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NHAN XET KET QUA CHAN POAN TRU'O'C SINH MAC HOI CHU'NG
TURNER VA CAC BAT THUONG HINH THAI CO LIEN QUAN

Mai Trong Hung!, Pham Thé Vwong!, Pinh Thuy Linh!

TOM TAT

Muc tiéu: Nhan xet ma&i lién quan glu‘a bat
terdng trén siéu am va bat thudng di truyén & thai
nhi mac hoi cerng Turner. P6i tugng va phuadng
phap nghlen clu: Ngh|en cu’u hoi clru, mo6 ta va
phan tich mo'| I|en quan glLra cac bat terdng hinh thai
thai trén siéu am va két qua di truyen cla 36 trudng
hgp thai dugc chén doan thai mac hoi chl.rng Turner
bang xet nghlem Iap cong thirc nhlem séc thé théng
qua nudi cay t€ bao 6i. K&t qua: Trong 36 thai nhi
mac hdi ching Turner dugc chan doan trudc sinh
b&ng k¥ thuat nudi cdy t& bao 6i c6 41,7% thai nhi cd
bat terdnq hinh thai trén siéu 8m; 58,3% thai nhi
dudc xac dinh cd nquy cd cao mac hoi chu’nq Turner
thdng qua xét nghiém sang loc khéng xam lan NIPT.
Cac trudng hop Turner thuan cd nhiéu bat thudng
siéu am va muc d6 bat thudng ndna né hon so Vdi
Turner thé kham hodc thé bat thudng cau tric. Két
ludn: Xét nghiém sang loc NIPT cung vdi siéu am
hinh thai thai déng vai tro quan trong trong sanq loc
hoi china Turner. Xét nghiém nudi cav t& bao i la
tiéu chuén vang trong chan doan trudc sinh hoi chu’nq
Turner. Tur khoa: Hoi chiing Turner, bat thudng siéu
am, chan doan trudc sinh.

SUMMARY
TURNER SYNDROME: PRENATAL

DIAGNOSIS AND FETAL ABNORMALITIES

Objective: Describe the association between
abnormalities on ultrasound and genetic abnormalities
in fetuses with Turner syndrome. Methods:
Retrospective study, description and analysis of the
relationship between abnormal morphology on
ultrasound and karyotype of 36 Turner syndrome
cases. Results: Among 36 fetuses with Turner
syndrome, 41.7% of fetuses had morphological
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abnormalities on ultrasound; 58.3% of fetuses were
determined to be at risk of Turner syndrome through
the NIPT test. The non-mosaic 45,X cases showed
more abnormal ultrasound results and more severe
phenotypic aberrations compared to the mosaic cases
and cases with abnormal X chromosomal structures.
Conclusions: NIPT screening readiness along with
prenatal ultrasound plays an important role in prenatal
screening of Turner syndrome. Karyotyping is the gold
standard in prenatal diagnosis of Turner syndrome.

Keywords: Turner syndrome, abnormal
ultrasound, prenatal diagnosis
I. DAT VAN DE

Héi chliing Turner la bat thudng NST phé
bién vdi ty 1€ khoang 1/2500 tré nif sinh sdng vdi
dac trung di truyén la ngudi nif mat hoan toan
hoac 1 phan NST X. Triéu chirng Id&m sang cla
hoi chirng Turner rat da dang. Trong thdi ky bao
thai, thai nhi cd th€ xudt hién tinh trang phu
thai, nang bach huyét ving cd, thai chdm téng
trudng, thai luu, cac di tat tim mach. Néu khéng
dudc chdn doan trudc sinh thi sau sinh, chi
khoang 10-20% tré mdc hdi chirng Turner dugc
chan doan sém do céc triéu ching nhu phl bach
huyét mu ban tay ban chan, nép da thira sau
gay, cac bat thudng tim mach nhu hep eo déng
mach chu, hd van 2 13, bat thudng than. Con lai,
da s& cac bénh nhan Turner dugc chan doan &
giai doan thi€u nién hoac giai doan trudng thanh
do tdm voc thap, day thi muén, vo kinh, vo
sinh... Thong thudng cac trudng hgp 45,X thuan
cd nhiéu triéu chiing va ki€u hinh ndng hon so
vGi thé kham hoéc thé rdi loan ciu trdc NST X.

