich duogc 14y tai
bénh vién sau 2-5 ngay khong xuét tinh. Hai
mau tinh dich cach nhau 2-4 tudn duoc phan
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tich dé xac dinh tinh trang vo tinh hodc thiéu
tinh nang. Pinh lugng néng do Testosterone,
Estradiol, FSH, LH va Prolactin ¢ 1an tham
kham dau tién, trén miu mau ngoai vi thu thap
tir 7 dén 12h sang va bung do6i. Suy sinh duc
nam dugc xac nhan khi néng d0o Testosterone
mau toan phan <3 ng/mL.

Khao sat mat doan AZF dugce tién hanh nho
khuéch dai cac doan moi STS (sequence-tagged
sites) huynh quang chuyén biét ¢ cac ving AZFa
(Sy84, Sy86, Sy82, Sy83, Sy1065, Sy88), AZFb
(Sy127, Sy134, Sy105, Sy121, Sy1192, Sy153),
va AZFc (Sy254, Sy255, Syl191, Syl291,
Sy160), vdi chirng 1a cac gen SRY va ZFY/ZFX.
Céc k¥ thuat PCR (polymerase chain reaction) va
giai trinh ty dugc thuc hién lan luot trén cac may
PCR-9700 va 3130/3130x1 Genetic Analyzer cia
hang Applied Biosystems (Hoa Ky), tai Cong ty
C6 Phan Dich vu Phan tich Di truyén Gentis -
chi nhanh TPHCM (goi tit 1a Gentis). Nhiém séc
thé d0 dugc thuc hién bang k¥ thuat nudi cay té
bao lympho & mau ngoai vi va nhuém bang G tai
Khoa Di Truyén, bénh vién Hing Vuong.

Khi phén tich s6 liéu, BN dugc phéan thanh 4
nhom theo bét thudng sb luong tinh tring: vo tinh,
thiéu tinh rat nang (<1 x106/mL), ning (1 - <5
x106/mL), va vira hay nhe (5< va <15 x106/mL).
Dua trén tham kham lam sang, tinh dich dd, noi
tiét t6 sinh duc nam va NST dd, BN duoc phéan
thanh 5 nhom nguyén nhan hiém mudn: vo tinh
khong bé tic 46XY, hoi chimg Klinefelter, thé
kham 45X/46XY, chuyén doan va dao doan NST,
va bat san dng dan tinh (ODT) bam sinh. Ty 18 mat
doan AZF duogc khao sat ¢ tirng nhém néu trén.

Dit lidu dugc xir 1y bang phan mém thong
ké SPSS 20. Bién s dinh lugng trinh bay
duoi dang sb trung binh, do 1éch chuén, va
bién d6 (gia tri toi thiéu - gia tri ti da); bién
s6 dinh tinh duéi dang tan s6 va ty 1& %. Cac
phép kiém dinh thong ké x2 va Fisher’s exact
dé so sanh ty 18 %, T test va One-way Anova
test dé so sanh sb trung binh v&i ngudng y
nghia thong ké p <0.05. Dit liéu duoc mi hoa
va khong thong qua Uy ban Y dirc bénh vién
vi 1a nghién ctru hoi ctru.

3.KET QUA
Tir 5/2018 dén 5/2021, 526 trong tong s6
546 BN c6 két qua AZF va thoa céc tiéu chuin
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chon mau dugc dua vao nghién ctiru. Hai muoi
BN khéng dua vao nghién ctru c6 két qua AZF
am tinh, 1a BN & phong kham tu cua céac bac
st lam viéc tai bénh vién Hung Vuong, do do
khong c6 hd so luu. Mot s BN khong thé lién
lac qua dién thoai hodc khong cung cip thong
tin du dong ¥ qua dién thoai.

