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Tom tat

H$i ching Turner (TS: Turner Syndrome) la mét trong nhitng héi ching phé bién lién quan dén réi loan nhiém sac
thé gidi tinh & nir gidi. Khodng 95-98% bénh nhan héi chirng Turner vé sinh do suy budng tring. Kha nadng cé thai
tu nhién & nhiing bénh nhan nay gan nhu rat hiém. Ngoai ra, khi mang thai k&€ ca bang noén ty than hay noén hién
thi phu n& héi chdng Turner déu phai d6i dién vdi nhiéu nguy co trong thai ky, nhu nguy co séy thai, tién san giat
(TSG), nguy co béc tach déng mach chu de doa tinh mang ngudi me va thai nhi. Béo cdo nay trinh bay mét trudong
hop bénh nhan héi chirng Turner thé kham mos45,X[5]/46,del(X)(q24) mang thai thanh c6ng nhd nguén noén hién
tdng va sinh dugc mét bé gdi khée manh ndng 2900gr & tudi thai 39 tudn dudi su phdi hop va theo déi sét cla
nhiéu chuyén khoa.

Tirkhoa: H6i chirng Turner, réi logn nhiém sdc thé, suy budng trirng sém, IVF, xin nodn, bénh ly tim mach.

Case report: A healthy baby from a woman with mosaic turner syndrome
using oocyte donation

Trang TH Tran', Xuyen TH Le'
"My Duc Phu Nhuan Hospital

Abstract

TS is one of the most frequent chromosomal sex disorders in women. A majority of TS patients (95%-98%) have infertility
due to premature ovarian insufficiency. Spontaneous pregnancy in TS women is rare. Even when TS women get pregnant
using their own eggs or egg donor, the maternal morbidity and mortality has raised during pregnancy, such as miscarriages,
preeclampsia, or even life-threatening dissection of the aorta. This case report will detail a patient with a mosaic form of
TS mos45,X[5]/46,del(X)(q24), under the close medical supervision and monitoring of a multidisciplinary team, and she
delivered a healthy female weight 2900g at gestational week 39 by using oocyte donation.

Keywords: Turner syndrome, chromosomal disorder, premature ovarian insufficiency, IVF, egg donation,
cardiovascular diseases.

1. DAT VAN PE

Hoi ching Turner (TS) la mot trong nhing hoi
chirng phd bién lién quan dén rgi loan nhiém sac thé
gidi tinh & nir gidi, dac diém la bo nhiém sac thé bi mat
hoan toan hay mot phan nhiém sac thé gidi tinh X. Ty
I& phu nir c6 hoéi chirng Turner dugc ghi nhan khoang
50 trén 100.000 phu nit. Chan doan bénh thudng bi tri
hoén, d6 tudi trung binh khi dugc chan doan mac héi
chirng Turner la khoang 15 tudi [1]. H6i ching Turner
bi€u hién Ia céc phu nit bi suy sinh duc do suy trung
uong (hypergonadotropic hypogonadism), vo sinh,
déng ngudi thap, cac bénh ly rai loan noi tiét, chuyén
héa ciling nhu mac cac bénh Iy tu mién va tim mach
[2]. Khodng 95-98% bénh nhan TS vo sinh do suy budng
tring [3]. Chi cé khoang 5% phu nir TS c¢6 thé c¢6 thai
tu nhién ma khong can dén can thiép cua céc ki thuat
hd trg sinh san, tuy nhién khi cé thai, ty & say thai &

nhém phu nit TS kha cao, va céc trudng hop co thai tu
nhién thudng xay ra & nhirng phu nir ¢é hdi ching TS
th& kham [4]. Phu nir TS ciing ghi nhan tdng nguy co
béc tach dong mach chd gap 100 Ian so véi nhém dén
s0 chung [5]. Vi vay khi mang thai, bdng noan tu than
hay noan hién, phu nir TS phai dgi dién véi nhiéu nguy
co c6 thé de doa tinh mang ngudi me va thai nhi. Cac
cudc tranh luan vé kha nang mang thai cda phu nir TS
bat dau nai lén tir cudi nhirng ndm 1990, sau khi nhiéu
truong hop bénh nhan TS t&r vong do bdc tach dong
mach chd khi mang thai dugc béo céo [6]. Vi vay, phu
nir TS cé kha ndng mang thai hay khong va theo ddi thai
ki nhu thé& nao 1a cha d€ dugce nhiéu hiép hoi san phu
khoa trén thé& gidi thao luan va van chua cé thong nhat.

