TAP CHIi NGHIEN CPU Y HOC

THAI PHU TURNER THE KHAM PHAT HIEN QUA
XET NGHIEM SANG LOC TRUOC SINH KHONG XAM LAN:
DAC PIEM LAM SANG VA KET QUA THAI Ki

Dinh Thay Linh, Pham Thé Vwong va Mai Trong Hwng™

Bénh vién Phu san Ha Noi

Thai phu Turner thé khdm phét hién tinh c& théng qua xét nghiém sang loc khéng xam lén (NIPT) ngay
cang nhiéu trong khi tw vén vé tién luong trong céc truong hop nay chua cé nhiéu bao cdo. Nghién ciru
nham mé ta céc dac diém I4m sang va nhan xét két cuc thai ki cta céc thai phu dén lam xét nghiém NIPT
va sau dé duoc chan doan méc Héi ching Turner thé khdm. Két qua nghién ctru phét hién 25 truong hop
duoc xac dinh Ia thai phu cé héi chimg Turner thé kham trong téng s6 18.416 thai phu lam NIPT tuong ting
vGi ty 16 1,36/1000 thai phu. Phu niv Turner thé khdm cé chiéu cao trung binh thdp hon 4,4cm nhung khéng
c6 sw khac biét vé tudi day thi, biéu hién kinh nguyét va kha nédng sinh sén so vé&i phu niv 46,XX. 100%
thai cta céc thai phu Turner thé khdm cé két qua di truyén 46, XX hodc 46,XY. Phu ni¥ mac chiing Turner
thé kham phét hién tinh c& qua xét nghiém NIPT cé tién lwong kha quan vé khad nang sinh con khée manh.

Tir khéa: Hoi chirng Turner, thé kham, NIPT.
l. DAT VAN BE

Hoi chirng Turner 1a bat thwdng nhiém séc
thé phé bién v&i ty 1& khodng 1/2000 tré ni¥ sinh
sbng v&i dac trung di truyén la nguwdi ni méat
hoan toan hodc mét phan nhiém sac thé X. Hoi
chirng Turner thé thuan (45,X) gay vo sinh &
hau hét cac trudng hop, nhung cé thé cé kha
nang mang thai ty nhién & nhirng bénh nhan
mac hdi chirng Turner thé kham.' Cac trudng
hop Turner thé kham co6 thé khong co triéu
chirng rd rang, c6 day thi, kinh nguyét, co thai
va sinh con binh thwdng va tinh c& phat hién la
ngwdi mac Turner thé kham khi lam xét nghiém
sang loc trwdc sinh khéng xam 1an (NIPT).

Tinh toan ven cta nhiém sac thé X Ia
diéu can thiét cho kha nang sinh san. O’ hdi
ching Turner, hién twong chét theo chu trinh
(apoptosis) t& bao mam dwoc ddy nhanh.2
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Qua trinh apoptosis ctia t& bao mam duwoc day
nhanh ngay tir giai doan dau cua thai nhi va sb
lwong t& bao mam gidm, két qua gay rbi loan sy
phat trién ctia nang nguyén thdy, do doé gay ra
s hinh thanh cac tuyén sinh duc dang dai xo.
C6 ba nguyén nhan c6 thé gay ra tinh trang mét
té bao madm dwoc ddy nhanh & budng trirng
ngwdi nir 45X. Thi nhat, sy that bai trong
ghép cap nhiém sac thé do léch bdi nhiém séc
thé X cé thé gay ra sy ngirng gidm phan. Th
hai, apoptosis t& bao mam cé thé do sw két hop
gitra té bao trirng va té bao hat bj suy yéu. Cudi
cung, rbi loan chirc ndng budng trirng & phu
n® méc hoi chirng Turner moét phan la do lidu
lwong gidm ctia mét s gen trén nhiém sic thé
X (nhw BMP15, PGRMC1 va mét sb gen khac
trén nhiém séc thé X).2

B& nhiém sé&c thé cla phu nir méc hdi chirng
Turner ¢ lién quan dén kich thwéc clia nhom
nang nguyén thdy budng trirng va tudi day thi
tw nhién. Kha nang co thai tw nhién thwdng cao
hon & nhirng bénh nhan Turner c6 day thi tw
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nhién va bo nhiém sic thé & dang kham so v&i
dang thuan.*

