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PAT VAN DE

Sy hinh thanh hé théng ndo that 1a do sy phat trién caa dng than kinh tao
ra. Bat dau tir tim than kinh, sau d6 tao thanh ong than kinh va tiép tuc uén
cong phét trién thanh ndo nguyén thiy. N&o nguyén thiy bao gdm néo trudc,
ndo gitra va ndo sau. Nao trudc phan chia thanh doan ndo va nao trung gian.
N3o gitra tao thanh cudng n&o. NAo sau tao thanh nfo cubi va ndo tay. Hé théng
ndo that thai nhi nam trong dai nfo, bao gom hai ndo that bén, mot ndo that 3
va mot ndo that 4. Dich ndo tuy di tir ndo that bén, qua I6 Monro vao ndo that
3, qua cong Sylvius xudng nio that 4. Tir ndo that 4, dich ndo tiay mot phan di
xuéng 6ng trung tam cua hanh ndo va tay séng, phan khac vao bé 16n hé sau
va vao khoang dudi nhén qua 16 Magendie va hai 16 Luschka.

Hé théng ndo that thai nhi 1a nhitng budng chira dich cho nén cé thé quan sat
hinh thai va do kich thudc bang siéu am rat dé dang, tir rat sém ngay khi ndo trudc
phan chia. Cac bénh ly caa hé thong ndo that thai nhi chi yéu Ia gidn nio that, do
rat nhiéu nguyén nhan gay ra. Tuy nhién, viéc tim nguyén nhan gi&n no thit doi
khi 12 khdng thé. Céc nghién ciu trén thé gisi déu cho rang gidn ndo that gop phan
rat quan trong trong chan doan va tién doan twong lai ca tré sau dé. Tir cudi thap
nién 90 (Cardoza nim 1988, Pilu G nam 1989,...) cho dén nay (Salomo nim
2011), cac nghién ctru déu dong thuan rang: kich thudc ndo that bén khéng thay
d6i trong qua trinh thai nghén va bat thuong khi >10mm [1-3]. Bén canh dé, hang
loat nghién ciru vé chan doan trude sinh va két qua thai ky cia gidn ndo that thai
nhi cling dugc thuc hién. Tuy nhién, cac nghién ciu vé nguy@n nhan gay gidn néo
that khdng nhiéu va chua théng nhat.

Tai trung tdm Chéan Poan Truéc Sinh bénh vién Phy San Trung Uong
thdng ké cho thay lugt bénh nhan dén siéu am hoi chan ¢ chan doan gidn néo

that thai nhi chiém khoang 6,8% dén 7,5% trong tong s6 luot siéu am mdi thang.



Gidn ndo that thai nhi 1a mot trong nhiing bat thuong thai chiém ty 16 cao nhat
tai trung tm. Tuy vay, ¢ Viét Nam dén nim 2014 mai ¢6 nghién ctu vé “Kich
thudc cua ndo that bén & thai nghén binh thuong” cua tac gia Duong Minh
Thanh va Tran Danh Cuong [4]. Nam 2015 tac gia Tran Thi Son Tra budc dau
nghién cau mot sé nguyén nhan gay gidn ndo that nhi [5]. Nam 2017, tac gia
Tran Phuong Thanh nghién citu chan doan trudce sinh va két cuc thai nghén cua
thai nhi c6 gidn ndo that dugc phat hién & quy 3 thai ky [6]. Nhu vay, o Viét
Nam rat can nhiing nghién cau vé chan doan trude sinh va két qua thai ky cua
bénh 1y hé théng ndo that. B6 1 co sd dé tién doan hau qua caa tré sau dé, do
vay 1a co s dé thao luan voi gia dinh giup ho c6 thé quyét dinh tiép tuc hay
cham dut thai ky. Xuat phét tir nhitng van dé néu trén ching toi tién hanh nghién
ctiru nay nham hai muc tiéu sau:
1. Xdc dinh mgt sé6 nguyén nhan gay gidn ndo thdt bén thai nhi dwot chdn
dodn trueéc sinh bang siéu am.
2. Pdnh gid két qua thai nghén ciia cdc trieong hop gidn néo thdt bén
thai nhi.



Chuong 1
TONG QUAN

1.1. Phdi thai hec hé than kinh trung wong
1.1.1. Sw hinh thanh éng than kinh

Hé than kinh trung wong c6 ngudn goc tir ngoai bi than kinh 12 tim than
kinh xu4t hién vao khoang ngay thtr 17 caa qua trinh phét trién phéi. Khi hai
nép than kinh cuon 18n tién vé nhau & duong gitra va sat nhap lai thi tao ra ong
than kinh ¢ 13 than kinh truéc ¢ dau trén va 13 than kinh sau ¢ dau dudi. L
than kinh trude dong kin vao khoang ngay thir 25, 16 than kinh sau dong mudn
hon khoang 3 ngay. Khi d6, hé than kinh trung wong c6 hinh dng véi phan dau
phinh to 14 ndo va phan dudi dai 1a tay séng. Trong truong hop 6ng than kinh
khong khép lai duoc s& gay ra céc tat: ho cung dot sdng (Spina Bifida) va vo
ndo (Anencephaly). [7, 8]

A ‘|l‘!|\ |||i‘

B
Hinh 1.1. Su hinh thanh dng than kinh. A - Sy khép cac nép than kinh tao ra
6ng than kinh ¢ giai doan con 15 than kinh. B - Mt cat ngang md ta viing

Ho so cot séng

Khe ho
cot
song

V0 ndo

C

dong va mo cua 6ng than kinh. C- Vi tri thudng gip caa ha dng than kinh.
Nguon: Wallingford JB va céng sw 2013 [9]



1.1.2. Sy hinh thanh céc tai néo

Sau khi dng than khép lai, ndo cd ba tdi ndo nguyén phat: ndo sau, ndo
gitra, ndo trudc. Sau do ba tdi ndo nguyén phat biét hoa thanh 5 tdi ndo thir phéat
& tuan thtr 5 caa thoi ky phoi. Theo d6, ndo sau chia d6i thanh ndo cudi & tao
ra hanh ndo va phan trudc ndo sau s& tao ra tiéu ndo, ciu ndo; ndo gita giir

nguyén; ndo trudc phan chia thanh ndo trung gian va doan nio. [7, 8]

Nam tdi ndo
thir phat
Ba tUi ndo o
nguyén phat Ban cau nao
Tai mat
Poan nio Pdi thi.
Nio truge —< . i Aai thi
Nao trung gian va trén doi thi
N&o gita —=N3o giira Naéo giira
Phén truéc Céu nio
Niosau . nao sauA_ T|\eu naﬂo
N&o cuoi Hanh tay
Mit cét bén Phdi 3 - 4 tuin Phdi 5 tuan tudi Mat cat bén
A B

Hinh 1.2. Su phat trién cia ndo véi su ma rong cua dng than kinh goi 1a céc
tli ndo. A- Giai doan c6 3 tdi ndo nguyén phat. B- Giai doan 5 tdi ndo thi

phat. Nguon: College OpenStax 2013 [10]

1.1.3. Sw hinh thanh hé théng n&o that nguyén thay

Long cua tay séng goi 1a dng trung tam, tiép voi khoang caa céc tdi nao.
Khoang cua ndo sau sé& thanh n&o that 1V, khoang ciia ndo trung gian s& thanh
ndo that 111, khoang cua hai ban cau nfo sé& thanh néo that bén. Lac dau khoang
ctia ndo that 111 va IV théng vai nhau boi khoang cia ndo gitta. Sau d6 thanh
ctia ndo giira day Ién, khoang kém phét trién, hep lai tao thanh cong Sylvius.
N3o that 111 théng véi ndo that bén bang 16 lién that (Monro). Vao khoang 8
dén 10 tuan tudi thai, sy gidn né 6ng than kinh o phia dau cua ti ndo sau dang
phat trién. Tui ndo nay la tién than cia ndo that bon. Cau tric nay xuat hién kha
noi bat va khong nén xem nhu 1a dai dién cua gian ndo that hay bat thuong cau

trdc khéc cua hé than kinh trung wong [11, 12].



Nao gitra Nao that 4
Né&o trung gian —____bam roi
Poan nio < ' "’ N mach mac

Tuyen yén

Tay song
Cot séng

Hinh 1.3. A- Hinh anh siéu &m caa n&o thai nhi 8 tuan 5 ngay. Ngusn:Mary E,
Leslie M, Vickie A 2017 [12]. B- Mt cat ding doc cia MRI thi 23 (thai nhi 10
tuan tudi). Nguén: Pooh RK, Shiota K, Kurjak A 2011 [13]
1.2. Hé thong n3o that

Dich ndo tay luu thong trong va xung quanh hé than kinh trung wong.
Trong cac md khac, thanh phan déng goép chinh cho khoang gian bao 1a nudc
va Cac phan tir nho duoc loc qua cdc mao mach. Trong nédo, dich ndo tay duoc
san xuat bai céc cu trac dac biét dé nudi dudng mé than kinh va tiép tuc véi
dich gian bao. Dich no tay luu thong dé loai bo cac chat thai trao ddi chat
trong dich gian bao ctia mé than kinh vao hé tuan hoan. N&o that 1a cac khoang
Mo trong ndo, noi dich ndo tuy luu thong. Trong cac khoang nay dich ndo tay
duoc san xuat boi cac dam rdi mach mac. Dich ndo tuy luu thong trong tat ca
cac n&o that roi vao khoang dudi nhén dé hap thu vao mach mau. Hé thong néo
that 1a phac hop 4 khoang két ndi véi nhau. [10, 14]
1.2.1. Giai phau hé théng nio that
1.2.1.1. N&o thdt bén

Hai ban cau no c6 hai khoang chtra dich ndo tay 16n nhat goi 1a ndo that
bén. Cac khoang nay cé hinh cung uén quanh nhan dudi va doi thi. Mdi ndo
that bén co thé chia thanh 5 phan: strng tran, phan trung tam, tam giac bén, stng
thai duong va sirng cham. Mdi ndo that bén théng véi ndo that 111 bai 15 gian
ndo that. [14]



Sirng tran hay simg trudc 1a phan nam trudc 16 gian ndo that caa ndo that
bén, trong thuy tran. Trén mat cit ngang, stng tran c6 hinh tam giéc véi ba
thanh: thanh trudc trén 12 thé chai; thanh trong 1a vach trong sudt (ngin cach
hai ndo that bén); thanh dudi ngoai do dau nhan dudi tao nén. Phan trung tam
hay than di tir 15 gian ndo that toi tam giac bén, ngang mac véi 16i thé chai.
Tam giac bén hay nga tu ndo that 1a phan mé rong cua ndo that bén nam gan
16i thé chai, noi ma phan trung tm cua ndo that bén hoi tu véi siing cham va
stng thai dwong. Sirng thai dwong hay simg dudi tir tam giac bén chay xudng
dudi va ra trudce vao thity thai duong roi tan cling o sau cuc thai duong khoang
2cm sung thai duong c6 hai thanh: thanh trén- ngoai tao nén bdai tia thi, tham
chai va duéi nhan duoi; thanh dudi- trong do hai ma va tua hai ma tao nén. Hai
ma la phan vé ndo c6 nhat bi gap vao trong ndo that doc theo ranh hai ma. Ranh
bén phuy an vao thanh dudi- trong tao thanh go 15i goi 1a 16i bén. Sirng cham
hay sirng sau tir tam giac bén chay ra sau vao thily cham va hep dan tir trudc ra
sau. Stng cham c6 hai thanh trén- ngoai va dudi- trong, déu do céc soi cua thé
chai tao nén. Thanh dudi trong c6 go 16i doc do rdnh cua an vao goi la cua. [14]

Phan trung tdm, tam gi4c bén va stng thai duwong chira dam rdi mach mac
goi 1a dam r6i mach mac ndo that bén. [14]

Cdng ndo

Hinh 1.4. So db hé thong n&o that. CP: sing cham, CF: sting tran, CT: stng
thai duong, V3: ndo that ba, V4: ndo that bon. Ngudn: Jean- Philliipe B 2015 [15]



1.2.1.2. Né&o that 111

N3o that I1I 1a khoang don nam doc giita gian ndo, c6 hinh thap véi 4 thanh
mot day. Hai thanh bén c6 rdnh ha ddi thi trén mdi thanh, di tir 15 gian ndo dén
15 cua cdng trung ndo. Ranh nay phan chia thanh bén thanh hai tang: tang trén
la mat trong d6i thi, tang dudi 14 mat trong ving ha d6i. Thanh trwéc tir trén
xubng dudi c6: hai cot cua vom, mép trudc, manh cling va giao thoa thi giéc.
Gitra manh cling va giao thoa thi giac 1a ngéach trén than kinh thi. Thanh trén
hay mai ndo that I11: & giira thanh trén c6 mot mang rat mong goi 1a mang mai
ndo that 111, hai bén mang mai 1a hai cuéng thé ting. TAm mach mac va dam
r6i mach mac nam trén mang mai, gitra mang mai va vom. Thanh sau dudi tur
trudc ra sau ¢4: mép cudng tung, day tuyén ting, mép sau, 16 céng trung no,
chat thang sau, thé vi va ci xam. Trén mép cubng ting c6 ngéach trén tuyén
tung, dudi cd ngéach tlng, tai ci xdm ¢ ngach phéu tuong tng véi dinh cua
ndo that I11. [14]

1.2.1.3. N&o thdt IV

N3o that IV nam gitra hanh ndo va cau ndo & phia trudc va tiéu ndo ¢ phia
sau. N&o that IV c6 mot nén, mot mai va cac ngach bén.

Nén n&o that 1V ¢6 hinh trdm do mat sau cau ndo va mat sau phan trén
hanh n4o tao nén. Tir viing gitra ctia nén chay ngang sang hai goc bén la cac
ngach bén cta ndo that, dau mdi ngach c6 mét 16 bén ma vao khoang dudi
nhén. Mai ndo that 1V ¢ man tay trén & phan trén caa mai va man tay dudi ¢
phan dudi caa mai. Trén man tay c6 mot 16 goi 12 15 gitta thong n&o that 1V véi
khoang duéi nhén. Gitta man tiy dudi véi tiéu ndo c6 tAm mach mac va dam
r6i mach mac. [14]

NAo that IV théng vai cong ndo va dng trung tam caa tay séng lan luot tai

cac goc trén va dudi cua no.



1.2.2. Sy lwu thong cia dich néo tay

Dich ndo tay duoc tao ra boi cac thanh phan chiét xuat tir mach mau caa cac
dam rdi mach mac trong ca bon khoang néo that. Chinh vi vay dong chay caa dich
ndo tuy vao khoang ndo that gan vai nhip dap cia hé tuan hoan mach mau. Dich
ndo dugc san xuat chu yéu tir dam réi mach mac ndo that bén, qua hai 15 gian ndo
that (Monro) xudng ndo that 111, qua cdng ndo Sylvius xudng ndo that IV. Tai bat
ky mot noi ctia dam rdi mach mac chi ¢ mét luong rat nho duoc loc trong tong
s6 500ml mdi ngay, nhung lién tuc duoc tao ra va dap vao hé théng néo that gt
cho dich di chuyén. Tir ndo that IV, mét phan dich néo tay di vao ong trung tam
cua tuy séng, phan 16n dich no tay vao khoang dudi nhén qua 16 gitra (Magiendie)
va hai 16 bén (Luska). Tir khoang dudi nhén nay, dich ndo tiry duoc tai hap thu tro
vé hé tinh mach nho cic nhung mao mang nhén (tir mang nhén nhd vao trong
xoang tinh mach doc trén). [7, 8, 14]

Trong khoang dudi nhén dich ndo tay chay trong toan bo hé than kinh
trung wong cung cap hai chirc ning quan trong. Véi md than kinh luu thong
dich ndo tiy mang chat thai chuyén hda ra ngoai hé than kinh trung wong. Dich

ndo tity cling ¢ vai tro tam dém bao vé mé ndo va tay song.

—
Xoang tinh
mach doc trén - ( Nhung mao mang nhén
N = Khoang duégi nhén
Pam rol / \—Mang Cu-ng

mach mac \ N ,
) , { A 1 Njao thit ben phai
Lo gian ndo thét/
N&o thét 111 y
Céng nao/ 1 4 ~
L3 bén /\ \ Lo gitra

Nao that IV
LV

Hinh 1.5. Sy luu thong dich ndo tay. Nguon: College OpenStax 2013 [10]

Ong trung tam



1.3.Gi&n nao that
1.3.1. Pinh nghia

Gidn ndo that duoc dinh nghia khi s do kich thudc ndo that bén tai vi tri
ngd tu (noi gap nhau cua than, sitng cham va sumng thai dwong) > 10mm. Gi4 tri
nay dudng nhu khong thay doi trong suét thai ky tir 15-37 tuan tudi. [1, 16, 17].
Gidn ndo that thai nhi 1a hinh anh bat thuong hinh thai cua ndo gap nhiéu nhat
trong siéu m trude sinh [18]. Hinh anh budng no thét trong siéu 4m thuong
quy dé sang loc gidn néo that co thé phat hién duoc nhiéu bénh ly khac [19].

N&o Ung thuy la thuat ngit dung dé mo ta bénh canh gian rong hé thong
ndo that do su gia tang ap luc dich ndo tuy théng thudng do nguyén nhan tac
ngh&n. Ap lyc dich néo tay khong do duoc trong thai ky nén thuat ngit ndo dng
thiry khong duoc st dung cho chan doan trude sinh. Trong khi d6 gidn nio thét
thai nhi cd thé 1a két qua cua tang ap luc trong hé thdng dich néo tay, ciing c6
thé do mat mé ndo hoic teo ndo (nhitng nguyén nhan khong lam ting ap luc
cta hé théng ndo that) [20]. Do d6 gidn ndo that va ndo Gng thay khdng nén
duoc sur dung thay thé nhau khi ap dung cho thai [21]. Gian n&o that co thé c6
hodc khong co dau to.

N4o that bén c6 cac muc do gidn khac nhau, tuy nhién cé thé cé hay khdng

c6 méi lién quan voi gidn ndo that 111 va ndo that 1V [22-24].

1.3.2. Phan loai

Gidn ndo that duoc phan chia thanh don doc va phdi hop. Gian ndo that
don doc khi khéng co bat thuong di kém. Gian nio that phbi hop khi tim thay
nguyén nhan hoic bat thuong di kém nhu: bat thudng nhiém sic thé, nhiém
tring thai, hoi ching Chiari, hoi chitng Dandy Walker, ho dng than kinh, bat

san thé chai...
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Gidn ndo that c6 thé mot bén hoic hai bén. Gidn ndo that dugc x4c dinh 1a
mot bén khi chi mot ndo that co kich thude > 10mm, gidn ndo that hai bén khi
ca hai ndo that co kich thudc > 10mm [25, 26]. Theo nghién cau cua Lipitz va
cong su 1998, gidn ndo that mot bén duoc dinh nghia khi mét ndo that gidn 11-
15mm, n&o that con lai duéi 10mm [27].

Gidn ndo that c6 thé can xtng hoic khong can xing. Gidn ndo that can
xtng khi kich thudc cua hai ndo that chénh Iéch dudi 2mm. Gidn néo that duoc
xem la khong can xung khi kich thudc cia hai ndo that chénh léch >2mm [25,
28].

Gidn ndo that thai nhi c6 thé phan chia thanh nhiéu mic do khéc nhau.
Mot s6 nghién ctiru phan chia thanh hai mtc do: gidn nhe (kich thudc ndo that
10-15/ <15 mm) va gi&in niang (>15/>15 mm) [29-35]. Mot s6 nghién ctiu khéc
phén chia thanh 3 mac do: gidn nhe (10-12 mm), gidn vira (12,1- 14,9/ 15 mm)
va gidn nang (>15/ >15 mm) [25, 26, 36-39].

1.3.3. Dich té

Ty Ié gidn ndo that thay doi theo nhiéu nghién ctru, nhin chung dudi 2%
[2, 17, 40, 41]. Mot nghién ctru trong 5400 thai siéu am thuong qui tr 16 -22
tuan c6 8 truong hop gidn ndo that nhe khéng rd nguyén nhan (ty & 0,15%)
[42]. Mot nghién ctu khac cho thay: ty 1¢ gidn ndo that thai ky khoang 0,9%
[17]. Gidn ndo that nhe duoc thay trong 1% thai ky va gidn ndo that nang
khoang 1: 1000 tré méi dé [28]

Gian ndo that thudng xay ra & nam. Ty 1& nam/nix 12 1,7 [43].

1.4. Nguyén nhan gian n&o that

Gian n&o that co rat nhidu nguyén nhan dén tir ba nhom chinh [21, 44, 45].
(1) Mat md ndo. Nao that la cac khoang gitra nhu mé n&o nén khi mat mé néo
khoang néo that s& rong ra, nhu trong y van da ting goi “hydrocephalus ex

vacuo” [44]. Cac nguyén nhan trong nhém mat md ndo bao gém: rdi loan
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chuyén hoéa, nhidm trung thai, nhdi mau ndo. Trén chan doan hinh anh, gian
ndo that thuong tréng c6 vé khong ddi xang va khong co hinh dang. Tuy nhién
kh6 phan biét gidn ndo that do teo ndo hay phat trién bat thuong. (2) Tic nghén
lwu théng dich ndo tiy. Dich ndo tuy duoc san xuét cha yéu tir dam rbi mach
mac ndo that bén qua hai 16 Monro vao nao that 111, qua céng Sylvius vao
ndo that IV. Tai ndo that IV, dich ndo tay phan 16n qua I6 sau Magendie va
hai 16 bén Luschka ra khoang dudi nhén bao quanh hai ban cau ndo dé hap
thu vao mau qua tinh mach so. Su tic ngh&n c6 thé xay ra & cac muc khac
nhau trong hé théng ndo that. Phan Ién tac nghén xay ra tai cong Sylvius,
cling ¢ thé xay ra tai muc 16 Magendie va 15 Luschka hoic tai 16 cham (nhu
hoi chung Arnold Chiari type 11). Gian n&o that co thé tha phat do bat thuong
cau tric hé than kinh trung wong nhu: rdi loan su phat trién cua té bao than
kinh (microcephaly, megalencephaly), réi loan sy di trd cua té bao than kinh
(lisencephaly, schizencephaly), bat san thé chai...Cac bat thuong nay anh
huong dén luu thong dich ndo tay gay gidn ndo that. (3) San xuit qua mic
dich no tity. Papiloma dam rdi mach mac dan dén san xuat qua muc dich ndo
tay gay gidn ndo that va co thé tién trién thanh ndo ung thay. Tuy nhién, bénh
canh nay rat hiém gap [46, 47]. Trong nhiém trang thai, viém dam rdi mach
mac ciing gay tinh trang ting san xuat dich ndo tay [21].
1.4.1. Bat thwong nhiém sic thé

Bat thuong nhiém sic thé lién quan dén gidn ndo that thuong gap 1a ba
nhiém sic thé 13, 18 va 21. Ty Ié bat thuong nhiém sac thé 1én toi 7% theo
nghién ciru phan tich gop caa Sun va cong su [48]. Gidn ndo that ty phat hién
dién trong 0,15% léch boi caa thai va 1,4% thai c6 ba nhiém sic thé 21 [49].
Bat thuong gen ciing 1a nguyén nhan gy gidn ndo that. Trong nhitng nghién
ctru trude day, roi loan bén gen di duoc ghi nhan 1a nguyén nhan caa gian nio
that don doc: hai gen lién két nhiém séc thé gidi tinh (LLCAM va AP1S2) va
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hai gen lién két nhidm sic thé thuong (CCDC88C va MPDZ) [50]. Trong d6
L1CAM duoc phét hién nhiéu nhat, chiém 30% trong nhirng trudong hop gidn
ndo that nghi ngo lién két véi nhidm sic thé X [51]. Tré trai sinh ra co bat
thuong gen LLCAM c6 suy giam tri tué muac do tir nhe dén ning (1Q: 30-70)
[52]. Gan day, Sheheen va cong sy (ng dung céng nghé giai trinh tu gen thé hé
méi trén 27 gia dinh tai phat ndo Gng thuy bam sinh, da phat hién thém hai gen
gay bénh khac: EML1 va WDR8L1 [53].

1.4.2. Hep cong ndo

Nguyén nhan tac nghén luu thong dich ndo tay thuong gap nhat 1a hep
cdng Sylvius. Hep cbng ndo co6 thé do nhiéu nguyén nhan khac nhau nhu:
nguyén phat, thir phat hoac bat thuong ¢ bén ngoai. Nguyén phat caa hep
cong ndo Sylvius c6 thé do cong nio chia ddi, cd vach ngan trong cdng néo
hoac bam sinh trong hoi chitng bat thuong gen LLCAM lién két nhiém sic
thé X. Hep cong Sylvius tha phét cé thé do nhiém triing thai, chay mau trong
ndo that. Bat thuong & bén ngoai chén ép céng nio nhu u ndi so.

Gian nio that lién két véi nhiém sac thé X thuong gap nhat 1a hoi ching
Bicker Adam, dic trung boi gidn ndo that do hep cong ndo va khép ngon cai.
Nguyén nhan cua hoi chitng ndy do dot bién phirc hop gen LLCAM trén nhiém
sac thé X. Hoi chung Bicker Adam gy hau qua bat thuong hé than kinh va
suy giam tri tué. [51, 54]

1.4.3. Bat thwong 6ng than kinh

Hau hét di tat cua tay song 1a do khiém khuyét su dong dng than kinh, xay
ra & tuan 18 tht 3 va thir 4 cua thai ky. Bat thuong 6ng than kinh lién quan dén
gidn ndo that bao gom: Spina Bifida thé he, hoi chung Anorld- Chiari 11 va

thoat vi ndo- mang néo.
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1.4.3.1. Khe hé cét song

Khe ho cot séng (Spina Bifida) 12 nhém bénh 1y do khiém khuyét bam
sinh mdt phan hoic hoan toan cung sau cia dét séng. Bat thudng cung sau co
thé don doc hodc phéi hop véi cac bat thuong caa thanh phan trong tuy song.
Ty Ié Spina Bifida khoang 1/2000 ca dé [55, 56]. Spina Bifida c6 hai thé: thé
kin (Closed spina bifida /Occult spina bifida) va thé hd (Open Spina Bifida).
Tuy nhién chi c6 thé ha gay gidn ndo that. Spina Bifida thé ho chiém ty I 85-
90% tat khe ho cot song, bao gdm ba murc d tir nhe dén nang:

- Meningocele (thoat vi mang tay): khoi thoat vi chi chaa dich ndo tuy,
c6 16p mang ndo tay mong che phii. Bay 1a dang pho bién nhat cua Spina Bifida,
chiém 94% -98% Spina Bifida thé ho [57, 58]

- Myelomeningocele (thoat vi tiy- mang tay): khéi thoét vi chta dich ndo
tay va co ca cac thanh phan than kinh trong tiy séng thoét vi vao, c6 Iop mang
n&o tay mong che phu.

- Myelochisis (nat cot sdng): hoan toan khdng c6 mang bao quanh, khéi
tén thwong mé than kinh tiép xdc truc tiép véi dich 6i.

Cot séng cua thai c6 thé nhin thdy duogc trudc 12 tuan nén bat thuong cua
dong cung d6t séng co thé phat hién dugc bang siéu am. Spina Bifida co thé
Xay ra ¢ bat cu vi tri ndo cua cot sdng, tuy nhién hau hét xay ra & ving thét
lung- cing [11, 59]. Hinh anh siéu &m bao gom: gidn ndo that; gian doan cot
séng ¢ mit cat doc; ho cot song va cac dot séng o hinh chit V & mat cat ngang;
khoi thodt vi & vi tri hé dang nang tréng Am néu thoét vi mang tay hozc ¢ ving
tang Am néu thodt vi tay- mang tiy. 99% Spina Bifida thé ho kém hoi ching
Anorld- Chiari 11 [60].
1.4.3.2. Hgi chang Arnold Chiari Type I1:

Spina Bifida thé ho c6 cac dau hiéu bat thuong rat dién hinh & ving hd
sau duoc goi 12 Arnold Chiari type 11. Dau hiéu dién hinh viing hé sau bao gém:

dau hiéu hinh qua chudi cua tiéu ndo, dau hiéu hinh qua chanh cua hop so. Gidn
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ndo that trong hoi ching Arnold Chiari type 11 do mét phan mé tiéu néo lot vao
15 16n 1am tac nghén luu thong dich ndo tay. Thoat vi tiéu ndo do tay séng van
gan chat vao cot sdng bi bién dang nén khi cot song dai thém thi tay séng 16i
kéo tiéu ndo vao 16 16n. Bé 16n hé sau nho va bi bién dang, tiéu ndo tut xudng
dudi qua 16 Magnum nén c6 hinh qua chudi (banana sign) va Iam can tré dong
lru thong cua dich ndo tuy, gay nén dan ndo that hai bén. Hop so ¢6 hinh qua
chanh (lemon sign) 1a do sy sup xuéng cia xuong tran, hau qua cua tut ving
duéi than ndo.

1.4.3.3. Thoat vi ndo- mang ndo (cephalocele)

Pay 1a mot bat thuong trong d6 xwong so bi gian doan. Tir vi tri ndy mang
ndo hoic ndo va mang ndo thoat ra ngoai vao trong budng oi. Pa sd cac ton
thuong déu phét sinh tir duong gitra. O chau Au hoic Bac My, khoang 80%
thoat vi ndo nam & ving cham [61], con & Nam A chu yéu & vi tri tran dinh [61-
63].

Thoét vi ndo dugc dic trung bai md ndo trong khdi thoat vi. Khi chi c6
mang nao trong khéi thoat vi dugc goi 1a thoat vi mang ndo. Thoat vi ndo
thuong gay ra tac nghén luu thong dich ndo tay tao thanh gidn ndo that. Khoi
thoat vi thudng lién quan dén tat dau nho. Thoat vi ndo c6 thé két hop véi cac
bat thuong khac hoac 1a mot phan caa mot hoi ching, vi du hdi ching Merkel-
Gruber.

Hau qua cta thoét vi ndo phu thudc vao cé hay khdng c6 mé ndo trong khéi
thoét vi. Tuy nhién, nhiéu nghién ciu cho thiy du hau xau cho ca hai thé [63]
1.4.4. Bat san thé chai

Thé chai 1a phan chat tring Ion nhat két ndi hai ban cau ndo. Két néi nay
rat quan trong trong su tich hop cam giéc, van dong va chirc ning (ngdn ngi,
dap tmg...) [64, 65]. Bat thuong thé chai bao gom: bat san thé chai hoan toan,
bat san thé chai khdng hoan, thé chai mong va thé chai day. Trong d6 bat san
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thé chai hoan toan va bt san thé chai khong hoan toan di duoc y vin va nhiéu
nghién ciru xac dinh 12 mot trong nhitng nguyén nhan caa gidn ndo that [12, 15,
26, 28, 29, 33, 45, 48].

Bat san thé chai chiém ty 1& 0,3% dén 0,7% dan sé chung, va 2 dén
3% dan sé tan tat [66]. Nguyén nhan cua bat san thé chai rat da dang. Tuy
nhién, yéu té gen c6 vé chiém uu thé.

Thé chai binh thuong c6 thé thiy duoc khi siéu &m hinh thai 18-22 tuan,
tuy nhién chan doan bat san thé chai chi duoc xac dinh sau 25 tuan tudi. Trudc
18 tuan va trong giai doan muon cua thai ky, s dung siéu am doppler mau va
doppler tang cuong ning luong co thé xac dinh duoc dau hiéu gian tiép thé chai
phét trién binh thuong [67].

1.4.5. Bat san vach trong suét

Nguyén nhan va ty I& bat san vach trong sut chua dugc nghién cau rd
[68]. Bat san véach trong sudt co thé xuat hién don doc nhung ciing c6 thé kém
theo cac bat thuong trong so khac nhu: hoi chirng deMorsier (khi két hop septo-
optic dysplasia), bat thuong vo ndo, ché ndo. Bat san véch trong sudt thuong di
kém khong phan chia nio trudc hoic bat san thé chai. Bat san vach trong suét
c6 thé do v véch trong suét thir phat gap trong trudng hop gidn ndo that nang
va Arnold- Chiari Il.

Bat san vach trong sudt don doc cd 66% cham phat trién tri tué va van
dong. Néu kém theo bat thuong khac, 99% bat thuong hé than kinh nang va
thiéu nang tri tué [69].

1.4.6. Bat thwong hé sau
1.4.6.1. Hgi chirng Dandy- Walker

Hoi ching Dandy- Walker chiém ty 18 1 trong 25.000-30.000 tré sinh ra.

Dandy- Walker dugc md ta nhu mét hoi chitng bao gém: (1) thiéu san hoan

toan hay mot phan cua thiy nhong, (2) nang cua hé sau thong vai ndo that 1V,
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(3) gién hé sau véi su thay ddi vi tri theo hudng 18n trén caa léu tiéu ndo, (4)

su di chuyén 18n trén cua thay nhong [70].

Hoi chitng Dandy Walker cd tgi 50-60% két hop vai bat thuong khéc cua
hé than kinh trung wong. Bét thuong khac bao gdm: bat san thé chai, khong
phan chia ndo trudc, thoat vi ndo, dau nho, di dang hdi ndo. Bat thuong nhidm
sac thé dugc mé ta trong khoang 20-50% trudng hop, cha yéu 1a ba nhidm sic
thé 18 va 13. Bénh cd thé chan doan sau 17 tuan cua thai ky, khi thdly nhong da
phat trién hoan toan. [70-72]

1.4.6.2. Hgi ching Joubert

Hoi chung Joubert hiém gap ti 1 1/100.000 tré sinh. La bénh di truyén gen
lan trén nhiém sac thé thuong hoac di truyén trén nhidm sic thé X. Hoi ching
gay ra thiéu san mot phan hoac hoan toan thily nhong va bat thuong cudng néo.
C6 thé phéi hop vai nhiéu bat thuong khac. Hau qua biéu hién ngay sau sinh
véi roi loan nhip thd, cham phat trién tm than va van dong dac biét van dong

thang bang va phi hop.

Chén doan truéc sinh khé vi dau hiéu siéu am khong dac hiéu nhung hién
nay c6 thé chan doan kha thi bang siéu am 3D va MRI: gidn ndo that, hinh anh
thiéu san thly nhong, ndo that IV mé théng véi hé sau, tiéu ndo va cudng néo

tao thanh dau hiéu rang ham (molar tooth — sign). [73-75]
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Hinh 1.6. Hoi chiing Joubert & thai 26 tuan 4 ngay. a- Mat cat ngang dau hiéu
molar tooth dau miii tén. b- Mt cat vanh. c- Mat cat ngang thi T2 caa MRI. d-
Mt cat vanh thi T2 caa MRI. e- Mit cat ngang ndo that 4 thi T2 caa chup cong
huong tir. f- Mt cat doc thi T2 caa chup cong hudng ta. Ngudn: Pugash D va cong
sy 2011 [73]
1.4.6.3. Rhombencephalosynapsis

Rhombenencephalosynapsis 1a bénh hiém gap. Bat thuong ndo dic trung
bai réi loan bam sinh hai ban cau tiéu ndo va sy vang mit cua thiy nhong. Bénh
gay ra cham phat trién, co giat, cir dong dau khdng cé chu .