Dudi day ching t6i bdo cdo moét truong hgp hoi
ching Turner thé kham dugc diéu tri thanh cong bang
nodn hién tai Bénh vién My Dirc Phu Nhuan.
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2. BAO CAO TRUONG HOP

Bénh nhan nir 24 tudi, PARA: 0000, vé kinh nguyén
phat. Bénh nhan chua tirng di kham & dau dé tim nguyén
nhan v6 kinh trudc day.

N&m 2017, sau khi lap gia dinh dugc 1 ndm ma van
chua c6 con, bénh nhan dén kham tai bénh vién My Dic
Phd Nhuén. Qua tham kham ban dau ghi nhan bénh
nhan dang ngudi nho, cao 143cm, nang 46kg, khong co
dac tinh sinh duc th& phat nhu nguc, 16ng mu, khéng
ghi nhan cham phat trién tri tué. K&t qua siéu am ban
dau ghi nhan t&r cung teo nho véi duong kinh trude sau
cla t&r cung (dAP) chi 7mm va khong quan sat thay hai
budng tring.

XK 285 7.0cm| 02:03-2017
MEDISON coas

PHONG KHAM NGOC LA...|
Gynecology | Gen, 102329

“ \w [2D] G507 P90 112048
= FAB/FSI1  PGCO
- Y ; YLy  M0sIT02
” . e e (
!

|

+00 072 ¢m
(] 0.14¢m

DO/D1 514.29 %
Mot 0.43 ¢m |

Hinh 1. Siéu am phu khoa vao lan kham dau tién
ctia bénh nhan
Ghi nhan dAP=7mm va khéng quan sat thay
hai budng trirng

Bénh nhan dugc chi dinh cac xét nghiém chuyén
sdu. Noéng ndi tiét co ban cta bénh nhan la FSH= 86
miU/mL; LH= 24 mlU/mL; Estradiol <5 pg/ml; AMH
<0,08 ng/mL. Karyotype: mos45,X[5]/46,del(X)(q24)
[15], bénh nhan dugc chdn doan méac héi chirng Turner
th& kham. Nguai chéng 27 tudi co két qua tinh dich do
binh thuong.

Sau khi dugc chan dodan hoi chirng Turner thé kham,
bénh nhan dugc glri kham chuyén khoa néi tiét dé danh
gia céc réi loan chuyén hoa thudng gép & phu nir TS nhu
dai thdo duong, suy giap,... K&t qua: TSH = 2,6 plu/mL,
f-T4 = 1,4 ng/dL; Glucose = 4.6 mmol/L ndm trong gidi
han binh thudng.

Bénh nhan cling dugc chi dinh kham chuyén khoa tim
mach dé& tdm soat céac bat thuong tim mach lién quan
dén TS va danh gia cho phép mang thai. Két qua chua
ghi nhan céac bat thuong lién quan dén van tim va déng
mach chu, bénh nhan cé da strc khde dé€ mang thai.

Sau khi kham danh gia toan dién cac chuyén khoa,
xac dinh bénh nhén cé thé mang thai. Céc bac si da tu
van cho bénh nhén va gia dinh c6 thé diéu tri thu tinh
trong &ng nghiém (TTTON) nho nguén nodn hién tang va
phai theo d&i sat dén khi sinh, déng thai cling tu van céac
nguy co ma bénh nhan va thai nhi cé thé gédp phai trong
qua trinh mang thai. Bénh nhan va gia dinh quyét dinh vé
suy nghi thém. Trong thoi gian dé, bénh nhan duoc sk
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dung liéu phap hormon thay thé. Bénh nhan str dung noi
ti€t thay thé lién tuc trong khoang 3 nam, dAP qua céc
[an tham kham dao dong tir 18-23 mm va dugc tai kham
dinh ki mo6i 6 thang dé& danh gia chirc néng gan, nguy co
dong mau trong sudt khoang qua trinh dé.

