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Pat van dé: V6 kinh (VK) la mét triéu ching cda rat
nhiéu bénh ly phu khoa. VK thudng di déi véi vé sinh, do
dé viéc tim nguyén nhén VK Ia can thiét cho diéu tri dé cé
thé c6 thai va c6 con. D6i véi mét s6 truding hop VK, ngudi
ta thdy ¢ lién quan dén bdt thuong NST déic biét véi NST
X. Muc tiéu: 1. Xdc dinh ti lé bdt thuong NST & nhing
bénh nhan VK. 2. Budc dau tim hiéu méi tuong quan giiia
bdt thuong NSTva VK. Déi tugng nghién cuiu: 150 bénh
nhdn nir VK cé tudi > 15 dén thdm khdm, lam xét nghiém
NST tai Trung tdm Chdn dodn truéc sinh - Bénh vién Phu
san Trung uong tu thdng 10/2010- 3/2014. Phuong
phap: Nghién ciiu mé ta héi ciu. Cdc budc tién hanh: Lap
bénh dn di truyén. Nudi cdy té bao bach cdu lympho mdu
ngoai vi. Bdnh gid NST bang phuong phdp nhuém bdng
G. Phdn tich NST va Idp karyotyp theo tiéu chudn quéc té
ISCN ndm 2013. Két qua va két luan: 1: Ty I bdt thuong
NST & nhiing bénh nhan VK la 36/150 (24%). Trong do:
Héi chimg Turner la 19/36 (52,78%). Hoi chiing tinh hoan
nir tinh héa (THNTH) la 17/36 (47,22%). 7 bénh nhdn
mdc héi chiing Rokitansky nhung khéng c6 bdt thuong
NST. 2. Méi tuong quan gitia bdt thuong NST va VK: HOi
ching Turner: Ty lé VKI la 18/19 (chiém 94,4%). VKIl Ia
1/19 (5,26%). Karyotyp 45X chiém ty lé 14/19 (73,68%).
Karyotyp 45,X/46,XY chiém ty Ié 1/19 (5,26%). Karyotyp
thékhdm: chiém ty 16 4/19 (21,05%). THNTH: VKI chiém ty
lé 100%. Karyotyp 46,XY chiém ty I¢ 100%. Tu khéa: V6
kinh, nhiém scic thé, hoi ching Turner.

Abstract
RESEARCH SEVERAL CHROMOSOMAL ABNORMALITIES
IN PATIENTS WITH AMENORRHEA

1. Dat van de

V6 kinh (VK) la mét triéu ching cla rat nhiéu
nguyén nhan trong bénh ly phu khoa [1]. VK thudng di
doi véi vo sinh, do d6 viéc tim nguyén nhan VK la can
thiét cho diéu tri dé c6 thé cé thai va c6 con. Béi Vi
mot s6 trudng hap VK, ngudi ta cling thay co lién quan
dén bat thusng NST dic biét vai NST X. Viéc phat hién
ra nguyén nhan bat thudng vé vat chat di truyén gay
VK c6 y nghia to I6n d6i véi tu van di truyén dé chan

(1) Bai hoc Y Ha ngi, (2) Bénh vign Ph san Trung vong

Background: Amenorrhea is a symptom of many
diseases in gynecological pathology. Amenorrhea
often associated with infertility, so finding the cause
amenorrhea is necessary for treatment to be able to get
pregnant and have a baby. For some cases, amenorrhea
is related to abnormal chromosome, especiallity with
abnormality in X chromosome. Objective: 1. Determine
the ratio of chromosomal abnormalities in amenorrhea
patients. 2. The first step to find out the correlation
between chromosomal abnormalities and amenorrhea.
Subjects: 150 female patients with amenorrhea with
age > 15 were examinated. Testing chromosomes were
perfomed in Prenatal Diagnostic Center - National
hospital of obstetrics and gynecology (NHOG) from
10/2010 - 3/2014. Methods: A retrospective descriptive
study. Study activities: making genetic medical records;
Cell cultures of peripheral blood lymphocytes; Stained
chromosome by banding G method; chromosome
analysis and making karyotyp followed international
standards ISCN 2013. Results and conclusions: 7:
Percentage of chromosome abnormadlities in patients
amenorrhea in 36/150 (24%), in which Turner syndrome
is 19/36 (52.78%). Patients with testicular feminization
syndrome are 17/36 (47.22%). 7 patients with Rokitansky
syndrome with no chromosomal abnormadlities. 2. The
relationship between chromosomal abnormalities and
amenorrhea: Turner syndrome: Prevalence primary
amenorrhea is 18/19 (94.74%). Secondary amenorrhea
is 1/19 (5.26%). Karyotyp mosaic is 4/19 (21.05%). The
syndrome of testicular feminized: primary amenorrhea is
100%, karyotyp 46,XY is 100%.Key words: Amenorrheg,
chromosome, Turner syndrome.