Mit doan AZF xay ra & 136 BN (25,9%).
AZFc thuong gip nhat (126/136 BN hay
92,6%), tiép theo 1a AZFbc (10/136 BN hay
7,4%). Khong ghi nhan AZFa, AZFb hay cac
mat doan két hop khac. Ty 16 AZFc ban phan va
toan phan (b2/b4) lan luogt 1a 85,7% (108/126
BN) va 14,3% (18/126 BN). Cac hinh thic
AZFc ban phan 1a gr/gr 89,8% (97/108 BN)
va b2/b3 10,2% (11/108 BN); khong ghi nhan
b1/b3.

Biéu hién kiéu hinh trén tinh dich dd cta
cac truong hop mat doan AZF rat da dang.
AZFbc giy vo tinh ¢ tit ca BN. b2/b4 da sb
gdy vo tinh (61,1% hay 11/18 BN); thiéu tinh
chiém 38,9% (7/18 BN). gr/gr da sb gay thiéu
tinh (56,7% hay 55/97 BN); v tinh chiém
43,3% (42/97 BN, trong do 4 BN gr/gr di kém
bét san ODT bam sinh). b2/b3, du 13 mat doan
ban phan, lai gay vo tinh & da sé trudng hop
(63,6% hay 7/11 BN, trong d6 1 BN b2/b3 di
kém bat san ODT bam sinh); thiéu tinh chiém
36,4% (4/11 BN).

Vo tinh bé tic duoc chan doan & 64 BN
(12,2%), gdm 44 truong hop bt san ODT bam
sinh (68,8%) va 20 trudng hop bé tic duong
sinh duc nam (31,2%; lién quan nhiém trung,
tri€t san, hodc khong rd nguyén nhan). Vo
tinh khong bé tic gap & 194 BN (36,9%). Sb
BN thiéu tinh rat nang, nang va vua hay nhe
lan luot 12 85 BN (16,2%), 138 BN (26,2%)
va 45 BN (8,6%). Ty 1&é mat doan AZF cao
nhat & nhom vo tinh khong bé tic (65/194
BN hay 33,5%) va thiéu tinh rat ning (28/85
BN hay 32,9%), va thdp hon ¢ nhom thiéu
tinh nang (33/138 BN hay 23,9%) va vura hay
nhe (5/45 BN hay 11,1%). Khac biét ty 1¢ nay
¢ ¥ nghia théng ké (2, p<0,0001). Nam BN
vo tinh bé tic c6 mat doan AZF déu 1a bat san
ODT bam sinh.

NST d6 duoc thue hién & 396 trong téng
s6 526 BN, trong d6 38 BN (9,6%) co bat
thuong vé s6 lugng hodc ciu trac NST, bao



Lé Dinh Hiéu. Tap chi Y Dwoc hoc Pham Ngoc Thach. 2022; 1(1): 184-190

gom hoi chimg Klinefelter (24 BN), thé kham
45X/46XY (1 BN), dao doan (7 BN), chuyén
doan (2 BN), va cac bat thuong ciu tric NST
khac (4 BN). Ty 1¢ mat doan AZF & BN ¢6
NST d6 binh thudong va bat thuong 1an luot
1a 25,9% (93/358 BN) va 26,3% (10/38 BN).
Mudi BN ¢6 bat thuong NST d6 két hop véi
mat doan AZF gém hoi ching Klinefelter va
gr/gr (5 BN), hoi chung Klinefelter va b2/b4
(1 BN), thé kham 45X/46XY va AZFbc (1
BN), dao doan va gr/gr (2 BN), va 46X, der(Y)
va AZFbc (1 BN).

Ty 1¢ bat thuong NST ciing khac biét c6
¥ nghia thong ké (Fisher’s Exact, p<0,0001)
giita cac nhom BN theo sé luong tinh tring.
Céc ty 1& nay 1dn luot 1a 18,1% (29/160 BN),
5,9% (4/68 BN), 4,7% (4/85 BN), va 0% (0/25
BN) ¢ BN v6 tinh khong bé tic, thiéu tinh rat
nang, nang, va vua hay nhe, va la 1,7% (1/58)
& BN v tinh bé tic.