Chan doan trudc sinh kho vi triéu chiing nghéo nan. Hinh anh gian néo that
la hdi chudng canh bo cho cac béc sy chan doan Rhombencephalosynapsis khi
bat thuong tiéu ndo thily nhong nhung hé sau van binh thuong. Chup cong huong

tir dugc thiét 1ap gilp chan doan. [76]
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1.4.7. Ché ndo
Bénh dic trung boi su xuat hién ciia khe chira ddy dich ndo tiy xuat phat

tir vo ndo cho dén nio that do sy phat trién khong binh thudng cua chét tring.
Ché ndo c6 thé mot bén hodc hai bén, co thé dbi xtmg hodc khong d6i xtmng.
Khoang 50% ché ndo 1a hai bén, khi hai bén thudong c6 60% thé ho (open
clipped). Mot thé khac cua ché ndo 1a thé kin, thuong khe rat hep hai mép ¢
vung chi thuong dinh nhau, trong khi thé ho khe rong chtra day dich ndo tiy va
thudng gidn ndo that. Ché ndo thudng xay ra trong giai doan sau cta thai ky.
Nguyén nhéan cta ché nio van chua rd, da s lién quan dén v& mach mau nio
nén bat thuong phat trién hoi ndo. [77]

1.4.8. Nhin néo

Hai ranh bén Sylvius, rdnh dinh cham va ranh Calcarine bat dau hién dién
tir 18 tuan. Tuy nhién ¢ tuan tha 22, bé mat vo ndo nhan. T tuan thi 26 trg di
cac khe, ranh ting dan chiéu sdu kém theo sy phan nhanh. Su gia ting nhanh
dién ra & tuan tha 28-30 thai ky.

Nhin nio 1a vo ndo nhan, mat hoan toan céc ranh hoac chi cé méot vai cudn
ndo rong va it ranh can (thé khdng hoan toan).

Tat khong hoi ndo type 11 (lissencephaly type 2 hay LIS 11) gap trong hoi
ching Walker- Warburg. Walker - Warburg 1a hoi chiing rat hiém gap, di
truyén gen lin trén nhiém sic thé thuong. Bénh dic trung béi nhuoc co va bat
thuong ¢ ndo, mat va than. Trén siéu am néu thay gidn ndo that kém bat thuong
hé sau, thoat vi ndo va bat thuong 6 mat. Hau qua tir vong sau dé hoic sbng
dén 5 tudi. Tuy nhién cham phat trién tim than va thé chat nang [78].
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1.4.9. U ndo

U noi so rat hiém gap ¢ thai nhi. Ty 1€ udc tinh 0,34 cho 1 triéu tré sinh
séng. U ndi so ¢6 nhiéu loai, chiém sb luong 16n 1a u bi. Trong mdt nghién ctru
véi 48 ca u ndi so duoc chan doan trude sinh, u bi chiém 62%, u biéu mé than
kinh 15%, u m& 10%, u so hau 6%. Dé xac dinh ngudn gbc cua khdi u khong
dé. Tuy nhién, khéi u tir thai thuong xuat phat & trén 18u tiéu ndo con u & tré
16n thudng & dudi 1éu tiéu ndo.[79]

Céc dau hiéu trén siéu 4m bao gdm: dau to, gidn nio that, can xi hoa trong
s0, chay mau trong so. Gidn ndo that thuong do tac nghén luu thong dich ndo
tiy hodc mét phan do su san xuat qua mirc trong u bi hodc u nht ¢dam réi mach
mac [15]. Pa 6i ciing hién dién trong 40% truong hop [79].

1.4.10. Nang mang nhén

Nang hinh thanh ¢ cac lop mang nhén trong hop so hoac tay séng. Trong so
thuong thay & duong gitra, nhung ciing c6 thé thay & bat ¢t noi nao. Nang &
duong gitra phai dung doppler mau phén biét véi phinh tinh mach Galen. Nang
& hd sau hoic khoang sau tiéu ndo gay chén ép cng Sylvius gay gian ndo that.
[12, 15]

1.4.11. Phinh tinh mach Galen

Tinh mach Galen la mgt trong nhitng tinh mach sau cua nao bg, rat hiém
gip nhung 13 mot bat thuong mach mau tiéu biéu trude dé. Khoang 95% thai
nhi c6 kém suy tim, 5% kém gidn ndo that, xuat huyét dudi mang nhén hoic
trong ndo that. Hinh anh siéu 4m 13 khoi tron, bo gidi han ré nam & duong gitra,
siéu &m doppler c6 dong chay bén trong [12, 15].

1.4.12. Nhiém trung thai

Ty & nhiém trung thai trong sé gi&n ndo that thay doi tly ting nghién ciu
khoang tir 2% - 4%, chu yéu la Toxoplasmosis va CMV [38, 80-82]. Ngoai ra
mot sb vi rat khac ciing duoc béo céo cé lién quan dén gidn ndo that thai nhi:
Zika, Mumps enterovirus 71, Lymphocytic choriomeningitis virus, Parvovirus
B19 [83-87]. Nhidm triing thai gay teo ndo va viém dam rdi mach mac lam tang
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san xuat dich ndo tuy dan dén gién ndo that. Cac bat thuong trén hinh anh siéu
am: tai hé than kinh trung wong (gidn ndo that, can xi hda thanh ndo that va nhu
md quanh ndo that, can xi hda trong ddi thi), tai co quan khac (tran dich 6 bung,
can Xi héa trong gan, viém phdc mac phan su), cham phat trién trong tar cung,
bi it. Tuy nhién, trong mot sb trudng hop, gidn ndo that 12 dau hiéu dau tién va
duy nhét nén xét nghiém PCR dich 4i nén duoc dé nghi cho tat ca cac truong
hop gidn ndo that don doc, dic biét duoc khuyén cdo manh mé& néu cé cac déu
hiéu khac nghi ngo nhiém tring thai [88].

1.4.13. Chay mau trong ndo that

Chay mau trong ndo that vira gay ra tac nghén luu thong dich ndo tay vira
pha huy vi nhung mao mang nhén 1am giam tai hap thu dich ndo tay dan dén
gidn ndo that. Trong nhitng truong hop chay mau ning, nhu mé quanh nio that
c6 thé bi pha hity tao thanh cac nang trong ndo (porencephaly), cac nang dich
nay c6 thé mé thong vao ndo that tao hinh anh gian nio that. Nguyén nhan cé
thé do sang chan tir cung (gdy chay mau tht phat), réi loan cac yéu té dong
mau cua thai nhi (giam tiéu cau ty mién, bat ddng nhom mau Rh) ciing c6 thé
khong rd nguyén nhan [44, 78, 89].

Giam tiéu cau ty mién ¢ thai nhi (FNAIT fetoneonatal alloimmune
thrombocytopenia) chiém ty 18 rat thap mot trong 800 cho dén 1000 trong dan
s6 chung [90], c6 nguy co chdy mau noi so ddn dén di chimg than kinh ning va
chét trong tir cung chiém 10-30% [91, 92]. Tuy nhién mdi lién quan gitra gidn
ndo that nhe véi FNAIT 1a rat hiém, vi vay viéc sang loc khang thé khang tiéu
cau chi phu hop khi nghi ngd chay mau nio that trén chan doan hinh anh [93].

Nghién cau caa Martillotti va cong su trén 45 truong hop gidn ndo that,
duoc sang loc khang thé khang tiéu cau, co 5 truong hop (11%) duong tinh.
Trong s dwong tinh vai khang thé khang tiéu cau c6 1 trudng hop chay mau
trong n&o that, thai nhi c6 xét nghiém giam tiéu cau nang trudc khi dinh chi.
Cac truong hop con lai, dugc truyén khang thé [94].

1.4.14. Pa di tat
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Mot s trudng hop gidn ndo that di kém mot hodc nhiéu bat thuong khac.
Cac bat thuong d6 c6 thé 1a tap hop nhitng hdi ching bat thuong gen hoic
khéng thuéc mot hoi ching nao ca.
1.5. Chan doan trwéc sinh
1.5.1. Siéu am
1.5.1.1. Cdc phwong phdp do ndo thdt bén

Phwong phap do nio that bén cia ISUOG. Mat cit do ndo that bén
ngang muc cudn dam réi mach mac. Thude do vudng goc véi thanh ndo that ¢
mutc cudn dam roéi mach mac. Vi tri dat con tré phia trong Am vang tao nén
thanh n&o that, sao cho mép ngoai cua thanh ngang con tré cham vao mép trong
thanh no that. [95]

bing Sai Sai Sai

Hinh 1.8. Phuong phép do ndo that bén cia ISUOG. A. Céach do dudng kinh
n&o that bén. B. Vi tri dat con tré. Ngusn ISOUG 2007 [95]

Phuong phap do nio that bén cia Laurent Guibaud. Phuong phap nay
c¢6 wu diém 1a xac dinh nghiém ngat mat phang va diém do tai d6 phép do duoc
thue hién. Tac gia ciing cung cap mot hé thdng tinh diém c6 thé st dung dé
kiém soat chat luong.

Mt cat do ndo that bén 1a mat cit ngang ndo that bén sao cho duong giira
cach déu hai bén vom so. Méc giai phau phia trudc 1a tam giac ndo (mau xanh

14 cay). Méc giai phau phia sau 1a hé quanh: hinh tam giac dinh sau nam phia
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sau cua ddi thi (mau hdng). Thude do dit vubng goc véi thanh caa ndo that, &

vi tri d6i dién voi ranh dinh cham trong (mii tén mau trang).

Hinh 1.9. A- Cdc moc gidi phdu phdi dat dwgc khi do kich thudc néo thét bén.
B- Cach dit thude do tai vi tri d6i dién ranh dinh cham trong. Ngusn: Jean-
Philiipe B 2015 [15]

Phwong phap do ndo thit bén cia Garel C. N&o that bén duoc do bang
ca siéu am va chup cong hudng tir boi mat cit vanh ngang miac budng nio that,
nhin thay ré dam rdi mach mac, trén truc ngang vudng goc véi thanh ndo that
tai diém gitta cua chiéu cao thanh ndo that. B4i vai siéu am, thude do dat & vi
tri trong &m vang thanh ndo thit, d6i véi MRI thuée do dit & vi tri bén trong
tin hiéu thanh no that. Cach do nay c6 thé st dung dé danh gia ca hai ndo that
cho hau hét céc thai. [96]

Hinh 1.10. Phuong phap do ndo that bén biang mit cat vanh. (a) khoang cach
hai ndo that ¢én bung me ngang bang nhau (b) Khoang cach giira hai ndo that
dén bung me khdng ngang bang nhau. (c) cach do nio that bén & thi T2 trén
mat cat vanh. Nguén: Garel C 2006 [96]

1.5.1.2. Siéu am hinh thai hec thai nhi.
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Nhan dién duoc bat thuong hinh thai, dic biét hé than kinh trung wong dé
xéac dinh nguyén nhan va tién doan hau qua cua gidn ndo that. Bat thuong hinh
thai duoc xac dinh chi yéu boi siéu am hé than kinh trung wong va giai phau

co thé thai nhi.
Siéu Am hé than kinh trung wong

Khao sat hé than kinh trung wong bang cac mit cat ngang, doc, vanh. Cac
cau tric chinh cua ndo phai dugc danh gia: ndo that bén, ndo that 111, ndo that
1V, thé chai, germinal matrix region, vach trong suét, doi thi, hd sau, tiéu néo
va thily nhong. Ngoai ra vom so, cot séng ciing dugc danh gia [95]. Khi c6 bat
thuong hinh thai caa hé than kinh trung wong, siéu 4m dau do am dao, siéu am
doppler mach méau va siéu 4m 3D duoc sir dung dé khao sat chinh x4c. Panh
gia cac cau trdc hé than kinh trung wong can xac dinh tudi thai va nam rd phat

trién phdi thai hoc caa mdi cau tric. [95]

Siéu am giai phiu co thé thai cling nhu chi s6 sinh hoc cua thai duoc
thue hién. Gidn ndo that c6 thé 1a dau hiéu cua nhiéu nhiém trung thai, cling c6
thé 1a dau hiéu caa cac hoi chiing bat thuong gen hoac nhiém sic thé khdng
lien két voi bat thuong hé than kinh trung wong va/hoac cham phat trién trong
tir cung (vi du hoi chang Down). Nhiém tring thai thudng c6 cac du hiéu dién
hinh nhu: can xi hoa (trong nhu md n&o, xung quanh néo that, gan lach, ruot),

tran dich mang bung va thiéu 6i. [3]
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Bdng 1.1. Ddu hiéu léch bai trén siéu am thai quy hai

Dau hiéu
Not ting
am trong
tim

Gian bé
than

Rugt tang
am vang

Tang
khoang
sang sau
gay

Gian ndo
that nhe

Nang dam
roi mach
mac
Xuong dui
ngan

Tiéu chuan hinh anh | Lién quan dén léch bgi

Mo ting 4m nam
trong mot hoac ca hai
budng tam that trén
mat cat 4 budng chuan
Puong kich trudc sau
cta bé than >4mm vdi
thai dén 30 tuan tuoi,
>7mm véi thai trén 30
tuan tuoi

Rudt non tang am
vang bang xuong

>6mm tir mep ngoai
xuong cham dén mép
ngoai da gay ¢ chinh
gitra

Kich thuéc ndo that
bén tir 10-15 mm

Nang trong dam roi
mach mac & mot hoac
ca hai bén

S6 do xwong dui duéi
duong bach phén vi
thir 2,5 theo tudi thai

= Ty suat twong dodi: 1,4-1,8 dbi Voi
hoi chirng Down

= Gap trong 15-30% hoi ching
Down, va 4-7% thai nhi Iéch boi

= Ty suat twong doi: 1,5-1,6 cho hoi
ching Down

= Ty suét twong ddi: 5,5-6,7 cho hoi
chang Down

= Lién quan dén chay mau trong
budng i, cystic fibrosis,
cytomegalovirus

= Ty suat twong doi: 11-18,6 ddi véi
hoi ching Down véi d6 nhay 40-
50% va do dac hiéu >99%

= Lién quan dén léch boi

= Ty sut twong ddi: 25 cho hoi
chang Down

= Khong lién két vai léch boi

= Ty suat twong doi: 1,2-2,2 cho hoi
chung Down, ¢6 thé lién quan dén
léch boi, thai cham phat trién trong
tir cung, loan san ngan chi.

Nguon: American College of Obstetricians and Gynecologists 2016 [97]
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1.5.2. Chup cong hwéng tir thai nhi

Siéu am thai l1a phuong thirc danh gia thai da dugc ching minh la dang tin
cay, ré tién va dugc sir dung rong rai. Siéu am dong thoi vira khao sat bat thuong
thai vira theo doi thai. Bac biét sieu am doppler cac hé dong mach cua thai va
ctia me sang banh rau 1a mot loi thé khac cta siéu am. Tuy nhién siéu 4m ciing
c6 nhitng bat loi. Bau tién 1a phu thudc vao ki ning ctia ngudi lam siéu am. Thi
hai, siéu am chi khao sat dugc nhitng viing nhé cua thai chir khong thé cé hinh
anh toan bo thai ¢ sau quy hai. Tht ba, mo xwong can &m manh nén chat luong
hinh anh cic co quan phia sau xuong (xuong so) s& giam. Thir tu, tu thé thai
cling anh huéng dén chat luong hinh anh (trong ngdi nguoc rat kho danh gia
thai). Chat lugng hinh anh ciing rat thap trong tinh hudéng me béo phi hoac thiéu
6i. Trong nhiing tinh hudng nay MRI la giai phéap toi wu gitip cho cac nha san
khoa c6 thém thong tin hitu ich. Bat loi cia MRI |a gia thanh cao va tac dung
phu ctia n6 van chua rd rang nén MRI khong duoc sir dung cho thai duéi 18 tuan
tudi [98]. Nam 2019 theo nghién cau phan tich gop cua Di Mascio va cong su
trén 1159 thai nhi gidn ndo that, ty 1& thai nhi ¢ bat thuong di kém duogc phat
hién boi MRI ma siéu am khéng phat hién ra la 10% [99]. Tuy nhién, khi phan
tich phan tang cac cac cach thyuc hién siéu am, muc bat thuong di kém ma MRI
phét hién thém chi 5% néu siéu am thai theo tiéu chuan caa ISUOG so Vi 16,8%
khi chi sir dung mat cat ngang. Muc bat thuong tai lac dé ma MRI khong phat
hién duoc 0,9% [99].
1.5.2.1. Chi dinh chup céng hweng tir trong gidn ndo thdt thai nhi

- Khi siéu &m bi gigi han: me béo phi, thiéu 6i, tu thé thai khdng thuan loi
cho siéu am.

- MRI duoc chi dinh dé khao sét cac bat thuong ma siéu am khong phét
hién duoc: ton thuong nhuyén chét tring va cac rdi loan than kinh lac chd.

- MRI ciing duoc thuc hién khi siéu am nghi ngd: bat thuong rdnh ndo
(nhin n&o), bat thuong hé sau & quy ba (dic biét khi c6 hoi chimg Dandy
Walker bién d6i nghi ngd hoi ching Joubert), bat san thé chai... [100-102]
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- Pic biét ddi véi gidn ndo that don doc, MRI ludn duoc khuyén céo thuc
hién dé phat hién bat thuong di kém [88, 103].
1.5.2.2. Thei diém thuc hign

Cong huong tir thai nhi duoc thuc hién cha yéu trén may c6 tir truong 1,5
Tesla. Cho dén nay khong c6 bang chang cho thiy MRI anh hudng dén sic
khoe cua ca me 13n thai nhi sau mét thoi gian ngan tiép xdc vai tir truong. Tuy
nhién gia thanh con rat dit. Do d6 khi MRI thai nhi duoc chi dinh, can xem xét
thoi diém hop 1y d6i véi phat trién giai phau thai nhi cling nhu tién ich mang
lai. Thoi diém thuc hién MRI c6 thé tai 1an chan doan dau tién, cling co thé
trong giai doan muon cua thai ky nhu 1a mot phan theo dai. Pa s6 cac nghién
ctru cho rang MRI thai nhi nén duoc thuc hién sau 24 tuan. Tuy nhién, nghién
ctru cua De Mascio va cong su két luan truéc va sau 24 tuan khac nhau khong
¢ y nghia théng ké [100].

Vé co ban theo cac nghién ctru trude, trong quy hai dac biét 20-24 tuan,
MRI hiru ich trong danh gia cac diém chay mau trong ndo hoic bat thuong thé
chai ¢ thai gi&in ndo that [104]. Bé danh gia bat thuong hd sau hoic vo ndo MRI
thudng duoc thuc hién trong quy ba (30-32 tuan) [103, 104].
1.5.2.3. Chén dodn xdc dinh gidn ndo thdt bang chup céng hueng tir

Trong chan doan xac dinh gian ndo that cong huong tir khong chiém uu thé
nhu siéu am. Tuy nhién MRI thai nhi hitu ich trong viéc phat hién cac truong
hop gidn ndo that mot bén ma bén gidn nam phia xa dau do siéu am.

Phwong phap do nio that bén caa Garel C.

N&o that bén duoc do boi mat cat vanh ngang mac budng ndo that, nhin
thdy rd dam réi mach mac, trén truc ngang vuéng goc voi thanh ndo that tai
diém gitta cua chiéu cao thanh néo that, thudc do dat & vi tri bén trong tin hiéu
thanh ndo that. Cach do nay c6 thé str dung dé danh gia ca hai ndo that cho hau
hét cac thai.[96]
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Gidn ndo that dugc chan doan khi kich thudc ndo that bén > 10mm.
Nguyén nhan cua gian ndo that cd thé chan doan dugc bang MRI. Co dén 84%
truong hop gidn ndo that di kém bat thuong hé than kinh trung wong, bat thuong
cac co quan khac hoac bat thuong nhidm sac thé. Trong sé bat thuong di kém,
40-50% c6 thé chan doan dugc bang MRI [105]. MRI ¢6 thé quan sat dugc gidn
n&o that do phét trién bat thudng, mat mé ndo hoic tac nghén.

1.5.3. Xét nghiém dich 6i
1.5.3.1. Muc dich va chi dinh xét nghiém dich gi

Choc 6i duoc dé nghi cho tat ca cac truong hop thai nhi gidn ndo that voi
muc tudi thai phu thudc vao ting trung tm khéac nhau va phu thuoc vao céc
nghién ctru khac nhau. Tuy nhién, d6i véi mdi truong hop gidn néo that cd muc
dich xét nghiém dich 6i riéng [88]:

- Xac dinh nhiém sac thé thai, ké ca nhiing truong hop c6 két qua xét
nghiém sang loc cell- free DNA am tinh [88].

- Pinh luong Alpha-fetoprotein dé chan doan nhing truong hop Spina-
Bifida thé ho & vi tri ma siéu am khd phét hién dugc.

- Polymerase chain reaction (PCR) cho cytomegalovirus, toxoplasmosis,
cling nhu Zika virus ¢ nhitng bénh nhan nguy co.

- Trong nhitng trudng hop nghi ngo bat thuong gen (gidn ning don doc,
lien két véi nhiém sac thé gigi tinh, cd yéu té gia dinh), xét nghiém DNA dé
tim réi loan phuc hop L1.

- Xac dinh antigen HPA dé chan doan giam tiéu cau tu mién ¢ thai nhi
trong truong hop nghi ngo chay mau noi so
1.5.3.2. Cdc phwong phdp phdn tich nhiém sdc thé thai fing dung trong gian
nao thdt thai nhi

Phwong phép di truyén hoc té bao

Dich i dugc nudi cay trong vong 10-20 ngay trong phong thi nghiém
bang cac phuong phap khac nhau, tuy nhién phwong phap nudi cay ho duogc st
dung nhiéu nhat hién nay. Thu hoach té bao 6i, nhuom tiéu ban nhiém séc thé
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bang phuong phap nhuém bing G dé phan tich két qua nhidém sic thé d6 thai
nhi [106].

Phwong phap di truyén hoc phan tir

Ky thugt FISH (Fluorescent insitu hybridization- ky thuat lai huynh
quang): 1a ky thuat di truyén té bao, st dung mot doan mdi dic hiéu gan tin
hiéu huynh quang dé phat hién sy ¢6 mat hoic vang mat cua mot doan gen nao
d6 trén nhidm sic thé véi vu diém nhanh, dic hiéu va chinh xac. Trong chan
doan trude sinh thuong sir dung interphase FISH rong rai dé phat hién bat
thuong s6 lugng nhiém sic thé 13,18,21, X va Y trong vong 24 — 48 gio ma
khong qua nudi cay. Tuy nhién, két qua FISH nhanh c6 ty Ié duong tinh gia
nén khong thé dua vao d6 dé dinh chi thai nghén. [107, 108]

Ky thugt QF-PCR (quantitative fluorescence PCR). Day la mot ki thuat
PCR dung dé khuéch dai cac doan deoxyribonucleic acid (DNA) ngan dic hiéu,
danh dau bang tin hiéu huynh quang va dinh lugng bang dién di mao quan. Pay
1a phuong phap xac dinh di tat vé gen va NST hiéu qua va nhanh chéng hon
cac phuong phéap khac. Véi uu diém vuot troi so véi cac ki thuat trude day, ky
thuat QF - PCR c6 do dac hiéu cao, thoi gian tra két qua nhanh (1 - 2 ngay),
véi thé tich mau 6i nho (0,5 - 1 ml) va gia thanh thap hon so véi ki thuat FISH,
hon nira nhan luc st dung va kha nang ap dung véi quy mo I6n, dap tng duoc
nhu cau chan doan cao. Tuy nhién ciing nhu FISH nhanh, QF- PCR ciing c6 ty
I& duong tinh gia nén khong thé dinh chi thai nghén duya trén két qua duong
tinh.

Ky thudt prenatal bobs: Phat hién nhanh céc bat thuong: hoi chung hoi
chuang Down (3 NST 21), hoi ching Patau (3 NST 13), hoi ching Edwards (3
NST 18), hoi chiang Turner (Monosomy X), Klinefelter (XXY), Trisomy
X...va mot sd hoi chang vi mat doan hay gap nhu hoi chung Di George,
Williams-Beuren, Prader -Willi, Angelman, Smith-Magenis, Wolf-Hirschhorn,
Cri du Chat, Langer-Giedion, va Miller-Dieker... [109].
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Ky thuat FISH, QF-PCR, prenatal bobs thudng dugc st dung phdi hop

véi karyotype truyén théng trong chan doan truée sinh

Ky thugt array CGH (Comparative Genomic Hybridization microarray):
Vao cudi thap nién 1990 ky thuat array CGH (Comparative Genomic
Hybridization microarray) dugc tng dung. So véi ky thuat phan tich
Karyotype, phuong phap array CGH khong phat hién dugc chuyén doan can
bang, nhung wu diém noi bat caa ky thuat array CGH 1a kha nang danh gia trén
toan bo 46 NST chi trong mét xét nghiém duy nhat va phét hién cac bat thuong
mat can bang caa NST bao gdm cac trudng hop Iéch boi, mat hodc nhan doan
ciia NST. V6i cac dau do & mirc d6 khac nhau da phat hién cac bat thuong véi
s6 lugng nhiéu hon mirc &6 Nho hon so véi phuong phap 1ap karyotype truyén
théng.

Trong thuc hanh 1am sang cua vai thap ky qua, phan tich nhiém sic thé
nhu 13 karyotyping G banding duoc xem nhu 13 tiéu chuan vang dé nhan ra bat
thuong nhiém sac thé. Nhidém sic do co thé phét hién ra léch boi va bat thuong
nhidm sac thé 16n hon 5-10Mb trong khi d6 bat thuong nhiém sic thé mac do
dudi kinh hién vi (CNVs: copy number variations) cd thé phat hién thanh cong
boi chromosomal microarray analysis (CMA) [110]. Gan day, voi kha ning
dong thoi phét hién léch bdi va CNVs, CMA dugc &p dung nhu 1a xét nghiém
dau tién phat hién bat thuong nhidm sic thé trong cac nghién ciu trude va sau
dé ciing nhu 1a mé sy thai trong thuc hanh 1am sang [111-113]. Hiép hoi San
Phu Khoa My tan thanh rang CMA nén duoc khuyén céo cho thai phu c6 thai
nhi bat thudng cau tric va cd thé thay thé karyotyping trong chan doén truéc
sinh [114]. Mit khac, cac thai nhi c6 cau trac binh thudng nhung phai trai qua
xét nghiém xam lan thi ca phan tich nhidm sic thé d6 ciing nhu CMA déu c6
thé thuc hién. Mai lién quan giita gian ndo that thai nhi vdi CNVs budc dau da
duoc tim thay ¢ nhiéu nghién ctu [110, 115-119]. Ty Ié phét hién CNVs gay
bénh trong c4c nghién ciu nay tir 5,1-26% thai nhi gidn ndo that, khdng ké muc
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d6 gidn hay c6 lién quan dén bat thuong hinh thai hay khdng. Ty 1& nay cao hon
rat nhiéu so vai ty 18 bat thuong nhiém sac thé duoc phét hién boi phuong phap
phan tich nhiém sac thé thai truyén théng. [119-121]

Giai trinh tz vung ma héa (WES: Whole exome sequencing) va giai trinh
tir gen (WGS: Whole genome sequencing) 1a nhiing k¥ thuat tién tién, hién nay
duoc ¢ng dung trong chan doan trudc sinh trong d6 c6 gidn ndo that thai nhi
[114, 122-125]. Trong nhitng nghién ciu trude day, roi loan bon gen da duoc
ghi nhan 1a nguyén nhan cua gian ndo that don doc: hai gen lién két véi nhigm
sac thé gigi tinh (LLCAM va AP1S2) va hai gen trén nhiém sac thé thuong
(CCDCB88C va MPDZ) [50]. Trong d6 LICAM dugc phat hién thuong xuyén
nhat, chiém 30% trong nhiing truong hop gidn ndo that nghi ngo lién két vai
nhidm sic thé X [51]. Gan day, Sheheen va cong su tng dung cong nghé giai
trinh ty gen thé hé méi trén 27 gia dinh tai phat ndo tng thuy bam sinh da phat
hién thém hai gen gay bénh khac: EML1 va WDR81 [53]. Tuy nhién can thém
nhiéu nghién cttu véi ¢& mau 16n hon st dung giai trinh ty viing ma hoa hoic
giai trinh ty gen thé hé mai dé kham pha gen gay bénh trong gi&n néo that thai
nhi.
1.5.3.3. Xét nghi¢m nhiém trung thai

Xét nghiém nhidm tring thai bang phan tng PCR dich i cho
cytomegalovirus va toxoplasmosis vi ddy 13 hai nguyén nhan gap nhiéu nhat.
Trong mot sé truong hop hiém gip virus Zika ciling nén duoc danh gia. Néu
san phu tir chdi choc 6i hoic trong truong hop CMA di duoc thyc hién trudc
chan doan gifin ndo that, huyét thanh me cd thé sir dung dé sang loc nhiém triing
thai. Tuy nhién gia tri do nhay va d6 dac hiéu caa xét nghiém huyét thanh khong
cao nhu PCR dich 6i, do d6 PCR dich 4i 1a phuong thuc t6i uvu hon dé danh gia
nhiém trung thai.

1.6. Xir tri giin n&o that
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1.6.1. Pinh chi thai nghén
Néu nguyén nhan gidn ndo thit duoc xac dinh trudc sinh nhu: Down,

nhiém cytomegalovirus bam sinh hodc c6 bat thuong hinh thai di kém...gia
dinh s& duogc cung cap thong tin cu thé hon va dinh chi thai nghén 1a mot lva
chon nén dugc dé nghi. Trong truong hop gia dinh chon cham dut thai ky, viéc
chan doan nguyén nhan luén duoc dat ra vi mang lai hitu ich cho viéc xac dinh
nguy co tai phat cho nhiing lan mang thai sau.
1.6.2. Tiép tuc thai nghén

Huéng dan xu tri cho nhitng truong hop gidn ndo that thai nhi rat han
ché. Dix liéu chir yéu dya vao cac nghién ciru va y kién cua cac chuyén gia cling
nhu kinh nghiém caa mét s6 trung tam 1am sang. Gidn nio that nhe don doc c6
thé tré vé binh thuong trong quy ba, c6 thé khong thay doi hay mic do gidn
hoic c6 thé tang 1én. Nhiing trudng hop ting kich thudc ndo that trong tir cung
c6 thé lién két vai két qua thai ky khong dugc tot [103, 126]. Viéc theo dbi bao
gom: danh gia tién trién cia muc do gidn ndo that va siéu am chi tiét hé than
kinh va giai phau co thé thai nhi it nhat thém mot 1an vao tuan 18 28 dén 32 cua
thai ky dé c6 thé phat hién bat thuong ma lan kham truée khéng phét hién duoc.
Ty 1€ nay 1én tai 13% trong nghién ctru caa Melchiorre [103].
1.6.2.1. Can thiép trong tiz cung

Phéu thuat trong tir cung: Cau néi ndo that thai nhi véi buong di 1a ky
thuat duoc nghién ciru du tién va da dugc thyc hién vao nhitng nam dau thap nién
80 v&i muc dich cai thién hau qua. Tuy nhién lugng bénh nhan qué it, thém vao
do6 hiéu qua mang lai chua rd rang nén k¥ thuat nay tam ngung thuc hién. Mac du
cac nha chuyén mon dong thuan rang vai tién bo cua ky thuat chan doan hinh anh
nhu hién nay, viéc chon déi trong phi hop dé thuc hién phau thuat trong tir cung
c6 thé mang lai két qua tot hon. Tuy nhién, can thiép dat cau ni trong tir cung van
con dang trong thoi gian nghién cau [8, 127, 128].