doan, diéu tri va phong bénh. Vi vay, ching toi tién
hanh dé tai nay vai muc tiéu: Xac dinh ti 1& bat thudng
NST & nhiing bénh nhan VK va budéc dau tim hiéu mai
tuong quan gitra bat thudng NST va VK.

2. béi tuong va phuong phap nghién cuu
2.1. Dé8i tuogng nghién ciu:
G6m 150 bénh nhan nir c6 biéu hién VKI hoac VKII
(chua tirng co kinh hodc da co kinh nhung bi mat kinh
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trong 3 thang lién tiép) c6 tudi > 15 dén kham, lam
xét nghiém NST tai Trung tdm Chan doén trudc sinh -
BV Phu san Trung uong.

2.2. Phuong phap nghién ctiu

Nghién ctiu mé ta héi ctu trén 150 bénh nhan,
chon mau thuan tién: tat cd bénh nhan trong tiéu
chuédn nghién ctu ti thang 10 ndm 2010 dén hét
thang 03 nam 2014. Cac budc tién hanh: Lap ho so
bénh &n di truyén; Nuoi cay té bao bach cau lympho
mau ngoai vi; Danh gid NST bang phuong phap
nhuém bang G; Phan tich NST va lap karyotyp theo
tiéu chudn quéc té ISCN ndm 2013,

3. Két qua nghién cuu

3.1. Ty l1é bénh nhan VKI va bénh nhan VKII

C6 39/150 bénh nhan VKII chiém 26%, 111/150
VKI chiém 74%.

3.2. Tudi phat hién bénh nhan VK

La thai diém dau tién bénh nhan téi thdm kham.
Vi 150 bénh nhan:

Tudi trung binh 13: 22,21 + 5,08 tudi trong do: Tudi
trung binh phat hién VKI la: 22,05 + 4,9 tudi va VKII
la: 22,64 + 5,6 tudi. Nhom tudi phat hién VK hay gap
nhat tir 18 - 22 tudi chiém ty 1& 45,34%, ti€p dén la
nhom trén 22 tudi (chiém 41,33%). Nhém tudi 15 - 17
tudi chiém ty & 11,33%. Nhém tudi dudi 15 chiém ty
I& thap nhat 1a 2%.

3.3. Phéan tich NST & bénh nhan VK

C6 36/150 bénh nhan VK bat thusng NST chiém
24%, trong d6 c6 19/36 ngudi mac hdi ching Turner
chiém 52,78%, 17/36 ngudi mac héi ching tinh hoan
n{ tinh hoa (THNTH) chiém 47,22%.

C6 7 truong hop méc héi ching Rokitansky
véi bi€u hién VKI nhung khong phét hién thdy bat
thudng NST.

3.3.1 Karyotyp & nhiing bénh nhan VK mac hoi
chiing Turner

Bang 3.1. Karyotyp 6 nhng nguti VK mdc héi ching Turner

Phan loqi KI VK Tong
Karyotype Songudi | Tyle |Songuoi | Tyle |Songuai| Tyle
45X 13 19286 1 704 | 14 | 7368
45X/46,X,i(Xq) 2 | 100 0 0 2 10,53
45X/46X del(X) (p11.23>p11.4) 1 1100 0 0 | 526
45/46X(Y) 1 (00 o [o ] 1 | 5%
45X/46 XY 1 100 0 0 | 526
Tong so 18 19474 1 52 | 19 100

Karyotyp 45,X chiém ty |& 73,68%. Trong dé c6 01
bénh nhan VKII (chiém 7,14%) va 13 bénh nhan VKI
(chi€ém 92,86%). Karyotyp 45,X/46,XY c6 & mét bénh
nhan VKI chiém 5,26%. Cac kiéu réi loan cau tric NST

gidi tinh X (NST X hinh vong, NST X déu nhanh dai)
déu & thé kham chiém ty & 21,05%.