Ty 1¢ mét doan AZF cao nhat & BN vo tinh
khong bé tic véi NST d6 binh thuong (45/131 BN
hay 34,4%), ké dén 13 hoi chimg Klinefelter (6/24
BN hay 25%), chuyén doan va dao doan NST
(2/9 BN hay 22,2%) va bat san ODT bam sinh
(5/44 BN hay 11,4%). M6t truong hop thé kham
45X/46XY ciing kém mat doan AZF.

V6 tinh khong bé tic c6 nong do
Testosterone thdp nhat va thap hon ¢ y nghia
thong ké (One-way Anova va Post-hoc test,
p<0,01) so vdi cac nhom khac khi phan tich
theo sé lugng tinh tring. Khong c¢6 khac biét
vé noéng do Testosterone giita cac nhom khi
loai trir vo tinh khong bé tic (Bang 1). Ty 1é
suy sinh duc nam cao nhit & nhom vé tinh
khong bé tic (38,7%) va gan gap doi cac nhom
khac (18,8%, 24,6%, 22,2% va 20,3% lan lugt
& thiéu tinh rat nang, nang, vua hay nhe va vo
tinh bé tic) (x2 test, p<0,001). Ty 1& nay tinh
chung 6 526 BN la 28,1% (148/526 BN).

Nong d6 FSH & nhoém vé tinh khong bé
tac 1a cao nhét va cao hon c6 ¥ nghia thong ké
(p<0,0001) so voi cac nhom khac. Nong do
FSH ciing ting cao ¢ BN thiéu tinh rat ning
va cao hon cac nhom khac co y nghia thong ké
(p<0,01), trir vo tinh khong bé tic. Khong co
khéc biét vé néng d6 FSH gitra v6 tinh bé tic,
thiéu tinh ning va vira hay nhe (p>0,05) (Bang
1). Nong @6 LH ¢ nhom vo tinh khong bé tic
cling cao nhit va cao hon c6 ¥ nghia thong ké
(p<0,0001) so véi cac nhom khac. Nong do LH
& BN thiéu tinh rat ning khong khac biét so véi
thiéu tinh ning, vira hay nhe, trir vo tinh bé tic
va vo tinh khong bé tic (p>0,05)

Badng 1. N(“)ng dd ndi tiét to sinh duc nam theo sd luong tinh trung.

Mat do tinh trung Testosterone (ng/mL) FSH (IU/L) LH (IU/L)
n=64 n=64 n=63
V6 tinh bé tic 4,91+ 1,99 4,41 +1,93 4,59 + 1,90
[1,99 - 11,38] [1,33 - 10,2] [1,59 - 9,82]
n=194 n=194 n=193
V6 tinh khong bé tic 3,46 + 1,68 22,62 + 15,96 12,09 + 7,92
[0,03 - 9,57] [0.15 - 91,40] [0,10 - 39,20]
n=85 n=85 n=83
Thiéu tinh rat ning 4,74 + 1,96 12,15+ 9,33 7,62 + 3,68
[1,31-12,3] [1,70 - 40,85] [2,04 - 20,89]
n=138 n=138 n=132
Thiéu tinh ning 4,14 + 1,60 6,52 + 4,77 6,18 3,53
[0,35 - 11] [1,14 - 48,55] [2,08 - 33,47]
n=45 n=45 n=45
Thiéu tinh vira hay nhe 4,50+ 1,84 6,81 +4,98 6,28 + 4,48
[1,73 - 10,40] [1,97 - 32,80] [2,58 - 28,90]
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4. BAN LUAN