Trudc day hoi chiing Turner dugc sang loc
cha yéu dua vao siéu am, do do cac trudng hop
hoi chirng Turner khong cé bat thudng trén siéu
am sé bi bd sot. Nhitng nam gan day sang loc
trudc sinh khong xam lan NIPT ra ddi da gilp
phat hién nhiéu trudng hop thai mac hdi chirng
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Turner khéng cd bat thugng trén siéu am.

Chédn doadn trudc sinh hdi ching Turner
thdng qua xét nghiém di truyén tir dich i c6 thé
thuc hién béng nhiéu phuang phap nhu nubi cay
té bao 6i, QF-PCR, FISH, array CGH, Prenatal
BoBs,.... Tuy nhién phugng phap nubi cay té bao
Gi 1ap cong thuc nhiém séc thé van la tiéu chuan
vang trong chan doéan cac bt thudng nhiém sic
thé trong day cd hdi chng Turner.

Muc tiéu nghién cltu: Nhén xét moi lién
quan gilia bat thuong trén siéu dm va bét thuong
di truyén d thai nhi méc hoi ching Turner.

Il. BOI TUQNG VA PHU'ONG PHAP NGHIEN CUU

Nghién cttu ho6i cliru, mo ta 36 trudng hop
thai dugc chén doan trudc sinh mac hoi chiing
Turner bang xét nghiém 13p cong thdc nhiém sac
thé théng qua nudi cdy té bao dich 6i tai Trung
tdm sang loc, chan doéan trudc sinh va s sinh,
Bénh vién phu san Ha Noi.

Thu thuat choc hut nudc 6i dugc thuc hién &
tudi thai tir 16 tudn. Cac chi dinh choc hat nudc
0i bao gom:

- Xét nghiém sang loc cd két qua nguy cd cao

- Siéu am 6 bat thudng hinh thai thai nhi

Quy trinh thuc hién ky thudt:

- 10 ml dich &i dugc nudi cdy bdng hda chét
Amniomax trong 2 flask nudi cay doc lap trong
ti 8m CO2 5%.

- Thu hoach nhiém s3c thé bang cach sir dung
Colcemid 100ul dé& dirng t& bao & ki gilra, nhugc
truong bdng dung dich KCl, cd dinh va rira bang
dung dich Carnoy (3methanol: 1 acid acetic).

- Karyotype dugc phén tich trén ti thi€u 30
cum nhiém sdc thé & ki gitra v&i ki thudt nhudém
bang G, do phan gidi bang 400-550 dugc quan
sat trén kinh hién vi tu dong (Axio Imager Z2,
Carl Zeiss, buc).

- Trudng hdp kham hién tugng kham phai
xuét hién & ca 2 flask nudi cdy dé loai trir trudng
hgp gia kham do nudi cay.

Il. KET QUA NGHIEN cU'U

TU thang nam 2017 dén nam 2022 cod tat ca
36 trudng hop thai dugc chdn doan méac Hoi
chi’ng Turner bang xét nghiém karyotype tai
Bénh vién phu san Ha Néi. Tudi cta thai phu
mang thai mac HC Turner trung binh 28.8+4.8
tudi (min — max: 20 -37 tudi)

Tudi thai tai thsi diém choc &i trung binh I3
17.9+1.7 tuan (min — max: 16 - 23 tuan)

Bang 1. Chi dinh choc hit nuodc 6i

Ly do Tansuat| Tylé
NIPT nguy cd cao HC Turner 21 58.3%
Thai nhi cd bat thugng hinh 15 41,7%
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thai trén siéu am

L Tong 36 100%
41.7% chi dinh choc hat nudc 6i la do thai

nhi cé bat thudng hinh thai trén siéu am. 58.3%
thai nhi méc hdi chiing Turner khéng co bét
thudng hinh thai, chi dinh chan doan trudc sinh
tur xét nghiém dich 6i vi két qua sang loc khong
xam lan NIPT ng

Hinh 1. Hinh anh siéu 4m nang bach huyét
viung cé Hygroma Kystique @ thai co hoi
chirng Turner (13 tudn)