Phau thuat thai nhi Spina Bifida
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Ngay nay Vv&i su cai thién cua thiét bi siéu am va ki nang cua ngudi 1am
siéu am, viéc chan doan Spina Bifida khong phai 1a van dé can phai nghién cau
ma chuyén sang xir tri truéc sinh. Phau thuat thai nhi c6 thé ngan khdi thoat vi
& cot séng, boi vy co thé ngan thoat vi ndo sau xudng 16 cham va gian néo that
[129]. Phau thuat mé thai nhi d4 duoc tién hanh trong vong 10 ndm nay, Voi Su
cai thien trong hau qua lau dai cho tré so véi phuong phéap phau thuat sau de.
Tuy nhién, van con nhiéu bién ching lién quan dén seo mo trén tir cung lam
ting nguy co v& 6i va dé non. Trong nhitng nim gan ddy, phau thuat noi soi
thai nhi stra chira ton thuong Spina Bifida duoc mét sb trung tam tién hanh
nham muc dich giam thiéu nguy co do seo mé ma gay ra. Tuy nhién, phau thuat
noi soi thai nhi chi duoc thyc hién boi mot sé phau thuat vién cd ky nang va
kinh nghiém. Mat khac, cac nghién ctru cho thay tuy phau thuat noi soi thai nhi
c6 cai thién duoc nhitng bién chiing ciia se0 Mo M gay ra nhung két qua budce
dau chua o sy vuot troi. Chinh vi vay, phau thuat thai nhi mé voi duong mo
nho ra doi. [130-132]

Piéu tri giam tiéu cau tw mién ¢ thai nhi (FNAIT)

Cac nghién cau két vé FNAIT Kkét luan rang tiép can ti wu cho diéu tri
bao gdbm: truyén tinh mach globulin cho thai phu hang tuan cé hoac khong két
hop véi corticoid. Lidu lwgng va thoi diém bat dau diéu tri phu thudc vao muc
d6 nang cia FNAIT va tién sir lan mang thai truéc (bao gom hai yéu té: con
trudc d6 mac bénh giam tiéu cau tu mién bao thai, 1an mang thai trudc ¢ chay
mau noi so thai nhi). [133, 134]
1.6.2.2. Dé som va can thiép ngay sau dé

Mot s6 tac gia dé nghi véi nhiig truong hop gidn ndo that nang tién trién
tang 1én trong tir cung nén ngung thai nghén sém hon (32-36 tuan). Nhiing
truong hop nay thuong do nguyén nhan tic nghén, vi vay can thiép sém cd thé
mang lai két qua tét hon cho tré [135]. Tuy nhién mot s6 nguy co khi dé sém va
can thiép phau thuat sém nhu: nguy co phdi chwa truong thanh, nguy co nhidm
trung, nguy co phai phau thuat lai ludn 1a thach thic 16n. Do d6 trong trudng hop
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nging thai nghén sém dé can thiép sau dé c6 thé mang lai két qua thai ky tét
hon, thi quyét dinh nay phai dugc hdi chan véi cac chuyén gia so sinh, than kinh
nhi va phau thuat than kinh cé nhiéu kinh nghiém.
1.6.2.3. Dé ditng ky va phdu thudt sau dé

Hién nay, k¥ thuat chan doan gidn ndo that co tién bo vuot bac nhung
khong tac dong dén két qua xir tri trong tir cung. Xt tri gidin ndo that thai nhi
van chu yéu 1a diéu tri sau sinh, xi tri trudc sinh van con giéi han. Nguyén
nhan chinh cta van dé xir tri trong tir cung 1 chua phén loai dugc nguyén nhan
gay bénh. Mot sb thir nghiém dat cau ni trong tir cung van chua cho thay bang
chung c6 y nghia cai thién hau qua cuaa tré [24, 128]. Nhiing truong hop gian
ndo that thai nhi mic d6 gian tién trién nang Ién cd thé cho dé som dé can thiép
phau thuat sau dé co thé co loi. Tuy nhién, ty I¢ tién trién tang |én nhanh thuc
su ciia no that (tic 1a ¢6 bang chung caa su tac nghén luu thong dich néo tay)
rat thap so véi van dé phoi chua truong thanh cua tré dé non. Chinh vi nhiing
li do trén, nén mac du ky thuat chan doan c6 nhiéu tién bo vuot bac nhung
khong tac dong duoc trén két qua xir tri. Can thiép diéu tri sau dé phu thuoc
vao 3 yéu t6 sau: (1) Nguyén nhan cua gidn ndo that. Phan loai nguyén nhan
gidn ndo that sau dé co tic nghén luu théng dich ndo tay hay khdng rat quan
trong, gop phan quyét dinh can thiép diéu tri. Ba nhdm nguyén nhan: mat to
chtc ndo, tic nghén va bat thuong cau tric. Mat t6 chiic ndo hoic teo ndo
thuong c¢6 hau qua phat trién hé than kinh xau hon hai nhém con lai. Nhém
nguyén nhan tac nghén thuong do hep céng ndo bam sinh, nhiém tring, chay
mau ndo that. Trong truong hop tic nghén luu théng dich no tay nhu mé ndo
bi chén ép nén can thiép phau thuat cé hiéu qua nhat. (2) Muc do tién trién cua
gidn ndo that. (3) Vong dau cua tré. Phau thuat cho nhitng tré rat nho dic biét
can xem xét tinh kha thi cua ky thuat, mac do nhidm tring sau mé, tai bién,
ngan chin hé than kinh phat trién nhanh cua sy hty hoai va su co gidn Ion caa
néo tré. [24, 128]

Hai phuong phap phau thuat hién nay dang duoc ap dung 1a dit cau ndi
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n&o that- mang bung va noi soi thdng san ndo that I11. Phuong phap dit cau ndi
ndo that mang bung duoc &p dung tir rat sém dé giai quyét tinh trang tic nghén
ndo that [7, 8]. Tuy nhién nhuoc diém cua phuong phap nay 1a nguy co nhiém
tring va phai thay cau ni do tac [135]. Trong nhitng nim gan day, thanh cong
ctia ndi soi thdng san ndo that 111 da khac phu nhuogc diém cia phuong phap dit
cau néi. Nghién ciu cia Wang va cong su cho thay thanh céng caa noi soi
théng san n&o that ba 80% chung cho c&c nguy@n nhan va cac nhém tudi: trude
6 thang; 6-24 thang; trén 24 thang. Ty I¢ thanh cong phu thudc vao cac nguyén
nhan: tic céng ndo cao nhat; chay méau ndo that 60%; nhiém tring thai: 50%;
spina bifida 14%. Ty I¢ thanh cong ciing phu thudc vao tuoi: truéc 6 thang
65,2%; 6-24 thang |a 88,9%; trén 24 thang 1a 94,1%. Phau thuat noi soi co thé
la sy lya chon dau tién, ciing 13 sy lua chon sau khi bénh nhi duoc dat cau néi
ndo that mang bung. Ty Ié thanh cong khi phau thuat noi soi ndo that I11 1a
85,3%; sau phau thuat cau ndi ndo that mang bung la 76,9% [136].
1.7. Tién lwong hau qua caa tré

Tién lugng cua gidn ndo that thai nhi nghéo nan va chu yéu phu thuoc vao
su hién dién cua cac bat thuong di kém, bén canh d6 ciing phu thudc muic do
gidn va tién trién cua kich thudc ndo that trong tir cung. Bdi vai cac truong hop
xac dinh duoc nguyén nhan, gidn mac d6 nang hoac mac d6 gian tang 1én khi
theo di, thuong ¢ két qua thai ky khong tét nhu: tang murc dinh chi thai nghén,
tang ty 1& chét chu sinh, so sinh, nhii nhi ciing nhu tang ty 18 tré cham phat trién
tam than van dong [36, 137, 138]. Bdi véi cac trudng hop khong xac dinh duoc
nguyén nhan gidn ndo that trudc sinh, c6 mot khoang thay doi rat rong trong
tién doan hau qua cua tré.

Theo mét nghién ctiu phan tich hé thdng (c6 tudi trung binh theo ddi sau dé
la 27,7 thang), gidn ndo that nhe don doc dugc chan dodn trudce sinh o ty 16 cham
phét trién tdm than van dong 1a 7,9%. Ty 1¢ am tinh gia cta chan doan trudc sinh

gidn ndo that nhe don doc 12 7,4%. Tuc 1a mot sb trudng hop phét hién thém cac
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bat thuong khac sau dé bang siéu &m hoic MRI. [139]

Theo ngién ctu hé théng cua to chire Y Khoa Me- Thai (SMFM: Society
of Maternal-Fetal Medicine), ty & phat trién tm than van dong binh thuong
cta gidn ndo that nhe don doéc nhém 10-12 mm: hon 90% va nhém 13-15 mm:
75-93%. Hau qua bat thuong phét trién tim than van dong caa nhom 13-15 mm
cao hon nhém 10-12 mm (muc d6 2B) [140].

Theo nghién ciru cta Falip va cong sy nam 2007 trén 101 ca gidn ndo that
don doc nhe, cho thay gian ndo that nhe ¢ hau qua tét hon gidn ndo that trung
binh. Khéng c6 su khac nhau giita cac nhom gidn mot bén va hai bén, tién trién
trong tir cung, tudi thai tai thoi diém chan doén, gidi tinh thai nhi. Trong s6
nhitng tré bat thuong phat trién than kinh, 2/3 c¢6 ton thuong chat trang trén
MRI. [25]

Nguy co tai phat gidn no that

Nguy co tai phat cta gidn ndo that twong tu nhu cac roi loan da nhan to
khac 4% [141]. Mot trong nhitng nguyén nhan cua gidn nio that thai nhi 12 bat
thuong gen, co thé lién két vai nhiém sac thé thuong hodc nhiém sac thé gidi
tinh. Nhu vay nguy co tai phat c6 thé lén téi 50% & tré trai néu nghi ngo hoi
chtng gidn ndo that lién quan dén nhidm sic thé X (hoi chiing Bicker Adam).
Chinh vi vay nhiéu tac gia dong thuan rang can siéu am chi tiét 18-22 tuan tudi
thai dé tim céc ddu hiéu nghi ngo tai phat. Tuy nhién nhiéu truong hop bét
thudng xuat hién muon trong thai ky tham chi sau dé, do dé sang loc quy hai
binh thudng khong c6 nghia 1a khong c6 nguy co tai phat. Vi du gidn ndo that
do bat thuong gen LLCAM khéng phét hién dugc hoan toan trong siéu am sang
loc quy hai [142]. Nén trong trudng hop nghi nghd, chan doan gen can dugc dé
nghi.

1.8. Cac nghién ctru trong va ngoai nwéc
1.8.1. Céac nghién ciru trong nwoéc
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Viét Nam co rat it cc nghién ciu vé gidn ndo that thai nhi. Nam 2003,
tac gia L& Thi Thu Ha nghién ciu kinh nghiém budc dau trong chan doan
trudc sinh va xua tri gidn ndo that [143]. Cho dén nam 2014, Tran Danh
Cudng va Duong Minh Thanh nghién ctu vé “Kich thudc ctia ndo that bén
& thai nghén binh thuong” [4]. Nam 2016, tac gia Tran Thi Son Tra nghién
ctru “Budc dau xac dinh mot sé nguyén nhan gay gidn ndo that thai nhi duoc
chan doan trudce sinh tai bénh vién Phu San Trung Uong” [5]. Nam 2017, tac
gia Tran Phuong Thanh nghién cttu chan doan trudc sinh va két cuc thai
nghén cua thai nhi cd gidn ndo that dugc phat hién ¢ quy ba thai ky [6]. Chua
c6 nghién ciru nao di sau vao van dé chan doan nguyén nhan ciing nhu két
qua thai ky cua gidn ndo that thai nhi.

1.8.2. Céac nghién ciru trén thé gioi

Nhitng nghién ciru dau tién vé kich thudc ndo that bén dugc bat dau tir
nam cudi thap nién 90. Nam 1988, Cardoza va cong su két luan rang kich thudc
ndo that bén thai nhi trong quy hai la 7,6+0,6mm va bat thuong khi >10mm,
tuong tNg véi 4 6 1éch chuan trén gia tri trung binh [1]. Rat nhiéu nghién cau
tiép theo ddéng thuan voi nghién ciru dau tién nay. Nghién ciu phan tich gop
cua Almog va cong su (trén 9 nghién ctu, bao gom 8216 truong hop), chi ra
rang kich thuéc ndo that bén 1a khong thay doi trong thai ky tir 17-36 tuan, kich
thudc trung binh cia ndo that bén: 6,4+1,2mm va gian ndo that khi >10 tuong
g Vvéi trén 3 d6 léch chuan so véi gid tri trung binh [16]. Phan 16n cac nghién
ctru do kich thuéc ndo that bén dya vao phuong phap tham sb (parametric
method). Gan day Salomon va cong su str dung phuong phép thong ké dé xay
dung biéu d6 kich thuéc ndo that binh thuong trén co sé mau nghién cau la
4769 thai nhi tir 17-36 tuan tudi. Mac du sy thay doi c6 y nghia cua bach phan
vi thir 99 trong thai ky nhung tac gia van dé xuat sir dung mot ngudng duy nhét
10mm vi su khac biét tuyét d6i duong nhu khong c6 ¥ nghia 1am sang. St dung
giéi han nay du doan rang c6 khoang 1% thai nhi dugc phan loai 1a gidn no
that, cao hon rét nhiéu so vai du kién cua cac nghién ctu trude day vé mat
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théng ké 1am sang. [17]

Ciing cudi nhitng nam cta thap nién 90, Chervenak va cong su (1984) bat
dau nghién ctu chan doan trudc sinh gidn ndo that [144]. Tiép theo nhiéu
nghién ctru da thay rang bat thuong cau trdc va bat thuong nhiém sic thé 1a
nguyén nhan gay gidn ndo that: Cochrane va céng sy nim 1985 [145],
Nicholides va cong su 1990 [146]. Gidn n&o that don doc dugc dinh nghia khi
trén hinh anh siéu am khdng c6 bat thuong di kém hoic khdng ¢ bang ching
cua léch boi ¢ 1an chan doan ban dau [41, 147]. Hang loat nghién ciru vé chan
doan truéc sinh gidn ndo that thai nhi tiép theo cho dén nhiing nam gan day da
di sau vao phan tich chan doan trudc sinh ciing nhu nguyén nhan cua gidn nfo
that don doc hodc phdi hop, gidn mic d6 nhe, mac d6 nang. Nam 1999, Pilu
va cong su nghién ciu gidn ndo that don doc [147]. Nam 2001 Mercier va cong
su, nam 2005 Breeze va cong su nghién ctu gidn ndo that nhe va don doc [148].
Mbi lién quan giira bat thuong nhiém sic véi gidn ndo that thai nhi di duoc
nghién ctu tir nhitmg nam cudi thap nién 20 dén nay: Bromley va cong su nim
1991[149]; Vergani va cong su nam 1998 [41]; Pilu va cong su nam 1999
[147]; Ganglioti va cong su ndm 2005 [36]. Cac nghién ctiru nay két luan rang
ty 18 léch boi ludn cao khi gi&n ndo that ning hodc gidn ndo that vira lién két
vé6i bat thuong hinh thai [36, 41, 147, 149]. Nam 2010, nghién ctru tong quan
hé théng cua Devaseelan va cong su trén 2150 truong hop cia 28 nghién cau
két luan: bat thuong di truyén chiém 5% [38]. Nam 2014 Gezer va cong su tién
hanh nghién ctu ty 18 bat thuong nhiém sac thé trong nhdm gidn ndo that chung,
gidn ndo that don doc, gidn ndo that phdi hop, gidn ndo that mac do nhe va gian
ndo that mic d6 nang véi s6 lugng mau Ién nhat trong tat ca nghién cau tién
ctru ciing nhu hoi cau [150].

Ddng thoi, hau qua cta gidn ndo that duoc bat dau nghién ctu tir nam 1994
do Twining va cong su thuc hién. Nam 1998 Valas va cong su nghién ciu hau
qua caa gian ndo thét thai nhi. Tuy nhién sé truong hop gidn ndo that cua hai
nghién cttu nay con han ché [29, 151]. Nam 2001, Graham nghién cttu mbi tuong
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quan gitta két qua thai ky véi mac do gidn [30]. Nam 2005 Ganglioti nghién ctu
hau qua cua gidn ndo that trén 176 truong hop trong d6 ¢6 152 trudng hop co
karyotype thai nhi [36]. Tiép theo 1a mot loat nghién ctu cua cac tac gia vé két
qua thai ky: Joo (2008) [35], Madazli (2011) [152], Chiu (2014) [153], Tugcu
(2014) [32], Nanchu (2016) [26], Kurma (2018) [33]. Ciing trong nam 2018, tac
gia Sun va cong su nghién ctiu tong quan hé thdng va phan tich gop (dva trén 5
nghién ctu c6 chat lwgng tot nhat) vé nguyén nhan, bat thuong nhidm sic thé va
hau qua cta gian ndo that thai nhi [48].

Hau qua cua gidn ndo that don doc, gidin ndo that nhe don doc ciing dugc
nghién cuu bai hang loat tac gia: Bromley va cong su [149], Achiron va cong su
[154], Vergani va cong su [41], Lipitz va cong su [27], Pilu G va cong su [147],
Signorelli va cong su [37], Breeze va cong su [138], Ouahba [155]. Nam 2009,
tac gia Melchiorre va cong su nghién ctiu tong quan hé thong trén 16 nghién cau
dé tra loi cac van dé trong gidn ndo that nhe don doc [103].

Mot sb it nghién ctiu vé gidn ndo that nang ciing d dugc thuc hién tuy
nhién ¢& mau con han ché. Nam 2017, Letouzey va cong sy nghién ctiu két qua
thai ky cuia 34 truong hop gidn ndo that don doc mace do nang [156]. Nam 2018,
Andrea va cong su nghién ctu nguyén nhan va tién trién va hau qua cua 74
truong hop gidn ndo that nang ¢ giai doan muon cua thai ky [157]. Ciing trong
nam nay, Carta va cong su nghién cau tong quan hé théng va phan tich gop
trén 11 nghién ciu bao gom 137 thai nhi gidn ndo that don doc mic do ning
[137].

Cac nghién cttu cho thay c6 mot khoang thay doi rat 16n trong hau qua cua
tré gidin ndo that trong tir cung. Cac nghién ciru ciing thay rang c6 mot ty 18 gidn
ndo that don doc nhung hau qua lai rat nang né. Mat khac, su that bai caa mot
sb nghién cau can thiép trong tir cung va su khéng cai thién hau qua phét trién
tam than van dong caa can thiép sau dé nén trong thoi gian gan day céc trung
tAm tap trung vao k§y thuét chan doan trudc sinh nham muc tiéu giam ty 1& am
tinh gia cua gidn ndo that don doc, dong thai cung cap céc thdng tin chinh xac
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cho can thiép sau dé. Hai ky thuat chan doan trude sinh dwoc tap trung nghién
ctru nhiéu nhét 1a MRI va xac dinh bét thuong gen, doan gen thai nhi, dic biét
trong cac truong hop gidn ndo that thai nhi. Cac nghién ctu vé MRI thai nhi
duoc bat dau tir sau nam 2000. Nam 2002, Launey va cong sy bat dau nghién
ctru va gidn ndo that thai nhi [158]. C4c nghién ctiu tiép theo cho thiy wu diém
ctia MRI trong chan doan mot s6 bat thuong cta hé than kinh trung wong so
Vi siéu &m. MRI thai nhi gop phan vao tién lugng két qua thai ky. Nam 2018,
tac gia Pisapia va cong su da nghién ctiru tng dung cia MRI trude sinh dé tién
doan sy can thiét cua can thiép phau thuat sau dé, tac gia Katz nghién cau loi
ich cia MRI trong tir cung dé danh gia va xur tri gin ndo that thai nhi [159,
160].

Bén canhMRI thai nhi, méi lién quan giita cac CNVs gay bénh va gian ndo
that ciing dugc nhiéu tac gia quan tam nghién cu. Nam 2017, Li va cong su
phan tich nhiém sic thé thai bang CMA dé phat hién CNVs gay bénh trong gin
ndo that thai nhi [120]. Ciing trong nam nay, Hu nghién cau cac CNVs gay bénh
trong gidn ndo that don doc [119]. Nam 2016, trong nghién ctu ctia Kousi dé
cap dén bén gen da duoc ghi nhan 1a nguyén nhan cua gidn ndo that don doc: hai
gen lién két v6i nhiém sic thé giéi tinh (LLCAM va AP1S2) va hai gen trén
nhiém séc thé thuong (CCDC88C va MPDZ) [50]. Trong vai nim tré lai déy,
mot s6 nghién ctu tng dung céng nghé giai trinh tu thé hé mai va tim thay thém
hai gen gay gi&n n&o that thai nhi: EML1 va WDR81 [53].

Cac nghién ctu trén thé gisi vé gidn ndo that thai nhi cho thay rang ky
thuat chan doan truéc sinh ngay cang hoan thién lam giam ty 1é am tinh gia.
Tuy nhién nguyén nhan va hau qua rd rang cua tirng nguyén nhan gian nao that
van chua dugc nghién ciru lam sang to.

CHUONG 2

POI TUQNG VA PHUONG PHAP NGHIEN CUU
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2.1. Poi twong nghién ciu

Péi tugng nghién ctu 1a nhing thai phu c6 thai nhi duoc chan doan gian
ndo that tai trung tdm chan doan trudc sinh bénh vién Phu San Trung Uong

trong thoi gian tir thang 9 ndm 2015 dén thang 12 nam 2017.
2.1.1. Tiéu chuin chon miu

Thai phu c6 thai duoc chan doan gidn ndo that tai trung tim chan doan

trudc sinh véi nhing tiéu chuan sau duoc chon vao dbi tuegng nghién cau:

- Tudi thai tir 20-40 tuan tinh theo ngay kinh cudi cung hay tinh theo siéu
amquy |

- N&o that bén cua thai nhi (do & nga tu ndo that) > 10mm. (Gidn nio
that 3,4)

-Pdng y tham gia nghién cuu.

-Pdng y theo dbi dinh ky tai TTCDTS

- Thdng tin tai thoi diém dé dugc ghi nhan day da boi nhan vién y té: tuoi

thai, chi s6 Apgar, can ning, vong dau.

- T4i kham cho tré sau khi dé tai TTCDTS tai thoi diém 1-3 thang.
2.1.2. Tiéu chuan loai trir

- Thai phu tir chdi nghién ctru

- Khong tiép tuc theo ddi tai TTCDTS BVPSTW

- Khong c6 day du thong tin tai thoi diém dé

- Khong tai kham tir 1-3 thang sau dé tai TTCDTS BVPSTW

2.2.C& mau nghién ctru

Chung tdi str dung cong thic sau dé tinh ¢& mau:
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=2, P8P

Trong do:

n: ¢& mau nghién cau (s6 luong thai phu ¢ thai dugc chan doan gidn nio
that)

o: mirc y nghia théng ké, chon o= 0,05 — z2 _,= 1,962

p: ty 1& gidn ndo that thai nhi do bat san thé chai. Theo nghién ciru caa Zoo
Va CS, p = 8,6 [35]

d: sai s6 tuyét doi = 3,2%

n = 295 thai phu c6 thai dugc chan doan gidn nio that.

2.3.Phwong phap va ky thuét nghién ctru
2.3.1. Thiét ké nghién ciru

Nghién ctu md ta cit ngang c6 theo ddi.

2.3.2. So' d0 nghién ciru

Thai phu c6 thai nhi dugc chan doan xac dinh gidn nio that

Siéu am: Banh gid mirc do gian
va nguyén nhan gian

Choc 01
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2.3.3. Cac bwéc tién hanh nghién ciru

Thai phu dén kham tai TTCDTS déu duoc ghi nhan tién su bénh tat, tién
sir san khoa, tién sir gia dinh, khai thac bénh str va xac dinh chan doan cua bac

sy 1am sang dé co thong tin vé san phu trong 1an mang thai nay.

- Siéu am thai: Xac dinh mic d6 gidn ndo that, xac dinh nguyén nhan gian

ndo that, tim cac bat thuong khéc, tim dau hiéu nhiém tring
- MRI thai nhi (néu can)
- Choc ht dich 4i 1am nhiém séc d6 thai nhi.
- Hoi chan lién vién d¢ c6 thai do xt tri.
- Tu vén tinh trang thai va cung cap théng tin vé du hau cho gia dinh. Gia

dinh quyét dinh dinh chi thai nghén hay tiép tuc theo ddi thai.

- Nhimng truong hop chon tiép tuc thai ky, hen tai kham tai trung tam
CDTS mdi 1 tuan hodc 2 tuan hoic 4 tuan tly theo timg truong hop. Siéu am
danh gia tién trién cua kich thudc ndo that trong tir cung, khao sat ki cau truc
giai phau cua thai dé c6 thé phét hién cac bat thuong ma lan khao sat trudc
khong thay duoc. Hudng dan san phy xin sao ho so ra vién dé co thong tin tai
thoi diém dé va hen tai kham khi tré 1-3 thang tuoi.

- Tai thoi diém tai kham tré 1-3 thang tudi: Ghi nhan théng tin tai thoi
diém dé: tudi thai, cach dé, giéi tinh, can nang, chi s Apgar, vong dau; ghi
nhan két qua kham chuyén khoa nhi trude d6; do vong dau, siéu am qua thop
danh gia kich thudc ndo that bén va cac bat thuong trén ndo, khdm hé than kinh
bang test Denver 1.

2.3.4. Céc bién sb, chi s6 trong nghién ciu va cach xac dinh
2.3.4.1. Tuéi me: Tudi me duoc tinh tai thoi diém siéu &m chan doan gian nao

that. Tudi me duoc chia thanh 3 nhom tudi (dudi 20, 20-29 va 30-39)
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2.3.4.2. Ddn tdc: bao gé)m dén toc kinh, dan toc thiéu sd
2.3.4.3. Nghé nghiép: Nong dan, can bo vién chire, khac
2.3.4.4. 86 lan dé: con so, con ra

2.3.4.5. Tién sir ¢6 bénh néi khoa: 6, khdng

2.3.4.6. Tién sir c6 con bi giin nio thét. co, khong

C6: 1an mang thai trudc ¢6 chan doan trude sinh GNT hodc tré duoc chan
doan gidn ndo thit sau dé tai cac trung tim CDTS va cac bénh vién chuyén
khoa trong ca nudc.

Khong: khéng ¢ tién st néu trén.
2.3.4.7. Tuéi thai tai thoi diém phdt hién: Tudi thai tai thoi diém chan doan
dau tién tai trung tam CDTS bénh vién PSTW, duoc xac dinh dua vao ngay
kinh cudi hay dua vao siéu am trong ba thang dau. Tudi thai tai thoi diém chan
doan chia 1am 4 nhém: 20-24 tuan, 25-28 tuan, 29-32 tudn, >33 tuan.
2.3.4.8. Kich thwéc nio thit bén: st dung phuong phap do nio that bén cua
ISOUG két hop véi phuong phap do ndo that bén cua Laurent Guibaud.

M3t cit do ndo that bén cao hon mit cat do duong kinh ludng dinh,
ngang muc cudn dam rdi mach mac. Méc giai phau phia trude 1a vach trong
sudt hoic tam giac ndo, mdc giai phau phia sau 12 hé quanh. Thuéc do dat
vudng goc vai thanh cua ndo that, & vi tri dbi dién véi ranh dinh cham trong,
sao cho mép ngoai cua thanh ngang con tro cham vao mép trong thanh néo
that.

Dé han ché sai sb cua sb do kich thudc ndo that bén, mat cat do ndo that
bén duoc tinh diém theo bang huéng dan cta Laurent Guibaud. Diém tdi thiéu

phai dat 1a 5 diém, dudi 5 diém can tién hanh do dac lai.
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Phwong phap do nio thit bén ciaa ISOUG

Pung Sai Sai r Sai

Hinh 2.1. A- Cach do dudng kinh ndo that bén. B- Vi tri dat con trd. Ngusn:

ISUOG 2007 [95]

Phwong phap do nio that bén cia Laurent Guibaud

Hinh 2.2. A- Cdc moc gidi phiu phdi dat dwoc khi do kich thwdéc nio thit bén.
B- Cach dit thudc do tai vi tri d6i dién rinh dinh cham trong. Ngusn: Jean-Philiipe
B 2015 [15]

Mot bang diém duogc thiét 1ap dé danh gia chat luong do kich thudc ndo
that bén twong tu nhu chi sé6 Herman dé danh gia chat luong do d6 mo da
gay. Tong diém cao nhat 1a 7. Dudi 5 diém chua dat chat luong, can tién
hanh do lai.
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Bing 2.1, Plutong phip chidm diém cho chit luong do kich tuede néo thix

la. Buong giita cach déu 2 vom so

1b. duong gitra vubng goc véi chum tia siéu am
Truéc: vach trong suét hoic cot vom ndo (tam giac
néo)

Sau: tam giac chira day dich hinh chir V cua hé
quanh

Thuéc do thuc hién tai budng ndo that tai vi tri
ranh dinh cham trong

4a. Thude do dat vudng goc vai thanh cua ndo that
4b. Con tro dat dat “on to on”

M3t cit ngang qua ndo that phong to gan toan bo
man hinh véi hinh anh rd nét caa ca hai vom so

Nguon: Laurent Guibaud 2009 [161]
2.3.4.9. Gidn ndo thit mét bén hay hai bén, cin xirng hay khéng cin xirng

Gidn ndo that duoc xac dinh 1a mot bén khi chi mot ndo that co kich thude
> 10mm, gidn ndo that hai bén khi ca hai nfo that c¢6 kich thudc > 10mm [25-
27].

Gidn ndo that dugc xac dinh 1a can xtmg khi kich thudc cua hai ndo that
chénh léch dudi 2mm. Gidn ndo that dugc xem la khdng can xang khi kich
thudc caa hai ndo that chénh léch >2 mm [25, 27, 99].
2.3.4.10. Mirc dé gidn ndo thit bén

Trong nghién ctru nay, chung téi chia thanh 3 mac d6 theo nghién cau
[25, 26, 36-39]:

- Gian nhe: khi kich thudc ndo that bén 10-12 mm.
- Gian vira: khi kich thuéc ndo that bén tir 12,1-14,9 mm.
- Gi&n nang: khi kich thudc ndo that bén >15 mm
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2.3.4.11. Hinh thai gidn ndo that. giin don doc (khi khong phat hién bt
thudng khac trén siéu am); gidn phdi hop ( khi c6 >1 bat thuong di kém).
Dé xac dinh bat thudng céu trac, siéu 4m chi tiét hé than kinh va giai phu

co thé thai nhi theo hudng dan ctia ISUOG niam 2007 [95], 2011 va 2013 [3,
162].

Hwéng din “Siéu 4m co ban” va “Khio sit chuyén sau” hé thin
kinh theo ISUOG [95].

Cdc mdt cdt kham hé than kinh trung wong co bdan (xem hinh 2.3 ¢
phu luc 1).

- Mit cat ngang

Mit cat ngang qua ndo that bén: di qua phan trudc va phan sau ciia ndo
that bén. Mit cit nay khao sat ndo that bén cing cac ciu trac: duong gitta, hop
véch trong sudt, hd quanh, vom so. Stimg trudc (sing tran) ndo that bén xuat
hién 14 hai c4u tric chira dich nhu hinh dau phay (comma- shaped), c6 thanh rg
va ngan cach nhau boi vach trong sudt. Hai stmg cham chira day dich va ngi tu
ndo that chira dam ri mach mac ting sang.

Mit cat ngang qua tiéu ndo: thuc hién bang di chuyén dau do thap hon mit
cit qua ndo that bén, nghiéng nhe vé phia sau. Mt cat nay bao gdm céc cau tric:
stng tran ciia nao thét bén, hop véch trong sudt, doi thi, tiéu ndo, ho sau.

Mit cat ngang qua doi thi: & mirc trung gian dé khao sat cac kich thudc
dau thai nhi. Mat cat nay tir trudc ra sau bao gom: sing tran nao that bén, hop
véch trong sudt, d6i thi va hoi hai ma.

Cdc madt cat kham hé thdn kinh thai nhi chuyén sau
Kham hé than kinh thai nhi chuyén sau bao gom khao sat chi tiét ndo va cot
song. Nio thai nhi dugc khao sat boi bén mit cat vanh va ba mat cat doc.
- Mat cat vanh (xem hinh 2.4 ¢ phu luc 2)
Mit cit qua tran: thuc hién phia thop trude, thiy duoc dudng giira cia
ranh lién ban cau va simg trude cta ndo thit mdi bén. Mit cit nay co thé thiy

khuyét gitta hai ban cau ndo (mo va than thé chai), xwong budm va hd mit.
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Mit cit qua nhan dudi: khao sat cho thiy simg tran ndo that bén, hop
véch trong subt, ranh Sylvius.

Mit cit qua doi thi: khao sat thé chai, hop vach trong sudt, d6i thi. Mat
cit qua tiéu ndo khao sat simg cham ndo that bén, ranh lién ban cau, hai ban
cau tiéu ndo va thuy nhong.

- Mt cit doc (xem hinh 2.5 & phu luc 2)

Mit cat ding doc gitra: khao sat toan bo thé chai, hop vach trong sudt.
Trong mdt sb truong hop, c6 thé thay hop hop véach trong subt, cavum veli
interpositi, than ndo, cau ndo, thily nhong va hd sau. Str dung doppler mau c6
thé khao sat dong mach ndo trudc, dong mach quanh thé chai v&i cac nhanh
cua no va tinh mach Galen.

Mt cat dimg doc bén: khao sat toan bd nao that bén, dam rdi mach mac,
mo quanh néo that bén va vo nio.

- Cot song

Khao sat cot séng bang ba mit cat: ngang, dang doc, mat cat vanh. Sy lua
chon tly thudc vao tu thé thai nhi. Thong thuong sir dung cing maét ldc hai
trong ba mat cit.

M3t cat ngang: thuc hién bang cach di chuyén dau do doc theo cot sdng
va ludn giit mat cat ngang cot song d6. Dbt séng co hinh dang giai phau khac
nhau & nhitng mic do khac nhau. D6t sdng nguc va lung ¢6 hinh tam giac voi
su vOi hoa trung tam bao quanh ong than kinh. Bt sdng ¢6 dau tién co hinh ta
giac va dbt sdng cuing thi det. (Xem hinh 2.6 & phu lyc 2)

Mt cat doc: cho thdy sy voi hda cua trung tim dbt séng va cung sau tao
thanh hai dudng song song va hoi tu vé phia xuong cing. Khi thai nhi nam sap,
thuong s& dé thuc hién mat cit doc hon, hudng chim tia sao cho tranh diém cét
hoa ciia cac gai séng, cho phép danh gia 6ng séng va tay song (Xem hinh 2.7
& phu luc 2). O quy hai thai ky, non tay séng thuong thidy & ngang muc dot
séng L2-L3.

Mt cat vanh: huéng chim tia siéu am vanh vai cot séng thai nhi sao cho
nhin thiy mot, hai hay ba dudng song song.
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Sy toan ven caa 6ng than kinh co thé chan doan dya vao sy ¢t hda trung
tam cua cot séng va su lién tuc cia md mém bao quang cot séng.
Bdng 2.2. Huweéng ddn thgc hanh siéu am quy 2 thai ky cia ISUOG
CA4c yéu cau toi thiéu danh gia hinh thai hoc thai nhi quy 2 theo ISOUG
Toan ven cia vom So
buong gitra
Hop véch trong sudt
Doi thi
N&o that bén
Tiéu ndo
Hé sau
Su hién dién caa hai hé mat
Mat nghiéng
Su hién dién caa miéng
Su toan ven cua moi trén
Khong c6 khéi u (vi du: nang bach huyét)
Hinh dang/kich thudc ciia nguc va phoi binh thudng
Hién dién hoat dong cuaa tim thai
Hinh anh bén budng tim & vi tri binh thuong
Puong ra ciia dong mach chi va dong mach phoi binh thudng
Khong cé dau hiéu thoat vi hoanh
Da day & vi tri binh thuong
Ruot khong gién
Hién dién cua hai than
Day rén dng vi tri vao thanh bung
Khong c6 khe hé cot séng hay khéi u
T chi binh thuong
Vi tri banh rau
Khong c6 khéi u hay banh rau phu
Ba mach mau
Trai hay gai
Nguén: ISUOG 2011 [3]
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2.3.4.12. Nguyén nhan gian néo thit

Hep céng Sylvius

Cdng ndo khong nhin thay dugc nén chan doan hep cong Sylvius khi gian
ndo that 111 va ndo that bén ma khong tim thy céc bat thuong khac trong so.
Hep cong ndo c6 thé chan doan tir quy 11 trén siéu am.

Tiéu chudn chan dodn hep cong ndo [15, 45]: (1) Gidn ndo that 111 va
hai ndo that bén. (2) VOm so nguyén ven c6 hinh dang binh thuong, hé sau
binh thuong.

Hgi chizng Bicker Adam: trén thai nhi c6 giéi tinh nam, c6 cac dau hiéu
hep cong ndo va khép ngon tay cai. (Xem hinh 2.8 & phu luc 3)

Spina Bifida

Tiéu chudn chan dodn [12, 15, 28, 163]: (1) Dau hiéu gian tiép tai nio:
gidn no that. (2) Dau hiéu truc tiép tai cot séng: mat cat doc cot séng bi gian
doan, khéi thoat vi ¢ vi tri hé dang nang tréng am néu thoat vi mang tay hoic
c6 vung ting 4m néu thoat vi tay- mang tay; mit cit ngang cac dét séng co
hinh chit V. (Xem hinh 2.9 ¢ phu luc 4)

Hoi chitng Arnold Chiari type 11

Tiéu chudn chdn dodn bao gom [12, 15, 28, 163]: Tiéu chuan chan doan
Spina Bifida va cac tiéu chuan sau:

- D4au hiéu qua chanh (lemon sign): xuong tran 16i, Xuong cham det.

- D4au hiéu qua chudi (banana sign): tiéu ndo det va cong.

- H6 sau hep < 3mm hoic mét.

(Xem hinh 2.10 & phu luc 5)

Thoat vi ndo- mang néo

Chan doan trude sinh thuong dé dang bang siéu am.