Sang loc truwéc sinh khéng xam 1an (NIPT)
st dung DNA tu do (cfDNA) trong huyét twong
ctia me. Luong cfDNA cua thai (cffDNA) chiém
3 - 40% lwong cfDNA ty do, con lai la cfDNA co
ngudn gbc tr me, do dd khi me cé béat thuong
nhiém séc thé nao sé& anh hudng dén tin hiéu
nhiém séc thé twong &ng cla thai gay nhiéu,
khéng xac dinh dwoc nguy co bét thuong
nhiém s&c thé d6 cda thai. Khi thai phu méc hoi
ching Turner, tin hiéu dém cda nhiém séc thé
X trong xét nghiém NIPT bi gidm rd rét.> Thai
phu Turner thé kham phat hién tinh c& théng
qua xét nghiém sang loc khéng xam Ian (NIPT)
ngay cang nhiéu trong khi tw van vé tién lvong
trong cac trwong hop nay chwa cé nhiéu bao
cdo. Do do, ching t6i tién hanh nghién ciru nay
véi muc tiéu: M6 té cac dac diém Iam sang va
nhén xét két cuc thai ki cta céc thai phu dén
lam xét nghiém NIPT va dwoc chén dodn méc
Héi chieng Turner thé kham.

Il. DOI TUONG VA PHUONG PHAP
1. Péi twong

25 trwong hop dwoc xac dinh la thai phu
c6 hoi chirng Turner thé khdm trong téng sb
18.416 thai phu dén lam xét nghiém sang loc
trwde sinh khéng xam lan NIPT tai Bénh vién
Phu san Ha Noi
2. Phwong phap

Thiét ké nghién ctru

Mb ta cat ngang.

Thoi gian nghién cieru

T thang 7/2021 dén thang 6/2025.

Céc bién sé6 nghién cteu

Tudi thai phu, tién st san khoa, chiéu cao,
tudi bat dau cé kinh nguyét, vong kinh, két qua
cong thirc nhiém séc thé cla thai phu, két qua
chan doan trwde sinh clia thai dwoc thu thap.

Cdc ki thuat dung trong nghién ciru:

- Ki thuat sang loc trwdc sinh khéng xa&m
l&n (NIPT): 10ml méau thai phu dwoc thu thap,
DNA ty do trong huyét twong thai phu dwoc
tach chiét va tao thw vién tw dong. San phém
thw vién dwoc gidi trinh ty trén may gidi trinh
tw G50 va phan tich tw déng bang phan mém
Halos chuyén dung. Tat ca hoa chét tach chiét,
chudn bi thw vién, giai trinh tw va phan mém
phan tich dat tiéu chudn CE-IVD. Céc trudng
hop nghi ngd me Ia ngwdi Turner thé kham khi
ndng dd gia tri dai s6 ctiia chromosome X 16n
hon 40%.

- Ki thuat 1ap cong thirc nhiém sac thé: 1 -
2ml mau chéng déng Heparin dwoc nudi cay
béng héa chit RPMI, PHA trong ti 4m 37°C
trong 72h, sau d6 nhé Colcemid dé& dung té
bao & ki gira, nhwoc trwong bang dung dich
KCI, cb dinh va rira bang dung dich Carnoy.
Cong thirc nhiém sac thé dwoc phan tich trén
tdi thiéu 30 cum nhiém séc thé & ki gitra voi ki
thuat nhuém bang G, d6 phan giai bang 400 -
550 dwoc quan sat trén kinh hién vi tw dong.

Han ché cua nghién ctru

Nghién clru nay thuwc hién trén cac thai phu
mang thai sau 10 tuan lam NIPT, do d6 khéng
khao sat, danh gia trén cac phu nir mac HC
Turner khéng két hén, chuwa tivng mang thai,
sdy thai/thai lwu & cac tuan thai trwéc 10 tuan.

X ly s6 liéu

Béng phan mém SPSS 20.0. Tt cad céac
bién lién tuc tuan theo phan phdi chuan duoc
mo ta la trung binh £ d6 léch chudn va duwoc
so sanh bang phép thir t doc lap. Cac bién nhi
thirc dwoc biéu thi dwdi dang tn suét va ty 1&
phan trdm va dwoc so sanh bang kiém dinh
Chi-square ho&c kiém dinh Fisher.