— ’_1'} _ g = 7
— ! —:___ =
Hinh 2. Hinh anh siéu 4m phu thai ¢ thai co
hoi chirng Turner (28 tuin)
Bang 3. Méi lién quan giira két qua siéu
am thai va héi chirng Turner

n %

Bat thudng hinh thai 15 | 41.7
Khong thay bat thudng hinh thai| 21 58.3
Téng 36 | 100

41,7% trudng hgp Turner co bat thudng
trén siéu am

Bang 4. Cac bat thuong hinh thai siéu
am thai trong hdi ching Turner

n | %
Phu thai 6 | 40
Tang khoang sang sau gay/nang bach 6 | 40
huyét vung cd
Di tat tim, than 2 [13.3
Xuong dui ngdn 1]6.7
Téng 15 [100

Trong cac bat thudng siéu am cta hoéi chirng
Turner thi phu thai va nang bach huyét ving cd/
tang khoang sang sau gay déu chiém ty Ié cao
nhat (40%). Di tat tim, than chiém ty 1€ 13,3%
va xudng dui ngan chiém ty 1€ 6,7%
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Bang 5. Moéi lién quan giifa kiéu gen va
kiéu hinh trong héi chirng Turner
Bat |[Khong bat]
thuong | thuong |~
hinh thai| hinh thai [T°"9
n| % n %
Monosomy X 11178.6| 3 [21.4]| 14
Kham ch(ra dong
46,XX hosic 47,xxx | 2| 20 | 8 | 80 | 10
Kham dong t€ bao

cONSTYhodacl |0]| O 6 | 100 | 6
phan NST Y
RGi loan cau trac
NST X 1] 20 4 80 5

Chuyén doan khong
cén bang NST X véi | 1
NST thuGng
| Tong (20) 15 21 36
Ty Ié bat thudng hinh thai cao nhat ¢ nhém
Turner thudn 45,X. Cac trudng hdp Turner thé
kham co ty |é bat thudng hinh thai thap.

IV. BAN LUAN

Ty I€é thai hoi chirhg Turner cé bat thudng
siéu am clua ching tdi la 41,7%; thdp hon 1
nghién cltu I8n cdia chau Au nam 2004 khi thong
ké siéu am qilp phat hién 67,2% cac thai nhi
mac hdi chdng Turner [1]. Trudc day siéu am
dudc xem la cong cu sang loc trudc sinh hiéu
qua hoi chirtng Turner. Cac hinh anh bat thudng
trén siéu am ggi y héi chirng Turner bao gém
phu thai, nang bach huyét ving c8, tdng khoang
sang sau gay, di tat tim mach, di tat tiét niéu, di
tat chi va mot s6 cac bat thudng cau tric khac.
V@i thai nhi mac hdi chiing Turner, cd hién tudng
kém phat trién hodc gidm san hé bach huyét va
hé thdng dan luu bach huyét d6 vao hé thdng
tinh mach. Su' khiém khuyét trong dudng dan
gitra hé thong bach huyét va tinh mach dan dén
tich tu dich trong I6p ha bi ctia vung da sau gay,
dan dén tang khoang sang sau gay hodc tao ra
nang bach huyét viing cd [2]. Cic nang bach
huyét thudng chlra vach ngén, xuat hién & chdm
va sau clia cd thai nhi. Phu thai la hién tugng
thai nhi bi phu né toan than va dich tich tu trong
cac khoang cd thé nhu’ mang tim, mang phdi va
phlc mac. Céc di tat khac co thé gdp trong hoi
chirng Turner bao gom di tat tim nhu hep eo
doéng mach chu, hdi chirng thiéu san tim trai; di
tat than nhu than hinh méong ngua, than lac cho,
than da nang. Theo nghién clru ctia ching t6i thi
41,7% cac trudng hop thai cd hoi chirng Turner
cO cac bat thudng hinh thai trén si€éu am trong
do6 phu thai, nang bach huyét viing c6 chiém ty
Ié cao nhat (40%).