Nhu vay, bénh nhan cé hdi chiing Turner ma VKII
la 5,26 va VKI chiém 94,74%.

3.3.2. Karyotype clia bénh nhan VK mac hoi
ching THNTH

Trong s6 17 bénh nhan VK méc héi chiing THNTH
déu cé karyotyp la 46,XY va déu Ia VKI, kiéu hinh n(,
tuyén vu thudng phat trién, nhung khéng ¢ tr cung,
khong cé budng triing, khéng thdy tinh hoan nam &
vi tri binh thudng. Tudi phat hién trung binh la: 23 +
4,77 tudi. Trong d6 c6 hai chi em ho ngoai (c6 me la
hai chi em ruét thit trong mot gia dinh), cung & dé
tudi 21 tudi, chua cé chéng.

4. Ban luan

Vé ty lé bénh nhan VKI va bénh nhan VKII, theo
nghién cdu trén céng déng ngudi My cla Kenneth
M. ndm 2012 thay ty lé VKI la dudi 1% va VKIl ti 5 - 7%
[2], tuc 1a s6 ngudi VKII nhiéu gap hon 5 - 7 lan nguoi
VKI. Theo nghién cttu clia chdng téi thi s6 bénh nhan
VKI dén lam xét nghiém NST la 111/150 ngudi chiém
ty 1& 74%, cao gan gap 3 lan so vai s6 ngudi VKII la
39/150 ngudi (chi€ém 26%). Diéu nay cé thé giai thich
la nhiing bénh nhan VK dén day kham chu yéu véi
muc dich kiém tra bd NST cia minh ¢ bat thudng
hay khéng, va day gan nhu la xét nghiém cuéi cung
dé tim nguyén nhan VK. Nhiing nguyén nhan gay VKIl
c6 thé dé dang dugc tim thay va cé thé dugc diéu
tri t6t & cac tuyén trudc vi vay, sé lugng bénh nhan
VKII chi c6 39/150 bénh nhan. Nhitng bénh nhan
VKI khé tim ra nguyén nhan & tuyén dudi nén cé su
chénh léch nhu trén. Theo Uy ban thuc hanh Hiép hoi
y hoc sinh san Hoa Ky cong bé [3], ty 1& VK ma khong
do thai ky thai nghén, cho con bu hay man kinh la
khodng 3 - 4%.

Trong nghién clu clia chung t6i, tudi phat hién
bénh nhan VK phan 16n & d6 tuéi 18 - 22 tudi, chiém
45,34%, tiép do6 la do tudi trén 22 (41,33%), tudi trung
binh clia nhém nghién ctu 1a 22,21 + 5,08 tudi, tudi
thap nhat [a 13 tudi va cao nhét 1a 41 tudi (bénh nhan
VKI, tuyén vi khéng phat trién). Chi yéu cac bénh nhan
nam trong dé tudi sinh dé, song chung téi cling ghi
nhan nhém bénh nhan dudgi 15 tudi va ti 15 - 17 tudi
co ty 1é 2% va 11,33%. Ngay nay, tré em dugc cham séc
chu déo, phat trién tdm véc nhanh hon va budc vao
tudi day thi sém hon. Nguyén Pha Dat va CS, nghién
clu tudi day thi & tré em mién Bac Viét Nam va nhan
thay tubi bat dau day thi (bi€u hién bang tuyén vu phat
trién & tré gai) sém nhat lic 10 tudi, vai tudi trung binh
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bat dau day thi la 11 nam 10 thang + 1 nam 3 thang.
Tré gai day thi hoan toan (c6 kinh nguyét) sém nhat Itc
11 tudi, trung binh 13 ndm 5 thang + 1 ndm 1 thang.
Tudi bat dau day thi co khac biét theo tiing vung [4].
Tuy nhién, s6 lugng bénh nhan dén kham vi VK trong
d6 tudi dudi 15 chi chiém 2%, dudng nhu chua ¢ su
quan tam ding muc & Ita tudi day thi dé c6 thé phat
hién sém va diéu tri kip thai VK. Khéng ¢é su khac biét
vé tudi gilta 2 nhom VK. Biéu nay phan anh nhan thic
chua cao ciia mét bo phan khéng nhoé bénh nhan VK,
c6 thé do tam ly gidu bénh, hodc khéng quan tam dén
bénh, hodc da diéu tri VK rat nhiéu nam khong co két
quad, dén tudi nay mai tGi lam xét nghiém NST dé phat
hién nguyén nhan bénh.