3. bao dirc nghién ctru

Théng tin lién quan dén bénh nhan dwoc
dam bao bi mat. Nghién ctru dwoc thwe hién
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dang quy dinh cha Bénh vién Phu san Ha Noi.
Thai phu duoc tw van day dd vé wu diém va
han ché cua ki thuat NIPT, hoan toan tw nguyén
dong y thwe hién xét nghiém NIPT, dwoc xac
nhan bang phiéu déng thuan. Sé liéu s dung
trong nghién ctru da dwgc sy cho phép cla
bénh vién Phu san Ha NGi. Nghién clru dwoc
thwe hién hoan toan vi muc dich khoa hoc.

ll. KET QUA

Trong todng s6 18.416 thai phu dén lam xét
nghiém sang loc trwéc sinh khdng xam 1an NIPT
tai Bénh vién Phu san Ha Noi, 31 trwdng hop
nghi ngd thai phu 1a ngudi Turner thé kham khi
gia tri dai s6 cGa nbéng dd chrX wéc tinh cao
hon 40%. T4t ca cac thai phu nay déu duoc tw
van xét nghiém 1ap coéng thirc nhiém sac thé,
két qua chan doan c6 25 thai phu 1a ngudi méc
Turner thé khdm. Gia trj tién doan dwong trong

phat hién me la méc Turner thé kham la 80,6%

1. Cac dic diém lam sang cua thai phu
Turner thé kham

25 trwdng hop dwoc xac dinh la thai phu co
hoi chirng Turner thé kham cé tudi trung binh
30,3 + 5,26 tudi (th&p nhat 22 tudi, cao nhét 1a
42 tudi).

Tién s san khoa: 10/25 thai phu mang thai
l&n dau, 13 trwdng hop tat ca cac con truwdc d6
khée manh (ttr 1 dén 3 con), 1 trwdng hop sinh
con dj tat (16 tiéu léch thdp, cham phat trién tri
tué nhe), 1 trwdng hop cé 1 con khde manh va
1 con mét sau sinh vi sinh non, suy hd hap, stt
moi héd ham). Ca 2 trwdng hop con di tat déu
chwa c6 xét nghiém di truyén.

7/25 thai phu c6 tién st sdy thai thai lwu
trwdc d6 (khdng co trudng hop nao co xét
nghiém di truyén trén md thai sy, thai lwu).

Bang 1. Pic diém lam sang cua thai phu Turner thé kham

Thai phu Turner kham

Thai phu binh thwéng

Dic diém lam san

; 9 (n = 25) (n = 18.391) P

Chiéu cao trung binh 152,9 £ 4,67 157,3+4,98 < 0,001
g (min - max: 140 - 162) (min - max: 145 - 175) '

Tudi bat dau co kinh 14,2 13,92 0.131
nguyét (min - max: 12 - 20) (min - max: 11 - 18) '
Kinh nguyét thwa (chu ki
kinh nguyét thuwdng dai 24% s6 thai phu 14,4% sb thai phu 0,064

hon 35 ngay

Chiéu cao trung binh cGa nhém Thai phu
Turner thé kham thap hon 4,4cm so v&i nhém
thai phu binh thwdong, sy khac biét c6é y nghia
thdng ké.

Tubi bét dau co kinh nguyét va ty Ié thai phu

¢6 kinh nguyét thwa trong nhom thai phu Turner
thé khadm khong cé sw khac biét c6 y nghia
théng ké so v&i nhém chirng.

2. Két qua cong thirc nhiém sac thé cua 25
thai phu Turner thé kham
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Bang 2. Dang coéng thirc nhiém sac thé cta 25 thai phu Turner thé kham

Céng thirc nhiém sac thé n %

45X/46,XX (ty |& khdm dong 45,X thé hién trong hinh 2) 22 88%
45,X[6]/46,XX[41]/47 , XXX[3] va 45,X[85]/46,XX[10]/47 ,XXX[5] 2 8%
45,X[93]/47 XXX][7] 1 4%

Téng 25 100%

Trong cac dang khdm Turner dwoc chan doan & thai phu, dang kham 45,X/46,XX 1a phd bién nhat
22/25 trwdng hop (88%). Cac dang kham chira dong 47 XXX it gap hon

165.00-

160.00- ©

155.00

chieucao

150.00-

145.00

140.00-

R2 Linear = 0.298

o

T T
.00 20.00 40.00

T T T
60.00 80.00 100.00

tylekham

Biéu dé 1. Twong quan giira ty 1&é kham dong 45,X va chiéu cao (R = -0,546, p = 0,009)

Ty 1é kham dong 45,X & céac thai khu kham
45 X/46,XX dao dong t 5% dén 98%. Pa sb
khdm 5 - 30%. Chiéu cao va ty 1& kham c6é mdi
twong quan nghich: ty I1&é kham 45,X cang cao
chiéu cao cang gidm, méi twong quan cé y
nghia théng ké (p = 0,009).