Nghién ctru ctia chiing ti cho thay ty 16 mat
doan AZF 1a 25,9%. Ty 1¢ nay tinh chung trén
toan thé gidi 1a 1/4000 nam giGi va 1/12 nam
gi6i hiém mudn, va khac biét rat nhiéu giita cac
ving dia Iy. O Chau A, ty 18 nay 1a 8-9%, trong
d6 cao nhat & Pong A va Pong Nam A, phan
anh nhimg khac biét vé quan thé nghién ciru,
¢& mau, phuong phap thuc hién, anh huéng cia
chung toc hay sic toc va co so di truyén NSTY
(haplogroup) 1én xu huéng bi mat doan AZF.[2]

Hau hét mat doan AZF trong nghién ctru nay
xay ra & vimg AZFc, tiép theo 1a AZFbc, phi1 hop
v6i cac nghién ctiu trong y van. Theo d6, AZFc
1a hinh thirc mat doan thuong gip nhat, tiép theo
1a AZFa, AZFb va céc hinh thirc mat doan phdi
hop (AZFbc, AZFab, AZFac hay AZFabc). Tuy
nhién, tan suit cta cac kiéu mat doan nay ciing
khac nhau gitra cac nghién ctru.[2]

Céc mét doan AZF gip cha yéu ¢ nam gidi
hiém mudn va dugc xem la nguyén nhan giy
v tinh hay thiéu tinh. Tuy nhién, mac do bat
thudng sd lwong tinh tring tuy thudc vao hinh
thirc mat doan (vi tri va kich thudc doan bi mat).
Déi véi mét doan AZFc, 50% BN biéu hién vo
tinh khong bé tic va 50% thiéu tinh.[3] Céc
mat doan ban phan AZFc thudng chi lam giam
sO ban sao ciia cac ho gen lién quan dén sinh
tinh, do d6, biéu hién 1am sang thudng 1a thiéu
tinh, mac du vo tinh ciing ¢ thé gap.[2] Trong
nghién ctru nay, mat doan toan phan b2/b4 da
sO gay vo tinh, trong khi mét doan ban phan
gr/gr da s gay thiéu tinh. Cé biét, b2/b3, du la
mat doan ban phan, lai biéu hién vo tinh ¢ da s6
truong hop. Cac nghién ctru vé mbi lién hé giita
mét doan b2/b3 va hiém mudn nam cho két qua
khac nhau: khong tuong quan & cac nghién ctru
tir Ha Lan, Uc va Hoa Ky, nhung twong quan &
cac nghién ctru tir Chi L&, Mong C6 va Trung
Qudc va & mdt sb sic toc.[2]

Céc nghién ctru loat trudng hop, tién ciru ghi
nhan hién tuong giam dan ca vé s lwong va
chat lwong tinh tring theo thdi gian & mot s6
BN bi mat doan AZFc. Chung t6i ciing ghi nhan
thuc té 1am sang nay. Do do, tat ca BN mat doan
AZFc can duoc trir dong tinh tring néu co tinh
trung trong tinh dich.[2]