Tiéu chudn chdn dodn: (1) Khuyét xuong so. (2) Khdi thoat vi ¢ vi tri
khuyét xuong so, trong khdi ¢ thé ¢ mang ndo va dich néo tay, c6 thé co ca
nhu mé ndo. (3) Gién ndo that. [12, 15, 28, 163]
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Hoi chirtng Meckel- Gruber

Tiéu chdn dodn bao gom: (1) Tiéu chuan chan doan cua thoat vi ndo. (2)
Loan san than. (3) Ban tay nhiéu ngén. [12, 15]

Bit san thé chai

Tiéu chudn chdn dodn bdt san thé chai hoan toan: (1) Khéng c6 hop vach
trong sudt & mit cat ngang. (2) Khong co hinh anh thé chai ¢ mat cit doc. (3)
Khéng c6 dong mac quanh thé chai khi siéu &m doppler.

Cach xac dinh:

- Mit cat ngang: khong c6 hop vach trong suét, hai ban cau no tach xa nhau
qua dudng gitta, dau hiéu hinh diu phay (comma- shaped: hai sing tran néo that
bén bi ddy xa nhau lam det lai), ddu hiéu hinh giot nudc (teardrop- sign: dau
hiéu nay tao boi nga tu ndo that va stimg cham gidn rong hon binh thudng trong
khi stmg tran khong thay doi kich thuéc nhung lai bi ép xa duong giita hon
binh thudng). Néu nghi ngd bat san thé chai str dung mit cit vanh va mat cit dimg
doc gira dé chan doan truc tiép.

- Mt cdt vanh: khong c6 hinh anh thé chai.

- Mt cit dung doc giita: khong c6 hinh anh thé chai, dau hiéu tia nang mat
troi (Sunburst — sign) do cac ranh ndo hoi tu vé ndo that ba tao nén, khong thay
dong mach quanh thé chai (mot nhanh cua dong mach nio gitra).

(Xem hinh 2.11 va 2.13 & phu luc 6)

Tiéu chudn chdn dodn bdt san thé chai khéng hoan toan: Khéng cé hinh
anh phan sau thé chai (thiéu 16i va than thé chai), hinh anh thé chai mong va
ngan, khong tao thanh vong cung hoan toan trén nio that 111,

Cach xac dinh

- Mat cit ngang: hop vach trong sudt binh thuong

- Mat cat vanh: hop vach trong subt va phan trudc thé chai c¢d thé binh
thudng nén chan doan bat san thé chai khdng hoan toan 14 rat kho, chi chan
doan duoc bang mat cat ding doc gitra.
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- Mit cit dang doc giita: khdng cé hinh anh phan sau thé chai, hinh anh

thé chai mong va ngan, khéng tao thanh vong cung hoan toan trén ndo that I11.
(Xem hinh 2.12 & phu luc 6)

Bit san vach trong sudt

Tiéu chudn chan dodn: (1) Mit cat ngang khong nhin thay vach trong sudt.
(2) Hai stng trudc ndo that bén thong nhau. (Xem hinh 2.14 ¢ phu luc 7)

Hoi chirng Dandy Walker

Tiéu chudn chdn dodn di dang Dandy Walker: (1) Bét tao hoan toan cua
ctia thily nhong tiéu ndo hodc mot phan cta thuy nhong duéi. (2) Ndo that 4 mo
thong vai bé 16n. (3) Gidn bé I6n trén 10mm. (4) Khoang dang nang Ion day
nang léu tiéu ndo va hoi luu xoang tinh mach Ién trén. (5) Gian ndo that trén
1éu.

Cach xac dinh

- Mat cat ngang qua tiéu ndo: gian hé sau, hé sau va ndo that IV thong
nhau c6 hinh tam giac dinh & ndo that IV mé rong vao hé sau.

- Mt cat ding doc danh gia sy hién dién, tinh toan ven va vi tri cua
thly nhong; vi tri cua 1éu tiéu ndo. O mat cat ndy, thly nhong nho véi hinh thé
binh thudng hoac bat thuong (khong cé ranh) hoic bat san mot phan thiy nhong
thuong dugc xem 13 teo thily nhong néi chung. O mit cat nay con danh gia goc
tao bai thlly nhong véi than ndo vuot qua 45° va sy thay doi di 1én cua léu tiéu
ndo. (Xem hinh 2.15 ¢ phu luc 8)

Chdn dodn phén biét véi nang cua ho sau: trong nang hé sau ndo that 1V
khong thdng véi hd sau, khdng cé su di chuyén 1én trén cua léu tiéu ndo va thiy
nhong nho.

Nhin nio

Tiéu chudn chdn dodn cia nhan néo: (1) Mat cit qua ranh Sylvius khong
twong tng tudi thai. (2) Khdng thy cac ranh di tir ngoai vo ndo vao trong. (3)
Gian n&o that. Siéu &m chan doan nhin ndo khi tudi thai trén 24 tuan [15], [164].
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Cach xac dinh:

Str dung mit ¢t ngang cao hon mat cit do dudng kinh ludng dinh ngang
muc thay rd 3 ciu trdc: hd quanh, ndo that I11, phan thap caa véach trong suét
(ngang muc cot vom ndo). O mit cit nay danh gia hinh anh géi 1én caa thly thai
dwong qua nira sau caa thiy dao. Thuy dao c6 hinh anh 1a dudng thang. (Xem hinh
2.16 6 phu luc 9)

Hinh anh géi cta thuy thai duong 1én nira sau thuy dao tao goc dudi 45°
tinh 0 diém, duai 90° tinh 2 diém. Khi thuy thai dwong vuot qua ¥ nira sau thily
dao: 4 diém, vuot qua % thuy dao: 6 diém, vuot qua % thuy dao: 8 diém, va gdi
|én hoan toan nira sau thiy dao: 10 diém. Chi sé nay goi la chi s6 SFO: Sylvian
fissure operculization (Xem hinh 2.17 ¢ phu luc 9). Chi s6 SFO ting dan theo
tuoi thai. [164]

Sau khi c6 chi s6 SFO, d6i chiéu véi biéu d6 (xem hinh 2.18 & phu luc 9)
dé danh gia su phat trién cta ranh bén.

Chan doan nhan ndo trén siéu am xéc dinh trén siéu 4m bang chi s6 SFO ap
dung cho thai trén 24 tuan. Tuy nhién, siéu am khong phai 1a uu thé trong chan
doan nhin ndo, nén can str dung MRI thai nhi dé chan doan xac dinh. [164]

Ché nao

Dau hiéu chan dodn ché néo: (1) Hinh anh khe chira day dich ndo tiy &
mdt hodc hai bén ban cau dai ndo, trai dai tir khoang dudi nhén dén ndo thét.
(2) Gian néo that. [12, 28, 165]

Cdch thue hién: St dung mit cit ngang qua nio that bén va mit cit ngang
qua ranh Sylvius. Pic trung bdi hinh anh khe chira day dich ndo tuy ¢ mot hodc
hai bén ban cau dai ndo, trai dai tir khoang dudi nhén dén ndo that. Trén mat
cit ndo that bén hinh anh gian ndo that rat rd rang. Thuong xay ra & vi tri rdnh
Sylvius va thuong lién quan dén hoi ching septo-octic dysplasia.

(Xem hinh 2.19 ¢ phu luc 10)
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U nédo

Dau hiéu trén siéu am: khoi bat thudng trong ndo, nhu mod ndo bi day hoic
bi ép, gidn ndo thit [12, 165]. C6 thé cb can xi hoa trong so, chdy mau trong
ndo. (Xem hinh 2.20 ¢ phu luc 11)

Xuat huyét trong ndo that

Ddu hiéu siéu &m: gidn nio that, thanh ndo that ting 4m vang, dam rdi
mach mac trong n&o that bén thay d6i hinh dang va vi tri, ting am vang. Ton
thuong nhdi mau thudng duoc phat hién & dang thanh ndo that khong déu, co
dau hiéu “bi gam” (niblled sign) [89, 165, 166]

Nhiém tring thai

Dau hiéu siéu am goi y thai nhiém CMV: dau nhé 1a triéu ching dic hiéu
ctia nhidm CMV, gidn ndo thit, ting 4m vang quanh ndo that, bt thuong hoi
ndo (lissencephaly), can xi hoéa thanh n&o that hay trong nhu mé ndo, kén gia
trong ndo that, dinh ndo that. [15, 28, 167, 168]

DAu hiéu siéu &m goi Y thai nhidm toxoplasmosis: gi&n ndo that, nhiéu not
can xi héa &: quanh ndo that va trong nhu mé n&o. Ngoai ra c6 céc triéu chung
khac: can xi héa trong 6 bung, trudng hop ning tién trién thanh phu thai [15,
28, 169, 170].

2.3.4.13. Xét nghi¢m sang loc trudc sinh (double test, triple test): nguy co
cao khi ngudng cut off > 1/250, nguy co thap khi ngudng cut off <1/250.

2.3.4.14. Két qud nhiém sdc thé thai: binh thudong, bat thuong
2.3.4.15. Két qud thai ky: dinh chi thai nghén, tiép tuc thai ky.

Pinh chi thai nghén hay tiép tuc thai ky do gia dinh lwa chon sau khi duoc
tu van. Pinh chi thai nghén c6 thé duoc hoi dong Chan Poan Trudc Sinh
khuyén nghi nhung ciing c6 thé do gia dinh quyét dinh mic du hoi déng khong
khuyén nghi.
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2.3.4.16. Tién trién ciia kich thudc nio thit trong tiv cung: vé binh thuong:
kich thudc ndo that bén <10mm; giam: giam > 2mm so véi thoi diém phat hién;
khong thay dbi: chénh 1éch véi thoi diém phat hién <2mm; ting: ting >2mm
so voi thoi diém phat hién. [25]

2.3.4.17. Két qud thai ky tai thoi diém dé bao gom cdc bién so:

- Tudi thai tai thoi diém dé: non thang: tudi thai khi dé tir 22 dén hét 36
tudn; ¢t thang: 37-41 tuan; gia thang: trén 41 tuan.

- Cach dé: dé thuong, dé mo

- G101 tinh: trai, gai

- Can nang: binh thuong: >2500g; nhe can: <25009 [171]

- Chi s6 Apgar tai thoi diém 5 phut: binh thuong: 7-10 diém; ngat: 0-6
diém; ngat nhe: 4-6 diém; ngat nang: 0-3 diém. [172, 173]

- Vong dau: binh thuong, to, nho
Vong dau cua tré so sinh dugce do bdi nhan vién y té tai noi dé. Vong dau cia
tré 3 thang tudi do ¢ thoi diém tai kham tai trung tim Chan Poan Trudc Sinh
boi nghién ctru sinh. Sau khi ¢6 s6 do, chdm 1én biéu d6 vong du cho riéng bé
trai va bé gai dé xac dinh dudng bach phan vi (xem hinh 1.21 va 2.22 ¢ phuy luc
12). Sau d6 phan loai vong dau: binh thudng néu sé do ndm trong dudng bach
phan vi tir 5-95; to néu s6 do nam trén duong bach phan vi 95; nhé néu sé do
nam dudi duong bach phan vi 5. [174]
2.3.4.18. Két qud thai ky tai thoi diém tré 1-3 thang tuéi

- Thai luu: thai chét trudc chuyén da; chét lac dé: chét trong chuyén da
(do thu thuat hity thai); chét so sinh: chét tir sau khi dé cho toi 1 thang sau dé;
song dén 3 thang tudi.

- Kich thuéc ndo that bén (siéu am qua thop): khong gidn: <10mm:; gian

nhe: 10-12mm; gian vura: 12,1-14,9mm; gian ndng: >15mm.
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- So voéi trude sinh: kich thude ndo thit bén vé binh thuong: <10mm;
giam: giam > 2mm so voi trudc sinh; khong thay doi: chénh léch véi s6 do
trude sinh <2mm; tang: tdng >2mm so va41 trude sinh.

- Vong dau: binh thudng, to, nho

- Phat trién tAm than van dong cta tré: binh thuong (két qua giai ma test
Denver II binh thuong: khdng c6 mau hanh vi cham, nhiéu nhat 1 mau hanh vi
nghi van), nghi ngo chdm PTTVD (két qua giai ma test Denver II nghi nghd: trén
2 mau hanh vi nghi van, trén 1 mau hanh vi cham phat trién), cham PTTTVD (két
qua giai ma test Denver IT cham phat trién: it nhat 2 mau hanh vi cham phat trién
& it nhat hai khu vuc kiém tra).

Céch thuc hién test Denver Il va danh gia két qua theo phu luc s6 13.
2.4.Pia diém nghién ciru

Dia diém nghién ctu tai TTCDTS, khoa nhi so sinh bénh vién PSTW.
2.5.Trang thiét bi va may méc phuc vu nghién ctru

Pé tai da sir dung nhiing trang thiét bj va may moc sau dé xac dinh nhirng
chi s6 phuc vu nghién cuau:

- May siéu &m 4D: Samsung W800A ¢ trang bi dau do 3,5 MHz va dau
do 4D tai TTCDTS BVPSTW
2.6. Phwong phap phan tich so liéu

+ Thu thap sb liéu nghién cau:

Cac phiéu thu thap duoc kiém tra trudc va sau khi nhap sé liéu. Cac phiéu
thu thap sé liéu khdng rd rang hay khéng pht hop phai dugc hoan thién lai hoac

loai bo.
+ Cach ma hoa:

S6 liéu dugc nhap vao may tinh trén Excel, cac thong tin dugc ma hoa

bang sé. Pdng thoi kiém tra tinh logic.
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+ Xt ly s6 liéu nghién cau:

Cac sb liéu thu thap dugc cua nghién cau duoc xir ly theo cac thuat toan
thdng k& Y hoc trén may tinh bang chuong trinh phan mém STATA 10.0 dé
tinh toan cac thdng sb thuc nghiém: trung binh, d6 léch chuan, méi twong quan
giita hai dai lugng. Cac bién sb dinh tinh duoc trinh bay theo tan suat, ty I¢

phan tram (%). S6 liéu duoc trinh bay bang bang va vé biéu dd minh hoa.

Test kiém dinh: chung t6i st dung Chi-square test (x2) duoc hiéu chinh
bang Fisher’s exact test khi thich hop, t-test, test so sanh hai ty 18, so sanh hai
trung binh. Phan tich da bién theo phuwong phéap Stepwise duoc ap dung dé xac
dinh mai lién quan giira cac yéu to trude sinh vai mot sé théng sé cua két qua
thai ky. Cac bién nguyén nhan lién quan c6 y nghia thong ké véi bién hau qua
s& dua vao mo hinh hoi quy Logistic. Tr md hinh hdi quy Logistic tinh duoc
OR hiéu chinh dé xac dinh duoc tac dong cia bién nguyén nhén lién quan dén
bién phu thudc khi cac yéu t khac trong mé hinh 1a nhu nhau.) Cac phép kiém
dinh, so sanh c6 ¥ nghia thong ké khi p < 0,05.

+ Céch khong ché sai s6 va yéu té nhiéu

Dé khdng ché sai sé va yéu tb nhidu ching tdi thuc hién cac phép do theo
dung tiéu chuan di dit ra (s dung phuong phap cham diém cho chét luong do
kich thuéc ndo that caa Laurent Guibaud, dudi 5 diém tién hanh do lai). Cac
chan doan bang siéu am chi thyc hién bai chuyén gia c6 kinh nghiém nhét cua
TTCDTS.

2.7. V& khia canh dao dirc trong nghién ciru

Nghién ciru nay ¢dam bao khong vi pham véan dé y dirc. Nghién ctu cua
chaing téi nham muc dich gitp cong dong trong chan doan, tién lwong, hudng
dén céach xt tri thich hop nhét cua gidn ndo that thai nhi va mé ra huéng méi

cho cac nghién cau tiép theo trong linh vuc nay. Viéc siéu am, tu van, chup
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MRI thai nhi, choc 6i, kiém tra tré sau dé phuc vu nghién cau ciing 1a quy
trinh thuc hién cho san phu khi dén khadm véi su @éng y. Vi vay khong anh
huong dén sirc khoe cua ca san phu va thai nhi. Khi c6 két luan cudi cung,
san phu va gia dinh s& duoc tu vin va duoc quyét dinh két qua thai ky. Tt
ca céc thai phu duoc lva chon vao nghién ciru déu dugc giai thich rd vé muc
dich. Cac thai phu c6 thé khong tiép tuc tham gia va roi bé nghién cau bat

ct khi ndo ho mudn.
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Chuong 3: KET QUA NGHIEN CUU

300 thai phu c6 chan doan xac dinh gian nao thét thai nhi

Siéu am: PBanh gid mtc dJ gian va
nguyén nhan gian

Choc 6i: 67 truong hop

148 l 142

Tiép tuc theo 09 Dinh chi
doi thai

thai nghén
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Tiép tuc thai ky 01 Thai chét trong
tr cung
Thai chét trong
chuyén da

Tai thoi didm dé 01
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Tré song dén 3
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thang tudi
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3.1. Pic diém dbi twong nghién ciu
3.1.1. Pic diém thai phu
Bdang 3.1. Phan bé mét sé ddc diém cia thai phu

Pic diém thai phu n %
. <20 22 7,3
Tuo6i me
20-29 200 66,7
(nam)
30-39 78 26,0
Kinh 285 95,0
Dan tc —
Thiéu so 15 50
Nong dan 74 247
Nghé nghiép Can bd vién chirc 159 53,0
Khac 67 22,3
. Con so 133 44,3
S0 1an sinh
Conra 167 55,7
. Co 6 2,0
Tién sir c6 bénh ndi khoa
Khong 294 98,0
Tién sir c6 con gidn nio Khdng 289 96,3
thét Cé 11 3,7

Tudi me c6 thai gidn ndo that tap trung cha yéu trong nhom 20-29 tudi
chiém ty I& 66,7%. Tudi me trung binh: 27,0 + 5,13 nam (Min- Max: 16 — 45
nam). Chi c6 2% thai phu ¢4 tién st mac bénh Iy ndi ngoai khoa nhu budu giap,
dai thao duong, viém gan, bénh tim... Tién st thai phu c¢6 con dugc chan doan

gidn ndo that chiém 3,7%.

3.1.2. Pic diém thai nhi
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3.1.2.1. Dic diém chung cia thai nhi gidn ndo that

Bdng 3.2. Mgt sé dic diém chung cia thai nhi gidn ndo thdt

; . i Tan s6 .
Pac diém thai nhi Tan so . % % cong don
cong don
20-24 81 81 27,0 27,0
Tuoi thai
25-28 92 173 30,7 57,7
phat hién
. 29-32 76 249 25,3 83,0
(tuan)
>33 51 300 17,0 100,0
Nhe 109 109 36,3 36,3
Murc do gidn | Vua 91 200 30,3 66,6
Nang 100 300 33,3 100,0
Hinh thai Pon doc 131 131 43,7 43,7
gian Phdi hop 169 169 56,3 100,0
Mot bén hay | Mot bén 16 16 5,3 53
hai bén Hai bén 284 284 94,7 100,0

Tuoi thai tai thoi diém chan doan chil yéu dudi 32 tuan, chiém ty Ié 83%,
sau 32 tuan chi 17%. Tudi thai trung binh tai thoi diém chan doan: 27,7 +4,67
(Min- Max: 20-38). Gian no that mirc do nhe, vira, nang lan luot 1a: 36,3%,
30,3%, 33,3%. Kich thudc no that trung binh: 14,7+5,66 mm (Min- Max: 10-
53). Gian ndo that don doc, phdi hop chiém ty 1& 43,7%, 56,3%. Gian ndo that
hai bén la cha yéu vai ty 1¢ 94,7%.

FL.2.2 Phiin bo frinks thii griin néo this theo i that ta 1hor didm plidt hién
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Bing 3.3, Pluin b0 fints thidi giiin ndo it theo tudy thal tor #io7 didm plidt hign

Hinh thai gin Phéi hop Pon dic
Tuéi thai phat Rién-(tuan) n % n % P
20-24 55| 325 26| 198| <0,05
25-28 47| 278 45| 344
29-32 40| 237 36| 275| >0,05
>33 27| 16,0 24| 183
Tong 169 100 131 100

Ty & gi&in ndo that phdi hop cua nhdm tudi thai 20-24 tuan cao hon ty 1¢
gidn ndo that don doc co ¥ nghia théng ké véi p<0,05.
3.1.2.3. Phan bé hinh thai gidn ndo that theo mize dé gian

100% -+

80% -

Phéi hop
B DPon doc

60% -

40% -

20% -

00% -
Nhe Vura Nang

Biéu dé 3.1. Phan bé hinh thai gidn ndo thdt theo mere dé gian.
Ty Ié gidn don doc trong nhdm gidn nhe, vira, nang lan luot 1a: 60,6%;

41,8%:; 27%.Ty 1& gidn phéi hop trong nhoém gidn nhe, vira, nang lan luot 1a:
39,4%:; 58,2% va 73%.
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3.1.2.4. Phan bé mire d gidn theo tuéi thai tai tai thei diém phat hién

Bdng 3.4. Phan bé mire dd gidn theo tuéi thai tgi thei diém phat hién

Mikc d¢ gi&n Giéan nhe Gidnvwra | Gian nang p

. n % n % n %
Tuoi thai phat hién
(tuan)
20-24 31| 383 | 23| 284 | 27 | 333

>0,05

25-28 37| 40,2 | 34| 370 | 21| 228
29-32 30| 395 | 22| 289 | 24 | 316
>33 11 | 216 | 12| 235 | 28 | 54,9 | <0,05
Tong 109 91 100

Ty 1é gidn ndo that nhe, vira va nang trong mdi nhém tudi thai 20-24, 25-
28, 28-32 tuan khac nhau khong c6 ¥ nghia thong ké véi p>0,05.Ty & gidn ndo
that nang trong nhom tudi thai >33 tuan 1a 54,9%, cao hon ty 1& gidn nhe hoac

vira ¢6 ¥ nghia théng ké vai p<0,05.
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3.1.2.5. Mgt sé dic diém cia thai phu va thai nhi trong cac nhém hinh thai

va mie d gidn ndo that

Bdng 3.5. Mgt sé dic diém cia thai phu va thai nhi trong cac nhém hinh

thai va mize dé gian nao that

dc diém thai nhi Mirc dd gidn Hinh thai gidn
Nhe Vira Niing | Pon doc | Phdi hop
Pic diém thai phu_ | n=109 | n=91 n=100 | n=131 | n=169
Tubi me (nam)
_ 28,0 + 26,8 259+ 269+ 270+
X £SD
5,37 +5,11 4,67 4,86 5,34
Min — Max 17-45 16-42 17-42 19-43 16-45
p p<0,05 p>0,05
Tubi thai (tuén)
_ 273+ 274+ 286+ 282% 274+
X £SD
413 4,36 5,34 4,64 4,65
Min — Max 20-38 20-37 20-38 20-38 20-38
P p>0,05
Kich thuéc nfo thit (mm)
_ 10,9+ 132+ 202+ 135+ 156+
X +SD
0,70 0,74 6,89 5,24 5,82
Min — Max 10-12| 12-14,8 15-53 10-53 10-45
P P<0,05
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Tudi me trung binh cua 3 nhdém gidn ndo that mirc d6 nhe vira va ning
khac nhau c6 ¥ nghia théng ké véi p<0,01. Tuy nhién, tudi me trung binh giira
hai nhém gian n&o that don doc (27,0 + 5,34 nam) va phdi hop (27,0 + 5,34
niam) khac nhau khong c6 ¥ nghia thong ké véi p>0,05.

Tudi thai trung binh tai thoi diém chan doan trong cac nhom gidn nio that
nhe, vira va ning ciing nhu trong 2 nhém gidn ndo that don doc (28,2 + 4,64
tuan) va gidn nio that phéi hop (27,4 + 4,65 tuan) khac nhau khéng co y nghia
thdng ké véi p>0,05.

Kich thudc ndo that trung binh cua hai nhém gidn néo that don doc
(13,5 + 5,24 mm) va gian ndo that phdi hop (15,6 + 5,82 mm) khéc nhau c6 y
nghia théng ké voi p<0,05.

3.1.3. Pic diém cia phan phu thai (banh rau, nwéc i)

3,7%

1% 1%

B Binh thuong
® Rau tién dao
" Pa 6i

® Thiéu 01

Biéu do 3.2. Pdc diém phdn phu thai

Phan phu thai binh thudng chiém da sb véi ty 16 94,3%, bat thuong (rau

tién dao, da 6i hoac thiéu 6i) chi 5,7%.
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3.2. Nguyén nhan cia gidn ndo that thai nhi
3.2.1. Nguyén nhan caa gidn néo thit thai nhi dwec chin doan truéc sinh
bang siéu Am
Bdng 3.6. Phan bé cac nguyén nhan gian nao thdt thai nhi dwoc chin dodn
trwdc sinh bang siéu am.

C4c nguy@n nhan gidn ndo that n %

bon doc 131 43,7
ba di tat 51 17,0
Bat san thé chai 35 11,7
B4t san vach trong sudt 23 7,7
Gidn n3o that kém bat thuong than kinh trung wong 12 4,0
Spina Bifida 11 3,7
Thoat vi ndo 6 2,0
Tac cong ndo 6 2,0
Dandy Walker 5 1,7
Nhan ndo 5 1,7
Xuat huyét ndo 4 1,3
Gidn toan bo hé théng ndo that 3 1,0
U néo 3 1,0
Nhiém trung thai 2 0,7
Ché néo 1 0,3
Hep so 1 0,3
Merkel Gruber 1 0,3
Tong 300 100

Trong 300 treong hop nghién cau, c6 131 truong hop (43,7%) gian ndo
that don doc, 169 truong hop (56,3%) tim dugc nguyén nhan gidn ndo that (gian

ndo that phéi hop). Trong sb céc truang hop tim thay nguyén nhan trén siéu am
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chan doan trude sinh, chiém ty 18 16n nhat 1a nhém gidn ndo that c6 nhiéu bat
thuong 17%, dung thir hai 1a bat san thé chai 11,7%, tha ba la bat san vach

trong sudt 7,7%.

3.2.2. Pic diém cia nhdm nguyén nhan bat san thé chai

Bdng 3.7. Pdc diém ciia nhdm nguyén nhan bdt san thé chai.

én nhan gidn nio that Bat sin Khong bat
thé chai san theé chai p

Pic diém thai phu va thai-nhi n=35 n=265
Tudi me (nim)
X =SD 26,2 + 4,28 27,1 £5,23

>0,05
Min — Max 16 — 39 45— 27
Tudi thai (tuin)
X +SD 29,7 + 3,84 27,5+ 4,69

<0,05
Min — Max 22 - 36 20— 38
Kich thwéc néo that (mm)
X +SD 15,2 + 2,97 14,6 + 5,92

>0,05
Min — Max 11,7-24 10,0-53

Tudi me trung binh cua nhdém gidn ndo that do bat san thé chai va khong

do bat san thé chai khac nhau khong c6 y nghia théng ké. Tudi thai trung binh

tai thoi diém chan doan cua nhom gidn ndo that do bat san thé chai

(29,7 + 3,84 tuan) cao hon so véi nhém gidn ndo that khdng do bt san thé chai

(27,5 + 4,69 tuan) c6 ¥ nghia thong ké voi p<0,05. Kich thuéc ndo that trung

binh nhém bat san thé chai (15,2 + 2,97 tuan) cao hon nhoém khong do bt san

thé chai (14,6 + 5,92 tuan) khdng c6 y nghia thong ké véi p> 0,05.
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3.2.3. Céc bat thwong hinh thai ngoai hé than kinh trung wong.

3.2.3.1. Ty Ié cac bdt thiwong hinh thai ngoai hé than kinh trung wong

® C6 bat thuong ngoai hé TKTW
® Khong co bét thuong ngoai he TKTW

Biéu dé 3.3. Ty 1¢ bét thwong hinh thai ngoai hé than kinh trung wong
Trong 300 trudng hop gidn ndo that, 65 trudng hop chiém ty & 21,7% co
bat thuong hinh thai ngoai hé than kinh trung wong dwgc phat hién trén siéu &m

chin doan trudc sinh.
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3.2.3.2. Céc loai bdt thwong hinh thai ngoai hé than kinh trung wong

Bdang 3.8. C4c loai bdt thwong hinh thai ngoai hé than Kinh trung wong

dwoc phéat hién trén siéu a&m chdn dodn trwéc sinh.

Co quan Céc bt thwong n %
Mit co Khe hé méi, ha ham, khong c6 nhan cau 2 0,7
Tim Thong lién nhi, théng lién that, chuyén
chd mach méau I6n, Fallot 28 93
Than Than da nang, gian bé than 10 3,3
Bung Thoat vi rén, rudt non ting énj vang, c 17
khe hé thanh bung, tran dich 6 bung
Chi Bat thuong tu thé chi, thira ngon 8 2,7
Nhiéu co quan | Nhiéu co quan 1 0.3
Phu thai 4 1,3
Thai cham phat trién 7 2.4
Tong 65 21,7

Trong cac bat thuong hinh thai bén ngoai hé than kinh trung wong, bat
thuong tim chiém ty & 16n nhat 9,3%, than 3,3% va chi 2,7%. Bat thuong bung:
5 truong hop (1,7%), phu thai: 4 thuong hop (1,3%), bat thudng mat: 2 truong
hop (0,7%). Ty Ié thai cham phat trién trong tir cung: 2,4%.
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3.2.4. Pic diém di truyén
3.2.4.1. Xét nghiém sang lgc truwéc sinh (Double test, triple test)

250 ~

s6 lugng

Khong XN SLTS

200 -

B Nguy co cao
150 - ® Nguy co thap
236
100 -
50 -
O n T 1

Co xét nghiém Khong xét nghi¢m

Biéu dé 3.4. Pdc diém xét nghiém sinh hoa sang loc trwéc sinh

Trong 300 trudng hop gidn ndo that, chi cé 64 (21,3%) truong hop co xét
Double test hozc Triple test . Trong d6 12 truong hop (4,0%) c6 két qua nguy

co cao véi hoi ching Down.
3.2.4.2. Nhiém sdc thé do thai nhi trwéc khi chdn dodn gian ndao thét

Trong 300 thai nhi gidn ndo that, c6 18 truong hop da co két qua nhiém
sac thé d6 binh thuong. Cac trudng hop nay xét nghiém té bao i trude 20 tuan
vi nhitng If do: gidn ndo that (10 truong hop), ting khoang sang sau gay (4
trrong hop), xét nghiém sang loc nguy co cao vai hoi ching Down (3 truong

hop) va gidn bé than (1 truong hop).
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3.2.4.3. Két qud nhiém sdc thé dé cia thai nhi gidn nio that

Bdng 3.9. Phan bé két qud nhiém sdc thé dé cia thai nhi gidn ndo that

Kétqua_nhiém sic thé dd | Binh thuong Bat thuwong
Pic diém gidn ndo-that n % n % P
Pon doc
) 51 91,1 5 8,9
Hnh thai n=56
. = >0,05
gian Phoi hop
26 89,7 3 10,3
n=29
Nhe
38 90,5 4 9,5
n=42
Vua 10,0
27 90,0 3
o n=30
Mire d6 gian >0,05
Nhe, vira
65 90,3 7 9,7
n=72
Nang
12 92,3 1 17,7
n=13
C 20-24 34| 872 5] 12,8
Tuéi thal 25-28 20| 906 3| 94
phat hién >0,05
N 29-32 6| 100,0 0 0,0
(tuan)
>33 8| 100,0 0 0,0
Tong 77 90,6 8 9,4

Kiém tra nhidm sic thé thai duoc dé nghi cho tat ca cac truong hop thai
du6i 30 tuan. Tuy nhién chi c6 67 thai phu dong thuan thuc hién xét nghiém té
bao 6i. Tong sd thai nhi cd két qua nhidm sic thé d6: 85 truong hop chiém ty
1& 28,3% quan thé nghién ctu. Ty 1é bat thuong NST 9,4% (8 truong hop). Su
khac biét vé ty ¢ bat thuong gitra cac nhom gidn don doc va phdi hop, muic do
gidn nang va nhe hoic vira, nhom tudi thai 20-24 va 25-28 khéac nhau khéng c6

¥ nghia thong ké véi p>0,05.
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3.2.4.4. Cdc truwong hep bt thirong nhiém sdc thé thai nhi

Bdng 3.10. Cdc trwong hep bdt thwong nhiém sdc thé thai nhi

Tudi | Mic | Xét Bat thwdong Karyotyp thai Két
thai d¢ | nghiém cau truc qua
phat | gidn sang thai ky
hign loc
(tuan)
Cal Khéng cé
20 Nang | Khong | xwong sng 47, XY ,+21 DCTN
miii
Caz2 Nguy
20 Vura ) Khdng 47, XY,+21 DbCTN
co thap
Ca3 |22 Vira | Khéng | Gian NT 3 47, XY ,+21 bCTN
Ca4 A Thong LT
21 Nhe | Khéng 47, XY,+18 bCTN
Nang bPRMM
Cabs |27 Nhe | Khéng | Khong 47, XY ,+13 DCTN
Cab6 Nguy ,
28 Nhe .| Batsan VTS 49, XXY DBCTN
co thap
Ca7 46,Y t(X,1)
27 Vira | Khéng | Khong Chuyén doan can bang DCTN
gitra NST X va NST s6 1.
Ca8 46,XX+(2,10)(q37.3;p11.2) ]
Nguy L . o Chét so
23 Nhe Gay day Chuyén doan can bang )
CO cao ) , sinh
gitra NST s6 2 va 10

Trong 8 truong hop bat thuong nhidm sac thé, 3 trudng hop méc hoi chiang

Down, 1 trudng hop méc hoi chung Edwars, 1 truong hop mac hoi ching Patau,

1 trudng hop Klinefelter, 2 trudng hop chuyén doan can bang (NST gigi tinh
X vaNST s6 1, NST s6 2 va NST s6 10). Ba truong hop gidn ndo that don doc

khong c6 bat thuong khac di kém (1 gidn nhe, 2 gidn vira) c6 két qua trisomi

21, trisomil3 va chuyén doan can bang.




73

3.3. Két qua thai nghén

Thai lru: Dé chét: Chét so sinh:
1 (0.7%) 1 (0,7%) 7 (4.8%)

Binh chi Theo dbi
thai: 151 dé: 149

(30.3%) (49 7%) orin = 140

Pé song 147
(95.2%)

(98.7%)

Trwdc sinh Sinh So sinh

Biéu dé 3.5. Két qud thai nghén caia thai nhi gidn ndo thdt

Ty I¢ dinh chi thai nghén 50,3% (bao gdm 142 trudng hop quyét dinh dinh
chi thai nghén sau khi khdam va héi chan lién vién va 9 truong hop dinh chi thai
nghén sau mot thoi gian theo di thai), tiép tuc thai ky 49,7% (bao gém 139
truong hop theo ddi thai dinh ky va 10 truong hop di vao chuyén da), ty 18 dé
séng 98,7% trong sb tiép tuc thai ky. Ty 1 chét so sinh 4,8%. Ty & séng dén 3
thang tudi 95,2%.