Dén thang 11/2020, bénh nhan va gia dinh quyét dinh
thuc hién TTTON va xin noan. Nguai hién noan 30 tudi, la
chi ho clia bénh nhan va da ting sinh 2 bé khde manh.

Bénh nhan dugc chudn bj niém mac t& cung bang
Estradiol liéu 8mg/ngay, song song vdi chu ki kich thich
budng trimng cua ngudi hién nodn. Nguoi hién noén choc
huat duge 13 noan, tao dugc 7 phoi ngay 5, trong do, co
6 phoi loai tét. Bénh nhan dugc tu van chuyén 1 phoi va
trlr 5 phoi con lai. Vi cac nguy co c6 thé cé dai véi thai ki
song thai va dac biét doi vai phu nit TS, bénh nhan dugc
tu van trir don phoi trén céac dung cu tri lanh d€ thuan
tién st dung sau nay.

Ngay chuyén phoi, niém mac t&r cung bénh nhéan
day 8mm, dAP = 23mm, bénh nhan dugc chuyén 1 phoi
ngay 5. K&t qua thir beta hCG sau 14 ngay chuyén phéi
la 437,6 miU/ml.

Trong sudt tam ca nguyét | va dau tam cé nguyét Il,
bénh nhan ra huyét am dao ri ra lién tuc, siéu am ciing
ghi nhén tinh trang tu dich dugi mang dém lién tuc dén
tuan 20, bénh nhan dugc dung noi tiét dudng thai bao
goém progesterone vi hat dat am dao liéu 800mg/ngay
va dydrogesterone liéu 20 mg/ ngay. Trong thai gian nay,
bénh nhan ciing dugc theo ddi chirc nang gan, chirc nang
déng mau dinh ki mdi 4 tuan - 8 tuan do str dung noi tiét
lién tuc. Cac xét nghiém chirc nang gan, than tuyén gidp,
duong huyét,... déu trong ngudng binh thudng.

Dén tam cé nguyét Il, bénh nhan dugc do chiéu dai
kénh CTC lic 17 tuan, ghi nhan chiéu dai kénh CTC la
23 mm, bénh nhan dugc sir dung progesterone vi hat
dat am dao d€ du phong sanh non dén khi thai 36 tuan,
véi t8ng liéu 400 mg/ ngay d&t am dao sang - t6i. Bénh
nhan cling duoc st dung Aspirin 160mg/ngay tir tuan
14 dén tuan 37 thai ki do nguy co TSG cao (nguy co
TSG trudc tuan 34: >1:4). Nghiém phap dung nap dudng
(OGTT) am tinh.

DPén tuan 28 thai ki, bénh nhan dugc chi dinh MRI tim
me kiém tra, tuy nhién vi dich Covid-19, bénh nhan khong
thé& tir Ca Mau Ién Thanh phd H6 Chi Minh tai kham theo
chi dinh, bénh nhan theo déi tai dia phuong dén khi sanh.
Céc béc sitai bénh vién My Dire Phi Nhuan tiép tuc theo
doi bénh nhan qua dién thoai, bénh nhan dugc hudng
dan theo dbi huyét ap va bdo cdo tinh trang mdi ngay
cho bac si, gitt mirc huyét ap luén dudi 135/90 mmHg,
theo huéng dan clia Hiép hdi Noi tiét Chau Au (2). Bén
tuan 39 cla thai ki, bénh nhan dugc mé 13y thai chi dong
do khung chau hep, dugc mot bé gdi khde manh néng
2900g.