3. Két qua xét nghiém di truyén cua thai

25/25 thai c6 két qua chan doan trwdc sinh
la 46,XX hodc 46,XY. Khéng cé thai ndo cé bat
thwong hinh thai trén siéu am. T4t ca 25 thai
phu khéng c6 bién chirng nao lién quan dén
thai ki nhw sinh non, tién san giat, tdng huyét
ap thai ki.

IV. BAN LUAN

Sang loc trwéc sinh khéng xam lan danh
gia cffDNA trong mau huyét twong cua thai
phu ngay cang dwgc st dung réng rai trong
sang loc trwéc sinh léch bdi nhiém sac thé do
cé d6 nhay cao va ty 1& dwong tinh gia thap.
Tuy nhién d6 dac hiéu va dé chinh xac cuta
NIPT trong viéc phat hién l1éch bdi NST gidi
tinh thdp hon so véi léch boi 13, 18, 21. Léch
boi NST gi¢i tinh cla thai nhi, dac biét la Hoi
chirng Turner dwoc xac dinh bang NIPT c6 ty
I& dwong tinh gia cao, thwdng do bat thudng
NST gi6i tinh clia me (da sé & dang kham).
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Theo nghién clru clia Xinxin Tang va cong sw:
53,1% cac trwdng hgp dwong tinh gia voi 45,X
cta NIPT la do me kham Turner.® Do do, viéc
xac dinh Turner kham & me trong xét nghiém
NIPT lam tang dd chinh xac trong sang loc
[&ch bdi NST gidi tinh cling nhw dwa ra tw van
di truyén pht hop cho c& me va thai. Hién nay
c6 nhiéu thuat toan duoc st dung dé xac dinh
nguy co bat thwdng nhiém séc thé gisi tinh &
me trong xét nghiém NIPT. T4c gia Tran Danh
Cuwdng va cong sw sl dung diém z-score
ChrX duwoc tinh bang phwong phap dwa trén
s6 lwong (z yprr dwdi =3,0) trong khi diém
z-score twong ng theo phwong phap dwa
trén kich thuoce (z ., cao hon -3,0) cho thay
gia tri tién doan dwong trong phat hién me bat
thwong NST gi¢i tinh la 42,37%.7 Xinxin Tang
va cong sw s dung diém Z-core nhiém séc
thé X cao bat thwong ctia xét nghiém NIPT:
Khi diém Z-score cla ChrX = 15, hon 50%
thai phu dwoc phat hién cé bat thworng nhiém
sac thé X va khi diém Z = 30, gia tri tién doan
dwong cao t&i 100%.6 Trong phwong phap
NIPT cua chung téi str dung nguwdng gia tri
dai s6 cta nébng dd ChX = 40%, phat hién 25
trwdng hop me la ngudi méc Turner thé khdm
V@i gia tri tién doan dwong 80,6%.

Ty & thai phu mac HC Turner thé kham trong
nhém lam NIPT la 25/18416 (twong dwong ty 1
1,36/1000 thai phu) cho thay ty 1& twong dbi cao
trong quan thé. Ty I& nay gan twong tw bao céo
cla Tran Danh Cuwdng va cong sy trén quan
thé lam NIPT (0,118%).” Cac bao céo truwdc day
cho rang ty & Turner khoang 1:2000 tré gai (bao
gdm ca thé thuan va kham) - thdp hon nghién
clru cla chang téi, cho thay nhiéu trudng hop
Turner thé kham khoéng dwoc chan doan.’