Theo nghién ciu ctia ching t6i, ty lé bat thuang
NST & bénh nhan VK la 24% (36/150), con s6 nay cao
hon rat nhiéu so v6i moét sé nghién cdu trude 1a 0,1
- 0,2% [1], ¢6 thé do cac bénh nhan VK nghi ngd c6
bat thudng NST, nén dén Bénh vién Phu san Trung
uong xét nghiém NST. Do vay, ty 1& bat thudng NST
G nhém d6i tuong nghién clu nay cao hon so véi ty
Ié & cOng dong. Trong cac loai bat thuang NST chidng
téi gap chd yéu la hai hoi ching (héi ching Turner
va héi ching THNTH) vdi ty 1é tuong Ung la 52,78%
va 47,22%. V&i 19 bénh nhan mac héi ching Turner
thi chi c6 mot bénh nhéan VKII ¢é karyotyp 45,X chiém
7,14%. Phan Thi Hoan (2005) [5], phat hién dugc
12/12 bénh nhan mac hoi chiing Turner (100%) déu
trén 18 tudi va VKI. Nghién ctru Pasquino M.A. va
CS (1997) cho thay, trong 522 bénh nhan hoi ching
Turner: bénh nhan c6 day thi tu nhién hoan toan &
9,2% nhém 45,X; 40,6% & nhom 45,X/46,XX; va 28,6%
& nhom r6i loan cau tric ctia NST X thi hai [6]. Con
& nghién clu cla chung t6i, c6 1 trudng hgp VKII c6
karyotyp 45,X. Nhu vay, & mét s6 bénh nhan Turner
van c6 kha nang cé kinh nguyét va c¢é con. Nghién
clru vé kha nang co thai va c6 con 6 410 bénh nhan
hoi ching Turner & d6 tudi sinh dé dugc chan doan
tai Dan Mach, Birkebael va CS nam 2002 [7], nhan thay
7,6% bénh nhan hoéi chiing Turner ¢6 thai tu nhién.
Khi st dung ky thuat thu tinh trong éng nghiém thi
ty 1& c6 thai & nhiing bénh nhan nay la 8%. Trong s6
con cia bénh nhan Turner, c6 24% co6 bat thudng NST.
Céc bénh nhan c6 karyotype kham 45,X/46,XX hoac
kham khéc (c6 1 dong té bao 46,XX va mot dong té
bao c6 r6i loan cdu tric NST X) van cé thé c6 thai tu
nhién [7]. Diéu nay gilp tu van vé van dé sinh con &
nhiing bénh nhan hoi ching Turner. So sanh cac két
qua vdi tac gia Phan Thi Hoan (2005) [5]va Bergsma D.
(1996) [8] & bang sau.
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Bang 4.1. So sanh két qua phan fich NST & bénh nhan Tumer vai cdc tdc i

) Ciic tic gia
Lo kryotyp NguyénThy | PhanTHoan | BergsmaD.
45X thutn 73,68% 526% 5T%
46 X X) thun hosic khém 1053% | 211% 17%
45/46 K45 X/4T XXX 0 158% 1%
46 XY 526% 79% 4%
46Xr (X) vr céc loai mit dogn NSTY 10,52% 26% 10%

Karyotyp thé thudn hoi ching Turner trong
nghién ctru clia chung téila 73,68% cao hon rat nhiéu
so Vi ty 1&é 57% & nghién clu clia Bergsma D. (1996)
[8], ty lé nay cling cao hon ty Ié 52,6% cla Phan Thi
Hoan va CS (2005) [5]. Chung t6i khéng phat hién
thdy bénh nhan VK nao mac héi chiing Turner kham
45,X/46,XX, con theo nghién clu clia Phan Thi Hoan
va CS (2005) két qua la 15,8%, con Bergsma D. (1996)
1a 12%. Chung t6i cho rdng, véi hdi ching Turner thé
thuan 45,X phat hién & nhiing bénh nhan VK cao nhu
vay la do ho thudng c6 tén thuong budng tring nang
né.Theo Mazzanti va CS, nghién cttu 6 142 bénh nhan
hoi chiing Turner tai Y, da phat hién buéng tring teo
va thé tich budng tring nhd, ty 1& day thi tu nhién
rat thap va tuyén va kém phat trién, co ty lé cao
nhat & bénh nhan héi ching Turner 45,X. Nguac lai,
vGi nhiing bénh nhan mac hoi ching Turner kham
45,X/46,XX thi cé ty I& cao nhat vé budng tring kich
thudc 16n nhat trong s6 bénh nhan hdi ching Turner,
50% c6 tuyén vi phat trién ty nhién va 38,5% c6 kinh
nguyét tu nhién [9]. Ty 1é Turner khdm & nhém bénh
nhan VK clia ching t6i thap hon va ty l1é bénh nhan
Turner thudn cao hon so v6i cac tac gia khac, c6 thé
do nghién cttu ctia ching téi chi tién hanh trén moé
té€ bao lympho mau ngoai vi, c6 thé dong té bao bat
thudng ctia bénh nhan khong ndm trén mo té bao
mau, nén chua phat hién dugc.