Trong nghién ctru nay, ty 1é mat doan AZF
tang theo mirc do bat thuong sd luong tinh
tring: cao nhat & BN vo tinh khong bé tic va
thiéu tinh rat nang, va thap hon ¢ BN thiéu tinh
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nang. Hoi Niéu Khoa Hoa Ky (AUA, phién
ban 2010 va 2020) 4, Hoi Niéu Khoa Chau Au
(EAU, phién ban 2012 va 2019) 5, Hoi Nam
Khoa Chau Au (EAA, phién ban 2013) 6, va
Ho6i Y Hoc Sinh San Hoa Ky (ASRM, phién
ban 2015 va 2020)7 déu khuyén céo tim soat
AZF & BN v tinh khong bé tic va thiéu tinh rat
nang hay nang (0< va <5 x 106/mL), dua trén
co s6 ty 18 mat doan AZF & cac truong hop trén
lan luot 13 8-12% va 3-7% so voi chi 0,7% néu
>5 x 106/mL. Tuy nhién, mot phén tich gop gan
day (nam 2019) cho thiy ¢ BN thiéu tinh, mat
doan AZF chu yéu tim thdy ¢ BN thiéu tinh rat
ning (<1 x 106/mL). Phan tich gop nay gom 18
nghién ciru thuc hién tai Chau Au va Bic My,
trén 10800 nam giéi hiém mudn, nhén thy ty 16
mat doan AZF 1a 5% (KTC 95% = 3.6-6.8) ddi
v6i thiéu tinh rat ning, 0,8% (KTC 95% = 0.5-
1.3) thiéu tinh nang va 0,5% (KTC 95% = 0.2-
0.9%) thiéu tinh vira hay nhe.8 Nhu vy, ty 18
mat doan AZF ¢ BN thiéu tinh ning trong phan
tich gop nay it hon nhiéu so véi cac ude tinh
trudc day va tuong ty véi ngudng >5 x 106/mL
ma tam soat mat doan AZF khong duoc khuyén
cdo. Mot nghién ctru don trung tam tai Y, trén
372 nam gi6i hiém mudn vira cong bd nim nay
cho thdy mat doan AZF chi gip & BN voi mat
d6 tinh trung <2 x 106/mL.9 Luu ¥ cac khuyén
c40 va nghién ctru noi trén tién hanh trén nguoi
da tring & Chau Au va Bic My, noi 6 ty 1¢ mat
doan AZF thép hon nhiéu so v&i Chau A. Pic
biét, nghién ctru nay cho thiy khoang 10% BN
thiéu tinh vira hay nhe cling bi méat doan AZF.
Du can thém chimg ctr tir cac nghién ctru twong
tu, nghién ctru ndy goi y ngudng tim soat AZF
& Viét Nam va Chau A (Péng Nam A) c6 thé
khéc véi cac nude phuong Tay.

Ty 1é bat thuong NST tinh chung trong nghién
ctru nay 1a 9,6%. Ty 1€ nay & cac nghién ctru khac
dao dong tir 3% dén 19%, va cao hon 10 lan so véi
dan s6 chung (0,4-0,6%).3 Chung t6i ciing thay ty
1¢ nay tang theo murc d9 bat thuong s luong tinh
tring: cao nhat & BN v tinh khong bé tic (18,1%),
thép hon & BN thiéu tinh rit ning va ning (1an luot
14 5,9% va 4,7%), va khong gap & BN thiéu tinh
vura hay nhe. Hoi Ni¢u Khoa Hoa Ky (AUA, phién
ban 2010 va 2020)4 va Hoi Niéu Khoa Chau Au
(EAU, phién ban 2019)5 khuyén cao thuc hién
NST d6 khi mat do tinh tring <5 x 106/mL va
<10 x 106/mL. O bénh vién Hung Vuong, khao
sat NST d6 duoc thyc hién dong thoi voi phén tich



Lé Dinh Hiéu. Tap chi Y Dwoc hoc Pham Ngoc Thach. 2022; 1(1): 184-190

mét doan AZF & BN ¢6 chi dinh tdm soat AZF.
Hién tai, ngoai mat d tinh tring, khong c6 bét ky
chi s6 dang tin ciy nao khac gitip tién doan bat
thuong NST.[3]

Trong nghién ctru nay, ty 1é mat doan AZF
& BN ¢6 NST d6 binh thuong va bat thuong 1a
tuong tu nhau (25,9% va 26,3%); va mat doan
AZF c6 thé xay dong thoi voi bat thuong NST
(ty 18 cao nhit & BN v6 tinh khong bé tic véi
NST d6 binh thudng (34,4%), ké dén 1a BN véi
hoi ching Klinefelter (25%), va dao doan va
chuyén doan NST (22.2%)).