Dé&c diém lam sang cla thai phu méc hoi
chirng Turner thé khdm trong nghién ctru rat kin
déo, déu co tién sir day thi tw nhién, cé kinh
nguyét tw nhién. Kiém dinh gilrPa nhém thai phu
mac Turner thé khdm va nhém thai phu binh

thwong, méc du tudi bat du cé kinh nguyét
mudn hon va ty Ié thai phu c6 kinh nguyét thwa
cao hon so v&i nhdom chirng, song sw khac biét
khéng c6 y nghia théng ké. D liéu cla ching
t6i cho thay mirc dd khadm la mot chi sé 1am sang
quan trong gidp tién lwong déc diém kiéu hinh
va kha nang sinh san ctia hoi chirng Turner. Mac
du céc tac gid thira nhan rang cac trudéng hop
kham c6 thé c6 it triéu chirng Iam sang hon cac
trwong hop hdi chirng Turner 45,X khdng kham,
nhwng nhitng thai phu 1 ngwoi Turner thé kham
van cé nguy co' cao dbi v&i cac bién chirng nhw
phinh tach ddng mach chd, tién san giat va ting
huyét ap trong thoi ky mang thai.® &’ nhirng phu
nd tré, mdt trong nhixng méi quan tam chinh sé
la khd nang vé sinh lién quan dén chan doan
h6i chirtng Turner. D& liéu cha chung t6i cho
thay réng trén thuc té, sy hién dién cta dong
té bao 45,X trong mau dwéi dang khdm khong
anh hwéng xau dén day thi hodc kha nang sinh
san. Nhirng thai phu cé Turner thé kham cé tién
lwong tét vé chirc nang budng triing, kha ndng
day thi, mang thai tw nhién va sinh con khde
manh. Tuy nhién, nhw da néi phia trén vé han
ché clia nghién ciru, c6 kha ndng nhirng phu
ni» kham 45,X/46,XX c6 biéu hién 1am sang rd
rang (khong két hon, chwa tirng mang thai, sdy
thai/thai lwu & cac tuan thai trwdc 10 tuan) la
nhém nghiém trong hon trong quén thé mac HC
Turner thé kham nhwng khéng duwoc khao sat
trong nghién ctru nay.

Chiéu cao trung binh ctia nhém thai phu
Turner thé kham [a 152,9cm - thap hon r6 rét
so v&i nhédm chirng. Chiéu cao trung binh trong
nhém thai phu Turner thé khdm dao d6ng trong
khodng rong tir 140 dén 162cm, do ty & kham
dong 45,X bién thién khac nhau. Chiéu cao cling
nhw cac di tat xwong trong héi chirng Turner
dwoc chirng minh lién quan chat ché dén gen
SHOX nam tai vi tri Xp22.33.8 Trong HC Turner
45 X thé thuan, liéu lwvgng gen SHOX bi gidm
di 1 nlra do d6 tat c& cac ngwdi ni mac Hoi
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ching Turner thé thudn cé chiéu cao rat thap
(trung binh 140 cm néu khéng duoc diéu tri
hormon tang trwdng). Trong héi chirng Turner
thé kham, liéu lwong gen SHOX bi gidm hon
phu ni binh thwéng nhwng gidm it hon so voi
45 X thuan nén chiéu cao khong bi thap ré rét.
Chiéu cao va ty 1& kham cé méi twong quan
nghich: ty 1& kham 45,X cang cao chiéu cao
cang gidm, méi twong quan cé y nghia théng
ké (p = 0,009).

V& cong thirc nhiém sac thé cua cac thai
phu, 23/25 trwdng hop kham 45,X/46,XX.
Ty Ié kham dong 45,X & céac thai khu kham
45,X/46,XX dao déng tr 5% dén 98%. ba sb
kham 5-30%. Bang chu y, cé mét trwong hop
thai phu 29 tudi cao 140cm, téc moc thap, day
thi nam 17 tudi, kinh nguyét rat thwa 1 - 2 1an/
nam, xét nghiém AMH Ia 0,13, cong thirc nhiém
sac thé 45,X[98]/46,XX[2] cb thai tw nhién,
két qua thai ki sinh thuéng bé gai can néng
3200gram, truwéc d6 thai dwoc chan doan truéc
sinh céng thirc nhiém séc thé 46,XX. Mang thai
& thai phu c6 ty I& dong 45,X réat cao tham chi
45,X khéng kham da dwoc bao cao. Hadnott va
cdng sy bao cao 5 trwong hop phu nir Turner
voi ty 1& dong 45,X = 90% (danh gia 50 cum
nhiém sac thé) mang thai tw nhién.® Sy xuét
hién cGa qua trinh phat trién day thi tw nhién,
chtrc nang budng trirng va mang thai co lién
quan truc tiép dén sw hién dién cha dong té
bao 46,XX trong cong thirc nhiém sac thé du
dong té bao nay rat thdp. Nhirtng bénh nhan
45 X thuan c6 ty 1é day thi tw nhién thap hon
nhiéu so v&i nhivng bénh nhan kham ké ca mc
dd kham cao. Do do, tat ca cac trwéng hop phu
ni cé triéu chirng Turner dién hinh nhwng van
c6 mot vai dau hiéu nghi ngd budng trirng con
chrc nang nhw cé day thi ty nhién, cé phat
trién cac dac tinh sinh duc phu, c6 kinh nguyét
chuing téi déu danh gia 30 - 100 cum nhiém séc
thé dé tim kiém sy hién dién cta dong té bao
binh thwdng 46,XX.