Nghién ctu ctia chiing t6i, c6 4/19 (21,05%) bénh
nhan VK mac héi ching Turner c6 bat thudng cau
trac NST X. Két qua chung t6i cao hon nghién ctu cha
Virgania P. (2004) v&i ty 1& ngudi Turner 6 bat thudng
cau truc NST X chila 5 - 10%. C6 1& do nghién cliu clia
ching t6i & bénh nhan VK cé nghi ng& bat thudng
NST nén ty |é bat thusng NST cao han.

Hoi chiing THNTH la bénh di truyén lan lién két
NST gidi X, lién quan dén gen khang androgen nam
trén nhanh dai NST X (Xq11- Xq12) gay khiém khuyét
vé s6 lugng va chat lugng cla receptor androgen.
Trong hoéi chiing nay, tinh hoan va thugng than van
san xuat ra moét lugng androgen va estrogen binh
thuding nhung & tiép nhan androgen khéng c6 hodc
khi€m khuyét, do vay ca thé thira androgen. Viéc phat
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trién va biét héa ctia 6ng Muller bi tGc ché bai tinh
hoan, nhung tinh hoan khéng hoat ddng chuic nang
binh thudng nén cé thé van cé tir cung. Co6 hai loai
hoi chiing khdng androgen hoan toan va khéng hoan
toan, tuong duong véi hailoai héi chitng THNTH hoan
toan va hoi chiing THNTH khong hoan toan. Loai
khang androgen hoan toan c6 réi loan nang né ca vé
sO lugng va chat lugng cla receptor androgen. Bénh
nhan c6 kiéu hinh la ni, loan san sinh duc, khéng c6
am dao hodc am dao cut, phat trién tdm sinh ly hoan
toan la ni, tinh hoan nam trong & bung, trong 6ng
ben hodc & vi tri mai I6n, VKI va hay gap thoat vi ben
trudc tudi day thi. Loai khang androgen khéng hoan
toan c6 réi loan mot phan sé lugng va chat lugng clia
receptor androgen. Bénh nhan loai nay cé su nam
héa mét phan co quan sinh duc ngoai nhu hda nhap
mot phan cac nép maéi biu, phi dai am vat & cac muc
dd khac nhau, am dao ngan. Nghién ctu ctia ching
toéi ¢6 17 bénh nhan VK mac héi chiing THNTH hoan
toan co karyotyp la 46,XY. Tudi trung binh ctia bénh
nhan hoi ching THNTH la 23 + 4,77 tudi. Phat hién
bénh & tudi nay kha la muén, trudng hgp tinh hoan
trong 6 bung hodc & ng ben sau thi cé nguy co ung
thu hoa rat cao. Cac tac gia cho rang nén phau thuat
cét bd tinh hoan, nhét la trudng hgp gay bién chiing
thoat vi ben [10], déng thai tao hinh co quan sinh duc
ngoai, nong am dao, diéu tri thay thé bang hormon
sinh duc n{ sau phau thuat cat bo tinh hoan va tién
hanh liéu phap tam ly d€ bénh nhan cé dugc ddi séng
tinh duc binh thudng, tranh sang tran tam ly. Trong
nghién ctiu, ching toi phat hién 2 trudng hop VK méc
héi chiing THNTH Ia hai chi em ho ngoai (me cdahola
hai chi em ruét) dén lam xét nghiém NST vi khéng c6
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+ Hoi chiing Turner la 19/36 = 52,78%.
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