3.3.1. Pinh chi thai nghén

3.3.1.1. Méi lién quan gi@a cac yéu té trudc sinh véi dinh chi thai nghén.
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Bing 3. 11, Moy lién guan griia cdc yéu 10 rude sink voy dink chii thai nghén

i ) DPinh chi thai | Tiep tuc thai OR hié¢u
&t qua thai nghén ) ) OR
nghén nghén chinh
95% CI
., (n=151) (n=149) 95% ClI
Céc yéu to truwécsinh
n % N %
_ Pon doc 27 9,0 104 | 34,7 1
Hinh thai
. 10,6 17,74
gian , 124 41,3 451 15,0
Phoi hop (5,60 - 20,11) | (8,62-36,53)
Gian nhe,
. 82 27,3 118 | 39,3 1
vira
Mirc do gidn
3,2 10,95
69 23,0 31| 10,3
Nang (1.89-5,43) | (4,30-27,92)
20-24 61 20,3 20| 6,7 1 1
0,4 0,57
. 52 17,3 40 | 13,3
Tu6i thai 25-28 (0,22-0,83) | (0,24-1,33)
phat hién 0,3 0,17
. 33 1,0 43 | 14,3
(tuan) 29-32 (0,12-0,52) | (0,07-0,48)
0,04 0,004
5 1,7 46 | 15,3
>33 (0,01-0,14) | (0,001-0,02)

Nguy co dinh chi thai nghén cua thai nhi gi&in ndo that phdi hop cao gap
hon 10 1an nhém gién n&o that don doc voi OR= 10,6 p<0,05. Nguy co dinh

chi thai nghén ciia mire d6 gidn nang gap 3,2 lan gian vira va nhe véi OR=3,2
p<0,05. Nguy co dinh chi thai nghén trong nhém tudi thai 25-28 tuan chi bang
0,4 lan nhom tudi thai 20-24 tuan véi OR=0,4 p<0,05. Nguy co dinh chi thai
nghén trong nhém tudi thai 29-32 tuan chi bang 0,3 nhdm tudi thai 20-24 tuan
véi OR=0,3 p<0,05. Nguy co dinh chi thai nghén ctia nhom tudi thai >33 tuan
chi bang 0,04 nhém tudi thai 20-24 tuan véi OR= 0,04 p<0,05. Tudi thai cang
I6n ty 1€ dinh chi thai nghén cang giam.
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Trén phuong trinh hdi quy da bién cho thdy: nguy co dinh chi thai nghén
ctia nhém gidn ndo that phdi hop cao gap 17,12 1an so véi nhém don doc
(OR=17,12 p<0,05), muc d6 gian nang cao gap 10,95 lan so véi gidn nhe hoic
vira (OR=10,95 p<0,05). Nguy co dinh chi thai nghén trong nhém tudi thai tai
thoi diém phét hién 29-32 tuan va nhom tudi thai >33 tuan lan luot chi bing
0,17 (OR=0,17 p<0,05) va 0,004 so va&i nhom tudi 20-24 tuan tudi (OR=0,004
p<0,05)
3.3.1.2. Ty ¢ dinh chi thai nghén theo nguyén nhan gian nao that

Bdng 3.12. Ty |é dinh chi thai nghén theo nguyén nhan gian nao that.

Nguyén nhan Téng s6 Pinh chi thai nghén
n %

Pon doc 131 27 20,6
Da di tat 28 17 60,7
Bit sin thé chali 35 24 68,6
Bat san \;ach 93 15 65.2
trong suot
B_ﬁt thwong than 14 10 714
kinh trung wong
Spina Bifida 11 10 90,9
Thoat vi nao 6 6 100,0
Dandy- Walker 5 4 80,0
Nhén nio 5 5 100,0
Xuat hu~yet ] 4 5 50.0
trong nao that
Tic cong nio 3 0 0,0
U nédo 3 3 100,0
Nhl.em trung 5 1 50,0
thai
Ché nao 1 0 0,0
Hep so 1 1 100,0
Hoi chung
Merkel Gruber 1 1 100,0
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Ty 1& dinh chi thai nghén trong mdi nhom: gian ndo that don doc, bat san
thé chai, bat san vach trong sudt: 20,6%; 60,7%; 68,6%; cac nguyén nhan con
lai ty 1& dinh chi thai nghén gan nhu 100%.

3.3.2. Tiép tuc thai nghén
3.3.2.1. Tién trién kich thwéc nio thdt trong t cung.
M@t s6 diic diém trwdc sinh va tién trién kich thwéc ndo that trong

tir cung

Bdng 3.13. Mét sé ddgc diém trwéc sinh va tién trién kich thwéc néo thét

trong tz cung.

Pic diém trwéc sinh n %
Tang 1én 25 16,9
Tién trién kich thuéc ndo | Khong thay doi 58 39,2
thét trong tir cung Giam 27 18,2
V& binh thudng 38 25,7
. R Don doc 104 70,3
Hinh thai gian ~
Phoi hop 44 29,7
Nhe 74 50,0
Murc do gidn Vira 48 32,4
Nang 26 17,6
20-24 23 15,5
2 5 25-28 40 27,0
Tuo6i thai phat hién (tuan)
29-32 45 30,4
>33 40 27,0
Téng 148 100

Ty lé tién trién kich thudc no thét trong tir cung vé binh thudng, giam, khéng
thay d6i, ting va cai thién (giam va vé binh thuong) lan luot 1a: 25,7%; 18,2%;
39,2%,;16,9% va 43,9%. Trong qué trinh theo ddi c6 9 truong hop dinh chi thai

nghén vi Ii do: mic d6 gidn ting 1én hodc phét hién thém bat thuong.
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Phan bé tién trién kich thwéc ndo that thai nhi trong cac nhém hinh thai

gidn ndo that.

Bdng 3.14. Phan bé tién trién kich thwéc ndo thdt thai nhi trong cac nhom

hinh thai gian nao that

Tién trién kich thwéc ndo that | Cai | Khong ,
, .| Tang | Tong p
Hinh thai gian nio tha thién | thay doi
n 51 39 14| 104
Pon doc <0,05
% 49,0 37,5 13,5|100,0
] n 14 19 11 44
Phoi hop >0,05
% 31,8 43,2 25,0(100,0

Nhom gidn don doc co ty 18 tién trién kich thudc ndo that trong tir cung
taing thip hon cai thién hodc khong thay doi c6 y nghia thong ké véi
p<0,05. Nhém gién ndo that phdi hop, ty Ié tién trién cua kich thudc ndo that
trong tir cung cai thién, khong thay do6i hoic tang khac nhau khong c6 ¥ nghia

thong ké vai p>0,05.



78

Phan bo tién trién kich thwéc no that thai nhi trong cac mire dd gian.

Bdng 3.15. Phan bé tién trién ciia kich thwéc ndo that thai nhi trong cac

mirce do gian.

kich thuéc nio that

Tién Cai | Khong .
n .. | Tang | Tong p
Mirc dé gian nio tha thién | thay doi
N 34 33 7 74
Nhe 0,0001
% 45,9 446| 9,5|100,0
N 20 17 11 48
Vira 0,2691
% 41,7 354 | 22,9|100,0
N 11 8 7 26
Nang 0,6065
% 42,3 30,8| 26,9|100,0

Ty lé tién trién cua kich thudc ndo that trong ta cung cai thién, khdng thay

d6i hoic ting trong nhom gidn vira va gian ning khac nhau khéng cé y nghia

théng ké voi p>0,05. Riéng nhoém gidn nhe, tién trién trong ti cung tang thap

hon rat nhiéu so véi ty I¢ cai thién hoac khong thay doi co ¥ nghia thong ké véi

p>0,05.



79

Phan bé tién trién kich thwéc ndo that thai nhi trong cac nhém tudi thai

tai thoi diém phat hién

Bdng 3.16. Phan bé tién trién kich thwéc ndo thdt thai nhi trong cac nhém

tudi thai tai thoi diém phét hién

Tién trién kich thwéc nio that | Cai Khong )
2 3 .| Tang | Tong P
Tuoi thai phat hién(tua thién | thay doi
N 9 8 6 23
20-24 >0,05
% 39,1 348| 26,1| 100
N 17 18 5 40
25-28
% 42,5 450| 125| 100
<0,05
N 24 14 7 45
29-32
% 53,3 31,1| 15,6| 100
N 15 18 7 40
>33 >0,05
% 37,5 450| 17,5| 100

Nhom tudi thai 20-24 tuan va >33 tuan, ty 1¢ thai nhi c6 kich thudc ndo
that trong tir cung cai thién, khong thay doi hoic ting khac nhau khong c6 ¥
nghia thong ké véi p>0,05. Nhom tudi thai 25-28 tuan, ty I tién trién kich
thude ndo that trong tir cung cai thién hodc khong thay doi cao hon kich thudc
ndo that tang c6 y nghia thong ké véi p<0,05. Nhom tudi thai 29-32 tuan, thai
nhi c6 kich thudc ndo that cai thién chiém ty & cao nhat va kich thuéc ndo that

tang chiém ty ¢ thap nhat. Sy khac nhau ndy c6 y nghia théng ké véi p<0,05.
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3.3.2.2. Két qud thai nghén tai thoi diém dé
CA4c thong sb két qua thai nghén tai thoi diém dé

Bdng 3.17. Cac thong sé két qud thai nghén tai thoi diém dé.

Két qua thai nghén N %
. Non thang 16 10,7
Tuoi thai lic dé

bu thang 131 87,9

n=149
Gia thang 2 1,4
Cach dé D¢ thuong 88 59,1
n=149 Mo lay thai 61 40,9
Binh thuong 129 86,6
Apgar Ngat nhe 14 9,4
n=149 Ngat nang 4 2,7
Chét 2 1,3
Gidi tinh Trai 91 61,1
n=149 Gai 58 38,9
Can nang >2500g 132 89,8
n=147 <2500g 15 10,2
. Binh thuong 131 89,1

Vong dau

To 15 10,2

n=147
Nho 1 0,7

Trong 149 truong hop tiép tuc thai nghén, mot truong hop thai luu trudce
khi chuyén da, mot truong hop hay thai trong chuyén da. Ty Ié dé du thang
87,9%, non thang 10,7%, gia thang 1,4%. Ty Ié dé thuong 59,1%, dé m6 40,9%.
Chi s6 Apgar binh thudng trong 86,6%, ngat nhe 9,4%, ngat nang 2,7%. Ty 1é
tré trai/gai: 91/58. Tré so sinh ¢6 can nang binh thuong trong 89,9%, nhe can
10,2%. Tré c6 vong dau binh thudng trong 89,1%, vong dau to 10,2% va 1
truong hop vong dau nho.
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M@i lién quan giira c4c yéu td trudc sinh véi tudi thai lic dé

Bdang 3.18. Méi lién quan gia cac yéu té trudc sinh véi tudi thai liic dé

61 thai lic dé ) Dii thang, gia
Non thang )
thang OR 95% CI P
CA4c yéu td trude sin n % n %
Hinh thai gidn | Don doc 8 5,4 96 | 64,4
n=149 Phéi hop 8 5,4 37| 24,8 2,59 0,89-7,54
Gian nhe,
Mirc dd gian . 13 8,7 105| 70,5 1
vua
n=149
Nang 3 2,0 28| 18,8 0,87 0,23-3,26 | >0,05
Tudi thai phat | 20-24 3 2,0 17| 114 1
hién (tudi) 24-28 6 4,1 34| 228 2,9 0,65-13,40
n=149 29-32 3 2,0 40| 26,8 0,42 0,08-2,32
>33 4 2,7 42 | 28,2 0,54 0,11-2,72
] X Giam 2 1,5 63| 45,3 1
Tién trién
i} Khong <0,05
trong tir cung 11 8,0 45 32,3 7,70 1,52-38,89
thay doi
n=139
Tang 1 0,7 17| 12,2 1,85 0,16-22,09 | >0,05

Khong c6 mdi lién quan gitta hinh thai, mac d6 gidn ndo that, tudi thai tai

thoi diém phat hién véi tudi thai khi dé. Tuy nhién, nguy co dé non ciia nhom

kich thudc ndo that khong thay doi gap 7,7 lan nhom kich thudc ndo that giam
vai OR=7,7 95%Cl: 1,52-38,89.
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M@i lién quan giira c4c yéu td trwéc sinh véi tinh trang ngat

Bing 3.19 Moy lién quan griia cdc yéu 10 trude sink voy tink trang ngat sau de.

inh trang ngat sau dé

Ngat Binh thuwdng
OR 95% ClI P
Ciac yéu td trwéc sin N % N %
Hinh thai gian | Pon doc 8 5,4 95 64,6 1
n=147 y <0.05
- Phéihop | 10 6,8 34 232 | 3,49 1,24-9,83
Gian nhe,
Mire df gidin . 12 8,2 104 | 70,7 1
vua
n=147 -
Nang 6 41 25 17,0 | 2,08 0,70-6,15
. <24
Tubi thai tai 2 | 14 18 122 1 >0,05
thoi diém 24-28 6 41 34 231 | 1,59 0,29-8,85
phat hién 29-32 3 | 20 | 39 | 265 | 069 | 010459
n=147
>33 7 48 38 259 | 1,66 0,31-8,95
. Giam 2 1,5 63 46,0 1
Tién trién
. Khéng
trong tir cung N 10 73 45 32,8 7 1,38-3552 | <0,05
thay doi
n=137
Tang 2 1,5 15 10,9 4,2 0,52-33,61 >0,05

Nguy co tré so sinh ngat sau dé cua nhom gian ndo that phdi hop cao gap

3,49 1an nhdm gidn ndo that don doc vai OR=3,49 p<0,05. Khdng c6 mdi lién

quan gitta mtc do gian, tudi thai tai thoi diém phat hién véi tinh trang tré so

sinh ngat khi dé. Nguy co tré dé ngat ciia nhom c6 kich thuéc ndo that khdng

thay d6i gap 7 lan nhom kich thudc ndo that giam trong qué trinh theo di véi
OR=7 p<0,05.
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Méi lién quan giira cac yéu td trwéc sinh véi can niang tré so sinh

Bing 3.20. Moy lién quan giiia cdc yéu 10 rude sink voy cin ning tré so' sinf

nang cua tré so sinh

<2500g >2500g
OR 95% CI P
Ciac yéu td trwéc sin n % n %
Hinh thai gian | Pon doc 7 4,8 96 65,3 1
n=147 Phdi hop 8 5,4 36 245| 3,05| 1,01-9,19 | <0,05
Gian nhe,
Mirc do gian . 12 8,2 104 70,7 1
vua
n=147
Nang 3 2,0 28 19,0 | 0,93 | 0,24-3,53
Tudi thai tai <24 3 2,0 17 11,6 1 50,05
\e aeX 24-28 5 3,4 35 238 | 081| 0,17-3,85
thoti diem
oy psA 29-32 4 2,7 38 259 | 059| 0,12-3,02
phat hién
n=147 >33 3 2,0 42 28,6 | 040| 0,07-2,27
, ) Giam 2 1,5 63 46,0 1
Tien trien
trong tir cun Khong
8 g N 10 73 45| 328 7| 1,46-33,50 | <0,05
n=137 tha}’dél
Tang 1 0,7 16 11,7 1,97 | 0,16-23,56 | >0,05

Nguy co tré so sinh nhe can ctia nhém gidn ndo that phéi hop gap 3,05 lan

nhom gidn ndo that don doc vai OR= 3,05 p<0,05. Khoéng c6 mbi lién quan

gitta mtrc d6 gidn ndo that, tudi thai tai thoi diém phét hién véi tinh trang nhe

can cua tré so sinh khi dé. Nguy co tré so sinh nhe can khi dé caa nhom tién

trién kich thudc ndo that trong tir cung khong thay d6i gap 7 1an nhom giam
v6i OR=7 p<0,05.
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M@i lién quan giira cac yéu td trwéc sinh véi vong dau

Bdng 3.21. Méi lién quan gid@a cac yéu té truéc sinh véi vong dau cia tré

so sinh tgi thoi diém dé

Vong dau To Binh thwong
OR 959% CI P
Cic yéu td trudc si n % n %
| Pondéc| 7| 48] 96| 658 1
Hinh théi gian ,
Phoi
n=146 8 55 35| 24,0 3,13 1,06-9,28
hop
: <0,05
Gian
Mirc dd gidn 3| 21| 112 767 1
nhe, vira
n=146
Néng 12 8,2 19| 13,0| 23,58 | 4,97-101,81
Tudi thai tai 20-24 2 1,4 17| 11,6 1 1
thoi didm 24-28 0 0,0 40| 274
L 29-32 1] 07 41| 281| 021 012259 | >0.05
phat hién
n=146 >33 12 8,2 33| 22,6 3,09 | 0,59-16,04
i 3 Giam 0 0,0 65| 47,8
Tién trién
trong tir cun Khong
g g | 4| 29| 50| 368 1
n=136 thay doi <0,05
Tang 8 5,9 9 6,6 | 11,10 | 2,30-53,61

Trong 147 tré do vong dau c6 1 tré vong dau nho ching t6i khong dua vao
phan tich con lai 146 tré. Nguy co vong dau to cia nhdm gidn no that phdi
hop gap 3,13 lan nhdm gién ndo that don doc véi OR= 3,13 p<0,05. Nguy co
tré so sinh c6 vong dau to caa nhém gidn niang gap gan 24 lan nhém gian nhe
hoac vira vai OR=23,58 p<0,05. Khong c6 méi lién quan gitra tudi thai tai thoi
diém chan doan véi tinh trang vong dau cua tré trén bach phan vi 90%. Nguy

co tré so sinh c6 vong dau to khi dé ciia nhom co kich thugc ndo that tang gap
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hon 11 lan nhém kich thudc ndo thit khong thay doi trong qua trinh theo ddi
véi OR=11,1 p<0,05.

Méi lién quan giira nguyén nhan gian, mirc d gidn va tién trién trong tir
cung véi vong dau tré so sinh trén phwong trinh hoi quy da bién

Bdng 3.22. Méi lién quan gi#a nguyén nhan gian, mic dg gidn va tién trién

trong ti cung Vdi vong dau tré so sinh trén phwong trinh héi quy da bién

Vong dau Binh
\ OR hiéu
To thuwong OR :
) 95% Cl chinh
Pac dié 0
ac diém 95% CI
N % n %
bon doc 7 48| 96| 65,8 1
3,13 1,43
, 8| 55| 35| 24,0
Hinh théi gian | Phéi hop (1,06-9,28) | (0,27-7,67)
Gian nhe,
‘ 3| 21| 112| 767 1
vua
23,58 37,40
12 82| 19| 13,0
Mirc d9 gidin | Nang (4,97-101,81) | (4,0-350,47)
Giam,
khong 4 29| 115| 84,6 1 1
thay d6i
Tién trid 11,1 51,43
ién trién 3 59 9 6.6
trong tir cung | Ting (2,30-53,61) | (5,63-469,92)

Trén phuong trinh hoi quy da bién cho thiy: nguy co vong dau to cua
nhém gidn ndo that ning cao gap 37,4 1an so vi nhém gidn nhe hoic vira (V6
OR=37,4 p<0,05). Nhom tién trién cua kich thudc ndo thét trong tir cung ting
cao gap 51,43 lan so v6i nhom khong thay doi hoic giam (OR=51,43 p<0,05).
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3.3.2.3. Két qud thai nghén tai thei diém 1-3 thang
CA4c thong so két qua thai nghén tai thai diém 1-3 thang
Bdng 3.23. Cac thong sé két qud thai nghén tai thei diém 1-3 thang

Pic diém truée sinh Pon doc (n=103) Phéi hop (n=44)
Két qua thai nghén-tai thoi n % | Nhe | Vira | Niang | Nhe | Vira | Ning
diém 3 thang
Thai chét trong
7 1 ]107] 0 0 0 1 0 0
tu cung
Sbng sot | Chét luc dé 1 (07| 0 1 0 0 0 0
Chét so sinh 7 | 48 | 4 0 0 1 1 1
Séng dén 3 57 | 27 14 12 | 14 16
thang e 08 42
Vong dau | To 14 [100]| © 1 6 1 1 5
Binh thuong 125 | 89,3 | 57 | 26 8 10 | 13| 11
nhé 1 |o7] o 0 0 1 0 0
Binh thuong 62 | 443 | 39 | 13 3 4 2 1
Kich thwée | Gian nhe 40 | 286 | 14 | 8 1 7 5 5
nio thit | Gidn vira 23 (164 | 1 2 9 1 2 8
Gién nang 15 [ 107 | 3 4 1 0 5 2
Tién trién | Vébinh thuong | 56 | 40,0 | 34 | 12 3 4 2 1
kich thuéce | Giam 25 | 179 3 9 2 1 2 8
nio thitso | Khongthayddi | 48 | 343 | 17 5 6 8 8 4
v6i truée dé | Ting 11 [ 78| 2 2 3 0 1 3
Sau dé c6 thém bat thwong 8 5,7 3 2 1 1 0 1
Can thiép phiu thuat sém 6 43 1 0 3 0 1 1
Phat trién | Binh thuong 120 [ 858 | 52 | 21 9 12 | 13 | 13
tam than | Nghi ngo 10 | 7.1 3 1 3 0 0 3
van dong | Cham phattrién | 10 | 7,1 2 5 2 0 1 0
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Ty 1& chét so sinh 4,8%, séng dén 3 tudi 95,2%. Tré c6 vong dau to chiém
7,1%, ndo that van gidn chiém 55,7% trong do6 chua yéu 14 gidn nhe 28,6%. Tién
trién kich thudc ndo that caa tré sau dé tro vé binh thuong 1 cha yéu 40%. C6
8 trudong hop phat hién thém bét thuong sau dé, 6 trudng hop phai can thiép
phau thuat som, 10 tré cham PTTVD va 10 tré nghi ngos CPTTTVD.

Bing 3.24. Mpr s6 diic diém trude vi sau dé ciia cdc nruong hop chés so'sink

Bénh | Nguyén | Mic | Tién trién kich | Bat thwong C6 thém
nhan | nhan do thwéc ndo that | truée dé bat thwong

gian gidn | trong tir cung sau dé
Cal |Ponddoc | Nhe | Khong thay doi Khong Khe hg ham
Ca2 |Pondoc | Nhe | Khong thay doi Chuyén doan can

bang NST s6 2 va 6
Ca3 |Pondoc |Nhe | Khong thay doi 12 tuan d6 mo da Khéng
gay 2,7; 16 tuan

NTB 9mm

Ca4 | bondoc | Nhe | Tang Khdng Khdng
Cab5 |Chéndo |Nhe |Khong thay doi Khong Khong
Ca6 |Batsan | Via | Giam Khong Khong

vach

trong

sudt
Ca7 | Paditat | Niang | Khong thay doi Khong Khong

Trong sé 7 trudng hop chét so sinh c6 dén 3 trudng hop gidn ndo thit don
doc, mirc do nhe, kich thudc ndo that khong thay doi trong tir cung, 3 truong
hop gidn ndo that phdi hop va 1 truong hop c6 kich thudc ndo that ting trong

tur cung.
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Bdng 3.25. Mét 6 ddc diém trudc va sau dé ciia tré ch@m phat trién tam

thdn vdn déng

Nguyén | Muc | Tién trién C6 thém Ton thwong
nhan dd | kich thwéc | bét thwong
gian gidn | ndo that sau dé trén
trong tir
cung
Cal |DPondoc Nhe | Khong thay d6i | MRI Khuyét thiy tréan tréi
Ca2 |Pondoc |Nhe |Khongthayddi | MRI Thé chai mong, thiéu
chat trang quanh thé
chai
Ca3 |Pondoc |Viua |Khongthay doi | MRI Dandy- Walker
variant, bat thuong
chat trang quanh
strng cham NT
Ca4 |bPondoc |Via |Khong thay doi | MRI Khéng
Ca5 |Pondéc |Vwa |Khongthaydoi | Khdng Khong
Cab Pon doc Vua | Tang Khdng Khéng
Ca7 |Pondéc |Vwa | Vébinhthuong | Khdng Khong
Ca8 |Ponddoc |Ning | Khong thay doi | MRI Ché néo
Ca9 |Ponddéc |Ning | Khong thay doi | Khdng Khong
Ca 10 | Batsan Ning | Giam Khong Khong
vach trong
sudt

Trong 10 truong hop tré cham PTTTVD ¢6 4 tré gidn ndo that don doc,

khong thay di kich thuéc ndo that trong tir cung c6 thém bat thuong trén MRI

sau dé.
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Bdng 3.26. Mgt sé ddc diém trwdc va sau dé ciia cac tré nghi nge chdm

phat trién tam than van dgng

Nguyén |Muc | Tiéntrién |COothém | Ton thuong
nhan do kich thwéc | bat thuong
gian gian | ndothat | sau détrén
trong tw
cung
Cal | bonddc Nhe Khéng thay MRI Teo thuy thai duong 2
doi bén
Lam sang biéc
Ca?2 | bondoc Nhe Tang MRI Nang dich thai duong
trai, teo thuy thai
duong trai
Lam sang M4 dan luu néo that
Ca 3 | bon doc Nhe V& binh Nghi ngo rdi loan
thuong chuyén hoa
Ca4 | bon doc Vira Giam Khéng Khéng
Cab | bon doc Nang Tang Khéng Khéng
Ca 6 | bon doc Nang | Vé binh Khéng Khéng
thuong
Ca 7 | Pon doc Nang | Khoéngthay | Lam sang Mb dan luu ndo that
doi
Ca 8 | Batthuong | Nang | Khéngthay | Khéng Khong
than kinh doi
trung wong
Ca9 | Batsanthé | Nang | Tang Khong Khéng
chai
Ca |Bitsanthé | Ning | Tang Khong Khong
10 chai

Trong 10 tré nghi ngd cham PTTVD c¢6 2 tré gidn ndo that don doc truéc
dé, sau dé cd bat thuong trén MRI, 3 tré c6 chan doan gifin ndo that do bat san

thé chai va bat thuong hé than kinh trung wong.
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Bing 3.27. Kér qui thai nghén tai thor diém tré 1-3 thing mor theo

nguyén nhin

‘ 2 X J4 , Séll
Nguyen . Dl_nh chi  Chét trong Chét so sinh Song co khf)ngg
Ahan Tong thai nghén tir cung bénh bénh
n % n % n % n % n %

Da di tat 28 17 60,7 1 3,6 1 3,6 0O 00 9 321

fﬁ;isanthe 3% 24 686 0 00 O 00 10 286 1 29
Bt san
vachtrong 23 15 652 O 0,0 1 4,3 1 43 6 261
suot

Bzflt thuong

thinkinh 14 10 714 0 00 0 00 1 71 3 214
trung vong

Spina 11 10 99 0 00 o0 00 o %0 41 g1

Bifida

:;gat Vi 6 6 1000 0 00 0 00 o0 99 o o0

:;‘g ng 3 5 00 0 00 0 00 o0 99 3 1000
Dandy- 5 4 80 0 00 0 00 o 90 1 9200
Walker

Nhinnio 5 5 1000 0 00 0 00 o0 99 o oo

Xuat huyét 0.0

trong nao 4 2 500 O 0,0 0 0,0 0 ; 2 500
that

U nio 3 3 100 0 00 0 00 o 90 g 990

Nhiém 5 9 500 0 00 o0 00 o0 90 1 500
trung thai

Ché ndo 1 0 00 ©0 00 1 1000 o 90 o 00

Hep so 1 1 1000 0 00 o o00 o %0 o 00

Hoi chiig

Merkel 1 1 1200 0 00 o0 o00 o 00 o 00

Gruber

Céc nguyén nhan gidn ndo that giap nhiéu nhat da di tat, bat san thé chai, bat
san véach trong suét, bat thuong hé than kinh trung wong c6 ty 1é séng sét khoang
30-40%, trong d6 ty 1& sdng c6 bénh (tré cham PTTTTC hoic phai can thiép phau
thuat) cua nhdm nguyén nhan bat san thé chai chiém ty 1& cao 28,6%.
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M4i lién quan giira mdt sé yéu té trudéc sinh véi kich thwéc ndo thit tai

thoi diém tré 1-3 thang

Bdng 3.28. Méi lién quan gia mét sé yéu té trwéc sinh véi kich thwéc néo
thdt tgi thoi diém tré 1-3 thang.

Kich thuéc néo C6 qidn B\”jh OR ohié“
thAt thoi diém 1 J thudng OR chinh

, (95% CI)

thang n| % | N | % (95% CI)
Hinh | Pondoc | 43]439| 55)56,1 1 1
thai | . 6,40 6,00
gian | Phothop | 3518331 711671 5 41 1594y | (1,93-18,69)
Mue | Vitavanhe | 52|473| 58527 1 1
a | 7,25 5,04
gian | Nang 2618671 411331 991 2373) | (1,3-19,5)

Giam 18]28,1| 46719 1
Tién X )
trién | Khong thay
irién | G 800| 10200| 1099 1371
b 40 (3,64 - 28.72) | (5,05-37,22)
cung

Ting 813| 3|18,7 11,07 9,28

13 (2,40 - 51,16) | (2,03-42,29)

Trén phuong trinh hoi quy da bién cho thiy nguy co gidin ndo that cua tré
tai thoi diém 1-3 thang tudi ctaa nhdm co chan trudce sinh: gidn phdi hop cao
gap 6 1an so v6i nhom don doc (95%Cl: 1,93-18,9 p<0,05), nhdm c6 muic do
gian nang cao gap 5,04 1an so véi gidn nhe hozc vira (95%Cl: 1,3-19,5 p<0,05),
nhém c6 tién trién trong tir cung khong doi, tién trién trong tir cung ting cao
gap lan luot: 13,71 (95%Cl: 5,05-37,22 p<0,05) va 9,28 lan (95%Cl: 2,03-
42,29 p<0,05) so Vi nhdm tién trién trong tir cung giam.

M@i lién quan giira mét s6 yéu té trwéc sinh véi phat trién tam than van

dong cia tré tai thoi diém 1-3 thang
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Bdng 3.29. Méi lién quan gia mét sé yéu té trwéc sinh véi tinh trgng phét
trién tam than van dgng cia tré tai thoi diém 1-3 thang ¢ hai mac (chgm
phat trién tam than vdn déng va nghi nge ch@m phat trién tam than végn

dong hodc binh thwong)

Phat trién tam Cham phat Nghi ngo cham phat
than van dgng | trién tim than trién tim than van
van dong dong, Binh thwong OR 95% CI P
Cac yéu to S6 So
Ty 18% Ty 16%
trudce sinh ludng luong
Don
Hinh 9 9,2 89 90,8 1
.| doc
thai _
. Phoi
gian 1 2,4 41 97,6 0,24 0,03-2,01
hop
Vura va
Mtrc 8 7,3 102 92,7 1
nhe
do gian >0,05
Nang 2 6,7 28 93,3 0,91 0,18-4,56
, Giam 1 1,6 63 98,4 1
Tién _
. Khéng
trién
thay 5 10,0 45 90,0 7,00 0,75-65,10
trong )
doi
tor cung
Tang 2 12,5 14 87,5 9 0,70-115,67

Khong c6 méi lién quan gitra hinh thai, mirc d6 va tién trién trong tir cung
duoc chan doan trudc sinh véi tinh trang cham PTTTVD cua tré tai thoi diém
1-3 thang tudi.
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Bdng 3.30. Méi lién quan ciia mét sé yéu té truéc sinh véi tinh trang phéat

trién tam than van dgng cia tré ¢ hai miee: binh thwong va khong binh

thwong (ch@m phat trién tam than vdn dgng va nghi nge ch@dm phat trién

tam thdn vdn dgng)

Phat trién tam thin

Nghi ngo cham phat

trién tAm than van

van dgng|Binh thudng .
dong, cham phat trién | R | 959 CI P
tAm than van dong
Cic yéu to truéce sinh n % n %
Hinh thai [Pon doc 82 | 83,7 16 16,3 1
gian  |phéi hop 38 | 90,5 4 9,5 0,54 | 0,17-1,74 |>0,05
Vira va nhe 98 | 89,1 12 10,9 1
Mitrc do
Niang 22 | 73,3 8 26,7 2,97 | 1,06-8,30 |<0,05
.z, .2 |Giam 60 | 93,8 4 6,2
Tién trién
trong tit | Khong thay doi| 41 | 82,0 9 18,0 3,29 | 0,92-11,72 | >0,05
cung <
Tang 11 | 68,8 5 31,2 6,82 | 1,44-32,20 | <0,05

Nguy co nghi ngd cham PTTTVPD hoic cham PTTTVD cua tré ¢ chan

doan trudc sinh gidn muac d6 nang cao gap gan 2,97 lan gian nhe hoic vira véi
OR= 2,97 95% CI: 1,06-8,30. Nguy co nghi ngo cham PTTTVD hoac cham
PTTTVD cua tré cd tién trién kich thudc ndo that trong tir cung ting cao gap
gan 6,82 lan nhém giam véi OR=6,82 p<0,01.
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Chuong 4: BAN LUAN

Gian ndo that thai nhi xuat hién & 1,5 trong 1000 ca dé [175], duoc Xac
dinh khi s do ctia budng ndo that bén >10mm. Sy gidn rong caa ndo that bén
la mot dau hiéu siéu am bat thuong khong dac hiéu gay ra bai mot sé co ché
bénh sinh va mang dén nhiing tién luong khac nhau. Nguyén nhan chinh cua
gidn ndo that 12 hep céng ndo, hoi chiing Chiari 11, bat san thé chai, Dandy-
Walker [45].