Ty 18 bi hoi ching Klinefelter & BN ¢6 bat
thuong NST gioi tinh la 10-38,5%. [10] Cac
nghién ctru trudc day khong ghi nhan mat doan
AZF & hoi chiig nay, c6 thé lién quan dén c&
mau va s luong han ché cac doan moi STS
chuyén biét cho viing AZF. Vi thé c6 y kién cho
rang phan tich NST d6 trudc khi phan tich mat
doan AZF c6 thé gitip tién doan sy can thiét khao
sat AZF, [11] tham chi khong can tim so4t AZF
& BN Klinefelter. [12] Tuy nhién, gan day ngay
cang nhiéu béo cdo ghi nhan cac mat doan AZF
0 BN Klinefelter. 25% BN Klinefelter trong
nghién ctru nay c6 mat doan AZF, gdm 5 mat
doan gr/gr va 1 mat doan b2/b4. Li va cs. bao céo
ty 16 mat doan gr/gr va b2/b3 & BN Klinefelter
v6 tinh va nhom chimg véi tinh dich d binh
thuong khong khac biét, va do do6 céc mét doan
ban phan nay khong phai 1a yéu t6 bénh sinh ctia
hoi ching Klinefelter hay c6 lién quan véi biéu
hién vo6 tinh trong hoi ching Klinefelter. [10,
12] BN Klinefelter c¢6 thé bi mat doan AZF, va
tam soat cac mat doan nay cé thé can thiét cho
chan doan, dic biét & BN mong mudn 1am céc
k¥ thuat hd tro sinh san.[10]

FSH, LH va Testosterone la cac noi tiét to
sinh duc quan trong & nam gi6i hiém muén, can
duoc khao sat dé 1am sang t6 nguyén nhan hiém
mudn. Nghién ctru ndy cho thay c6 su khac biét
vé ndng d6 Tesosterone va FSH giita v tinh
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khong bé tic va thiéu tinh rit ning so véi cac
nhoém khac khi phan tich theo sé lugng tinh
trung. Tuy nhién, tri s6 ctia cac hormone nay
khong co6 gia tri tién luong kha nang sinh tinh
vi c6 khoang bién do rong va trung lap gitra cac
nhom.[9]

Han ché cua nghién ctru nay 1 chua dénh
gia thé tich tinh hoan & cdc nhom va khong so
sanh giita cac hinh thirc mat doan AZF. Ly do vi
thé tich tinh hoan dugc danh gia chu quan qua
tham kham lam sang va khong duoc ghi nhan
dﬁy du trong bénh &n; hinh thuc méat doan hau
hét 1a AZFc va s6 truong hop & cac phan nhom
it, khong c6 ¥ nghia thong ké. O mot s6 trudng
hop, mét doan chi duoc tim soat & muc t6i thiéu
(6 doan moi chuyén biét STS cho cac ving
AZFa, AZFb, va AZFc), do d6 c6 thé bi bo sot.
Du xét nghiém di truyén co thé gitip chan doan
nguyén nhan & 20-25% nam giéi hiém muon,
[1] 25% BN (130/526 BN) trong nghién curu
nay khong duoc khao sat NST d6. Xét nghiém
noi tiét sinh duc nam, du quan trong trong chan
doan nguyén nhan hiém mudn, chua duoc thuc
hién mot cach nhit quan: Testosterone va FSH
duoc dinh luong o tt ca BN trong khi LH, va
dac biét Estradiol va Prolactin co thé khong
dugc chi dinh.
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Nghién ciru nay tién hanh trén mot s6 lugng
16n BN v6i nhiéu dit liéu dugc thu thap, gom
s6 lwong tinh trung, ndi tiét to sinh duc nam,
mat doan AZF va bat thuong NST, cho thiy mat
doan AZF kha pho bién ¢ nam giéi hiém mugn
do giam s lwong tinh tring nang (<5 x 106/mL)
va co thé xay ra dong thoi voi cac bat thuong
NST. Vi mat doan AZF ciing gip & 1 trén 10 BN
thiéu tinh vira hay nhe trong nghién ctru nay, can
can nhéc chi dinh tAm soat AZF theo khuyén cao
va thuc té ¢ Viét Nam ciing nhu cac yéu t khac
cua cap vo ché)ng hiém muén.
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