Mang thai tw nhién & phu n mac hdi chirng
Turner c6 nguy co’ cao mac chirng léch boi nhiém
sac thé gidi tinh thai nhi va ba nhiém séc thé 21
Vi ty |& léch bdi 1a 3,8%.4 Nguy co léch bdi nhiém
sac thé tang c6 thé do tinh trang 130 hoéa sé'm clia
tri’ng. Do d6, cac trwdng hop thai phu mac Hoi
chirng Turner chdng t6i déu tw van xét nghiém
dich i chdn doan cac bt thudng nhiém sac thé
cua thai. Trong nghién clru nay chuing téi khong
gap trwdng hop nao thai co bat thwong nhiém
sac thé, co thé do ddi twong cuia chung t6i la cac
thai sau 10w, sb lwong nghién ctru chua du lén.
Cac bét thwong nhiém séc thé, nhét 1a thai méc
Turner thé thuan thudng gay sy thai, thai lwu
s&m trwdc 10 tudn, hodc cac thai cd bat thuong
I&n trén siéu am luc 10 - 14 tudn nhw phu thai
nang bach huyét viing ¢ - cac ddu hiéu hay gap
trong thai 45,X- thai phu lwa chon cac phuwong
phap chan doan thay vi sang loc NIPT. Trong
nghién ctu dan sb 16n trén 244.848 phu ni trén
40 tudi & Anh, Tuke va cdng sw ciing thay ring
phu nr cé kham 45,X/46,XX kha nang sinh san
va ty lé sinh con khde binh thudng, khéng co bién
chirng tim mach nao dwoc bao céo.™

V. KET LUAN

Ty |& thai phu méc hoéi chirng Turner thé
kham trong sb thai phu xét nghiém NIPT Ia
1,36/1000 thai phu.

Phu ni¥ Turner thé khdm c6 chiéu cao trung
binh thap hon 4,4cm nhung khéng cé sw khac
biét vé tudi day thi, biéu hién kinh nguyét va kha
nang sinh san so v&i phu nir 46,XX.

100% céc trudng hop chan doan trudc sinh
tir dich i cta thai phu mac hdi chirng Turner
thé kham cho két qua di truyén cua thai luéng
bdi 46,XX hoac 46,XY.

Nghién clru nay sé cung cép théng tin cho
viéc xem xét cac hwéng dan vé viéc quan ly trong
twong lai d6i v&i phu nir c6 bd nhiém sac thé
Turner dang kham, dac biét la khi cac xét nghiém
di truyén trwéc/sau sinh ngay cang phd bién.
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Summary

PREGNANT WOMEN WITH MOSAIC TURNER SYNDROME
DETECTED THROUGH NON- INVASIVE PRENATAL SCREENING:
CLINICAL CHARACTERISTICS AND PREGNANCY OUTCOMES

Mosaic Turner syndrome is increasingly being incidentally detected in pregnant women through non-
invasive prenatal testing (NIPT); however, prognostic counseling in such cases remains challenging
due to the limited number of published reports. This study aims to characterize the clinical features
and assess pregnancy outcomes in women who underwent NIPT and were subsequently diagnosed
with mosaic Turner syndrome. There were 25 cases of mosaic Turner syndrome identified among a
total of 18,416 women who underwent NIPT, corresponding to a rate of 1.36 per 1,000 pregnancies.
Women with mosaic Turner syndrome were, on average, 4.4cm shorter in height compared to 46,XX
women, but there was no significant difference in menarche age, menstrual characteristics, or fertility.
In all cases, fetuses of pregnant women diagnosed with mosaic Turner syndrome demonstrated a
normal fetal karyotype of either 46,XX or 46,XY. Women with mosaic Turner syndrome incidentally
detected via NIPT probably have a favorable prognosis for bearing healthy offspring.

Keywords: Turner syndrome, maternal mosaicism, NIPT.
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