100 | O 0 1

Nhitng ndm gan day, vdi su’ phat trién vuot
clia xét nghiém sang loc khong xam lan NIPT da
gilp phat hién nhiéu thai mac hdi chirng Turner,
dac biét 1a & tudi thai s6m, trudc 18 tuan khi chua
phat hién dugdc cac bat thuGng hinh thai trén siéu
am. Pay cd thé 1a Iy do khién ti I& bat thudng trén
siéu am cua hoi chirng Turner trong nghién cltu
clia chdng t6i thap hon cac tac gia khac, do nhiéu
trudng hdp Turner dugc chan dodn sém trudc khi
cac bat thudng hinh thai trén siéu am dudc phat
hién. Mac du xét nghiém sang loc NIPT doi vdi
HO6i chirng Turner co ty 1€ phat hién cao nhung
gid tri cla tién doan duong chi khoang 20-60%
do két qua NIPT bi anh &nh hudng bdi nhiéu yéu
t6 nhu hdi chirng Turner thé kham & thai phu,
kham & banh rau,... [4]. Do d6 xét nghiém NIPT
cho két qua thai nguy cd cao mdc hdi ching
Turner, thai phu can xét nghiém nhiém s3c thé do
t mdu ngoai vi phat hién tinh trang mac hdi
chléing Turner thé khdm khdng, dong thdi choc
hit nudc 6i xét nghiém di truyén cho thai nhi.
Phoi hop qitra két quéa di truyén va két qua siéu
am mang lai gid tri tién lugng cu thé trong tirng
trudng hap tir d6 dua ra I6i khuyén di truyén phu
hgp cho thai phu va gia dinh.

Cac nghién cltu déu cho thay cac hinh anh
bat thudng trén siéu am nghiém trong cta hoi
chitng Turner thudng dudc chan doan trong 3
thang dau va 3 thang qilra thai ki [6] [3]. Cac
bat thutng siéu am nhu tang khoang sang sau
gady, nang bach huyét ving c8, phu thai khong
chi cé v nghia dinh hudng chan doan hdi chirng
Turner ma con co gia tri tién lugng két cuc thai
ki trong trudng hop gia dinh ti€p tuc theo doi
thai. Tac gid Cohen va cong su trong nghién cliu
cla minh da thong ké néu ti€ép tuc thai ky thi
93% cac thai nhi ¢4 nang bach huyét viing c6 sé
thai luu hoac tr vong chu sinh [8].

Theo két qua nghién cltu, hoi chirng Turner
thuan cd ty 1€ bat thudng hinh thai trén siéu am
cao (78,6%), cac trudng hogp Turner thé kham
co ty 1é bat thudng hinh thai trén siéu am thap
hon (20%). Siéu am co thé bo st cac tinh trang
kham vi khéng cd cac biéu hién rd rang tham chi
khong cd bat thudng hinh thai. Két qua nay
tuang tu nghién cllu clia cac tac gia khac nhu
cla Papp ndm 2006 va Akbar nam 2019: hoi
chéing Turner thé kham hodc thé r6i loan ciu
tric thudng co ty 1é phat hién bat thudng trén
siéu am thap, it khi dan dén cac két cuc bat loi
nhu say thai, thai luu, t&r vong sa sinh [3][6].
Ngudi nf Turner thé kham ddc biét la thé kham
45,X/46,XX va 45,X/47 XXX van co kha nang day
thi tu nhién, cd kinh nguyét va cd thai mac du
kha nang nay thdp hon so vdi ngudi nlr 46,XX
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binh thudng. Sybert va cong su’ d3 tong két cac
trudng hdp Turner thdy rang: 13/123 (11%)
trudng hop 45,X thuan co kinh nguyét tu nhién
so v@i ty 1€ nay la 11/32 (34%) truGng hap
45,X/46,XX; 30/44 (68%) trudng hap
45,X/46,XX/47 XXX va 11/13 (84%) truGng hap
45,X/47,XXX. Ty |é mang thai thap hon & nhiing
trudng hop 45, X thuan (1/123 = 0,8%) so Vdi
6/32 (19%) vai hdi chitng Turner th&é kham
45,X/46,XX; 20/44 (45%) VGi 45,X/46,XX/47 XXX
va 9/13 (69%) va@i 45,X/47, XXX [9]. Diéu nay
nhan manh tam quan trong cla xét nghiém
karyotype ddi vdi chan doan cudi cling hdi chirng
Turner. K& qua karyotype gilp tién luong cho
tinh trang thai nhi hién tai cling nhu chifc ndng
sinh san sau nay.