4.1. Pic diém chung caa déi twong nghién ciru
4.1.1. Pic diém thai phu
4.1.1.1. Tugi me trung binh

Pa s6 cac nghién ciru vé gidn ndo that thai nhi cho thay tusi me trung binh
kha tuong dong va trong do tudi sinh dé. Tuy nhién, mot so nghién ctu tudi me
trung binh cao hon hoac thap hon do c6 sy khac nhau vé yéu té xa hoi, phong
tuc tap quan giira cac vung lanh tho ciing nhu cac thai ky lich sir. [26, 32, 33,
35, 152]

Trong nghién ciu ndy tudi me tap trung chu yéu trong nhém 20-29 tudi
Vi ty 1é 66,7%. Tudi me trung binh 1a 27,0+5,13 tudi (dao dong: 16-39 tudi).
Phan b tudi me va tudi me trung binh cé thai nhi gidn ndo that tring trong do
tudi sinh dé, khong co truong hop nao trén 39 tudi. Tudi me trung binh cua
nghién cau nay phl hop vai nhiéu tac gia: Madazli va cong su 26,8 5,3 tudi
[152], Nanchu va cong su 28 tudi (dao dong: 19-44) [26], Tungcu va cong su
28,65,35 tudi [32]. Tuy nhién nghién cru caa Lipa va cong su ¢6 tudi me trung
binh cao hon: 30 tudi (dao dong: 20-45) [176]. Nguoc lai mot sé nghién ctu
khac c6 tudi me trung binh thip hon nhu: Kumar va cong su (25,1+3,67) [33],
Joo va cong su (26+4,2) [35]. Nghién cau cua Kumar tai truong dai hoc 'Y
khoa Lady Hardinge, New Delhi, An D6, noi tiép nhan bénh nhan tir nhiing
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lang va thanh phd nho 1an can, ¢ thé tudi sinh dé cua phy nir sém hon. Con
nghién ctu cta Joo tién hanh chon mau tir nim 1979- 2000 nén tudi két hon
cling c¢6 thé sém hon.
4.1.1.2. Tién si cia thai phu

Nhiéu nghién ciru cho thay c6 yéu té di truyén trong gidn ndo that thai nhi,
trong d6 do6t bién gen LICAM trén nhiém sic thé X da dugc phat hién tir rat
lau [51, 54, 141, 177]. Theo mot nghién ciu tién ctu caa Varadi va cong su
trén 261 trudng hop, ty 18 tai phat caa gidn ndo that 12 4% [141]. Nhitng truong
hop nghi ngd gian ndo that lién két vai nhiém sac thé X nén dugc dé nghi chan
doan DNA vi nguy co tai phat 50% & nam. Trong nghién ctu ny, tién su thai
phu da c6 con gidn ndo that (bao gom tré dé ra c6 chan doan gidn ndo that hoac
dinh chi thai nghén vi gi&n ndo that) 12 3,7% phl hop véi nghién ciu cua Varadi
va cong su, Joo va cong su: 2,61% [35]. Cac tac gia khuyén cao rang siéu am
chi tiét tai thoi diém 18-20 tuan dé tim ddu hiéu tai phat. Tuy nhién, nhiéu
truong hop 6 thé phat trién mudn ¢ cudi thai ky hodc sau dé. Vi du, tat ca cac
thai gian ndo that lién két vai nhiém sac thé X khdng phat hién dugc hoan toan
trong quy hai [177].
4.1.2. Mot sé dic diém thai nhi
4.1.2.1. Tuéi thai tgi thoi diém chdn dodn

Gidn nio that thai nhi thuong dugc phat hién trong qua trinh khao sat hinh
thai quy hai (18-22 tuan) nhung ciing c6 thé phat hién vao cudi quy hai hoac
tham chi trong quy ba. Gi&n no that ciing c6 thé duoc nghi ngd & cudi quy mot
hodc dau quy hai, mac du s6 do binh thudng va ngudng gidn chua dugc nghién
ctru. Trong nghién ctiu ndy, tudi thai tai thoi diém chan doan phan b kha dong
déu trong cac nhom tudi 20-24, 25-28, 29-32 tuan véi ty I¢ lan luot 1a: 27%;
30,7%; 25,3%. Gidn no that dwoc chan doan sau 32 tuan chi ¢ 17%. Tuoi thai

trung binh tai thoi diém chan doan: 27,7 4,67 tuan phl hop véi nghién ctu
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ctia Nanchu va cong su (27 tuan, dao dong: 18-36 tuan), Lipa va cong su (27
tuan, dao dong:18-39+2)) [26, 176]. Tuy nhién, mot sé nghién ciru khac ¢ tudi
thai trung binh tai thoi diém chan doan thip hon nhu: Tungcu va cong su 22
tuan (thay d6i: 16-34) [32], Madazli va cong su 24,1+5,8 tuan, Valas 24,8 tuan
[29]. Su khac biét nay do cach chon tudi thai khong dong nhat giita cac nghién
ctru. Nghién ctu nay, tudi thai duoc chon tir 20 tuan tré 18n, trong khi d6 nghién
ctru cia Madazli 12 15-39 tuan, Tungcu hay Valas 12 16 tuan tro 1én. Nguoc lai,
nghién ctu cia Kumar va cong sy c0 tudi thai trung binh cao hon: 30,1+6,7
tuan [33]. Tac gia Kumar ciing da 1y giai vé tuoi thai tai thoi diém chan doan
cao hon so vai cac nghién ciru khéac vi noi thu thap sé liéu 12 bénh vién tht ba
(ngang muic bénh vién trudng dai hoc y khoa tro 18n), tiép nhan nhiéu san phu
tir cac 1ang qué va céc thanh phd nho 1an cin nén cac truong hop bat thuong
thai trong d6 c6 gidn ndo that thuong khéng dwoc phat hién sém ma thuong
phat hién muon vao nira cudi quy hai hodc dau quy ba thai ky [33].

S6 trudng hop chan doan trude 24 tuan chiém ty 18 27%, thap hon nhiéu
S0 v&i 65% trong nghién cuu cua Tugeu [32], 60% trong nghién ctu caa
Madazli [152] va 60% trong nghién cttu cta Joo va cong su [35]. Su khac biét
nay do su khéng ddng nhat trong chon tudi thai giira cac nghién ciu. Cac nghién
ctru ¢6 tudi thai tir 15-16 tuan tudi s& co sé truong hop duoc chan doan trudc
24 tuan cao hon.
4.1.2.2. Mire dé gi&in ndo thdt thai nhi

Gian ndo that thai nhi c6 thé phan chia thanh nhiéu mac d6 khac nhau.
Mot s6 nghién ctiu phan chia thanh hai muc do: gidin nhe (kich thuéc ndo that
10-15/ <15 mm) va gi&n nang (>15/>15 mm) [29-35]. Mot s6 nghién ctiu khéc
phén chia thanh 3 muc d6: gidn nhe (10-12 mm), gian vtra (21,1- 14,9/ 15 mm)
va gian nang (>15/>15 mm) [25, 26, 36-39]. Trong nghién ctru nay, chdng toi
chia thanh 3 muac do: gidn nhe (10-12 mm), vira (12,1-14,9 mm) va nang
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(>15mm).

Ty Ié gi&in ndo that mic do nhe, vira, nang lan luot 1a: 36,3%; 30,3% va
33,3%. Su phan bé gidn nio that thai nhi trong ba mic do phu hop véi mot sb
nghién ctru: Lipa va cong su (gian nhe, vira, nang: 40,7%; 22,3%; 37%) [176],
Graham va cong su (gidn nang, gidn nhe (kich thudc ndo that bén tir 10- 15
mm): 39,1%; 60,9%) [30], Joo va cong su (gidn nhe:61,7% va gidn nang:
38,3%) [35]. Mot sé nghién ciu khéc ty 1¢ gidn ndo that nang thip hon nhu:
Tugcu va cong su: 7,5% [32], Nan Chu va cong su: 14,1% [26]. CO6 su khac biét
nay do d6i twong nghién ctiu caa Nan Chu tir 17 tuan tudi, nén ty I¢ gidn nhe sé
cao hon va nguoc lai gidn nang thap hon. Nguoc lai, mét sé nghién cau ty 1¢
gidn nang cao hon: Gezer va cong su 49%, Madazli va cong su 54,9% [152] va
Kumar va cong su 85,9% [33]. Su khac biét nay duoc giai thich boi sy phan b
murc d6 gidn ndo that nang khac nhau giita cac dia diém nghién ciu khac nhau.
Vi du: nghién ctu cua Kumar thu thap sé liéu tai bénh vién thtr ba & An Do, 1a
noi c6 nhiéu chuyén gia cao cap ciing nhu trang thiét bj tét trong linh vuc chan
doan, diéu tri thai va tré so sinh, nén c6 s6 luogng 16n gian that thai nhi mic do
nang chuyén dén. Pay chinh 1a diém yéu caa nghién ciru ma tac gia da ghi nhan
|a sai s cua hé thdng tham chiéu (referral bias).

Kich thudc ndo that trung binh trong nghién ctiu nay: 14,7+5,66 mm (thay
ddi: 10-53 mm) thap hon nghién ctru cua tac gia Tugcu: 11,6 +3,73mm (thay
ddi: 10-27mm) [32]. Su khéc biét nay 1a do tac gia Tugcu chon ddi tuong
nghién ctiu tir 16 tuan. Thong thuong, cac truong hop thai nho thi ndo that gidn
nhe. Thém vao d6 nghién ctu caa ching t6i 6 nhiéu trudng hop gian rat nang,
c6 trudong hop 18n t6i 53 mm nén kich thude ndo that trung binh cua ching toi

cao hon tac gia khac.
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4.1.2.3. Hinh thai gi&n n&o thdt thai nhi

Gian n3o that thai nhi cd thé 1a don doc nhung ciing c6 thé phbi hop Véi
bat thuong khéc. Ty 1€ gidn ndo that phdi hop hay con goi 1a bat thuong hinh
thai di kém duogc bao cao trong hang loat nghién ciru thay ddi tir 17-84% [26,
29, 32, 33, 45, 152, 176]. Trong nghién ciu ndy, gian ndo that don doc chiém
ty 16 43,7%, gidn ndo that phdi hop 56,3%. Két qua nay tring véi nghién cau
ciia Kumar (gian don doc: 43,7%, phdi hop 56,3%) [33]. Mot s6 nghién cau
khac co ty 1é gidn don doc thap hon nhu: Madazli va cong su (don doc 22,6%,
phdi hop 77,4%), Nan Chu va cong su (gidn don doc 34%, phéi hop 66%) [26].
Su khéc biét nay c6 thé do hai nguyén nhan: thir nhat & mot sé quoc gia cac
bénh vién thir ba thuong tiép nhan s6 lwong 16n truong hop thai cd nhiéu bat
thudng hon, thr hai ¢6 thé ty 1é am tinh gia caa chan doan trudce sinh trong cac
nghién ctiru ndy thap hon. Mot s6 nghién ctiru khac lai c6 ty 1¢ gidn don doc cao
hon nhu: Tugcu va cong su 52,5% [32], Lipa va cong su 53,7% [176], Valas
va cong su 83% [29]. Su khéc biét nay do nghién ciru cua Tugeu trén so luong
mau qué it nén su phan b cua hai loai gidn ndo that khong du dai dién cho
quan thé. Trong khi d6 nghién ctru cua Valas thyc hién tir nam 1998, c6 thé ky
thuat chan doan trudc sinh chua phat trién nhu hién nay nén ty 1& am tinh gia
ctia bat thuong hinh thai di kém con cao. Riéng ty 1¢ am tinh gia ciia chan doan
trudc sinh bat san thé chai duoc bao cao Ién tgi 50% [29]. Ty Ié chan doan gidn
ndo that don doc nhung khong thuc sy don doc trong khoang 13% [93]. Mtc
am tinh gia trong lan danh gia dau tién phu thudc vao quy trinh chan doan trudc
sinh dugc st dung. Nghién cuu cia Vergani va cong su khong co @m tinh gia
trong chan doan truéc sinh gidn ndo that don doc. Nghién ctru nay da phdi hop
sir dung siéu 4m dau do am dao véi nhiéu lat cat dé kham hé than kinh trung
wong thai nhi [41]. M6t s6 nghién ciu khac két luan rang khi phdi hop véi MRI
thai nhi dé chan doan truéc sinh, ty 1& am tinh gia céc bat thuong hinh thai di
kém giam xuéng [25, 155]. Nhu vay gidn ndo that don doc can duoc kham boi
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trung tdm c6 phuong tién va chuyén gia c6 ky niang siéu am tot dé phat hién
duoc bat thuong hinh théi di kém.
4.1.2.4. Gian n&o that mét bén hay hai bén

Gian ndo that c6 thé hai bén hoic mot bén. Ty I gidn ndo that mot bén
50-60% [25, 178]. Gidn hai bén hay mot bén déu c6 nguyén nhan va hau qua
nhu nhau, vi vay tiép can ciing nhu x@r tri cling khong khéac nhau.

Trong nghién cau nay gidn ndo that hai bén la chi yéu 94,7%, gidn ndo
that mot bén chi 5,3%. Ty Ié gidn ndo that mot bén trong nghién ctiu nay cao
hon rat nhiéu so véi cac nghién ciru khac: Nan Chu va cong su (gidn ndo that
mot bén 59,3%, hai bén 40,7% ) [26], Tungcu va cong su (gidn mot bén trong
60%, hai bén 40%) [32]. Su khac biét nay co thé do mot sb luong truong hop
chi gidn nhe bén xa dau do siéu am, khong duoc phat hién va chuyén 1én trung
tdm cua chang t6i. Nghién ctu cua Kinzler va cong su nam 2001 ty 1€ gidn ndo
that nhe mot bén trong thai ky 1a 0,07% [179]. Theo nghién ctu tong quan hé
théng caa Melchiorre va cong su, ty 1é gidn ndo that nhe mot bén 12 60% [103].
Cung tuong tu nam 2017, nghién ctru caa Mehlhorn va cong su ty 1€ nay la
59,5% [180]. Nhu vay khi ky thuat siéu am khong danh gia hodc khong danh
gia dugc kich thudc ciia ndo that phia xa dau do siéu am, sé co rat nhiéu truong
hop gidn ndo that nhe mot bén bi bo sot.
4.1.2.5. Phan bé hinh thai gidn ndo thdt trong cac nhom tugi thai

Thai nhi gi&n ndo that don doc dugc phét hién nhiéu nhat trong nhdm tudi
thai 25-28 tuan vai ty 1é 34,4%. Ty I& gidn ndo that don doc trong nhém tudi
thai tai thoi diém phét hién 25-28 tuan cao hon cic nhom tudi thai khac ¢ y
nghia théng ké voi p<0,05. Thai nhi gidn ndo that phéi hop duoc phat hién
nhiéu nhat trong nhdm tuoi thai 20-24 tuan véi ty Ié 32,5%. Ty Ié gidn no that
phdi hop trong nhém tudi thai tai thoi diém phét hién 20-24 tuan cao hon trong
cac nhom tudi thai khac co ¥ nghia thong ké véi p<0,05. Piéu nay cd giai thich
boi hai 1i do nhu sau: (1) 20-24 tuan 1 thoi diém ma hé than kinh thai nhi hau
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nhu dd hoan thién dé cé thé nhin thay rd trén siéu am. (2) Thai nhi 20- 24 tuan
tudi 1a thoi diém khao sét hinh thai hoc nén bat thuong thai thuong duoc phét
hién dé dang hon cac thai ky khéac. Trong nghién ctu cia Madazli va cong su,
ty 1 gidn ndo that phdi hop trong nhdm tudi thai tai thoi diém phat hién 1a
81,6% [152] cao hon rat nhiéu so véi nghién ciu cua ching tdi. Su khéc biét
nay c6 thé giai thich boi ba 1i do sau: (1) da sé cac truong hop gidn ndo that
thai nhi trong nghién ciru cia Madazli va cong su dugc phat hién trude 25 tuan
tudi, (2) & mot s6 quédc gia cac bénh vién thi ba thuong tiép nhan sb luong 16n
truong hop thai ¢6 nhiéu bat thuong hon, (3) ¢6 thé ty 1& &m tinh gia cua chan
doan trudc sinh trong nghién ctu cia Madazli thap hon 1am tang ty 1¢ gidin ndo
that phdi hop.
4.1.2.6. Phan bé hinh thai gidn ndo thdt trong cac mic mize dé gidn

Bat thuong hinh thai trong nhom gian nhe, vira, va nang lan luot 1a: 39,4%;
58,2%; 73%. Khi mic do gidn ndo that ting 1én, ty 1¢ gidin ndo that don doc
giam dan, nguoc lai ty 1¢ gidn ndo that phéi hop lai tang 1én. Sy khac nhau nay
c¢6 ¥ nghia thong ké vai p<0,05. Két luan nay phi hop véi nghién cau cua Gezer
va cong su, Vergani va cong su. Nghién ctu cia Ganglioti va cong su cho thay
ty 1& gian phdi hop ting tir 41% lén 76% khi kich thudc ndo that tir 10-12mm
tang 1én 12,1-14,9mm [36]. Nghién ctu cia Vergani va cong su ciing cho két
qua: khi kich thudc ndo that <12 mm ty 1& bt thuong 12 6%, tiang 1én 56% khi
kich thudc ndo that >12 mm [41]. Tuy nhién nghién ctiu cua Nan Chu, Madazli
cho thay: ty Ié bat thuong cau tric cua ba mic d6 gidn khac nhau khong co y
nghia théng ké [26, 152].

Ty Ié bat thuong trong nhém gidn nhe 39,4%, thap hon nghién ciru cua
Nan Chu va cong su (70,9%) [26]. Su khéc biét nay do ty 1& gidn no that nhe
cta chung tdi (36,3%) thip hon Nan Chu (62,7%), mat khac su tién bo cua ky
thuat chan doan hinh anh trudc sinh c6 thé 1am tang ty 1¢ bat thuong di kém.

Ty 18 bat thuong hinh thai cia nhém gi&n ndo that niang trong nghién ciu nay
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73%, phu hop véi nghién cau cua Nan Chu: 64,7% [26]; Breeze 65% [138];
Ganglioti va cong su: 60% [36].

Khi phan chia gidn ndo that thanh hai mac d6: nhe (<15mm) va ning
(>15mm), bat thuong hinh thai caa nhém gidn nhe: 48%. Khoang thay doi rat
I6n trong ty 1& bat thuong hinh thai caa nhdm gidn ndo that nhe (10-15mm) da
duogc bao cao trong y van:10-76% [41, 147, 149, 181-183]. Su khéac biét nay do
su khéc nhau trong ty 18 s6 ca gi&in nhe va nang.

L1277 Plin b6 mitc di giin trong cde nhom o thai tai 1107 diém plidt lién

Ty 1é gidn ndo that nhe, vira va ning trong mdi nhém tudi thai 20-24, 25-
28, 28-32 tuan khac nhau khong c6 y nghia thong ké véi p>0,05.Ty & gidn ndo
that nang trong nhom tudi thai >33 tuan 1a 54,9%, cao hon ty 1& gidn nhe hoac
vira c6 y nghia thong ké véi p<0,05. Ty ¢ cao hon cuia gidn ndo that nang trong
nhom tudi thai phat hién >33 tuan so véi gidn nhe hoic vira do nhiing truong
hop khong dugc quan ly thai nghén, nén khi phat hién thuong gidn ndo that
nang va co bat thuong hinh thai di kém: bat san thé chai, chay mau ndo that,
nhiém trung thai. ..

4.1.3. Mt s6 diic diém cuaa thai phu va thai nhi trong cac hinh thai va mic
dd gian nao that
4.1.3.1. Hinh thai gi&n n&o that

Tuoi thai trung binh tai thoi diém chan doan trong cac nhom gidn néo that
don doc (28,2 + 4,64) va gidn ndo that phdi hop (27,4 + 4,65) khac nhau khdng
¢ y nghia thong ké véi p>0,05. Két qua nay phi hop véi nghién cau Lipa va
cong su: 27** tuan cho nhém gian don doc va 26! tuan cho nhém gidn phdi
hop. Nghién cru cia Vergani va cong su cho két qua khac: tudi thai trung binh
tai thoi diém chan doan ciia gi&in ndo that don doc 12 29 tuan, gi&n nio that phdi
hop 1a 22 tuan [41].

Kich thuéc ndo that trung binh caa gidn ndo that don doc (13,5+5,24) thap
hon gian phdi hop (15,6+£5,82) c6 v nghia théng ké véi p=0,001. Nguoc lai
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nghién cau caa Lipa va cong su cho thiy: kich thudc ndo that trung binh cua
nhom gidn don doc 16,93 mm (thay doi: 10,0 mm-73,0 mm) cao hon nhém
gidn ndo that phdi hop 14,08 mm (thay d6i: 9,0 mm - 27,1 mm). Su khéc biét
nay c6 thé do ty I¢ gidn ndo that don doc trong nghién ctu cua Lipa cao hon
nghién ctru ciia chung t6i va c6 truong hop gidn ndo that don doc ¢ kich thuéc
ndo that Ién toi 73 mm. Mat khac tiéu chuan chon mau cua tac gia khac ching
t6i. Ching tdi chon nhitng thai nhi c6 kich thudc ndo that >10mm theo dinh
nghia trong khi d6 tac gia Lipa chon ca thai nhi c6 kich thudc ndo that tir 9 mm
[176].

4.1.3.2. Mirc dp gian

Tudi me trung binh cua 3 nhém gidn ndo that mac do nhe vira va ning
khac nhau c¢6 y nghia thong ké véi p<0,05. Tudi me trung binh cao nhat trong
nhém gidn ndo that nhe (28,0+ 5,37), tiép dén nhom gidn ndo that vira
(26,8 +5,11) va thap nhat trong nhoém gidn ndo that nang (25,9 * 4,67).

Tudi thai trung binh tai thoi diém chan doan trong cac nhom gidn ndo
that nhe (27,3+4,13), vira (27,4+4,36) va nang (28,6+5,3) khac nhau khong
c6 ¥ nghia thong ké vai p>0,05. Theo nghién ctu cia Gangtioli va cong su
tudi thai trung binh tai thoi diém chan doan cua gidn nhe, vira, ning la: 24
tuan (thay doi: 15-36), 29 tuan (thay do6i: 16-39) va 25 tuan (thay doi: 15-39)
[36]. Theo nghién ctu tién ciru cua Letouzey va cong su trén 21 tré gidn ndo
that nang don doc, tudi thai trung binh tai thoi diém chan doan 30 tuan (thay
doi: 22-37) [156].

Kich thudc ndo that trung binh nhom gién nhe, gian vira va gidn nang
lan luot 1a; 10,9+ 0,70; 13,2 + 0,74; 20,2 + 6,89. Kich thudc ndo that trung
binh & ba mtc d6 gidn khac nhau c6 y nghia théng ké vai p< 0,05. Theo
nghién ctu caa Graham va cong su, kich thudc ndo that trung binh nhém
gidn nang la 25,8 +10,6 (thay doi: 15,4-52,0), cao hon cua ching tdi (20,2
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mm). Su khac biét ndy c6 thé do Graham phan nhém gidn ning khi kich
thuéc ndo that > 15mm trong khi chlng t6i > 15mm. Mt khac s6 luong gian
nang cua ching téi (100 trudng hop) nhiéu hon trong khi nghién ctu cua
Graham chi ¢6 25 truong hop [30].

4.2. Nguyén nhan gian no that thai nhi

4.2.1. Nguyén nhan gidn ndo thit thai nhi dwoc chian do4n trudéc sinh bang
siéu am.

Gidn ndo that 12 dau hiéu siéu am c6 thé d& dang chan doan boi s6 do do
rong ndo that bén. Khi chan doan gidn no that da duoc thiét 1ap, viéc xac dinh
nguyén nhan rat quan trong vi do 1a co sé dé tién lwong va thao luan véi gia
dinh. Nguyén nhan cu thé cua gidn ndo that thai nhi hién nay van chua o rang,
c6 thé phét sinh tir: mét thé tich ndo, tic nghén luu thong dich ndo tay, bat
thuong cau tric hé than kinh trung wong va trong nhiéu trudng hop nguyén
nhan khong thé xac dinh duoc ngay ca sau khi dé. Hau hét cac nghién ctru déu
st dung siéu &m 1a cong cu hang dau trong chan doan gidn néo that thai nhi.

Trong nghién ctru nay, mot sé nguyén nhan gian néo that da dugc tim thay
bao gom: bét san thé chai, bat san vach trong suét, Spina Bifida, thoét vi néo,
tac cong ndo, hoi chitng Dandy Walker, nhan ndo, xuat huyét trong ndo that, u
n&o, nhiém tring thai, ché no, hep so, hoi chung Merkel Gruber. Trong do,
chiém ty I 16n nhat 1a nhom da di tat 17%, ding thir hai 1a bat san thé chai
11,7%, thir 3 1a bat san vach trong suét 7,7%, Spina Bifida 3,7%. Pa s6 cé4c
nghién cau thay rang bat san thé chai 1a mét trong nhitng nguyén nhan thuong
gap nhat [26, 29, 35, 176]. Nam 1998, Valat va cong su két luan nguyén nhan
hang dau la thoét vi ndo - mang ndo 36%, thudng dugc chan doan mudn tuan
thir 25, dtng thi hai 12 bat san thé chai 11%, nhidm tring thai 4% va bat thuong
nhi&m sic thé 7% [29]. Nam 2008, Joo va cong su nghién ciru trén 230 trudng

hop da tim thdy mot s6 nguyén nhan: bét san thé chai, hep cdng ndo, hoi chirng
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Arnold- Chiari, bat thuong nhidm sic thé, hoi ching Dandy- Walker, nhiém
triing thai, chay mau trong so, u trong so va da di tat. Trong d6 bat san thé chai
(8,6%) va nhidm trung thai (15,51%) chiém ty 1& cao nhat. Tuy nhién trong
nghién ctu cua Joo, chan doan nhidm tring thai khi thai phu c6 xét nghiém
huyét thanh duoc xac dinh 1a nhidm méi véi TORCH, chi c¢6 4 truong hop duoc
xéc dinh lai bang real-time PCR dich 4i [35]. Nam 2016 Nan Chu va cdng su
nghién ctru trén 214 trudng hop gidn ndo that thay rang: bat san thé chai chiém
ty 1& cao nhat 6,5%, bat thuong hd sau 6,1% [26]. Nam 2019, nghién ctu cua
Pila va cong su ciing cho két qua tuong tu. Mot s6 nghién ctu khac thay rang
Spina Bifida la nguyén nhan gay gian ndo that thai nhi hang dau. Nam 1994,
Twining va cong su, nghién ciu trén 38 truong hop cho thay Spina Bifida 1a
nguyén nhan gap nhiéu nhat [151]. Nam 2011, nghién ctu cua Madazli trén
102 trudng hop thay rang: Spina Bifida chiém ty 1é cao nhat 50,9%, bat san thé
chai 9,8%, hoi chiing Dandy- Walker 6,9%, nang mang nhén 3,9% [152]. Nam
2018, nghién ctu caa Kumar va cong su ¢6 263 trudng hop gidn ndo thit thai
nhi, trong d6 Spina Bifida chiém 36,9%, hoi chiing gidn ndo that lién két véi
nhiém sac thé gioi tinh X 2,3%. Trong nghién ctu cua Kumar, bat thudng gen
duoc nghi ngo trong 15 truong hop, trong d6 chu yéu la gidn ndo that lién két
véi NST gigi tinh X. Dé chan doan hoi chung nay, nhdm tac gia dya vao tién
su gia dinh, gidi tinh thai nhi la con trai, triéu ching khép ngon céi. Tuy nhién,
viéc xét nghiém gen dé xac dinh chan doan 1am sang 1a khong thé thuc hién
duoc [33]. Nam 2017, Letouzey va cong su nghién cau tién ctu trén 21 tré gidn
ndo that nang don doc thay rang: chay méu trong so 29%, hep céng ndo 14%

va khong xac dinh dugc nguyén nhén trong 57% [156].
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4.2.2. Mt sé dac diém ciia nhom nguyén nhan bat san thé chai

Tudi me va kich thudc ndo that trung trung binh khdng khac nhau gita hai
nhom bat san thé chai va nhom khong cé bat san thé chai. Tuy nhién tudi thai
chan doan cua bat san thé chai cao hon ¢ y nghia théng ké véi p<0,05. Cd thé
giai thich cho su khac biét nay do thé chai 1a thanh phan xuét hién muon trong
quéa trinh phaét trién caa ndo. Hau hét phan trude thé chai c6 thé nhin thiy duoc
khi thai khoang 15 tuan, nhung cau tric day du cta né thudng co thé thay duoc
sau 20 tuan tudi. Mat khéc thé chai phat trién bat dau tir gdi ra phia sau tao
thanh 15i thé chai nén trong cac truong hop bét san thé chai khéng hoan toan
rat kho chan doan va thuong can thém khoang thoi gian cho cho thai phat trién
dé khang dinh. Chan doan bat san thé chai bat budc phai sau 25 tuan. [184, 185]
4.2.3. C4c bat thwong hinh thai ngoai hé than kinh trung wong

Bat thuong hinh thai ngoai hé than kinh trung wong gap trong 21,7% quan
thé nghién cau, trong d6 bat thuong tim 9,3%, bat thuong than 3,3%, bat thuong
chi 2,7%, bat thuong bung 1,6%. Két qua nay pht hop vai nghién ctiu ciia Nan
Chu va cong su: bat thuong tim gap nhiéu nhat 5% [26]. Nghién ciru caa Kumar
va cong su lai co két qua bat thuong viing mat chiém ty 18 cao nhat 3,4%, bat
thuong sinh duc tiét niéu 2,6%, bat thuong tim chiém 1,1% [33]. Nghién cau
ctia Joo va cong su cho thay bat thuong ngoai hé than kinh trung wong chiém
tGi 66% cao hon nghién cuu cua ching tdi. Trong do, bat thuong cua hé tiét
niéu gap nhiéu nhat 13,25%, bat thuong chi 6,5%. Tuy sé truong hop bat
thuong ngoai hé than kinh trung wong cao nhu vay nhung nghién ciu két luan
rang: ty 1é bat thuong ¢ cac murc d6 gian ndo that khac nhau khong c6 ¥ nghia
théng ké [35].
4.2.4. Pic diém di truyeén

M&i lién quan giira bat thuong nhiém sac thé vai gidn ndo that thai nhi
da duoc chitng minh boi hang loat nghién ciu trong nhiéu thap nién qua.
Trong nhitng nim gan day, mot sé tac gia di tim thdy cac CNVs gay bénh
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[119-121] cling nhu mot s6 dot bién don gen lién quan dén gidn ndo that
thai nhi [53].
4.2.4.1. Ty l¢ bét thwong nhiém sdc thé

Xét nghiém nhiém sac thé thai duoc dé nghi cho tat ca cac truong hop <30
tuan tudi, tuy nhién chi c6 67 trudng hop ddng thuan thuc hién. Nhiém sic thé
thai c6 sin trong 18 truong hop. Ty 1¢ thai c6 két qua nhidm sac thé 1a 28,3%,
cao hon mét s6 nghién ctiru: Nan Chu va cong su 23,7%, Joo va cong su 13,4%,
Kumar va cong su 20,2% (mac du trong nghién ciu cia Kumar nhiém sac thé
thai dugc dé nghi cho tat ca cac truong hop) [26, 33, 35]. Ty 1é thai c6 két qua
nhiém sac thé trong nghién cau cua Joo thap hon do chi dé nghi xét nghiém véi
nhitng thai duéi 24 tuan. Mot s6 nghién ciru khac c6 ty 1& xét nghiém té bao i
cao hon nhu: Tugcu va cong su 40%, Madazli va cong su 65,7%, Ganglioti va
cong su 86,4% va Gezer va cong su 100% [32, 36, 150, 152]. Su khac biét nay
do: nghién ctru cua Tugeu chi co 40 trudng hop bao gom ca 16 tuan tré Ién,
nghién ctu cia Ganglioti 1a nghién ctu hoi ciu nén c6 thé thu thap duoc sd
lwong 16n (152/176 trudng hop) thai da co két qua nhidm sic thé [32, 36].
Nghién ctu caa Madazili thuc hién ca xét nghiém té bao 6i va mau mau thai
nhi [152]. Pac biét nghién ctu cua Gezer 1a nghién cau tién ctu véi ¢& mau
I6n nhat (140 truong hop) vé bat thuong nhiém sac thé trong gidn ndo that thai
nhi [150].

Ty 18 bat thuong nhiém sac thé da dugc bao cio trong y van thay doi tir
3%-15,5% cho tat ca cac mirc d6 gi&in ndo that [26, 30, 32, 33, 35, 36, 150, 152,
153]. Ty Ié bat thuong nhidm sic thé trong nghién ciu nay 9,4% phu hop Véi
két qua nghién ctu caa: Tugeu 10,5% [32], Chiu Th 9,8 [153], Nan Chu 8,8%
[26], Kumar 7,5% [33] va Valat 7% [29]. M6t s6 nghién ctu cd ty 16 bat thuong
nhiém sic thé thap hon nhu: Gezer va cong su 5% [150], Ganglioti va cong su
6,25% [36], Madazli va cong su 3%. Su khéc biét ndy co thé do day 1a ba nghién
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ctiru ¢6 s6 lwgng mau phan tich nhidm sic thé thai 16n nhat trong tat ca cac
nghién ciu vé bat thuong nhidm sic thé ¢ tat ca cac mae do gidn va nguyén
nhan gidn ndo that khac nhau (Ganglioti phan tich trén 152/176 thai nhi,
Madazli phan tich 67 thai trong tong s6 102 trudng hop nghién ciu, Gezer phan
tich trén 140 thai nhi). Nam 2010, Devaseelan va cong su tién hanh nghién ctu
téng quan hé théng trén 2150 trudng hop cua 28 nghién cau, thy rang bat
thuong di truyén chiém ty 18 5% [38]. Nam 2018 theo nghién ciu phan tich gop
ctia Sun va cong su (bao gom 5 nghién ciru dat tiéu chuan tot), ty 18 bat thuong
nhiém sic thé 7% [48].

Cac bat thuong nhiém sac thé gap trong nghién ciu nay chu yéu la léch
boi (6/8 trudng hop, bao gom: ba trudng hop hoi chang Down, mot truang hop
hoi ching Patau, mot truong hop hoi chang Edwars, mot truong hop
Klinefelter) va hai trudng hop chuyén doan NST (561, 2,10 va X). Két qua nay
tuong tu nghién ciru cua Ganglioti va cong su: 6/11 trudng hop bat thuong NST
la trisomi 21, mot truong hop trisomi 13, mot trisomi 18, hai bat thuong NST
gidi tinh va mot truong hop thé kham cua NST s6 8. Nghién ciu cua Nan Chu
va cong su 6 2/5 trudng hop trisomi (NST sb 7 va 47,XY,+ mar/46 [160]) va
cac bat thuong ¢ NST s6 1,10, 23 [26]. Riéng nghién ctru ciia Tugcu va cong
su c6 hai truong hop bat thuong dao doan va mat doan cua NST s6 3, 8. Su
khac biét do chi co 19 truong hop duoc xét nghiém té bao bi trong nghién cau
cua Tugcu. [32]

Trong nghién ctiu nay, tién st thai phu da co con gidn ndo that (bao gom
tré dé ra co chan doan gidn ndo that hodc dinh chi thai nghén vi gian ndo that)
3,7% gidéng nhu nghién ctitu caa Joo: 2,61% [35]. Piéu nay thé hién rang gidn
ndo that co lién quan vai di truyén gen, boi vay xét nghiém nhiém sac thé thai
rat quan trong trong quy trinh chan doan va xt tri ma khong tinh dén két qua
xét nghiém sang loc huyét thanh.
4.2.4.2. Phan bé két qud nhiém sdc thé thai trong cac nhom hinh thai va
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mire d¢ gidn nao that

Ciing nhu hau hét cac nghién cau khac, mac di sé truong hop bat thuong
nhiém sac thé qua it dé dwa ra két luan cudi cung vé méi lién quan gitra bat
thuong nhidm sic thé véi gidn ndo that don doc hay phdi hop ciing nhu cac
muic d6 gidn, nhung chiing t6i van dé nghi rang gian ndo that don doc hay phdi
hop ciing nhu mirc d6 gidn khong c6 gid tri tién doan bat thuong nhidm sic thé.

Trong nghién ctu nay ty Ié bat thuong NST cta gidn ndo that don doc,
phdi hop, nhe, vira, nang, cho ca nhe va vira lan luot 13: 8,9%; 10,3%:; 9,5%:
10%; 7,7% va 10,7% phu hop vai nghién ciu cua Graham E va cong su [30].
Ty I¢é bat thuong nhiém sac thé nhom tudi thai tai thoi diém phat hién 20-24
tuan, 25-28 tuan: 12,8% va 9,4%. Ty I¢& bat thuong nhiém sic thé ciia cac nhom:
don doc va phédi hgp, mic d6 gidn ning va nhe hoic vira, nhom tudi thai 20-24
va 25-28 khac nhau khong c6 ¥ nghia théng ké véi p>0,05. Két qua nay gidng
véi nghién ctu caa Ganglioti va Nan Chu: nguyén nhan gian va mac do gién
ndo that khong c6 ¥ nghia dé tién doan 1éch boi [26, 36]. Nguoc lai, Gezer va
cong su lai cho rang: ty Ié bat thuong nhidm sic thé trong nhém gidn nang
(6,8%) cao hon nhom gidn nhe (4,8%), ty 18 bat thuong nhiém sic thé nhom
gidn ndo that don doc 1a 8,6% cao hon nhom co bat thuong di kém [150]. Su
khac biét nay co thé do nghién ctru ciia Gezer ¢6 s6 luong thai duoc xét nghiém
nhidm sic thé 16n nhat (100% trong ddi twong nghién ciu) nén danh gia moi
lién quan s€ chinh xac hon.