3. BAN LUAN

d nhitng phu nit TS, ty 1é mang thai tu nhién chi
khoang 5% va da sé xay ra véi cac truong hgp mang
thé kham 45, X0/46, XX [4]. Trudc day, khi chua co ky
thuat TTTON, xin con nudi gan nhu la lya chon duy nhat



cuta phu nir TS. Tuy nhién, vdi su ti€n bd cua khoa hoc
Ki thuat, chi dinh TTTON vé&i ngudn noan hién & phu nir
TS ngay cang nhiéu. Nodn hién da dugc st dung thanh
cong nhu mét lya chon diéu tri cho nhitng bénh nhan
TS. Ty lé thai lam sang trén mdi Ian chuyén phoi & nhitng
phu nir TS dao dong tlr 16%-50% véi ngudn nodn hién
[7]. Tuy nhién, thai ky cia nhitng phu ni Turner la thai
ki nguy co cao vdi nhiéu bién ching cé thé anh hudng
dén tinh mang me nhu céc bat thudng vé tim mach,
tdng huyét ap déng mach va béc tach dong mach chu
[2]. Udc tinh nguy co boc tach déng mach chd & thai
phu TS tang 110 lan so véi dan sé chung, ty 1é bdc tach
déng mach chi & dan sé chung nam 2014 14 0,018%. Ty
I& t&r vong do bdc tach dong mach chi dugc ghi nhan
trong mot thdng ké & phu nir TS sir dung ngudn noén
hién tai My 1a 2% [8].

Trong mot bao cdo tai ba nudc Bic Au la Phan Lan,
Dan Mach va Thuy Dién tir nam 1992 dén nam 2011, cd
106 phu ni TS mang thai bdng nguén noén hién tang vai
131 tré dugc sinh ra doi va ty Ié song thai la 7% [9]. Cac
bién ching nguy hiém anh hudng dén tinh mang ngudi
me va tré dugc ghi nhan & 4 truong hop (3%). Céc bién
chirng bao gém: mot truong hop bdc tach dong mach
chu, mét truong hop sa van 2 1a va van 3 1a; mot truong
hop van co hoc sau d6 dién tién thanh hoi chirng HELLP,
mot truong hop cat tir cung sau khi sinh do bang huyét
sau sinh. Khong cé truong hogp t&r vong nao dugc ghi
nhan trong bao cdo [9]. Nam 2016, Hiép hdi ndi tiét Chau
Au phat hanh huéng dan thuc hanh 1am sang dai véi phu
nir TS [2]. Trong d6 xac dinh rd, diéu tri mot truong hop
TS can su phéi hgp gilra nhiéu chuyén khoa nhu néi tiét
sinh san, hiém muodn, di truyén, tim mach, san khoa, hoi
strc so sinh,...

Tém lai, d€ mang lai két qua diéu tri t6t nhat cho bénh
nhan TS va han ché t8i da nhiing nguy co tai bién trong
qua trinh diéu tri: (1) Bénh nhan TS can dugc tham kham
sang loc ki cang cac bénh ly va danh gia nguy co trudce
khi mang thai; (2) khi da danh gia nguy co va cé kha nang
mang thai, phu nir TS chi nén mang don thai; (3) thai ki
bénh nhan TS phai dugc theo ddi st bdi cac bac sinhiéu
chuyén khoa.

Cudi cung, nhung rat quan trong la phu nir TS can
duoc cung cap day da va chinh xéac thong tin vé cac nguy
co ¢6 thé co trong thai ki va ho phai thuc sy hiéu rd réng
k& cac khi tat ca cac budce kiém tra va diéu tri déu lam
ding nhu hudng dan thi cling khéng phai 1a diéu dam
bdo chac chan cho mét thai ki an toan.

4. KET LUAN

Day la trwong hgp mang thai thanh cong dau tién
bang ngudn noan hién & bénh nhan TS thé kham dugc
diéu tri tai bénh vién My Dic Phd Nhuan. Trudng hop
nay mad ra hy vong cho rat nhiéu bénh nhan TS mong
mudn dugc lam me. Tuy nhién, vi cac nguy co tiém &n
anh hudng dén tinh mang bénh nhan TS, céc truong hop
nay nén dugc ti€p nhan mot cach than trong, héi chan
lien chuyén khoa, kham sang loc ki ludng va phdi hop
nhiéu ekip bac sitrong su6t thai ki.
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