Két cuc thai ki cia cac truong hop Turner
sau khi dugc chan doan trudc sinh: 31/36 trudng
hgp dinh chi thai nghén. 5 trudng hop kham
45,X vGi 46,XX hodc 47,XXX khong cd bat
thudng trén siéu am va sau khi nghe tu van di
truyén, gia dinh ti€p tuc qilr thai. Hién tai 4/5
trudng hgp da sinh, kham sau sinh khong phat
hién di tat vé hinh thai.

V. KET LUAN

Xét nghiém sang loc NIPT clng vdi siéu am

hinh thai thai dong vai tro quan trong trong sang

loc hoi chiing Turner. Xét nghiém) nudi cay té
bao 6i la tiéu chuan vang trong chan doan trudc
sinh hi chifng Turner.
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DAC PIEM LAM SANG, CAN LAM SANG VA KET QUA PIEU TRI VIEM RUQT
LUPUS TAI BENH VIEN PAI HOC Y DUQ°C THANH PHO HO CHI MINH

Bui Hitu Hoang'2, Nguyén Pinh Chwong', Ping Minh Luin'?

TOM TAT .

Muc tiéu: Anh hudng cla bénh lupus trén hé
tiéu hda rat da dang, trong dod o tinh trang viém ruC)t,
nhung chua dugc md ta nhiéu trong y van Vi vay,
chung toi tién hanh nghlen clru nhdam xac dinh ti 1€,
md ta dic diém 1am sang, can lam sang, va két qua
diéu tri bénh viém rudt lupus. Doi tugng va Phuang
phap nghién ciru: Day I3 nghién clitu hdi clru trén
nhCrng bénh nhan viém rudt do lupus diéu tri tai khoa
Tiéu Hda, bénh vién bai Hoc Y Dugc thanh pho HO Chi
Minh tU thang 1 ndm 2018 dén thang 1 nam 2023.
Benh nhan dugc chan doan lupus néu thoa tiéu chudn
clla SLICC 2012 (Systemic  Lupus International
Collaborating Clinics). Viém rudt lupus dugc chan dodn
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néu thoa ca 3 tiéu chuén sau: (1) cb trleu chu’ng tiéu
hda, (2) tén thuong day thanh rudt dai va lan tda, (3)
can pha| khai dong corticosteroid hay pha| tang I|eu 0]
vGi ngoai tri. Cac thong tin vé lam sang, can lam
sang, két qua diéu tri va theo ddi sau diéu tri dugc ghi
nhan. Két qua nghlen clru: Tong cong ¢ 21 bénh
nhan thda tiéu chuan ngh|en cltu. B tudi trung vi la
34 (16-58) va tat ca la phu nir. Ba triéu chu’ng thu’dng
gap nhét la dau bung (100%), i (94, 1%) va tiéu chay
(61.9%). Ngoai truf mot trufdng hdp, con lai tat ca
bénh nhan déu vao dot cap lupus Vvdi diém trung vi
SLEDAI-2K (Systemic Lupus Erythematosus Disease
Activity Index-2000) 6 (2-20). Viém rudt lupus thuGng
anh hudng rudt non (90,5%) hon la toan b 6ng tiéu
héa (42,9%). Hau hét bénh nhan dap Ung vdi
corticosteroid (40 mg methylprednisolon hodc tuong
dugng), ngoai trir mot trudng hop phai dung liéu cao.
C4 hai bénh nhéan tr vong vi cac bién chirng khac. Ti
Ié tai phat viém rudt lupus kha thap (31,6%) sau thgi
gian theo doi trung vi la 17 thang (3-47). Két luan:
Viém rudt lupus nén dugc nghi dén & nhiing bénh
nhan lupus vao dgt cap va co triéu chirng dau bung,
tiéu chay, 6i. Corticosteroid, vdi liéu tuong duong 40
mg methyprednisolon, la diéu tri dau tay va thuGng