MAi lién quan gitra gidn ndo that don doc véi bat thuong nhiém sac thé
(cha yéu 1a trisomi 21) di dugc tim thay trong s6 luong 16n céc nghién cuu.
Gidn ndo that tu phét hién dién trong 0,15% léch boi cua thai va 1,4% thai
trisomi 21. Gi&n ndo that don doc dugc xem 1a mot dau hiéu trong sang loc quy
hai 1am ting nguy co 1éch boi gap 9 lan so vai lan kham quy mot [49].

Ty 18 bat thudong nhiém sac thé cia nhoém gian nhe 2,8% theo nghién ciu

téng quan hé théng cua Mechiorre va cong su nim 2009 [93]
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4.3. Két qua thai ky

Két qua thai ky tu nhién caa nhiéu loai gidin ndo that thai nhi hoan toan
khong duoc biét vi dinh chi thai nghén d3 thuc hién, bai vay sai sé trong hau
qua do c6 it truong hop nang. Maéi lién quan gitra ty 1é chét véi gidn ndo that
thai nhi dugc bao céo tir 20-83% [26, 32, 33, 35, 36, 45, 152]. Tuy nhién muc
chét cao nhu vay thuong cd thé do bat thuong di kém dugc phét hién hon chinh
ban than gidn ndo that. Trong nghién ctiu ndy, ty & dinh chi thai nghén 50,3%,
tiép tuc thai ky 49,7%. Trong s tiép tuc thai ky ty 1& chét luu 0,7%, chét ngay
sau dé 0,7%, ty 1& dé sdng 98,7%. Ty 1& chét so sinh 4,8%. Ty 1é song dén 3
thang tudi 95,2%.
4.3.1. Pinh chi thai nghén

Ty Ié dinh chi thai nghén trong nghién ciru cua ching téi 1a 50,3%, phu hop
vé6i nghién ctu cua Madazli va cong su: 51% [152]. M6t s6 nghién ciru ¢d ty 1
dinh chi thai nghén cao hon: Joo: 83%. Su khac biét nay duogc ly giai bai sd
luong bt thuong di kém trong nghién ctiru cua Joo rat cao (riéng ngoai hé than
kinh trung wong: 66%) nén ty I¢ thai phu chon dinh chi thai nghén cao [35]. Mot
s6 nghién cau lai co ty Ié dinh chi thai nghén thap hon: Nan Chu va cong su
37,8%, tiép tuc thai ky 62,2% [26]; Ganglioti va cong sy, dinh chi 37%, d¢ 60,2%
[36]; Tugcu va cong su, dinh chi 20%, 80% tré sinh song. Nghién ciu ciia Kumar
va cong su cling o ty & dinh chi thap11,8%, chét ngay khi sinh 59,7%, séng dén
khi dé 40,3%, chét so sinh 12,6%. Ty 1& dinh chi cua Kumar thap nhu vay do tac
gia chi tinh nhitng truong hop ¢6 tudi thai trudc 20 tuan, tir sau 20 tuan tac gia
Xép vao nhom ty 1é chét ngay sau dé. Ty 1é chét ngay sau dé cia Kumar cao boi
ba ly do sau: sb lugng 16n nhitng ca dén muon sau 20 tuan khong thé hay thai,
s6 luong lén nhitng ca nang va nhiéu di tat, thir ba nhiéu truong hop da dong

thuan véi thi thuat choc so dé cd thé dé duong am dao [33].

Ty 1€ dinh chi thai nghén trong nhom gian don doc 1a 20,6%, phu hop vai
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nghién ctru cua Nan Chu va cong su (19,5%). Nghién ctru caa Madazli va cong
su ¢4 ty & dinh chi trong nhém gidn n&o that don doc thap hon 17,4% [152].
Ty 1& dinh chi cua nhém gidn phdi hop 73,4%, cao hon nghién ciru cua Nan
Chu va cong su (47,2% ) [26] va Madazli va cong su 55,7% [152]. Su khac biét
nay c6 thé do gian phéi hop trong nghién ctu caa ching tdi, phat hién nhiéu
nhat trong nhém tudi thai 25-28 1a tudi thai ma gia dinh c6 nhiéu kha ning lya
chon dinh chi thai nghén. Riéng nghién cuu cua Madazli va cong su bao cao
rang 81,6% bat thuong di kém phat hién duogc trudc 24 tuan. Ty Ié sdng s6t
trong nhom gidn ndo that don doc 1a 79,4% phl hop véi nghién cau cua
Twining va cong su 80% [151]. Nghién cuu cua Kurma va cong su co ty 1é
s6ng st thap hon 43,5%. Su khéc biét nay do nghién ctu caa Kurma ¢ ty I¢
gidn n&o that nang rat cao 85%, kéo theo ty 18 gidn ning don doc cao hon han
cac nghién cau khéc. T4c gia ciing cho rang day chinh 14 gigi han ciia nghién
ctru, sy phan bd khong dong déu dir liéu vao hai nhom gidn don doc nhe va
gian don doc nang.

Ty 1€ dinh chi thai nghén cia nhom gidn nhe hoac vira 41%, gian nang
69%, phu hop vai nghién ctu caa Nan Chu (ty 1€ dinh chi cua nhdm gién nhe
30,7%, vira 50%, nang 56%) [26]. Tuy nhién cao hon so v&i nghién cuu caa
Graham (gian nhe:12,8%, gidn nang: 32%).

Trén phuong trinh hdi quy da bién cho thay: nguy co gia dinh chon dinh
chi thai nghén cia nhém gidn ndo that phdi hop cao gap 17,12 lan so véi nhom
don doc (95%Cl: 8,62-36,53; p<0,05), mirc & gidn niang cao gap 10,95 lan so
véi gidn nhe hoac vira (95%Cl: 4,30-27,92; p<0,05). Nguy co dinh chi thai
nghén cta nhom tudi thai tai thoi diém chan doan tir 29-32 chi bang 0,17
(95%Cl: 0,07-0,48; p<0,05) va >33 tuan chi bang 0,004 so v&i nhém 20-24 tuan
tudi (95%Cl: 0,001-0,02; p<0,05). Két luan nay phl hop véi nghién cau cua

Kumar va cong su, ty 16 sdng sét tai lic dé lién quan véi tudi thai tai thoi diém
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phat hién va mac do gidn. Tudi thai tai thoi diém phat hién sau 30 tuan cé nguy
co sbng sot cao gap 3,24 1an 21- 30 tuan véi OR=3,24 95%Cl: 1,84-5,70 p<0,05,
gidn nang c6 nguy co sdng s6t chi bang 0,27 lan so vé&i nhém gidn nhe véi
OR=0,27 95%CI: 0,13-0,57 p<0,05[33]. Nghién ctru cia Madazli va cong su
cling két luan rang: chan doan som bat thuong hinh thai, mac d6 gian va tin
ngudng tén gi4o cua bé me anh hudng dén quyét dinh dinh chi thai nghén [152].
Nghién cttu ctia Joo, Tugcu, Graham E, Nan Chu ciing c6 két luan twong tu, nguy
co bé me chon dinh chi thai nghén cao hon ¢ nhém gidn ndo that phdi hop va
chinh nguyén nhan bat thuong 1a yéu té quyét dinh dinh chi thai nghén. Muc do
gian trong nhdm gi&n nao that don ddc ciing 1a t quyét dinh dinh chi thai nghén
cuia bd me. Tuy nhién, trong nhém gian ndo that phdi hop khong co su khéc biét
vé ty 1¢ dinh chi thai nghén giita cac mirc d6 gidn khac nhau ma chinh ban than
gidn ndo that phdi hop 1a nguyén nhan quyét dinh chi thai nghén. [26, 30, 32, 35]
4.3.2. Tiép tuc thai ky

4.3.2.1. Theo doi thai

Tién trién ciia mire d6 gidn ndo that trong tir cung

Khi gidn ndo that da duoc xac dinh, viéc tim cac bat thuong di kém, xét
nghiém nhiém sac thé thai, xét nghiém nhiém tring thai va theo dai tién trién
cua kich thudc ndo that rat quan trong, d6 chinh 1a nhitng yéu tb tac dong dén
két qua thai ky.

Trong 148 trudng hop tiép tuc theo ddi thai, ty 1¢ cai thién do rong (tre vé
binh thuong hoic giam) cua kich thudc ndo that 1a 43,9%, khdng cai thién
(khong thay doi hodc ting) 56,1%. Két qua nay twong tw nghién cau phan tich
gop ctia Sun va cong su nam 2018, ty 1& cai thién do rong ndo that bén 1a 41%
[48]. Mot sb nghién ciru khac cd ty Ié cai thién do rong ndo that bén thap hon
nhu Nan Chu: 42/150 (28%), khéng cai thién 108/150 (72%) [26]. Su khac biét
nay do ty & thai phu quyét dinh tiép tuc thai ky mac du gi&in ndo that nang hoac

phdi hop trong nghién ciu ciia Nan Chu cao hon cua ching t6i nén ty 18 tién



112

trién cua ndo that trong tir cung cai thién s& thap hon [26]. Néu khéng tinh gian
ndo that mac do nang, tién trién trong tir cung ting 1én trong nghién ctru nay la
14,8% (18/122), phii hop véi da sé nghién citu 16% [103].

Nhém gidn ndo that don doc 6 tién trién trong tir cung chu yéu 1a cai thién
hodc khong thay ddi véi ty 16: 49,0% va 37,5%. Ty ¢ tién trién trong tir cung ting
ctia nhom don doc chi 13,5% thap hon so véi ty 18 cai thién hodc khong thay doi
véGi p<0,05. Nhém gidn néo that phdi hop co kich thuéc ndo that cai thién, khéng
thay ddi, ting khac nhau khong c6 y nghia théng ké véi p>0,05.

Nhom gidn ndo that nhe c6 kich thudc ndo that ndo that cai thién, khdng
thay d6i, tang lan luot la: 45,9%, 44,6% va 9,5%. Nhom gian ndo that vira co
kich thuéc ndo that cai thién, khong thay doi, tang lan lugt 1a 41,7%, 35,4%,
22,9%. Nhom gidn ndo that ning co kich thudc ndo that cai thién, khéng thay
d6i, tang 1an luot 12: 42,3%, 30,8%, 26,9%. Ty I¢ tién trién cua kich thudc ndo
that trong tir cung cai thién, khong thay doi hoic ting trong nhém gin vira va
gidn ning khac nhau khdng c6 ¥ nghia théng ké véi p>0,05. Riéng nhom gidn
nhe, tién trién trong tir cung tang thap hon rat nhiéu so voéi ty 1é cai thién hoac
khong thay d6i c6 y nghia thong ké véi p>0,05. Két luan nay kha tuong dong
véi nghién ciu cua Tugeu va cong su: mie do gidn cang nang ty 18 tién trién
lén trong tir cung ting cang cao. Ty & gidn ndo that nhe co tién trién trong tur
cung tang 1én trong nghién ciru ndy 9,5%, thap hon trong nghién ciru tong quan
hé thdng cia Melchiorre va cong su (16%). Nghién ctru ciing cho thay ty 18
phat hién bat thuong trong thoi gian theo ddi cua gidn ndo that nhe 1a 13%. Téac
gia khuyén céo rang thoi gian theo ddi ty thudc vao tudi thai tai thoi diém chan
doan. Tuy nhién, it nhat nén thuc hién thém mét lan siéu am chi tiét toan bo
thai nhi giita 28-34 tuan dé phat hién cac bat thuong ma lan kham hinh thai quy
2 khéng phat hién dugc [103].

Ty Ié tién trién trong tir cung cai thién, khong thay ddi hodc ting cia nhoém
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gidn ndo that co tudi thai tai thoi diém chan doan 20-24 tun va >33 tun khac
nhau khong c6 ¥ nghia théng ké véi p>0,05. Nhom tudi thai 25-28 tuan co ty
|& tién trién kich thudc ndo that trong tir cung ting thap hon ty 1¢ cai thién hoic
khong thay ddi c6 y nghia thong ké véi p<0,05. Bidu ndy c6 thé giai thich do
day 1a nhom tudi thai 6 ty & gidn don doc cao nhat chiém 34,4% va theo nhu
két qua & bang 3.13 ty 1¢ tién trién cua kich thudc ndo that trong tir cung ting
ctia nhom gi&n ndo that don doc thap hon ty 1& cai thién hodc khong thay doi.
Nhom tudi thai tai thoi diém phat hién 29-32 tuan ¢ tién trién kich thudc ndo
that trong tir cung ting thap nhat va cai thién cao nhat. Su khac nhau nay co y
nghia thong ké véi p<0,05. C6 su khac nhau nay ciing do day 1a nhom tudi thai
c6 ty 1¢ gidn ndo that don doc dung hang th hai (theo bang 3.9) ma ty I¢ cai
thién kich thuéc ndo that trong tir cung cao nhat trong nhém gién ndo that don
doc sau d6 dén nhom khong thay doi, cudi ciing 13 nhom ting (theo bang 3.12).
4.3.2.2. Két qud thai ky tai thoi diém dé
M@t s6 dic diém ciaa thai Ky gidn ndo that tai thoi diém dé

Trong 149 trudng hop tiép tuc thai ky, mot truong hop thai luu truée khi
chuyén da, mét truang hop hay thai trong chuyén da. Ty & dé non 10,7%, ty 1¢
ngat 12,1%, tré so sinh nhe can 10,2%, tré c6 vong dau to 10,2%. Ty 18 dé non
trong nghién ciru nay 10,7% cao hon nhiéu so véi nghién ctu caa Joo: 1,56%.
Su khéc biét ndy do nghién ctu cua ching t6i bao gém ca nhimg trudng hop
gia dinh kién quyét chim dut thai nghén khi da 32-36 tuan tudi mac di hoi dong
chan doan trudc sinh khong dong y. Nhimg truong hop nay thuong dugc khoi
phat chuyén da tai tuyén huyén hoic tuyén tinh va két qua tré so sinh non thang.
Mdi lién quan giira cac thong soé két qua thai ky tai thoi diém dé véi cac
yéu td trudc sinh

S6 liéu cua nghién cau nay cho thay khéng ¢ méi lién quan gitra hinh

thai va mic do gidn no that vai ty Ié dé non nhung tién trién cua nio that trong
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tr cung khdng thay ddi 1am ting nguy co dé non gap 7,7 lan nhom kich thudc
ndo that giam voi OR=7,7 (95%CI: 1,52-38,89 va p<0,01). Tuy nhién nghién
ctru cua Lipa va cong sy thay rang tudi thai trung binh tai thoi diém dé cua cua
nhom gidn ndo that don doc (36** tuan) cao hon nhom gidn ndo that phdi hop
(34** tuan) c6 y nghia théng ké véi p<0,05. Ty 1&é dé non ctia nhdm gidn ndo
that phéi hop cao hon gidn don doc c6 ¥ nghia thdng ké véi p<0,05 [176]. Su
khac biét nay do trong nghién ciru cta Lipa c6 sé luong truong hop bat thuong
hé than kinh trung wong lam cho thai khong nuét dugc gay hau qua da 6i lam
tang ty 1& 6i v non. Mt khéc, tudi thai dé non dugc xac dinh khi thai duéi 34
tuan tudi [176], khac véi dinh nghia dé non cua ching toi (duéi 37 tuan tudi).

Péi véi hai thong sé két qua: ngat sau dé va nhe can, khdng c6 méi lién
quan voi mire d6 gian va tudi thai tai thoi diém chan doan nhung lai c6 méi lién
quan véi hinh thai gidn ndo that va tién trién caa kich thudc ndo that trong ta
cung. Nguy co tré so sinh ngat sau dé caa nhom gian ndo that phbi hop cao gap
3,49 1an nhom gidn ndo that don doc véi OR=3,49 (95% Cl:1,24-9,83). Nguy
co tré so sinh nhe can ctia nhém gidn ndo that phéi hop gap hon 3 1an nhom
gi&n nao thét don doc vai OR= 3,05 (95%Cl: 1,01-9,19 ). Nguy co tré dé ngat
va nhe can cta nhom co kich thuéc ndo that khong thay d6i gap 7 1an nhom
kich thuéc ndo that giam trong qua trinh theo ddi véi OR=7, p<0,05. Két qua
nghién ctu cua Lipa va cong su lai thiy rang can ning trung binh luc dé cua
nhom gidn ndo that phéi hop (2129g) va nhdm gidn ndo that don doc (2668g)
khac nhau khong c6 ¥ nghia thong ké véi p>0,05 [176]. Doi véi céc thong sd
két qua tai thoi diém dé: tudi thai, tinh trang ngat, can niang lac dé ching toi
khong danh gia vai yéu té tién trién cua kich thudc ndo that trong tir cung ting
Vi s6 lwong qué it (< 2 trudng hop).

Vong dau cua tré tai thoi diém dé c6 méi lién quan vai ca ba yéu tb trudc

sinh: hinh thai, mic d6 gian va tién trién cta kich thudc ndo that trong tir cung.
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Nguy co tré cd vong dau to trén bach phan vi tha 95 ting 1én néu chan doan
truéc sinh gidn phdi hop hodc muc do nang hoic tién trién tang 1én trong tir
cung vaéi p<0,05.
4.3.3. Két qua thai ky tai thoi diém 1-3 thang
4.3.3.1. Két qud thai ky chung

R4t nhiéu nghién cau cho thy rang hau qua phat trién caa tré phu thudc
chu yéu vao nguyén nhan gién no that, mac do, va tién trién kich thudc ndo
that trong tir cung. Hau hét nhitng tré ¢ chan doan trude sinh gidn ndo that don
doc mae do nhe tham chi muire @6 vira sé ¢o hau qua binh thuong [34, 139, 186].
Vi vay, nhiéu nghién ctu cho rang gidn nhe don doc 1a mot bién thé binh thuong
lién quan dén két qua binh thudng caa tré. Tuy nhién, gidn ndo that don doc
cling c6 thé duoc gay ra bai mot loat cac rdi loan dan dén suy giam than kinh
van dong va co thé suy giam nhan thuc. Mat khéac, chan doan trude sinh gidn
ndo that don doc nhung thuc su c¢6 don doc hay khdng? Vi vay tién doan hau
qua cua tré van 1a van dé gap rat nhiéu kho khan.

v Ty 18 chét so sinh va ty 1& sbng so6t

Ty 18 chét so sinh trong nghién ctitu ching tdi 4,8%, thap hon Kumar va
cong su 12,6% [33], Graham va cong su 19,4% (3 tré chét cia nhém gian nhe
va 3 tré chét cua nhdm gidn nang) [30], nhung cao hon Nan Chu va cong su
2,7% [26], Madazli va cong su 2,9% [152], Tugcu va cong su [32]. Su khac biét
trong ty 1& chét so sinh giita nghién ciu nay véi nghién ctu cua Kurma do sb
lwong 16n truong hop gidn ndo that phéi hop va ning 1am tang ty 1é sb truong
hop thuc hién tha thuat choc s¢ trong qua trinh dé duong am dao & nghién cuu
cuia Kumar [33]. Ty Ié chét so sinh cia Graham cao nhu vay Vi ty 18 bat thuong
di kém ctua mdi nhom déu cao, nhung ty 1 dinh chi lai thap. Pay chinh 1a
nguyén nhan lam ting s tré sau dé ¢ nhiéu bat thuong nang so vai cac nghién

ctru khac. Nghién ctru ciing da chi ra rang ca 6 tré so sinh chét déu c6 bat thuong
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nang di kem.

Trong sb 7 tré chét so sinh ¢6 dén 3 truong hop gidn ndo that phéi hop (da
di tat, ché ndo, va bat san vach trong subt); 3 trudng hop gidn don doc, mic do
nhe, kich thudc ndo that khong thay d6i trong tir cung va 1 trudong hop gidn ndo
that don doc, mirc d6 nhe, tang kich thudc ndo that trong tir cung. Trong 3
truong hop gidn ndo that nhe, don doc, kich thudc ndo that khong thay ddi trong
tir cung co: 1 truong hop ¢ bat thuong nhiém sac thé l1a chuyén doan can bang
gitra nhidm sic thé sé 2 va 10, 1 trudng hop sau dé c6 thém bat thuong khe ho
ham, 1 truong hop c6 d6 mo da gay 2,7 lc 12 tuan va kich thuéc ndo that bén
9 mm ldc thai 16 tuan mac du két qua choc 6i nhiém sic thé thai binh thuong.
Nhu vay, cac trudng hop chét so sinh chu yéu do bat thuong di kém (6/7 trudng
hop) va tién tién kich thuéc ndo that trong tir cung ting (trudng hop nay gidn
don doc mire d6 nhe phat hién khi thai 23 tuan tudi, nhung tién trién trong ta
cung ting thanh mirc d nang, thai phu chuyén da sinh non ltc 32 tuan tudi véi

tré so sinh c6 can niang 1800g, chét sau dé 20 ngay tudi).

Ty 18 chét so sinh cia nhdm gian ndo that don doc 3,9% (4/103) phi hop véi
nghién ciru cua Lipa va cong su 3,4% (1/29) [176], tuy nhién thip hon trong
nghién ctru cua Madazli va cong su (ty 1¢ chét so sinh ctia nhém gién ndo that don
doc 17,4%). Téc gia ciing két luan ty 1& chét (so sinh va nhil nhi) thap hon trong
nhém gian nhe so vai gian nang co y nghia théng ké véi p<0,05 [152].

v Vong dau

Trong nghién ctu nay ty 18 tré c6 vong dau to 10%. Nhom tré c6 chan
doan trugc sinh gidn niang don doc ty 1é vong dau to cao nhat 42,9% (6/14) phu
hop véi nghién ciru tién ctu cua Letouzey va cong su. Nam 2017, tac gia nghién
ctru trén 21 tré gidn ndo that nang don doc, 39% tré co chu vi dau trén duong
bach phan vi 95 [156].

v’ Kich thudc ndo that
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Ty & tré gidn ndo that sau dé 55,7% (78/140), trong d6 gidn nhe, vira va
nang lan luot 1a: 28,6%, 16,4%, 10,7%. Ty Ié tré gidn ndo that caa tré cd chan
doan truéc sinh gidn nhe don doc 1a 38,9%, thap hon trong nghién ciu cua
Ouahba va cong su 61,4% [155]. Su khac biét nay c6 thé do nghién ctu cua
Ouahba danh gia ndo that ngay tir ngay thar 3 sau dé con chiing toi danh gia sau
1- 3 thang tuoi.

v/ Tién trién cia kich thuéc ndo that sau dé

Ty Ié tién trién kich thudc ndo that sau dé ting cua nhdm gian néo that nhe
don doc ¢d chi c6 (2/61) phir hop véi nghién ciu cua Lipitz [27].Ty Ié tién trién
kich thudc ndo that tro vé binh thudng sau dé cua nhdm gidn nhe don doc 55,7%
(34/61), phu hop véi Vergani P[41] va Tugcu.

v Bt thuong duoc phat hién thém trén MRI sau dé.

Sau dé tat ca cac tré déu duoc kham boi bac sy chuyén khoa nhi tuyén
trung wong hodc tuyén tinh, trong dé 37 tré duoc chup MRI. T4t ca c4c tré déu
duoc siéu am qua thop tai trung tdm chan doan trude sinh BVPSTW danh gia
kich thuéc ndo that va cac bat thuong than kinh trung wong. Két qua co 8 tré
phat hién thém bat thuong so véi chan doan trude sinh. Trong d6 6 bat thuong
phat hién trén MRI (ché no, thé chai mong va thiéu chat trang quanh thé chai,
teo thuy thai duong hai bén, nang dich thuy thai duong trai va teo thuy thai
duong trai, bat thudng chat trang quanh siing cham tiéu ndo, teo thlly tran tréi),
2 truong hop khéac: 1 khe ha ham, 1 khdng c6 16 hau mén. Ty Ié bat thuong
khong phat hién duoc trudce sinh 1a 5,7%, trong d6 gian don doc la 4,3%, gidn
nhe don doc: 2,1% (thap hon nhiéu so véi nghién cau caa Tugceu: 28,5%).

Nhu vay ty 1& bat thuong ma MRI sau dé phat hién thém so véi chan doan
trudce sinh la 6/37 (16,2%) phu hop vaéi nghién ctiu cua Griffiths [104]. Trong
147 thai nhi siéu &m chan doan gidn néo that don doc khi thuc hién MRI trong
tar cung phét hién bat thuong di kém trong 17%. Tuy nhién nghién ciu cua
Ganglioty va cong cu c¢6 két qua am tinh gia cia chan doan trude sinh thap hon
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10% [45].

Theo nghién cau tong quan hé théng va phan tich gop ciia nhdm tac gia
Pagani va cong sy nam 2014, 1/3 sb gian ndo that nhe (10-15mm) don doc duoc
chan doan truéc sinh thuc té di kém bat thuong. Ty 1é am tinh gia caa chan
doan hinh anh trude sinh 1 7,4% ddi vai 9 trong 20 nghién ctu sir dung siéu
am hodc MRI sau d¢ cho tré. i véi 5 trong 20 nghién ciu st dung MRI sau
dé phat hién bat thuong di kém 1a 11,2% [139].

Nam 2018, Emilie T va cong su tién hanh nghién ctu trén 133 tré duoc chan
doan gidn ndo that nhe (kich thuéc ndo that tir 10-15) va don doc ¢ quy hai, c6
122 tré dé song. Trong s6 d6 c6 15 tré c6 thém bat thuong sau dé. [187]

v’ Can thiép phau thuat

Ty lé can thiép phau thuat sém trong nghién ctu cua ching t6i la: 4,3%
thap hon nghién ctu cia Kumar va cong su 7,2% [33]. Su khac biét nay cd thé
do nghién ctru ctia Kumar c06 thoi gian theo di tré dai hon chung t6i.
4.3.3.2. Két qud thai ky ciza cac nguyén nhan gian that

M6t s6 nguyén nhan gian ndo that it gap co ty I& dinh chi 100%: hoi ching
Merkel Gruber, hep so, u ndo, nhdn ndo. Cac nguyén nhan gian ndo that gap
nhiéu nhat da di tat, bat san thé chai, bat san vach trong sudt, bat thuong hé
than kinh trung wong c6 ty 1& sdng sot khoang 30-40%, trong d6 ty 1 séng c6
bénh (tré cham PTTTTC hoic phai can thiép phau thuat) cia nhdm nguyén
nhan bat san thé chai chiém ty Ié cao 28,6%. Trong khi d6 nhom da di tat, bat
thuong hé than kinh trung wong hay bat san vach trong sudt c6 ty 1é dinh chi
thai nghén twong tu nhung ty I¢ tré séng c6 bénh hoac chét so sinh thap hon: tir
3,6%; 7,1% dén 8,6%.
4.3.3.3. Méi lién quan giira cac yéu té trwéc sinh véi kich thwéc ndo that tgi
thoi diém 1-3 thang

Ty 1& gi&in ndo that cua tré c6 chan doan trudc sinh gidn ndo that don doc,
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phdi hop lan luot 1a: 43,9% va 83,3%. Nguy co gidn ndo that cia tré cd chan
doan truéc sinh gidn phdi hop cao gap 6,4 lan nhom don doc voi OR=6,4
95%Cl: 2,41-16,94.

Ty & giéin ndo that cua tré ¢ chan doan trudce sinh gidn mic d6 nhe hoic
vira va gian nang 1a: 47,3%, 86,7%. Nguy co gidn ndo that cua tré c6 chan doan
truéc sinh gidn mac d6 nang cao gap 7,25 1an nhém gidn nhe hoic vira véi
OR=7,25 95%Cl: 2,21-23,73.

Ty I¢& gidn ndo that cua tré cd trién kich thudc ndo that trong tir cung thudc
nhom giam, nhém khong thay d6i, nhom tang 1an luot 1a: 28,1%; 80%:; 81,3%.
Nguy co gidn ndo that cua tré c6 tién trién kich thudc ndo that trong tir cung
khong thay doi, tién trién trong tir cung tang cao gap lan luot 10,22 va 11,07

lan tién trién trong ta cung giam vai p<0,05.

Trén phuong trinh hdi quy da bién cho thiy nguy co gi&n ndo that cua tré
c6 chan doan trudc sinh: gidn phéi hop cao gap 6 lan so véi gidn don doc
(95%Cl: 1,93-18,9), mirc d6 gidn nang cao gap 5,04 1an so véi gidn nhe hoic
vira (95%Cl: 1,3-19,5), nhdm c6 tién trién trong tir cung khong doi, tién trién
trong tir cung ting cao gap lan luot: 13,71 (95%Cl: 5,05-37,22) va 9,28 lan
(95%Cl: 2,03-42,29) so véi nhom tién trién trong tar cung giam. Nhu vay, cac
yéu to trudce sinh: hinh thai gian, mic do gidn va tién trién kich thudc néo that
trong tir cung déu c6 mdi lién quan véi tinh trang gidn ndo that tai thoi diém tre
1- 3 thang tuoi.
4.3.3.4. Phat trién tam than vdn dgng cia tré va méi lién quan giga cac yéu
té trwéc sinh véi hdu qud phat trién tam than vdn dgng cia tré

Trong y van, ty I¢ chét va ty 1& cham PTTTVD cua tré gidn ndo that khac
nhau gitra cac nghién ctru san khoa va nhi khoa cling nhu trong cac nghién curu

san khoa. Ty 1& cham PTTTVD cua tré gidn ndo that trong tir cung c6 mot
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khoang thay doi rat rong trong cac béo céo. Mic thap trong hau qua cé thé do
lien két voi mirc cao cua dinh chi thai nghén va muc thap cua tiép tuc thai ky.
Ty 18 tré PTTTVD binh thudng trong nhém ¢6 chan doan trudc sinh gidn néo
thit don doc 83,7% (82/96 ), phu hop véi da sé nghién ctru: Laskin va cong su
82% [81], Graham va cong su (89%). Mot s6 nghién ciu ¢d ty 1¢ tré PTTTVD
binh thudng thap hon nhu: Ganglioti va cong su 62,5% [36], Madazli va cong
su. Nghién ciru cia Madazli va cong su thay rang ty 18 tré phat trién binh thuong
ma khong c6 bénh tat caa gidn don doc 34,8% va phdi hop 7,6% (tai thoi diém
12 thang tudi). Su khac biét nay do nghién cau cua Madazli ¢6 ty 18 chét so
sinh va nhil nhi rat cao 25,5% nén sd tré con séng cho dén 12 thang tudi dé
danh gia phat trién cua tré chi con 21 tré, trong d6 10 tré c6 chan doan trudc
sinh gidn ndo that don doc [152]. Mat khac mdi nghién ctu st dung bo cong
cu khac nhau dé danh gia hau qua phat trién than kinh va danh gié tré & cac tuoi

khac nhau.

Trong nghién ctu nay, ty 1€ tré cham PTTTVD 7,1% (10/140). Ty I¢é tré
cham PTTTVD trong nhém c6 chan doan trudc sinh gidn don doc 9,2% (9/98),
gidn phdi hop 2,4% (1/42), gidn nhe 2,9% (2/69), vira 7,3% (3/41), nang 16,7%
(5/30). Mic di s6 liéu qua it dé danh gid méi twong quan giira mic d6 gidn no
that trugc sinh véi tinh trang tré cham PTTTVD, tuy nhién ty 1& tré cham
PTTTVD gdp nhiéu hon & nhdm c6 mirc d6 gidn niang hon. Nguoc lai, nhom
gidn ndo that don doc co ty 1é tré CPTTTVD cao hon nhom phdi hop. Trong s6
tré cham PTTTVD, 4 tré c6 chan doan trudc sinh gidn don doc nhung sau dé
c6 t6n thuong vé ndo trén phim Chup cong huéng tir, dac biét 2 tré c6 chan
doan trudc sinh chi la gidn nhe don dgc, khong tang kich thudc trong ti cung.
Nhu vay, bat thuong vo ndo 1a yéu tb ¢ lién quan dén tinh trang cham PTTTVD
cua tré nhung lai khd chan doan duoc truge sinh. Ty 1é cham PTTTVD cua

nhom tré c6 chan doan trudce sinh gidn ndo that don doc mac do nhe hoic vira
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1a 8,3%. Ty Ié ndy phu hop véi da sé nghién ciru: Ouahba va cong su (11,88%),
Melchiorre (11%) [103] va Devanseelan (12%) [38]. Tuong tu nhu vay, nghién
ctru tong quan hé thdng va phan tich gép caa nhém tac gia Pagani va cong su
nam 2014 cho thay ty 1& cham phét trién cua 652 tré gidn ndo that nhe don doc
duoc theo dbi dén 27 thang 1a 7,9% [139]. Nghién ciru hé théng cua to chic Y
Khoa Me- Thai (SMFM: Society of Maternal-Fetal Medicine) ciing c6 két luan
tuong tu: ty 16 PTTTVD binh thudng caa tré ¢d chan doan trude sinh gidn ndo
that nhe don doc 10-12mm 13 hon 90% va 13-15mm 1 75-93%. Hau qua bét
thuong phét trién tdm than van dong caa nhom co kich thudc ndo that 13-15
mm cao hon nhém 10-12 mm (mac d6 2B) [140]. Tuong tu nhu vay nghién
ctru cua Kumar va cong cho thay phét trién binh thuong cua nhém gidn nhe
don doc 1a 17/18, giéng nghién ctu tong quan hé thong va phan tich gop cua
Pagani va cong su ty 1¢ phat trién binh thuong 12 92% [139]. Ty 18 gi&n n&o that
nhe, don doc nhung sau dé tré cham PTTTVD rat phu hop véi ty 16 &m tinh
gia cta chan doan trude sinh nhu nhiéu nghién ciru. Nam 2017, Winkler va
cong su thay rang trong 45 tré gidn ndo that don doc sinh séng c6 42% bat
thuong ndo va 12% rdi loan di truyén [39]. Nam 2016, Ichiyama va cong su
ghi nhan mét truong hop gidn ndo that don doc luc 28 tuan tudi, sau dé 2 ngay
tré co giat, kham sau dé phat hién gidn ndo that va nhoi mau ndo, xét nghiém
giam proein C huyét thanh. Nném nghién ciru di xac dinh day 1a mét truong
hop bét thuong gen PROC ¢.574 576delAAG di truyén trén nhiém sic thé
thuong [188]. Nam 2007, nghién ciu caa Falip trén 101 ca gidn ndo that don
doc nhe cho thdy hau qua tét hon cua gidn nhe so véi trung binh. Khéng c6 su
khac nhau giita c4c nhom gidn mot bén va hai bén, tién trién trong tir cung, tudi
thai tai thoi diém chan doan, giéi tinh thai nhi. Tuy nhién, 2/3 s6 tré bat thuong
phét trién than kinh c6 tén thuong chat trang trén MRI [25].

Khi phan tich méi lién quan gitra cac yéu tb trudce sinh véi hai thong sé
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két qua PTTTVD cua tré (cham va khéng cham PTTTVD), chung t6i thay rang
khong c6 méi lién quan giita hinh thai, mirc d6 va tién trién trong tir cung duoc
chan doan trude sinh véi tinh trang cham PTTTVD cua tré tai thoi diém 1-3
thang tudi. Tuy nhién khi phan tich méi lién quan véi hau qua PTTTVD cua tré
¢ hai mac binh thuong va khong binh thuong (cham PTTTVD va nghi ngo
cham PTTTVD), thi mic d6 gidn ning va tién trién cua kich thudc ndo that
trong tir cung tang 1a cac yéu td nguy co cta tinh trang PTTTVD khéng binh
thuong cua tré. Nguy co PTTTVD khong binh thudng cuaa tré ¢ chan doan
truéc sinh: gidn muc d6 nang cao gap gan 2,97 lan gian nhe hoic vira véi OR=
2,97 (95%Cl: 1,06-8,30), tién trién kich thudc ndo that trong tir cung ting cao
gap gan 6,82 lan nhom giam véi OR=6,82 (95%Cl: 1,06-8,30). Mot s6 nghién
ctru ciing két luan rang mirc 6 gian lién quan dén hau qua phat trién than kinh
cua tré. Nghién ciu cua Gezer va cong su, Ganglioti va cong su két luan: khi
kich thudc no that ting 1én thi ty 1& tré phét trién binh thuong giam di [36,
189]. Nghién cau caa Kumar va cong su cho két qua: gidn nhe cé ty 1é cham
phét trién 1,1% thap hon gién ning 1a 4,6% [33]. Mot s6 nghién ctru ciing dong
thuan rang tién trién kich thuéc ndo that trong tir cung cai thién co hau qua phét
trién than kinh cua tré tét hon. Ganglioti va cong sy nghién ciru trén 176 truong
hop gidn ndo that thai nhi & cac mirc do gian khac nhay thay rang: hau qua s&
t6t hon néu tién trién trong tr cung tré vé binh thuong hoac giam, doc 1ap véi

muc do gidn cua chan doan ban dau [36].

Tuy nhién, da s6 cac nghién ciru déu cho rang: nguyén nhan gian néo that,
muc d6 gidn ndo that va tién trién cua kich thudc ndo that trong tir cung lién
quan dén hau qua phat trién than kinh caa tré. Nam 2005 Ganglioti va cong su
két luan rang: muac do gidn va tién trién kich thudc ndo that trong tir cung dudng
nhu ¢6 mdi lién quan dén hau qua cua tré, gidn ndo that nhe va tién trién trong

tr cung thugc nhom cai thién do rong cé tién luong tot hon [36]. Theo nghién
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ctru phan tich gop ctua Sun va cong su, mac du doan phat trién hé than kinh tot
la: 88% & nhdm gidn nhe, 57% & nhdm gién trung binh, 36% ¢ nhom giédn nang,
86% o nhom gidn don doc va 58% nhom gidn khong don doc. Tac gia két luan
rang tién luong cua gidn ndo that nhe tét hon trung binh va ning, gidn don doc
t6t hon khong don doc, gidn ndo that co thé két hop vai bat thuong nhidm sic
thé hozc nhiém trung thai [48].

Mot s nghién cau khéc két luan chi c nguyén nhan gidn ndo that 12 yéu
t6 lién quan dén hau qua phat trién cua tré. Nam 2018 Kumar va cong su phan
tich két qua trén phuong trinh hdi quy da bién thay rang nguy co cham phét
trién caa gidn phdi hop cao gap gan 7 lan gian don doc véi OR=6,74 95%
Cl:1,82-24,96 p=0,004, nguy co cham phat trién caa nhom khong cé Spina
Bifida chi bang 0,31 Ian nhdm c6 Spina Bifida véi OR=0,31 95%Cl: 1,03-17,95
p=0,045. Nghién ctu két luan rang gidn don doc hay phéi hop, lién két véi
Spina Bifida hay khong, lién quan vai ty 1é cham phat trién cua tré [33]. Nghién
ctru cua Lipa va cong su ciling c6 két qua twong tu: nguy@n nhan gian nio that
la yéu t6 nguy co cta hau qua phat trién cia tré hon 1a muac do gidn. Cac nghién
ctu phan tich hau qua cua tré trong riéng nhom gian don doc nhe hay nang
cling két luan rang chinh nguy@n nhan gién 1a yéu té anh hudng dén phat trién
cuaatré. Theo nghién ctru cua Winkler va cong sy nam 2017, trong 72 tré gian
ndo that don doc, c6 42% bt thuong ndo va 12% rdi loan di truyén trong 45
tré sinh séng. Nghién cau két luan rang, khong c6 méi trong quan cé ¥ nghia
giita kich thuéc va tién trién trong tir cung véi cac thong sé hau qua. Ma bat
thuong cau trdc ndo va bat thuong di truyén c6 thé tao nén hau qua khdng tot
cho tré [39]. Nam 2018, Dall'Asta A va cdng su nghién ctru trén 44 truong hop
sinh séng duoc chan doan gidn ndo that nang sau tuan 24. Céc tac gia chi ra
rang 50% binh thuong, 16% bat thuong nhe, va 34% bat thuong nang. Nhom

nghién ctru két luan nguyén nhan 12 yéu té quan trong trong tién lwong hau qua
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cua tré c6 chan doan gidn ndo that ning trong giai doan muon cua thai ky [103].

C6 su khéc biét trong két luan vé méi lién quan gita cac yéu té trude sinh:
hinh thai, mutc d6 va tién trién kich thudc trong tir cung véi hau qua phat trién
than kinh cua tré cua ching tdi véi mot sé nghién ctiru khac ciing nhu gita cac
nghién ctu khac bai vi mot sé 1y do. Tha nhat do tudi dénh gia tré sau dé khéac
nhau & mdi nghién cau. Nghién ciu cia chiing t6i danh gia tré & thoi diém 3
thang tudi. Pay 1a thoi diém co thé bat dau danh gia tim than van dong cua tré
theo nhu cac nghién ctu. Mt khac danh gia tré sém c6 thé han ché tac dong
cuia Cac yéu to moi truong va xa hoi. Tuy nhién, tai thoi diém 3 thang, tam than
van dong cua tré khong phai 12 yéu té quyét dinh hoan toan tré ¢ thuc sy cham
phét trién khi tré Ién nhung nhu nhiéu nghién ctu cho thay do 1a yéu to dé co
thé tién doan tinh trang bai ndo cua tré sau nay [190]. Chinh vi vay, két qua
nghién ctru nay chura c6 mdi lién quan giira hinh thai gidn ndo that véi hau qua
phat trién than kinh cua tré tai thoi diém tré 3 thang tudi. Thi hai, cac phuong
phap dénh gia ciing nhu phan loai mtc do phat trién than kinh cua tré cling khac
nhau gitra cac nghién ciu. Nghién ctiu caa ching toi sir dung test Denver 1T dé
danh gia truc tiép tré va két qua giai ma test Denver I dugc sir dung dé phén
chia phét trién cua tré thanh 3 muc do: binh thudng, nghi ngd cham phat trién va
cham phat trién tdm than van dong. Nghién ciu cua Ganglioti va cong su s
dung bo cau hoi phong van bé me bao gom 5 ndi dung danh gia: van dong, phdi
hop ctr d6ng mét va tay, nghe va noi, kha ning hoc va mat s6 kha nang khac
[36]. Lipa va cong sy ciing sir dung bd cau hoi phong van bd me & cac linh vyc:
tinh trang than kinh, tinh trang phét trién, van dong, phbi hop, va kha nang nghe,
nhin, ngdn ngit, giao tiép xa hoi. Trong nghién ciu cua Lipa phat trién cua hé
than kinh phan chia & cac muc d6 rdi loan nang va vira. Th ba, cac nghién ctu
khong phan chia thanh cac nhém nho. Thir tu, danh gia chdm phat trién cua tré

truéc tudi di hoc khong phai 12 hiém nhung dit liéu dang tin cay Vvé ty 18 chinh
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xac con han ché.

Piém manh caa nghién ctu nay 1a sé luong mau Ién, nghién ctu tién ctu.
Nghién ctru d& phan tich ting yéu t6 trude dé anh hudong dén két qua thai ky
tai hai thoi diém: luc dé va khi tré 1-3 thang. Tai thoi diém dé phan tich anh
hudng cua cac yéu td trude dé véi ting chi s6 nhu tudi thai tai thoi diém de,
tinh trang ngat, can ning va vong dau cua tré. Tai thoi diém tré 3 thang lai phan
tich ting yéu t6 trudce sinh nghi ngo anh huong dén tinh trang ndo that cua tré
va hau qua than kinh cua tré. Qua sé liéu phan tich dugc ching téi thay rang:
tién trién trong tir cung c6 méi lién quan véi tudi thai luc dé: gian phdi hop tang
nguy co ngat & tré so sinh, nguy co tré nhe can, nguy co vong dau to, nguy co
ndo that van con gian tai thoi diém 3 thang so voi gidn ndo that don doc, muc
d6 gidin nang 1am tang nguy co vong dau to, nguy co tré nghi ngd hoic cham
phat trién tam than van dong so véi nhdm gidn nhe hoic vira, tién trién trong
tr cung giam 1am giam nguy co dé non, nguy co ngat so vai tién trién trong ti
cung khong thay d6i, tién trién trong tir cung khong thay doi 1am giam nguy co
vong dau to va giam nguy co tré nghi ngo cham phat trién tdm than van dong
hoac cham phat trién tam than van dong. Muac do gidn va tién trién trong tir
cung la hai yéu td tién doan tinh trang cham phat trién tdm than van dong cua
tré. Tuy nhién, tai thoi diém 3 thang tdm than van dong cua tré khong phai 1a
yéu t6 quyét dinh hoan toan tré c6 thuc sy cham phat trién khi tré 16n nhung
nhu nhiéu nghién cau cho thiy dé 1a yéu td dé co thé tién doan tinh trang bai

n&o cua tré sau nay [190].

C6 mat sé gisi han trong nghién ciru ndy. Sy thiéu xét nghiém TORCH
va MRI thai nhi, c6 thé 1a sai sé cho gidn ndo that don doc hay phéi hop.
TORCH duoc khuyén céo cho tit ca cac truong hop gidn ndo that dic biét la
gidn ndo that don doc, tuy nhién xét nghiém TORCH tur té bao di chi thuc hién

duoc khi ¢ sy dong thuan caa bénh nhan. MRI thai nhi chi duoc thyuc hién rat it
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ca boi gisi han cua ki thuat nay tai thoi diém nghién ctu ndy thuc hién. Mot sb
ca 6 chi dinh chup, tuy nhién két qua khéng phat hién thém bat thuong so voéi
siéu am. MRI rét co gia trj trong danh gid cac bat thuong cua hé than kinh trung
wong trong gidn ndo that. Tuy nhién, sau khi hoan thanh sé liéu MRI thai nhi

méi duoc trién khai thudng xuyén hon tai bénh vién ching ti.
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KET LUAN

1. Ty 1é gidn ndo that don doc 43,7%, gidn ndo that phdi hop 44,6%.
Nguyén nhan gi&n ndo that dugc chan doan trudc sinh bang siéu &m bao gom:
gidn ndo that c6 nhiéu bat thuong chiém ty 1& cao nhat 17%, ding thi hai 12 bat
san thé chai 11,7%, tht ba 12 bt san vach trong suét 7,7%. Mat sé nguyén nhan
khac: Spina Bifida, thoat vi ndo, tic cbng ndo, nhan ndo, Dandy Walker, xut
huyét ndo, u ndo, nhidm tring thai, Merkel Gruber, ché ndo, hep so. Trong cac
bat thuong hinh thai bén ngoai hé than kinh trung wong, bat thudng tim chiém
ty 1& 16n nhat 9,3%, than 3,3% va chi 2,7%. Ty 1& bat thuong NST 9,4% (8
truong hop, cha yéu 1a léch boi).

2. Ty I¢é dinh chi thai nghén 50,3%, tiép tuc thai ky 49,7%. Nguy co dinh
chi thai nghén cia nhém gian nio that phoi hop cao gap 17,12 lan so vgi nhom
don doc, nhom cd mirc d6 gidn nang cao gap 10,95 lan so véi gidn nhe hoac
vira. Ty Ié tién trién kich thudc trong tir cung cai thién hozc khong thay doi cao
hon & nhom gidn don doc, gidn nhe hodc nhdm tudi thai tai thoi diém chan doan
25-32 tuan. Pac biét nhém tudi thai tai thoi diém chan doan 29-32 tuan, ty 1é
kich thudc ndo that trong tir cung cai thién cao nhat va ty 1é kich thuéc ndo that
tang thap nhat.

Tai thoi diém dé, thai nhi ¢d chan doan trude sinh gidn ndo that phéi hop,
hoic gidn ndo that mirc d6 nang hoic tién trién kich thudc ndo that trong tir cung
tang thi ting nguy co: dé non, tré so sinh nhe cn, ngat, tré co vong dau to.

Tai thoi diém tré 3 thang tudi, ty 1é chét so sinh 4,8%, ty 16 cham PTTTVD
7,1%, mirc do gidn nang va tién trién trong tir cung ting 1am ting nguy co tré
cham PTTTVD hoac nghi ngo cham PTTTVD.

S6 tré ¢6 chan doan gidn ndo that don doc mirc do nhe hoic vira, tién trién
kich thuéc ndo that trong tir cung khong thay ddi, tham chi giam vé binh thuong
chiém 2/7 tré chét so sinh, 6/10 tré cham PTTTVD (trong d6 3/6 truang hop c6
tén thwong chat trang vo ndo trén MRI sau dé).
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KIEN NGHI

Trong nghién ctu nay hinh thai, mac d6 va tién trién cua kich thuéc ndo
that trong tir cung 1a yéu té chinh anh huong dén két qua thai ky. Khi gidn ndo
that thai nhi duoc chan doén, dic biét nhitng truong hop gidn ndo that don doc
mac du gidn nhe can phai thuc hién quy trinh kham hé than kinh chuyén sau,
xét nghiém TORCH, MRI thai nhi, xét nghiém té bao 6i & mac d6 nhiém sac

thé va mirc 4o gen, doan gen dé phét hién nguyén nhan gian nao that.
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Phu luc 1


http://www.visuog.org/

Hinh 1. C4c mit cat ngang dau thai nhi. a- Mat cat ngang néo that bén (Cavum
septi pellucidi: véach trong sudt; frontal horn: stng tran:atrium: budng néo that;
choroid plexus: dam r6i mach mac). b- Mat cat ngang doi thi (Thalami: ddi thi;
hypocampal gyrus: hoi hai ma). C- Mat cat ngang tiéu ndo (Cerebellum: tiéu
ndo; cisterna magna: hd sau). Nguén: theo ISOUG. (2007) [95]



Phu luc 2. C4c mat cit siéu &m hé than kinh thai nhi chuyén sau.

pital horns’

Hinh 1. Mit cat vanh. a- Ngang tran (IHF: ranh lién ban cau). b- Ngang nhan
duoi (CSP: vach trong sudt; frontal horn:simg tran). c- Ngang doi thi (Thalami:
d6i thi). d- Ngang tiéu ndo (Occipital horns: hai simg cham; cerebellum: tiéu

nao)

.. lateralventricle
‘%ﬁ ‘

Hinh 2. Mit cat doc gifta. a- Chinh doc gitta (Corpus callosum: thé chai; cavum

septi pellucidi). b- Canh doc gitta (Lateral ventricle: ndo that bén).

Hinh 3. Mat cat ngang cot séng & timg doan khac nhau. a- Co. b- Nguc. c-

Lung. d- Cung. Cord: tiy song. Miii tén chi 3 diém cbt hoa trung tam cot



séng. Chl y sy toan ven cua da bao quanh cot séng. Trén hinh a-c tay séng cé

dang hinh trimng, giam am voi diém sang ¢ trung tam.

Hinh 4. Mit cat doc cot séng cua thai quy hai (Neural canal: 6ng than kinh;
conus meddullaris: nén tay; cauda equine: du6i ngua).
Nguon: 1ISOUG 2007 [95]



Phu luc 3

Hinh 5. Hinh anh siéu &m tic cdng ndo qua mat cit vanh va mat cit ngang

Nguon: Jean- Philiipe B, Laurence N 2015 [15]



Phu luc 4

Hinh 6. Hinh anh siéu &m Spina Bifida. a- D4u hiéu tryc tiép cua spina bifida
& cot sdng. b- Spina bifida thé ho, (trén) bat thuong cot sdng trén X quang,
(dudi) thoat vi tuy- mang tay véi vét loét ¢ thai 26 tuan tudi. Ngudn: Jean- Philiipe
B, Laurence N 2015 [15]



Phu luc 5

Hinh 1. a- Hinh anh gién n3o that trong Spina Bifida. b- Dau hi¢u lemon sign.
c- Dau hiéu banana sign. Ngudn: Jean- Philiipe B, Laurence N 2015 [15]



Phu luc 6

Khong cé vach Khéng cé thé chai va vach trong subt trén ndo that Il
trong suét

Hinh 2. Bit san thé chai hoan toan qua mit cét: ngang, vanh, dimg doc

Véch trong sudt Thé chai Thé chai khdng hoan toan

N&o that Il
Hinh 3. Bat san thé chai khong hoan toan qua cac mit cit: ngang, vanh, dimg doc

Binh thuong Bt san thé chai hoan toan Bat san thé chai khdng hoan toan

Hinh 4. Dong mach quanh thé chai ¢ cac truomg hop binh thuong, bét san thé chai

hoan toan, bat san thé chai khong hoan toan.

Nguon: Pilu G, Malinger, Buyukkurt S 2012 [191]



Phu luc 7

Hinh 1. Hinh anh siéu am bat san véch trong subt. A- Mit cit ngang khdng

thay hinh anh véch trong suét, hai sting tran ndo that bén théng véi nhau. B va
C- Mat cét vanh va mat cat doc trong gidi han binh thuong. Ngusn: Mary E,
Leslie M, Vickie A 2017 [12]



Phu luc 8

Hinh 1. Hinh anh siéu &m hoi ching Dandy Walker. (a) Mit cét ngang. (b)
Mt cat doc. (¢) So do cua cac dau hiéu. Ngusn: Paladini D, Volpe P 2014 [70]



Phu luc 9.

Hinh 1. Mt cat danh gia ranh Sylvius (csp: vach trong sudt, tv: ndo that 111,
ac: h6 quanh, SFO: thung ling Sylvius)

Sc US-SFO US-SFO Sc

SFO score

22 23 24 25 26 27 28 29 30 31 32

Gestational age (weeks)

Hinh 3. Chi s6 SFO cho tuoi thai 22-32 tuan
Nguon: Quarello E, Stirnemann J, Ville Y 2008 [164]



Phu luc 10.

Hinh 1. Hinh anh siéu &m ché ndo thé ho. (a,b) Mit cat ngang cho thay khe ho
chtra day dich tir v ndo théng vai ndo that bén (mili tén). Trong hinh b miii
tén day chi dam r6i mach mach. Nguén: Paladini D, Volpe P 2014 [77]



Phu luc 11

‘\

N

Hinh 2: Céc dau hiéu u ndo trén siéu am thai. a,b- u bi. ¢,d- u m.

Nguon: Pilu G 2008 [79]



Phu luc 12

Head drcumference-for-age percentiles, boys 0 to 24 months,
WHO growth standards
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WHO: World Health Organization.

Reproduced from: Centers for Disease Control and Prevention based on data from the WHO
Child Growth Standards.

Hinh 1. Biéu dd chu vi diu cua bé trai

Head drcumference-for-age percentiles, girls 0 to 24 months,
WHO growth standards
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WHO: World Health Organization.

Reproduced from: Centers for Disease Contral and Prevention hased on data from the WHO
Child Growth Standards.

Hinh 2. Biéu d6 chu vi dau cta bé gai

Nguon:[192] Uptodate 2019 [174]



Phu luc 13

Cach thyuc hién test Denver Il va danh gia két qua theo huéng dan cua
bénh vién Nhi Trung Uong va Vién Nghién ctru Gido duc [103],[193].

Noi dung test Denver 11 danh cho tré tir 1 dén 3 thang bao gom 24 mau
hanh vi. Sdp xép theo 4 phan, tir trén xudng duéi: phan ca nhan- x hoi (4 mau
hanh vi), phan van dong tinh té thich ang (6 mau hanh vi), phan ngén ngit (6
mau hanh vi), phan van dong thd (8 mau hanh vi)

1. Chuan bi dung cu
- 1 qua chuéng nho, 1 tim len mau do, mot s hat lac, 1 1dc lac ¢é can
- MaAu phiéu kiém tra trén d6 co sin biéu d6 cac mau hanh vi theo lra

tudi.
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KHOA TAM BENH Ngudi kiém tra : Hotén :
Ngay : Ngay sinh :
Denver Il we
THANG 2 4 6 9 12 15 18 NAM 4 5 6

24 3
T M N R TR A N N D I N M O S S I N I T 7S (kO Y O o I N O

CA NHAN - XA HOQI
|

VAN DONG TINH TE THICH UNG

KIEM TRA HANH VI

Kiém tralan 1,2, 3
Pién hinh danciod
: EEE
Khong
Hep tac 1 2 3
o Rét hop tac
] C6 hgp tac
§ it hop tac
K
z Thich tha 12 3
Binh thudng
C6 giam thich tha
Giam thich tha nghiém trong
1 2 3
Sg hai
Khéng
it
© Nhiéu
E 2 3
ol D6t tép trung 1
g Binh thudng
-] C6 sao nhéng
é_ R4t sao nhang
== T 1 Lo LI LT G LT gl ot e g i LT
THANG 2 4 6 9 12 15 18 24 3 4 5 6

Hinh 1. Phiéu kiém tra. Nguén: bénh vién Nhi Trung Uong [103]
2. Cac budc tién hanh:
v’ Xac dinh s thang tudi, ké duong tudi, tién hanh cac mau hanh vi theo

tha tu dd in san trong phiéu kiém tra. Bit dau tir khu vuc cd nhan- xa hoi dén



van dong tinh té thich ung, tiép dén ngdn ngir va cudi cling 1a van dong tho so.
S6 lwong mau hanh vi can kiém tra thay d6i theo sé thang tudi. Viéc xac dinh
s6 lwong mau hanh vi can kiém tra dya trén nguyén tic moi mau hanh vi cé
duong tudi di qua déu phai dugc thyc hién.

v Quy trinh kiém tra: kiém tra cdc mau hanh vi bén trai duong tudi, trén
duong tudi va bén phai duong tudi. Viéc kiém tra két thic khi trong khu vuc
tré dang kiém tra c6 3 mau hanh vi tré khong 1am duoc. Véi mdi mau hanh vi
khong lam duoc, cho tré 1am lai khong qué 3 lan.

A. Khu vuc ca nhan- xa hoi

e Nhin mat: tré nam ngira, nguoi Kiém tra huéng mat lai gan tré Véi
khoang cach 30cm, tré nhin dap lai.

e Cuodi dap: quan sat tré trong ldc kiém tra, tré ¢ mim cudi voi cha me
va nguoi kiém tra.

e Mim cudi tu nhién: quan sat hoac hoi bd me tré c6 mim cudi tu nhién.

e Nhin ban tay: quan sét thay tré ¢ nhin ban tay.

B.vén dong tinh té thich tng

e Nhin téi duong gitta: dit tré nam ngua, dau tré c6 thé hoi nghiéng vé
mot bén. Nguoi kiém tra dua tim len mau do cach phia trudc mat tré khoang
30 cm, lay dong tam len cho tré cha y rdi di chuyén tam len vuot qua duong
giira sang mot phia, theo ddi sy di chuyén caa mat va dau tre.

e Nhin qua dudng gitta: 1am nhu mau hanh vi trén nhung tam len vuot
qua duong gitra nhiéu hon khoang 8 gidy, tré c6 ctr dong mat va dau nhin theo
tam len.

e Nam ldc lac: dt qua lic cham vao dau céc ngdn tay tré, tré cam Iic lac,
c6 thé lic nhe hoic manh déu duoc.

e Naim hai ban tay: chap hai ban tay ciing mét lic & dudng giira co thé.

e Nhin theo 180°: dua tim len mau do cach phia trudc mat tré khoang 30



cm, lay dong tam len cho tré chi y rdi di chuyén tam len vuot qua duong giira
180°, tré quay ca mat va dau tir phia bén nay qua phia bén kia.

e Nhin hat lac: dé roi mot sé hat lac xubng ban trong tam vai cua tré, tré
nhin hat lac.

C.Ngbn ngtr

e Dap lai tiéng chudng: dé chudng sau tai tré dé tré khdng nhin thay, tré
c6 cir dong khi nghe thay tiéng chudng (bat ky ctr dong nao).

e Phat am: trong thoi gian quan sat tré c phat ra &m khac ngoai tiéng
khoc.

e Phat am OO, A, OH: tré phat ra @m: OO, A, OH trong thoi gian quan
sat hoac hoi b me.

e Cudi thanh tiéng: hoi bé me hoic quan sat thay tré cuoi thanh tiéng

e Reo cudi: quan sat hoic hoi bd me tré c6 cuoi thanh tiéng to khi thoa
man diéu gi do.

e Quay theo tiéng luc lic: tré dang ngdi, lac chudng cach ngudi tré 25cm
phia trén dau, bén canh, rdi phia trén dau, tré c6 quay dau vé phia chudng ma
khéng can nhin thiy chuéng.

D.Véan dong tho so

e Cur dong déu: ngudi kiém tra quan sat hoac hoi bd me tré thay than va
tu thé ciia cac chi khéng can xung, dau con chua viing nhung & tu thé nam sap
c6 thé thay dau bit dau ngang I1én. Khi tré nim ngtra dau quay sang maot bén,
dau goi dudi, hai chan déi dién nhau. Tay chan tré chuyén dong khong dinh
huadng.

e Nang dau: khi dat tré nim sip trén ban, tré ngang dau 1&n trong chbc
lat khong ty cam xuéng ban, khong can phai nghiéng nguoi.

o Nang dau 45: khi dat tré nam sap trén ban, tré nang cao dau dat téi muc

tao dugc mot goc 45° gitra mat ban va mat tré.



o Nang dau 90: khi dat tré nam sap trén ban, tré nang cao dau dat t&i muc
tao dugc mot goc 90° gitra mat ban va mat tré

e Ngoi giir vitng dau: quan sat thay hozc hoi bd me tré ngdi duogc viing
dau ma khéng bi lac .

e D diing bang hai chan: tré c6 thé dang dam ban chan 1én mat ban.

e Chéng tay nang nguc: khi dit tré nam sap trén mat ban, tré ¢d thé nang
cao dau va nguc bang cach chéng ban tay hoic ti 1én cang tay. Tu thé nay tré
c6 thé dua mat nhin thang phia trudc.

e Lay: dat néu quan sat hoac hoi bé me tré 1y duoc.

4. Giai ma cac mau hanh vi

- MAau hanh vi tién bo: tré 1am dugc cac mAu hanh vi roi vao phia bén phai
duong tudi.

- Mau hanh vi binh thuong: tré tir chdi hodc khong lam duoc mau hanh vi
bén phai duong tudi hodc cac mau hanh vi ma dudng tudi di qua phan 25-75%.

- Mau hanh vi nghi van: tré tir chbi hoac khong 1am dugc cac mau hanh vi
ma duong tudi di qua phan sAm mau 75-90%.

Mau hanh vi cham: tir chéi hoic khdng 1am cac mau hanh vi bén trai duong
tuoi.
5. Giai ma test Denver Il

- Binh thuong: khéng ¢ mau hanh vi cham, nhiéu nhat 1 mau hanh vi
nghi van

- Nghi ngo: trén 2 mau hanh vi nghi van, trén 1 mau hanh vi cham phét trién.

- Cham phat trién: it nhat 2 mau hanh vi cham phat trién & it nhat hai khu

vuc kiém tra.



Phu luc 14. M6t sé hinh anh siéu &m trong mau nghién cau
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PHIEU THU THAP SO LIEU

M3 sb bénh nhan:
Ma kham bénh:
Ho tén:

Tuoi:

Diachi: ...

Dan tQc: Nghé nghiép
SO dIeN thOaL: «.vevveeee e
Tién st ndi khoa, ngoai khoa
PARA:
Tudi thai: ........ Theo ngay kinh cudi
Theo siéu 4m ba thang dau

Theo siéu am hién tai

v Kich thuéc ndo that bén:....... mm

1. gian nhe (10-12) 2.vra(12.1-14.9)

Hinh dang ndo that bén: 1. binh thuong
(bat thudng 13 @it ..ooovee el
Thanh n&o thit bén: 1. binh thuong
(Bat thudng 18 git...oueve i
No that 3: ....mm 1. binh thuong
Nio that4: ....mm 1. binh thuong
Thé trai: 1.¢o 2. khong co

3. gian nang (>=15)
2. bit thuong

............................... )

2. bit thudng

3.¢6 1 phan

Viéch trong sudt: 1. c6 binh thuong 2. khong c6 (bat san vach trong sudt)

Thung liing Sylvius (chi s6 FSO): .... 1. binh thudng (twong tmg tudi thai)

2. bat thuong (nhé hon tudi thai

Tiéu ndo: 1.binh thudng 2. bat thuong (khong thy hinh anh tiéu néo)



Thuy nhong: 1 binh thuong 2. bat san thuy nhong 3. Teo 1 phan

Hb sau: 1. binh thuong 2. gian 3. mat
T chirc ndo: 1. binh thudng 2. hoai tir (ché ndo) 3.canxihoa 4. khac
Vom so: 1.binh thuong 2.bét thuong
(DAL thUONE 1A Gl oot )
Cot séng: 1. binh thuong  2.thoat vi cot séng 3.bat thuong khac
(DAt thuong KhAC 18 @It . ove e, )
Bat thudng cau trac gidi phau khac kém theo: 1. ¢6 2. khong
(DAL TAUONE Bt e
....................................................................................... )
Bat thuong vé phan phu: 1. Pa di 2. Thiéudi 3. Rau TP
Bénhlyclame:. .....oooiiiii
Khong phan chia nao trudc : 1. co6 thuy 2. Khong thuy

v Gian mét hay 2 bén: 1. Mot bén 2. Hai bén

v' Gian don doc hay phdi hop: 1. Pon doc 2. Phéi hop

v' Chan doan nguyén nhan bang siéu am:
1. Gidn ndo that don doc

Bat san thé chai

Spina bifida

Nhén n3o

Bat san vach trong sudt

Xuat huyét trong ndo thét

Nhiém trung thai

Dandy Walker

© o0 N o O B~ WD

Thoat vi ndao, mang nao
10.Pa di tat (gidn ndo that + 1 bat thuong)
11.Pa di tat (gidn ndo that kém 2 bat thuong tré 1én)



12.Ché nao

13.Gidn ndo thit bén va NT 3

14.Gian ndo that bén + NT4

15. Merkel gruber

16.

17. U ndo

18.Gian néo that + bat thudng hé than kinh trung wong

19.

20.Gian NT bén+3+4

21.Gién ndo that 4

22.Bicker Adam

v’ xét nghiém sang loc trude sinh: 1.C6 2. Khéng
Két qua: 1. binh thuong (nguy co thdp) 2. bat thuong (nguy co cao)
(nguy cODOWN: ...eoiiii )

v/ Xét nghiém nhiém trung thai: 1. ¢ 2. khéng

v' Karyotyp c6 san: 1. binh thuong 1. Bat thuong
(BAt thUONE L& ..o e,
Ly do choc 6i:

Tu van choc 6i: 1.¢o 2. khéng

Sau khi tu van choc i bénh nhén: 1. dong y 2. Tur chéi

v' Choc 6i: 1. ¢6 2. khong:
Néu co:
Ngay choc di:

Tub1 thai luc choc 61



két qua choc 6i: 1. binh thuong 2.trisomi 21 3.trisomi 13
4. risomil8 5 khéc

4. Hoi chan lién vién khong  1.c6 2. khong
Ngay hoi chan:
Gia dinh xin ngung thai méc du khong c6 chi dinh: 1. C6 2. Khong
5. Pinh chi thai nghén 1. Sau khi siéu 4m va tu van
2.Sau hoi chan lién vién
3.Sau khi choc 6i khong can cho két qua
4. Sau khi c6 két qua choc 6i binh thuong
5. Sau khi c¢6 két qua choc 6i bat thudong

6. Sau khi theo ddi tién trién ning 1én

Ngay dinh chi:

Dia diém dinh chi:

6. TIEN TRIEN (theo ddi thai)

Thoi gian hen tai kham 1an 2 : 2 tuan 3tuan 4 tuan 5.kham
thai dinh ky

Kich thudc ndo that bén: ... mm 1. giam 2. khong thay doi 3. ting
Phét hién thém bat thudng khéc: 1. ¢c6 2. khéng

(bat thudng KNAC 18 @11 ....oeeeeee e )
Dinh chi sau khi theo doi: 1. c6 2. khong

(NEu €O 1y do dnh Chi: «..eeeee e )
7. KET QUA THAI KY

0. dinh chi 1. Sy thai 2. Thai chétlwu 3.Pénon 4. Pé dii thang
5. gAy dé non con song 6. Dé gia thang
tré so sinh: 1. Trai 2. Gai

bé 6 dau: 1. BVPSTW 2. BV tinh 3. BV huyén 4. Tram xa



Ngay dé:

Céch dé: 1. thuong 2. mo
Cannang: ...00g 1.<2500g 2.>2500
Tuodi thai lic dé: .... tudn 1. d0 thang 2.non thang 3. Gia thang
Apga: ...... diém
1. binh thuong 2. ngat nhe <7 diém 3. ngat nang <4 diém 4. Chét
(Néu chét sau de bao JAU: ...o.uveveneiei el )
8. KHAM TRE LAN 1 s6 ngdy tudi: ngay thang

Siéu am: kich thudc ndo that: ... mm
1.khong gian 2.gian nhe 3. Gidn ndng
So v6i trwée sinh: 1. giam 2. khong thay ddi 3. ting
Bt thwong khac véi chan doan trwéce sinh
1. Co 2. Khdng

.................................................................................

Hé than kinh : 1. binh thudng 2. bat thudng

(DAL thUONG 1A Sl )
KRAM O AU ..o, )
Kham tré sau dé 1an 2 thang

Siéu am: kich thudc ndo that: ... mm 1.giam 2.khong thay doi 3. ting
MRI: 1. binh thuong 2. Bat thuong

Hé than kinh : 1. binh thudng 2. bat thudng

(DAt thUONE 1A G, oot )
Kham & dau..... ..o )
X1 tri: 1. co 2. khong



9. HAU QUA TRE SO SINH

1.CHET SO SINH 2.CHETNHUNHI 3. BINH THUONG

4. TANTATNHE 5. TANTATNANG 6. BAT THUONG NST
7. BAT THUONG GEN

Kham ¢ dau:

Thoi gian (tudi) danh gia tré:



