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CHAN POAN BAT THUONG NHIEM SAC THE

O TAM CA NGUYET MOT

Nim 1866, Langdon Down di md td mot s6 trudng hop trisomy 21 c6 dic di€m da
qud day, miii nhd va khuon mit det. Vao cudi thé ky 20 siéu Am c6 thé phdt hién

nhitng dic di€m nay vao thang thd 3 trong thai ki.

Khodng 75% thai c6 thira NST thit 21 ¢c6 PMDG day va khodng 60-70% céac trudng
hop bi mat xwong miii (Hinh 1 va hinh 2)

CHAN DOAN BAT THUONG NST
Phuong phap chan doan khong xam lan

Sudt 30 nim gin day, nhiéu nghién cttu 16n dua vao viéc c6 1ap va ki€m tra t& bao
thai nhi tim th4y trong mau me nhim muc dich phat tri€én mot phuong phdp chdn dodn
tién sin khong xam 1an. Khodng 1 phin 10°>-10” t& bao mdu me 12 m4u thai nhi. Ti 1&
nay c6 thé cao hon (1 phan 10-100) biing k§ thuat MACS ( magnetic cell sorting) hoic
FACS (fluorescence activated cell sorting). K&t qua nghién cifu nay vin khong phu
hgp v6i phuong phdp phin tich di truyén t&€ bao hoc truyén thdng do vin con t& bao
me qué nhiéu. Tuy nhién vdi k§ thuat FISH va ki€m tra DNA chuyén biét cho NST c6

thé diing d€ chdn do4n tam 1éch bdi § trong mdu me c6 gidu t& bao thai nhi.

Dua vao k§ thuat hién nay, viéc ki€m tra t& bao thai nhi tif mau ngoai bién clia me c6
khuynh huéng dudgc 4p dung nhu Ia mdt phuong phdp danh gid nguy co hon la mot
phuong phap chian dodn tién sdn khong xam 14n vé bat thudng bd NST. P nhay cda
phuong phdp nay c6 thé so sanh véi sang loc bing sinh héa mau me. Tuy nhién sinh
héa mdu c6 thé thuc hién sang loc trong cong ddng con phin tich t& bao thai tif mau

me doi hdi trang thiét bi ddy dd va ngudi thuc hién c6 k§ ning tot. Nhitng nghién citu
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vé k¥ thudt tap trung nhiéu t&€ bao thai va diy chuyén lam viéc ty dong vin dang

dugc nghién citu nhim c6 thé sang loc véi s6 lugng 16n.

Hinh 2: Hinh dnh siéu 4am cla thai mdc HC Down & tudn thd 12, DPMDG day va khong cé xuong

mul.
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Nhiing phuong phap chan doan xam lan
Choc 6i

C6 duy nhat mdt nghién ctu tht nghiém ngiu nhién c6 nhém ching d€ dianh gid
nhitng nguy co clia viéc choc 6i. Trong nghién cttu nay, 4606 thai phu khée manh, c6
nguy cd thap, 25-34 tudi, tudi thai tir 14-20 tuin, dugc phan ngiu nhién vio nhém cé
choc Gi va nhém chi c6 kiém tra bing siéu Am (Tabor va cs 1986). Ti 1é siy thai §
nhém c6 choc 8i 12 1% cao hon & nhém khong choc 6i. Trong nghién cttu nay ciing c6
bdo cdo ring choc 6i 12 modt yéu td 1am ting nguy co mic hoi chitng suy ho hap va

viém phoi.
Sinh thiét gai nhau

Mot vai nghién cttu ngiu nhién cho thiy riing ti 1& siy thai do sinh thiét gai nhau &
tam c4 nguyét mot thi tuong tu nhu choc 6i § tam cd nguyét hai. Hién dang c6 mot s6
tranh ludn 1a liéu sinh thi€t gai nhau qua ngd 4m dao c6 ting ti 1& say thai hay khong.
o) mot sd trung tAim cé nhiéu kinh nghiém trong viéc st dung siéu 4m dé€ thuc hién

sinh thi€t gai nhau va choc i thi cho riing ti 1&¢ nay khong thay ddi.

C6 sy tuong quan giffa sinh thi€t gai nhau trudc 10 tudn va bit thudng chi, tit ham
nhd, ludi nhd. Vi vay sinh thi€t gai nhau chi nén thyc hién sau 11 tuan bdi nhitng

ngudi da dugce huin luyén va cé kinh nghiém.

Nhiing phuang phap chan doan cé xam lan

e Chéan doan bat thuong NST trong thai ky phdi c6 nhiing phuong

phap chidn dodn c6 xam Ian.

e Nguy cd sdy thai do sinh thi€t gai nhau ¢ tam c4 nguyét mot thi

tuong tu nhu trong choc 6i cGia tam ca nguyét hai.
e Choc 6i khong nén dugc thuc hién trugc tuan th 15 trong thai ky.

* Sinh thiét gai nhau cling khong nén thuc hién tru6c tuan thd 11
trong thai ky.

e Nhiing phuong phap chan doan c6 xam 1an thi phdi dugc thuc

hién b&i mot ngudi da duge hudn luyén va cé kinh nghiém.
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SANG LOC BAT THUONG NHIEM SAC THE

Trong viéc sang loc tién sdn d6i véi trisomy 21, tf [é sang loc duong tinh c6 thé hodn
ddi cho cum tir #7 1¢ sit dung test xdm Idn bdi vi hau hét nhitng thai phu c6 ti 1& sang
loc duong tinh déu dugc 1am chian dodn c6 xaAm 14n, hodc hodn ddi cho cum tir ¢ 1¢
duwong gid bdi vi phan 16n nhitng thai dugc chan dodn c6 xAm 1an thi déu c6 k&t qua
binh thudng.

Phuong phdp sang loc hodi chitng Down diu tién dugc gidi thiéu vao nhitng nim 1970
dua vao tudi me. Choc 8i c6 kém vdi nguy cd sdy thai vd mic tién, do d6 nhitng
phuong phdp chin dodn tién sin khong thé thyc hién hét cho toan bo cic thai phu. Vi
vay thdi diém nay choc 8i chi thuc hién cho cdc thai phu 16n hon hodc bing 40 tudi.
Sau d6, choc 6i di dugc thyc hién mot cdch an toan hon va chi dinh rong rdi hon cho
nhém thai phu nguy co cao, dugc dinh nghia lai Ia nhém nhitng thai phu 16n hon hodc

bing 35 tudi, chi€m khodng 5% dan s& céc thai phu.

Trong 30 nim qua, c6 hai chinh sich gido diéu ndi bat trong viéc sang loc. Thif nhat,
& nhitng da't nuSc c6 hé thdng chim séc sitc khde tu, viéc sang loc chi danh cho nhitng
phu nif tudi 16n hon hoic bing 35 tudi, bdi & nhitng di't nuc ndy dd tudi mang thai
cda ngudi me cao nén nhém c6 test sang loc duong chi€ém khodng 15% dan sd thai
phu. Th hai, § nhitng d4't nu6c c6 hé thong y t€ cong, phudng phip chin dodn cé
xam 14n chi thyc hién & 5% nhém thai phu c6 nguy cd cao nhit; vaio khodng 20 nim
sau cuing, d6 tudi dugc chon dé thuc hién phuong phap chin dodn c6 xam 14n ting tir
35 d@&n 38 tudi. Vi chién luge nay, 5% din s6 dugc phan loai vio nhém “nguy co

cao” va nhém nay chi€m 30% em bé mic HC Down.

Viao cudi nhitng nim 80, mdt phuong phidp sang loc méi dugc gidi thiéu khong chi dura
vio tudi me nhung con dua vio mot sd chit dudc sinh ra tir banh nhau di vao trong
tudn hoan miu me. Tuin tht 16 cla thai ky ndng d6 cla o-feto protein (AFP),
uconjugated estriol (uE3), human chorionic gonadotropin (hCG), inhibin A & nhitng
thai mdc HC Down thi ¢ su khdc biét so v6i binh thudng, do d6 ngudi ta da dwa vao
viéc k&t hdp cdc y&u td nay dé€ chon loc ra nhém c6 nguy cd cao. Phuong phap niy
cho thdy c6 hiéu qua hon 1a chi s& dung tudi me va ti 1& sit dung phuong phdp chin
dodn xam 1an ciing tuong tw (5%), phuong phip sang loc ndy xdc dinh dugc khodng
50-70% thai c6 HC Down.
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Vao nhitng nim 1990 phuong phédp siang loc k&t hdp giita tuéi me va PMDG day &
tudn thi 11-13*° da dugc gidi thiéu, phuong phdp nay xdc dinh khodng 75% thai c6
bat thudng NST vdi ti 1& duong tinh gid 12 5%.

Theo sau d6, su két hop giita tudi me véi PMDG va sinh héa mdu me (free p-hCG va
PAPP-A) & tam c4 nguyét mdt thi x4c dinh khodng 85-90% thai bat thudng NST. Hon
th& nifa, sy phat trién cda nhitng phuong phap mdi trong nhitng k§ thuit sinh héa, cho
k&t qua trong vong 30 phiit 14y mdu, gidp cho viéc trién khai md hinh “P4nh gid nguy
co chi sau mot 1an thim kham” (One-Stop Clinics for Assessment of Risk) tr§ thanh
hién thyc (Hinh 3).

Vao nim 2001, 60-70% thai mdc HC Down khong quan st thd'y xuong miii trén siéu
am vao tudn thi 11-13*° cda thai ky. Nhu vay, dua vao thém yé&u t6 nay ti 1& phdt hién
1én dén 95% (Bang 1).

Sang loc
e Siéuam

e Sinh héa

Sinh thiét
gai nhau

Hinh 3: Danh gid nguy co bat thuong NST c6 thé thuc hién bang cach két hop tudi me, siéu am
do DPMDG va danh gia c6 hay khong c6 xuong mi va xét nghiém huyét thanh mau me 6 tuan tha
11-13*° clia thai ky. Sau khi dugc tham van, cha me c6 thé quyét dinh néu ngudi me mudn biét bo

NST cla thai, phuong phép sinh thiét gai nhau c6 thé dugc thuc hién ngay trong 1an kham nay.
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Bang 1: So sanh ti 1& phat hién bat thudng NST gitra cac phuong phép véi ti 1é duong gid (5%)

Phuong phap sang loc Ti 1é phat hién(%)
Tudi me 30

Tu6i me va sinh h6a mau me tuan th 15-18 50-70

Tudi me va DPMDG tudn thd 11-13*° 70-80

Tudi me, DPMDG, va sinh héa mau me free B- 85-90

hCG va PAPP A tuan thd 11-13%°

Tudi me, PMDG, va xuong mii tuan tha 11-13* 90
Tudi me, DPMDG, xuong mdi va sinh héa mau 95

me free B-hCG va PAPP A tuan tha 11-13%°

hCG human chorionic gonadotropin, PAPP-A pregnancy-associated plasma protein A
NGUY CO CHUYEN BIET

Mbi ngudi phu nit déu c6 mot nguy cd riéng sé sanh ra con c¢é bt thudng NST. Dé
tinh dugc nguy co cho tirng c4 thé thi trude tién phadi dya vao nguy cd nén gdm tudi
me va tudi thai sau d6 nhan vdi hang loat nhitng y&u t6 khdc dua vio céc test sing

loc trong sudt thai ky, cudi cling s& dua ra dugc nguy cd chuyén biét cho titng c4 thé.

MJi 1an mot test chan dodn dugc thuc hién thi nguy co nén phdi dugc nhan véi tf 1&
likehood d€ tinh ra nguy cd méi, sau d6 né trd thanh mot nguy co nén cho mot test

chdn dodn k& ti€p (Snijders va Nicolaides 1996).
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Sang loc lién ti€p (Sequential screening)
e Mobi mot thai phu c6 nguy ca riéng sanh ra con c6 bat thudng NST
* Nguy co nén dua vao tudi me va tugi thai

e Nguy co chuyén biét cho tiing ca thé dugc tinh bang cdch nhan
nguy cd nén vé6i hang loat céc ti 1 likehood dua vao két qué sang
loc trong suét thai ky.

e Mdi lan mot test chdn doan dugc thuc hién thi nguy co nén phai
dugc nhan véi ti & likehood dé tinh ra nguy co méi, sau d6 n6 tré

thanh mot nguy co nén cho mot test chan doan ké ti€p

e N Re .
Tuoi me va tuoi thai

Nguy co bat thudng NST gia ting theo tudi me (Hinh 4). Nhitng thai bt thudng NST
c6 khuynh huéng chét trong t cung nhiéu hon nhitng thai binh thudng, do dé nguy cd
s& gidm theo tudi thai (Hinh 5).

Udc tinh nguy cd con midc HC Down lién quan d&€n tudi me dua vio mdt khio st da
dugc thyc hién bdi Hecht va Hook 1994. Trong 15 nim gin diy, v6i sy xut hién cla
céc test sang loc huy&t thanh m4u me va siéu Am sang loc bat thudng NST dudc thuc
hién & nhitng chi€n luge khdc nhau trong thai ki, viéc tinh todn nguy co dic hiéu bat
thudng NST theo tudi me va theo tudi thai that sy cAn thi€t. Nhitng uSc tinh nhu vay
da dudc dua ra bing cich so sdnh giita nhitng thai phu c6 cling d6 tudi, xem tan sudt
mic HC Down liic sanh, lic choc 8i & tam c4 nguyét thit hai va ldc sinh thi€t gai nhau

G tam cd nguyét mot.
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Hinh 3: Tuong quan gida tudi me va bat thuong NST
100
o HXKHXATKNYY
o W\
1 =
80 4 T
\ HH-“_‘" T
1 oy T TTmm—— - Trisomy 21
60
40
20 s~ 45X0
——— Trisomy 18
b = Trisomy 13
- - 3 B
0 : : | : ———— Triploidy
10 15 20 25 30 a5 40
Gestation (wks)

Hinh 4: Tuong quan gida tudi thai va bat thuong NST

Ti 1 sdy thai ty nhién
PMDG dugc thuc hién)

sang loc huyé&t thanh mau me & tam cd nguyét thit hai dugc thuc hién) va tuin thi 40

1a 20%.

Nguy co mic trisomy 13 va 18 sé& ting theo tudi me va gidm theo tudi thai, ti 1& sdy
khodng giita tuan thi¥ 12 va tuan thi 40 13 80% (bang 2). Hoi

thai hoic thai chét luu &
chitng Turner (b NST

khong lién quan dé€n tudi me. Ti sudt mic khodng 1 phian 1500 lic thai 12 tuan, 1
phan 3000 ldc thai 20 tuan, 1 phan 4000 lic thai 40 tuan. P&i v6i modt s NST giGi tinh

cia thai mdc HC Down & khodng gitta tuan tht 12 (khi do
va tuin thi 40 1a 30%, & khodng gifta tuan thi 16 (khi test

thi€u NST X) thi khong gidng nhu nhitng trisomy khéc, né
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khiac (47,XXX; 47,XXY va 47,XYY) khong li€n quan c6 y nghia véi tudi me va vi ti
1é thai luu khong cao hon thai ¢6 NST binh thudng (khodng 1 phan 500) do dé né ciing
khong gidm theo tudi thai. Pa boi chi€m khodng 2% nhung thudng cé ti 1& ti vong
cao, vi vy rat hi€m thay & tré sanh song; ti sudt mic & tuan thi 12 va th 20 1a: 1
phan 2000 va 1 phan 250000.

Anh hudng cia tudi me va tudi thai

e Nguy cd mdc trisomy tang theo tudi me

e Nguy c6 mdc HC Turner va tam boi khong thay doi theo tugi me
e Tudi thai cang nhd thi bat thuong NST cang cao.

e Tilé thai luu cia HC Down vao khodng giia tuan thd 12 (thoi diém
do DMDG) va tuan thd 40 1a 30%, khodng gitia tuan thd 16 (thoi
diém do sinh h6a mau me & tam ca nguyét thd 2) va tuan tha 40 la
20%.

e Trisomy 18, 13 va hoi chdng Turner, ti & thai luu & khodng gitia
tuan thi 12 va tuan tha 40 la 80%

Tién can mang thai

Nguy cd mic trisomy & nhitng phu nff c6 tién cin mang thai hoic sinh con mic
trisomy thi cao hon néu nguy cd tinh don ddc dya vao tudi me. 0 nhitng phu nit c6
tién cin mang thai mic HC Down thi nguy co sanh con 1an nita mic HC Down cao
hon khodng 0.75% so v6i nguy cd chi dya vao tudi me hay tudi thai. Do d6, mot phu
nit 35 tudi c6 tién cin mic HC Down nguy co lic thai 12 tudn s& gia ting tir 1 phan
249 (0.40%) 1&én 1 phian 87 (1.15%) va mdt phu nit 25 tudi nguy co sé gia ting tir 1
phan 946 (0.106%) 1én 1 phan 117 (0.856%).

Su lap lai ciia bat thuong NST

e N&u mdt phu ni c6 tién can mang thai hodc c6 con mac trisomy thi

nguy co mang thai 1an nay mac trisomy cao hon 0.75% nguy cd nén

e Su l3p lai chi ddc hiéu cho bat thuong NST
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Do md da gay cia thai

Binh thudng, PMDG sé& phdt trié€n theo tudi thai (theo chi¢u dai ddu mong). Trén mot
thai nhi &ng v6i mdt s6 do chiéu dai dAu mong, mdi s6 do PMDG sé& tudng tng v§i
mdt i 1& likelihood. Ti 1é nay s& dugc nhan vdi nguy cd ban dau cla me va nguy cd
theo tudi thai d€ tinh ra mot nguy co méi. PMDG cang day thi tf 1¢ likelihood cang
cao va vi vy nguy ¢d mdi cang cao. Ngugc lai, PMDG cang mong thi ti 1€ likelihood
cang thap, vi th€ nguy co mdi cang thap (bang 6).

100 4 5.0 mm
35 mm
3.0 mm
2.5 mm
10 7
a priori
®
& i
z
0.1 4
0.01
1 1 1 1 1 (]
20 25 30 35 40 45
Maternal age (yrs)

Bang 2: Nguy cd mac HC Down lic 12 tuan theo tudi me va dnh hudng ciia BPMDG day
Xuong miii va nhiing dau chiing siéu am khac ¢ tam ca nguyét mot

O tudi thai tudn thit 11-13%°, xwong mii khong thi'y dudc trén siéu Am khodng 60-70%
trudng hop trisomy 21 va khodng 2% thai nhi c6 bo nhi€ém sic thé binh thudng. Bat
thudng dang séng clia dong chdy 6ng tinh mach dugc quan sit & khodng 80% thai nhi

mic trisomy 21 v 5% thai nhi c6 bd nhi€m sic thé binh thudng.

Tuong tu, tan sui't cda nhitng ddu chitng siéu 4m khac, nhu 12 thodt vi r6n, bang quang
16n, va ddy r6n mot dong mach dude xdc dinh 12 ¢6 bat thudng nhiém sic thé cao hon
thai c6 bd nhiém sic thé binh thudng. Mdi ddu ching siéu 4m c6 twong ng mot ti 1&

likelihood va sé& dudc nhan vdi nguy co ban diu dé tinh mot nguy cd méi
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Nhiing chi s sinh hod trong huyét thanh cta me ¢ tam ca nguyét mot

Néng d6 B-hCG tu do trong mdu me binh thudng s& gidm véi tudi thai. o) nhirng thai
ky mic trisomy 21, ndng d6 p-hCG sé ting. Nong d6 PAPP-A binh thudng sé ting vdi
tudi thai, con nhitng thai ky mic trisomy 21 thi ndng d6 nay s& gidm. Trong mot thai
ky tuong @ng v6i mot tudi thai nhat dinh, mdi ndng dd B-hCG va PAPP-A sé& tuong
tng v6i mot ti 1& likelihood riéng va s& dudc nhin véi nguy cd ban diu d€ tinh mot
nguy c¢d méi. Nong d6 B-hCG cang cao cling véi ndong do PAPP-A cang thap thi nguy

co clia mic trisomy 21 cang cao (hinh 7).

Risk (%) B-hCG Pk (%) PAPP-A

100 4.0 MoM 100 0.25 MoM

3.0 MoM 0.33 MoM
2.0 MoM 0.50 MoM

o 10
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Bang 2: Nguy cd mdc HC Down lic 12 tuan theo tugi me va dnh hudng cta huyét thanh mau me
PO MO DA GAY DAY
Nang bach huyét viing cd, phu da gay va d¢ mo da gay

Trong sudt tam c4 nguyét 2 va tam c4 nguyét 3 cla thai ky, su tich tu dich & phia sau
c6 thai nhi c6 thé dudc x&p loai nhur 12 budu bach huyé&t viing c6 hoic 1a phi da gdy.
Khodng 75% & nhitng thai nhi ¢c6 budu bach huyét viing c6 c6 bat thudng nhiém sic
thé, trong d6 c6 95% 13 hoi chiing Turner. Phit da gdy c6 dich t& hoc rat thay ddi, bat
thudng nhiém sic thé dudc tim thi’y trong khodng 1/3 trudng hdp. Chi€m 75% trong
s0 nhitng ba't thudng nay 1a trisomy 21 hoic trisomy 18. Phu da gdy 1a tinh trang lién
quan véi nhitng di tat tim thai hodc phdi, loan sidn hé xuong, nhiém triing bao thai va
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161 loan chuyén hod hoic rdi loan huyét hoc. Du hiu cda nhitng thai nhi c6 phu da

gdy thudng khong tot.

O tam cd nguyét mot, thuit ngit “khodng md” dugc st dung, du cé hay khdng cé vach
ngin, chi khu tri viing ¢8 hodc bao phi toan bo thai nhi. Trong tam cd nguyét 2, 16p
mdJ da gdy thudng bi€n mit va trong mot vai trudng hop, né phat trién thanh phi da
gdy hoic budu bach huyét c6 hay khong c6 phu thai toan thadn. Tan suit bat thudng
nhiém sic thé cling nhu dy hau déu khong thé tién dodn dudc qua tdn thuong xuat

hién trén siéu am.

PMDG day lién quan dén trisomy 21, hdi chitng turner va mdt s6 bat thudng nhiém
sic thé khéc cling nhu 12 mot s6 di tait bAm sinh thai nhi va cdc hoi ching di truyén.
Tan sudt mic cla nhitng bat thudng nay c6 lién quan hay néi khdc hon 1a sé& xuit hién
nhiéu hon néu PMDG day.

Do mo da gay — dinh nghia

* Do mo da gay la mot hinh dnh trén siéu am mo ta su tich tu dich dugi da

phia sau 0 thai nhi & thai tam c& nguyeét 1.

® Thuat ngli “do ma” dugc dung, du cé hay khong c6 vach ngan, chi khu trd

& viing c6 hodc bao pht toan bo co thé.

e Tan suat bat thudng nhiém sic thé va nhiing bat thuong khac thi lién quan
v6i do day ctia do mo da gay hon 1a hinh dnh biéu hién ctia do md da gay.

e Trong tam ca nguyét 2 cla thai ky, I6p mo sau gay thudong bi€n mat va
trong mot vai trudng hgp né c6 thé phat trién thanh phu da gay hodc budu

bach huyét c6 hodc khong c6 phu toan than.

Do do mo da gay

Khé nidng dat dugc viéc do PMDG chinh xdc thi tuy thudc vao cong tic dao tao va
ludn giit k§ thuat chuin dé cé dugc sy ddng nhat trong cdc k&t qua gitta nhitng nha

siéu 4m khac nhau.
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Tudi thai va chiéu dai dau méng

Tudi thai t6t nha't d€ do PMDG 14 tuin thi 11-13*°. Chiéu dai ddu mong nhd nhét cé
thé thyc hién 1a 45 mm va chiéu dai ddu mong 16n nha't thuc hién dudc 12 84mm. C6 2
ly do d€ chon 11 tuan 13 tudi thai s6ém nhat € do PMDG: thit nhit viéc tim sodt doi
héi kh3 ning thuc hién dudc mot test chdn dodn va sinh thi€t gai nhau trdnh gy ra
cho thai ky nay cé nhitng di tit thi€u chi cit ngang. Thit hai, nhiéu di tit 16n c6 thé
chan dodn vao lic siéu Am do PMDG, cho nén can thai k¥ nhé nhit1a 11 tuan. Vi dy,
c6 thé chian doan hoic loai trir c6 hay khong c6 vom so va vi thé di tit thai vo so
khong thé chan dodn truc 11 tuan vi viéc ddnh gid sy hod xuong clia vom so thai nhi
trén siéu Am khong hdp 1y néu trude tudi thai nay. Viéc ki€m tra mit cit 4 budng tim
thai va cdc dong mach chinh chi ¢6 thé thuc hién sau 10 tudn. O tudi thai 8 — 10 tuin,
tAt cd cdc thai nhi déu c6 sy thodt vi cda rudt gifta dudc quan sit thdy 12 mot khdi
echo diy & phan trung tAm clia cudng rén. Chinh vi vy khong an toan dé€ chin doan
loai trir thodt vi ron & trudc tudi thai nay. Bang quang thai nhi chi c6 thé thdy & 50%

thai nhi lic 10 tudn, 80 % ldc 11 tudn va tit ca thai nhi ldc 12 tuan.

Ly do @€ chon 13 tudn 6 ngay 12 gidi han trén d€ do d6 md da gdy: thit nhat d€ cung
cAp cho nhitng thai phu c6 thai bi di tit quyén lwa chon sy cham dit thai ky & tam c4
nguyét mot hon 12 tam cd nguyét hai. Thit hai, tin sudt cla sy tich tu dich viing c¢d bAt
thudng & nhitng thai nhi bat thudng nhiém sic thé vao tudi thai 14 — 18 tuan thi thap
hon trude 14 tudn. Thit 3, i 1€ thanh cong d€ do PMDG & tudi thai 10 — 13 tudn 1a 98
— 100 %, that bai d€n 90 % & 14 tudn vi thai nhi c6 khuynh huéng nim thing ding 1én

1am cho viéc thuc hién khé khian néu mudn cé duge hinh 4nh chuin.
Hinh anh va do dac

Pé€ thyc hién viéc ddnh gida PMDG, mdy siéu 4m phai c6 d6 phin gidi cao vdi chic
ning quay ngudc trd lai va chiic ning do dac phdi cung cip nhitng s6 do chinh x4c
dé&n 0.1 mm. PMDG thai nhi ¢6 th€ dugc do thanh cong bdi siéu 4m ngd bung vao
khodng 95% trudng hgp, trong mot sd trudng hgp khic ¢ thé cin t6i siéu 4m ngd Am

dao. K&t qud siéu Am qua ngd bung va ngd 4m dao thi tuong duong nhau.

Khi thuc hién do PMDG, chi ¢6 phan diu va phin nguc trén clia thai hién dién trén
hinh 4nh (hinh 8a). P9 phéng dai phdi dii 16n va mdi sy dich chuyén trong liic do phai

lu6n ludn chi 1am thay ddi 0,1 mm.
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Khi phéng dai hinh 4nh, cd trudc va sau khi dirng hinh phéng 16n (zoom) diéu quan
trong 12 phdi diéu chinh gidm dd thu thip (gain). Piéu ndy sé& gilp trdnh dugc sai [Am
khi dit di€ém do vio vién mS nhat ciia dudng do, néu khong sé& gy nén su do thi€u
cia PMDG.

Trén mit phing doc giita chuan cda thai, nhu khi do chiéu dai ddu méng, PMDG c6
thé€ dugc do khi thai nhi & tu th€ trung gian. Néu c6 thai nhi qua udn thi s6 do thu dudc
c6 thé ting 1én 0.6mm va néu c6 thai nhi qua gip thi s& do thu dugc c6 thé gidm di

0.4mm.

Can phdi c4n than phan biét gifta da thai nhi vi mang 8i b&i vi & tudi thai nay ci 2
ciu tric déu chi 12 mot mang mdng (hinh 8a). PE phan biét 2 ciu tric niay can phai
ddi su clr ddng ty nhién cda thai nhi lam thai nhi tdch ra khdi mang &i. C6 thé lam cho
thai nhi ndy 1én tdch ra khéi mang 6i biing cdach yéu ciu ba me ho hoic vd nhe vio

bung me.

Do day 16n nhat clia 16p md dudi da nim giita 16p da va phan m6 mém trdi dai sudt
cOt song ¢d c6 thé diung dé do PMDG (hinh 8e). Con trd c6 thé dit & dudng mic xdc
dinh dat dugc PMDG day nhat . Thanh ngang ctia ddu cong do phai dit chdng vira
ding trén dudng mau tring cla gidi han va khong dugc dit vao phin dich clia viing

e ~
gdy co .

Khi siéu 4m phdi do trén mot 14n méi dugc 14y s6 do va chon s6 16n nha't do dugc.
DAy r6n ¢6 thé quan quanh c6 thai nhi tir 5 — 10% trudng hdp va diéu nay giy ra sai
léch 13 1am ting PMDG. Trong trudng hgp d6, sé ti€n hanh do PMDG & phin ¢d phia
trén va phia dudi vong day ron. Sau khi ra 2 s do khdc nhau, va dé tinh nguy co, sé&

14y trung binh cdng ctia 2 sd do nay (hinh 8f).
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Hinh 8: Hinh anh siéu &m cda thai nhi 12 tudn tudi. C6 tat cd 6 hinh dnh déu & tu thé doc gida
t6t. Hinh (a) c6 thé do dugc DMDG bdi vi hinh dnh chi c6 dau va nguc trén dong thoi phan da cd
méng c6 thé thay tach biét ré véi mang 6i. G hinh (b) do phéng dai qua nhé dé c6 thé do PMDG
dugc chinh xac . & hinh (c) ¢8 thai nhi qua udn va hinh (d) thi ¢8 thai nhi qua gap. O hinh (e) s6
do cyc dai ctia PMDG c6 thé 18y duoc. O hinh (f) day rén quan 8 thai nhi. Trong trudng hop nay,
PMDG c6 thé dugc do & phan cd phia trén va phia dudi cda vong day rén va sau dé 18y trung

binh cong cta 2 s6 do dé tinh nguy ca.

Khong c6 4nh hudng thyc tién ddng k€ nao trén s6 do PMDG tir nhin ching, s& con
ciing nhu tinh trang mang thai cia me, hit thudc 14, tinh trang ki€m sodt ti€u dudng,
thai ky v6i ky thuat hd tr¢ sinh sdn, xui't huy€t trong giai doan sém cua thai ky hoic

gidi tinh cia thai.

20 Siéu am sang loc thai nhi tuan tha 11-13*



Sai léch trong su do luong so vdi binh thuong

PMDG thai nhi gia ting vdi chiéu dai dAu mong va vi th€ cin thiét phai tinh tudi thai
khi cAn xem xét PMDG c6 day hay khong. Trong mot nghién cifu bao gdbm 92127 thai
ky, mic trung binh va mifc bach phin vi thit 95 clia mot thai c6 chiéu dai ddu mong
45 mm 1 1,2mm va 2,1 mm, dong thdi &ng vdi thai ¢6 chiéu dai ddu mong 84 mm 1a

1,9 mm va 2,7mm (Snijders va cdng su 1998).

Khi tAm sodt bat thudng nhiém sic thé, nguy cd riéng biét cho mdi cd thé dugc thuc
hién bing cdch nhin nguy cd ban diu theo tudi me va theo tudi thai véi ti 1&
likelihood. Ti 1€ likelihood tliy thudc sy khdc biét cia PMDG (gi4 tri Delta theo mm)
so vdi s6 trung binh binh thudng véi cling mot chiéu dai ddu mong (hinh 9-11).

Khi tAm sodt dya trén nhitng marker sinh hod trong huyét thanh cia me, c6 mot
huéng ti€p cin khdc dudc dung dé€ tinh toin sy phdt trién theo tudi thai cda cdc
marker nay. Phuong phap niy dua trén viéc chuyén néng d6 do dudc ra tri s6 MoM
ting hay gidm bao nhiéu Iin so vdi gi4 tri trung binh clia thai binh thudng & cling mot

tudi thai.
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Hinh 9: Phan bg s6 do PMDG ctia 326 thai nhi mac HC Down va chiéu dai diu mong
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Hinh 9: Phan b6 tan sudt clia cac s6 do PMDG § nhiing thai c6 bd NST binh thudng (thanh den)
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Hinh 10: Tuong quan gitia ti lé likelihood ctia HC Down véi do léch DPMDG theo chiéu dai dau

mong

Trong chuong trinh tim sodt bing do PMDG, dudng Delta s& cho ra nguy cd chinh
xdc chuyén biét cho mdi bénh nhan (Spencer va cdng su 2003). Nguoc lai, gid tri
MoM dudc tim thdy khong thich hgp cho muc dich ndy. Bdi vi khong c6 su chap nhan
nao trong 3 diéu cd ban 1am nén tdng cho phuong phdp nay c6 gid tri. Thit nhat, trong
dan s6 khong c6 bénh, nhitng dudng phan phéi PMDG theo MoM va log;o (PMDG
MoM) thi khong thudc vé dudng phan phdi Gassian. Thit hai, d§ léch chuan SD’s
khong hiing dinh theo tudi thai. Thi ba, dudng trung binh (MoM) cta thai trisomy 21
thi khong c6 ti s6 cd dinh theo dudng trung binh cia thai binh thudng.

Né&u dung huéng ti€p can 1a tri s6 MoM, ching ta sé d4dnh gid nguy cd trisomy vugt
qud & tudi thai 11 tudn va danh gid dudi mic & thai 13 tuan.
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Do mo da gay - viéc do dac

e Tudi thai nén tr 11 — 13 tuan 6 ngay va chiéu dai dau mong nén t 45mm

dén 84 mm

* Mt cdt doc gitta chudn can dat dugc va PMDG nén do khi thai nhi & tu

thé trung gian

e Chi c6 dau va phan nguc trén c6 mit trén hinh dnh. Can phéng I6n hinh

dnh va mdi su di chuyén nhe cta con trd chi thay d6i 0.1mm trén s6 do.

e Phan day nhat ctia vang mo du6i da nam gitia da va phan mé mém doc

theo cot séng c6 la phan nén do. Can phan biét gita da thai nhi va mang

e

Ol.

e Con tré phdi dugc dat & duong mic xdc dinh BPMDG day nhat, thanh
ngang ctia ddu cong do rat kho thay khi né chong lén duong mau trdng cla

giGi han va khong dugc dat vao phan dich cla viing gay cd.

e Trong qua trinh siéu am, phéi do nhiéu hon mot 1an méi 1ay két qué va

chon s6 16n nhat do dugc.

Pao tao va danh gia chat lugng do do mo da gay

Viéc dao tao cho nhitng ky thuit vién siéu 4m va sy chit ché dé€ dat dudc ki thuat
chuin do PMDG la nhitng doi héi thi€t y&u cho thyc hinh 1dm sang.

Hon nifa, sy thinh cong ciia chudng trinh tAim sodt doi hdi sy hién dién cia mot hé

thong ki€m tra k€t qua déu din va danh gid lién tuc chat lugng hinh 4nh.

Céc nha siéu Am thuc hién siéu 4m thai cin phai c6 k§ ning tdt trong viéc do ludng
chiéu dai ddu mong va dat dudc mit cit doc giita chuian doc theo cdt song thai nhi.
D4i véi nhitng chuyén gia siéu 4m nay, that dé dang dat dugc, trong vong vai gid, k§y
ning do phan day nhit cia 16p md sau gdy.

Tuy nhién, khd ning do PMDG va dat dugc k&t qua ludn ludn nhu trén sé cdi thién
viéc dao tao. K&t qud tot 1a dat dudc sau 80 ca siéu A4m qua ngd bung va 100 ca qua
ngd Am dao. Mot vai nghién cifu dd thé hién ring sy ti€n hanh ki€m sodt déu din
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nhitng hinh dnh va bi€u @6 phan phdi ciia cdc s6 do PMDG thi can thi€t d€ d4nh gid
chat lugng clia mot trung tAm va ciing hitu ich d€ nhin ra c4 nhin ndo c6 k&t qui sai
léch khdi khdang trung binh. Su sai 1éch vé cdc s& do trong ky ki€m tra giita ky dudc
gidm thi€u ddng k€ sau giai doan hoc ban dau va sau khi cdc k§ thuat vién diéu chinh

trd lai dva trén bi€u d6 phan phdi cdc s6 do clia ho va chit lugng hinh dnh ciia ho.

Hiép hoi y khoa thai nhi (FMF), tru s& dit tai Anh, da thi€t 1ap chuong trinh tAm sodt
DPMDG gitip cho cdng tac thyc hanh 1dm sang. Viéc dao tao trén cd ban mdt khda hoc
ly thuyét, huéng din thuc hanh, cdch 1am thé€ nio dé€ thu dudc hinh 4nh tSt va thuc
hién do PMDG chinh xdc, ddng thdi phdi c6 mdt quyén nhit ky cdc hinh dnh. T4t cd
nhitng diéu nay déu dugc ki€m tra d€ xdc dinh: do phéng dai di dd chua, mit cit thai
nhi c¢6 ding chuén doc giita chua, va dau thai nhi c6 & tu thé trung gian khong, mang
8i c6 dugc nhin thiy tich biét v6i phan da gdy khong va di€m dit dé€ do c6 ding
khong. Ti€n trinh ddm bio chit lugng dva trén viéc ddnh gid bi€u dd phan phdi céc
s6 do PMDG (hinh 12) va viéc ki€m tra cdc miu hinh 4nh dugc thyc hién bdi tirng

nha siéu Am trong chuong trinh tAm so4t.
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do ludng qua thua.
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PMDG- viéc dao tao va dam bao chat lugng

* Viéc dao tao chuyén dung cta cac nha siéu am va sy chat ché dé dat dugc
ky thuat chudn do BPMDG la nhiing doi hdi thiét y&u cho thyc hanh lam

sang

e Sy thanh cong clia chuong trinh tam soat doi hdi su hién dién ctia mot hé

thong ki€m tra két qua déu ddn va danh gia lién tuc chat lugng hinh &nh.

e Viéc dao tao dua trén co bdn mot khéa hoc ly thuyét, huéng dan thuc hanh
va cach lam thé& nao dé thu dugc hinh anh t6t va thuc hién do DPMDG

chinh x4c, dong thai phai c6 mot quyén nhat ky cac hinh &nh.

e Tién trinh ddm bdo chat lugng dya trén viec danh gia biéu dd phan phoi

céc s6 do DPMDG va kiém tra cac mau hinh dnh dugc thuc hién béi cac

nha siéu am trong chuong trinh tam soat.

Po day clia I6p md sau gay va nguy co bat thuong nhiém sic thé

Trong mdt nghién citu ndm 1992, PMDG thai nhi dudc do trude khi sinh thi€t gai nhau
dé€ d4nh gid bd nhiém sic thé. K&t qua dudc bao cdo 1a ti 1 cao cdc bat thudng nhiém
sic thé€ & thai nhi xudt hién cling véi nhitng trudng hgp c6 PMDG day (Nicolaides va
cOng su 1992).

K&t luan nay da dugc xdc nhan lai sau d6 trong mot s nghién cttu vao diu thap nién
90. Vi thé, trong mot nghién citu dua trén 1690 bénh nhan c6 PMDG day (nghién citu
gdm c6 17 phan dit liéu thu thap k&t hop lai) cho thdy tan sud't bat thudng nhiém sic
thé 12 29% (Nicolaides 2004 ). Tuy nhién, c6 nhitng sy khdc nhau ddng k€ gitta cdc
nghién cttu vé tan sud't ba't thudng nhiém sic thé. Thay ddi tir 11 % d&n 88%, bdi vi
c6 su khdc biét vé phan phdi tudi me trong din sd nghién cttu va mdc xdc dinh do

day 16p md sau gdy nhd nha't thay ddi tir 2 mm dén 10 mm.

Nhitng nghién cttu & gitta thip nién 90 cho thdy ring: thi nhat, & nhitng thai ky binh
thudng, PMDG gia ting theo tudi thai, thit hai & thai ky trisomy 21 va mot s§ cdc bat
thudng nhi€m sic thé€ chinh khiac c6 PMDG ting. Thit ba, nguy co trisomy cic loai ¢
thé khdc di vi phdi nhan nguy cd ban diu theo tudi me va nguy cd theo tudi thai vdi ti
1¢ likelihood. Nguy cd trisomy céc loai con dua trén mitc do sai 1éch ctia s6 do PMDG
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so v6i mifc trung binh binh thudng @ng vdi tirng chiéu dai diu mong (Nicolaides va
cong su 1994, Pandya va cong su 1995). Ngudi ta uSc dodn ring, trén mdt din sd thai
phu c6 @6 tudi trung binh 1a 28 tudi, ding di€m cit nguy cd & 1/300 d€ xdc dinh nhém
tam sodt dudng tinh s& phat hién dugc khodng 80% thai trisomy 21 véi ti 1& duong tinh
gid 1a 5%.

PMDG- cach tinh nguy co chuyén biét cho moi bénh nhan

e Nguy cd trisomy céc loai dugc tinh biing cach nhan nguy cd ban diu theo tudi

me, va theo tudi thai véi ti 1& likelihood.

e Tilé likelihood cia PMDG thi dya trén do 1éch ctia s6 do PMDG véi khodng
trung vi binh thudng theo tirng chiéu dai ddu mong.

Sy thuc hién chuang trinh tam soat do PMDG trong thuc hanh thudng qui

Mot vai nghién cifu can thiép di ki€m tra sy thuc hién clia chuong trinh tim sodt
PMDG trong thyc hanh thudng qui (Nicolaides 2004).

Trong mdt sd cdc nghién citu, chuong trinh sang loc dudng tinh dudc xdc dinh bing
mdt ngudng cit cia PMDG hoic mdt nguy cd két hdp tir tudi me va do 1éch clia
PMDG so véi tri s6 trung binh binh thudng & cting mot chiéu dai ddu mong.

Nhitng k&t qud quan trong clia nghién cttu nay 1a: thit nhat, PMDG thai nhi dudc do
thanh cong trén 99% cdc trudng hop. Thit hai, c6 nhitng khdc biét khong thé trdnh
dugc trong nhém duong tinh gia va ti 1€ phat hién gita cdc nghién cttu vi nhitng khac
biét v& phan phdi tudi me trong dan sd nghién cifu va chon diém cit cia PMDG thai
nhi hay clia nguy cd dudc dung. Thit ba, trong dit liéu ph&i hgp clia hon 200000 thai
k¥, bao gdm hon 900 thai nhi trisomy 21, tAm sodt PMDG thai nhi da gitip tim ra hon
75% thai nhi trisomy 21 va mot s6 bat thudng nhiém sic thé khic vdi ti 1& duong tinh
gid 1a 5%, hay ti 1€ phat hién khoang 60% va ti 1€ duong tinh gia 1a 1%(Nicolaides
2004 )

& nghién ctu 16n nhat, k&t hgp thuc hién v6i FMF, ¢6 100311 thai ky don thai dugc
ki€m tra bGi 306 nha siéu dugc huin luyén tot trén 22 trung tAm clia Anh (Snijder va
cong su 1998). Trong tat cd cdc trudng hdp, PMDG thai nhi cling vdi chiéu dai dau
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moéng déu dudce do, ddng thdi nhitng nguy cd dic biét cda tirng c4 nhan, dua trén tudi
me, tudi thai va PMDG thai nhi déu dugc tinh todn. Theo d&i chi thuc hién dudc trén
96127 trudng hgp trong d6 ¢6 326 ca trisomy 21 va 325 ca c6 nhitng bat thudng nhiém
sic thé khdc (bdng 3), tudi thai trung binh & thdi di€m khio sit1a 12 tuin va tudi me
trung binh 12 31 tudi.

Bang 3: Nghién ctu da trung tdm két hop véi Hiép Hoi Y Khoa Thai Nhi (FMF). S6 lugng céc thai

ki c6 BPMDG day trén bach phan vi thd 95 va nguy cd u6c tinh mdc HC Down dua vao tudi me,
PMDG va chiéu dai dau mong 1a 16n hay bang 1 phan 300 (Snijders va cong su 1998)

Fetal karyotype N NT >95% centile ~ Risk =1 in 300
Normal 95,476 4,209 (4.4%) 7,907 (8.3%)
Trisomy 21 326 234 (71.2%) 268 (82.2%)
Trisomy 18 11/ 89 (74.8%) 97 (81.5%)
Trisomy 13 46 33 (71.7%) 37 (80.4%)
Turner syndrome 54 47 (87.0%) 48 (88.9%)
Triploidy 32 19 (59.4%) 20 (62.5%)
Other* 64 41 (64.1%) 51 (79.7%)
Todl 96,127 4,767 (5.0%) 8,428 (8.8%)

Nguy cd udc dodn cda trisomy 21 13 16n hon hay biing 1 phan 300 chi€m 8% thai ky
binh thudng, chi€m 82% thai mic trisomy 21 va 78% thai c6 nhitng bt thudng nhiém
sic thé khdc, vdi ti 1& duong tinh gid 5% va ti 1& phat hién 1a 77%.

Say thai ty nhién

TAm sodt nhitng bat thudng nhiém sic th€ & tam cd nguyét 1, thi tdt hon & tam cd
nguyét 2, c6 1gi 1a chdn dodn s6m hon va it chdy mdu khi cham dit thai ky (d6i véi
nhitng cip vg chong chon cdch chdm dut thai ky). Piém bat 1gi 16n 13 nhitng test tim
sodt sdm gitip nhan dién nhitng thai c6 bat thudng nhiém sic thé va nhitng thai ndy
thudng c6 khuynh huéng ty sdy thai. Khodng 30% thai ky c6 bat thudng nhiém sic thé

s& chét trong khodng 12 tudn dé&n cudi thai ky.

Do d6, day chinh 12 diéu thudng bi phé phdn clia tit cd nhitng phuong phdp sang lo
tién sanh, bao gdm ca sinh h6a mdu me & tam c4 nguyét hai, bdi vi ti 1& thai chét
trong khodng tir 16 tudn d&n cudi thai ky chi khodng 20%.
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Trong mot s& nghién cu sang loc tién sin, ching ta khong thé xdc dinh dugc c¢6 bao
nhiéu thai ky trisomy 21 di dugc cham dift thai ky c6 thé s& song néu dudc sinh ra.
Tuy nhién c6 thé ddnh gid dugc sy 4nh hudng chuong trinh tAm soat tién sin trén tin
sut trisomy 21 trong nhitng tré sinh ra sdng, diéu nay cé thé thuc hién dudc bing
cdch so sdnh s tré sinh ra sdng mic trisomy 21 v6i con s8 dugc udc dodn dua trén tan

sudt trisomy 21 lién quan véi tudi me va sy phan phdi tudi me trong dan s& khdo sat.

Trong nghién ctfu tAm sodt clia FMF, bing cdch k&t hop yéu t§ tudi me va PMDG
thai nhi, di€ém cdt nguy co 1a 1 phan 300, két qua i 1& duong tinh gid 13 8%, ti 1& phat
hién 12 82% (Snijder va cong su 1998). Ngudi ta uc dodn ring chuong trinh tAm sodt
tién sidn dudc theo sau bing test chin dodn xam 1an va chon cdch cham dut thai ky
ddi v6i nhitng thai nhi mic trisomy 21 s& 1am gidm tan suit cda tré trisomy 21 tir 78-
82%.

Po mo da gdy — hiéu qua ciia chuong trinh tim soat trisomy 21

e Nhifng nghién cttu tién cttu trén 200000 thai ky, c6 hon 900 thai trisomy 21, da
cho th4y ring chuong trinh tim sodt PMDG c6 thé phat hién hon 75% thai nhi
trisomy 21 véi ti 1& duong tinh gid 5%.

e DPMDG day khong nhat thi€t d€ phat hién nhitng thai trisomy c6 khuynh huéng

chét trong it cung.

e Tilé phat hién trisomy 21 qua chuong trinh tAm sodt PMDG thi chi cao hon ti
1& phét hién nhitng thai ky mic trisomy 21 s& sinh séng tir 2 — 3%.

Nhiing nghién ciu quan sat

Kha ning c6 dugc su do dac PMDG chudn thi tily thudc vao chuong trinh dio tao tot,
tudn theo mot ki thuat chudn va dong lyc ciia mdi ngudi siéu 4m. C3 3 y&u t& nay
déu dugc chiing minh qua nhitng k&t qua khdc nhau giita cdc nghién cifu quan sit va
nghién ctfu can thiép. Trong nhitng nghién cifu nay cdc nha siéu 4m da dugc yéu cau
ki€m tra nhitng ban luu lai cdc do dac PMDG ma khong dnh hudng d&€n két qua
(Nicolaides 2004). Vi vay, nhitng s6 do PMDG ding da dat dugc trén 99% trudng hdp
trong cac nghién citu can thi€p, nhung chi dat 75% trudng hdp trong cic nghién ciu
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quan sat. Hon nira, trong cdc nghi€én cttu can thi€p, c6 su ting PMDG trong 76,8% cac
trudng hdp trisomy 21 va 4,2% trong cdc trudng hdp nhiém sic thé binh thudng, so vdi
ti 1€ tuong wng 1a 38,4% va 5% trong cdac nghién cifu quan sat.

Trong nhitng nghién ctfu quan sét, siéu 4m dugc thudng ti€n hanh & nhitng tudi thai
khong thich hgp va nha siéu 4m khong dugc huan luyén hoan hdo va ho khong duge
hd trg ding mic d€ do PMDG. Vi du, trong mdt nghién cifu cdc nha siéu 4m dugc
huéng din do PMDG khong dudc qué thdi gian can thiét d€ do chiéu dai ddu mong ,
PMDG thai nhi chi do thanh cdng § 66% (Robert va cdng sur).

Trong mdt nghién cttu khdc, chiéu dai ddu mong thai nhi ngin hon 33mm & 54%
trudng hop va nhitng nha siéu Am dugc huéng din do PMDG trong vong 3 phit da
khong thé do dudc trong 42% trudng hgp (Kornman va cdng su 1996)

Nhitng van dé thudoc vé phuong phdp hoc ngiy cang dugc dé cao hon trong mot
nghién cttu c6 47053 don thai & tudi thai tir 6 — 16 tudn (Wald va cong su 2003).

Trong 23% bénh nhin c6 s& do DPMDG khong hgp 1é bdi vi siéu Am dugc tién hanh §
tudi thai khong thich hdp hoic nha siéu 4m khong do chuin hodc khdng cé hinh dnh

nao c6 chit lugng chap nhan dugc.

Biing chiing nita vé& sy khdc nhau giita nghién ctfu quan sit va nghién cifu can thiép
dugc dua ra bdi Crossley va cong sy (2002). Trong nghién cttu quan sit nay cé 17229
thai ky chon loc va PMDG thai nhi dugc do thanh cong & 73% trudng hdp. Trong mot
nghién cttu sau dé c¢6 khodng hon 2000 thai ky — nhitng két qua siéu Am dudc gdi lai
cho sdn phu — BPMDG thai nhi dugc do thanh cong § 99,8% trudng hop.

P9 md da gay va sinh héa huyét thanh ctia me

Nhirng thai ky trisomy c6 lién quan v6i sy thay ddi ndng do cdc sadn phadm khdc nhau
ctia nhau thai trong huyé’t thanh me. Bao g6m AFP, B-hCG ty do, UE3, Inhibin A va
PAPP-A. TAm sodt & tam cd nguyét 2 dugc thuc hién dva trén tudi me va su phdi hop
ctia AFP, B-hCG tu do, UE3, Inhibin A c6 thé phét hién 50 -75 % thai ky trisomy 21
véi ti 1& duong tinh gid 12 5%. TAm sodt § tam c4 nguyét 1 dudc thuc hién dua trén su
phdi hop clia tudi me, B-hCG tu do trong huyét thanh va PAPP-A c6 thé gitip phat
hién dugc 60% thai ky trisomy 21 vdéi ti 1€ dudng tinh gia 1a 5%.
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Tuy nhién, mdt yéu to thi€t yéu cia tam sodt sinh hda la xdc dinh tudi thai chinh xédc

bing siéu Am, n€u khong ti 1& phét hién bi gidm di khodng 10%.
PMDG va test huyét thanh me trong tam cd nguyét mét

O nhitng thai ky trisomy 21 vao thdi diém 12 tudn, ndng do p-hCG trong huy&t thanh
me (khodng 2 MoM) cao hon néng dd B-hCG & thai c6 bo nhiém sic thé binh thudng
trong khi d6 ndng @6 PAPP- A (khodng 0,5MoM) lai thap hon. Su khdc biét vé ndng
dd B - hCG tu do trong huyé&t thanh me gitta thai ky binh thudng va thai ky trisomy 21

gia ting theo tudi thai, con sy khac biét cia PAPP- A sé& gidm v4i tudi thai.

Nhitng su khdc biét tam thdi trong ngudng clia cdc diu chitng ndy, mdi tuong quan va
st k&€t hop v4i can ning clia ba me nén dugc tinh todn vio nguy co dé dua ra mot

nguy cd chinh xdc ctia bénh nhan.

Khong c6 sy lién quan ddng k€ nao gita PMDG thai nhi v6i ndng d6 p-hCG hoic
PAPP- A trong huyét thanh me & ca thai ky trisomy 21 va thai ky ¢6 bd nhiém sic thé
binh thudng va vi thé nhitng diu chitng trén siéu 4m va nhitng ddu chitng sinh héa c6
thé k&t hgp lai d€ dua ra sy tim soat hiéu qud hon titng hai phuong phap riéng biét
(Spencer va cong su 1999). 6 nghién cifu tim so4t tién ctfu dd x4dc nhin tinh hgp 1y va
tinh hiéu qua clia viéc k€t hgp PMDG thai nhi va nong dd B-hCG tu do cling vdi nong
dd PAPP-A. Trén dit liéu k&t hdp clia modt nghién citu g6m 38804 thai ky, c6 182 thai
ky trisomy 21, ti 1&€ phdt hién trisomy 21 1a 86 % va ti 1¢ duong tinh gid 1a 5%
(Nicolaides 2004)

Néng do B-hCG ty do vi PAPP-A & thai trisomy 18 va trisomy 13 thi gidm. Trong s&
nhitng trudng hgp bat thudng nhiém sic thé gidi tinh B-hCG trong huyét thanh me thi
binh thudng con PAPP-A lai thdp. Nong d6 B-hCG ty do trong huyé&t thanh me &
trudng hop tam bdi c6 ngudn gde tir bd thi ting ddng k&, trong khi PAPP-A gidm nhe.
Tam bdi c6 ngudn gdc tif me thi lién quan véi viéc gidm ddng ké ndng do B-hCG tu
do va PAPP- A trong huyé&t thanh me. Sang loc bing phdi hgp PMDG, PAPP-A, free
B-hCG c6 thé phadt hién khodng 90% tit cd cdc loai bat thudng nhiém sic thé véi tf 16
duong tinh gia 1%, va vdi trisomy 21 thi ti 1& duong tinh gid 1a 5%.

Mot sy ti€n bd quan trong trong phan tich sinh héa 1a xu't hién clia mot k§ thuat méi
(random access immunoassay analyfer using time - resolved - amplified - cryptate -

emission). K§ thuit ndy s& dua ra nhitng thong s6 tu dong héa, chinh xdc va cé thé
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lam lai dugc trong vong 30 phit sau khi 14y mdu tht. Piéu nay gitp cho su két hop
gita sinh héa, siéu Am va tham van chi trong mot 1n thim kham cta bénh (OSCAR)

(Bindra va cong sy 2002, Spencer va cong su 2003 b).
DPMDG thai nhi va test huyét thanh mau me & tam ca nguyét hai

O nhitng phu nit c6 test sinh héa & tam cd nguyét 2 sau tAm soat PMDG § tam c4
nguyét 1 thi nguy cd ban diu cin dugc hiéu chinh d€ tinh nhitng k&t qua tim soit
tam c4 nguyét 1. Nhitng nghién ctu tién citu vé chuong trinh tim sodt dudc thuc hién
bing cdch phdi hgp PMDG thai nhi & tam cd nguyét 1 va sinh héa huyét thanh me &
tam cd nguyét 2 da bdo cdo ring: véi ti 1& dudng tinh gid 1a 5%, ti 1€ phat hién trisomy
2112 85 — 90% ciing tuong duong vdi chuong trinh tAm sodt k&t hgp & tam cd nguyét 1
(Nicolaides 2004 ).

Su hgp nhat cta cdc test chdn doan & tam cd nguyét mét va tam ca nguyét hai

Mot kiéu thong ké k&t hgp PMDG thai nhi va PAPP-A trong huyét thanh me & tam cd
nguyét 1 véi ndng dd B-hCG tu do, UE; va inhibin A & tam c4 nguyét 2, da ddnh gid
ring vdi ti 16 duong tinh gid 1a 5%, ti 1& phat hién trisomy 21 c6 thé dat dé€n 94%
(Wald va cdng sy 1999). K§ thuat chin dodn nay khong 1am hai long thai phu, thit
nhat hai giai doan. Thit hai, v6i mot két qud siéu 4m ma khong nhin dugc thong tin
ring thai nhi c6 binh thudng hay khong, thif ba phdi chap nhan chian dodn va chdm dit
thai ky & tam c4 nguyét hai thay vi 6 tam c4 nguyét mot. Vi thé, diéu nay c6 nghia 1a
ngay c4 khi cho ring test c6 tinh 1y thuyé&t nay 13 ding nhd vao nhitng nghién cifu tién

citu thi n6 ciing s& khong dat dugc sy chdp nhin rong rai trén thuc t&.

Su hop 1y ctia viéc tng dung tinh hdp nhat cé thé dugc sing td dua trén két qui cida
mdt nghién ctu quan sdt da trung tim (SYRUSS) § tam cd nguyét mot va hai (Wald
va cong sy 2003 a). Ti€n hanh do PMDG § tam cd nguyét mot va 14y miu huyét
thanh & tam c4 nguyét mot va hai, tt ci dit liéu khiac dugc phan tich hdi citu. Tuy
nhién, trong s6 47053 phu nit dudc lua chon, chi c6 60% thai phu c6 day dd cdc yéu to
cda mau protocol. Trong nghién cifu nay, c¢6 101 thai nhi trisomy 21 va nhitng hinh
dnh NT dat chi c¢6 dugc & 75 ca. Dit liéu c6 dugc tir thong ké da ggi y ring vdi ti 1&
duong tinh gid 1a 5%, thi 93% thai nhi trisomy 21 dudc phdt hién tf test hgp nhat. Tuy
nhién, c¢6 vé nhu cdch lam nay khong chinh xdc. Vi du ti 1€ phdt hién dugc 1a 71%

néu dua vao double test, 77% néu dya vao triple test, va 83% néu dua vao quadruple
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test. K&t qua nay cao hon thit sy so véi nhitng i 1& twong Gng da dugc bdo cdo bdi cic
tdc gid ndy trong nhitng nghién cttu tim sodt tién cifu ctia ho (Wald va cong su ) 1a
61%, 66% va75%.

Mot nghién ctiu tuong tw 6 My (FASTER trial), dd@ dugc bdo cdo & phan nhém trén
gdm 33557 thai ky, cdc dif liéu § tam cd nguyét mot va tam cd nguyét hai déu dudc
hoan tat. K&t qua: 84 trudng hop trisomy 21 (Malone va cong sy 2004). K&t qua cho
thdy vdi ti 1& duong tinh gid 12 5,4%, 90% thai trisomy 21 dugc phat hién.

Nhitng nghién cifu tién citu da cho thdy ring nhitng két quid nhu vy cé dudc tir
chuong trinh tim sodt PMDG thai nhi va B-hCG tu do cliing v6i PAPP-A trong miu

me G tam cd nguyét mot (Bindra va cdng su 2002, Spencer va cong su 2003b).

Vi thé, trong tAm sodt, cAn thi€t phdi chid ¥ dén chat lugng clia siéu Am va sinh héa
hon 13 sy phdt trié€n clia nhitng phuong phap nghién citu mang tinh 1y thuyét sudng sé
lam tri hodn chdn dodn dén tam c4 nguyét hai va trong mot sd trudng hgp, khong
khong thé tng dung dudc cho thyc hanh 14m sang.
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Chuong trinh tam soat bang do mo da gay va sinh héa huyét thanh mau me

o O thai trisomy 21 lGc tudn tha 11-13*°, néng do B-hCG ty do trong mau

huyét thanh me thi cao hon (vao khodng 2 MoM) con PAPP- A lai thdp hon

(khodng 0,5MoM) so véi nhiing thai nhi binh thudng.

e Khong c6 méi lién hé dang ké nao gitta PMDG thai nhi va nong do B-hCG
ty do hodc trong huyét thanh me & cd thai trisomy 21 va thai ky binh
thuong. Nhiing dau chdng trén siéu am va trén sinh héa c6 thé dugc két
hop dé€ dua ra chuong trinh tam sodt hiéu qud hon so v6i mdi phuong phép

ti€n hanh riéng biét nhau.

e Nhiing nghién ctu tién ctu v6i hon 5000 thai ky, c6 hon 250 thai nhi
trisomy 21, da cho thdy chuong trinh tdm soét véi su phdi hgp DPMDG thai

nhi va sinh héa huyét thanh me & tam ca nguyét 1 va tam ca nguyét 2 c6

thé phét hién dugc 85 -90 % thai trisomy 21 véi ti [& duong tinh gid 1a 5%.

o O thai trisomy 18 va trisomy 13 ndng dé B-hCG ty do va PAPP-A giam. O

thai bat thuong nhiém sdc thé gidi tinh, ndng do B-hCG ty do trong huyét
thanh me thi binh thudng con PAPP-A thap. Thai ky tam bdi c6 nguon goc

t cha nong do B-hCG tu do trong huyét thanh thi dic biét cao trong khi
PAPP-A thi gidm nhe. Thai ky tam boi c6 ngudn gbc tf me cé sy gidm
dang ké clia cd ndng do B-hCG tu do va PAPP-A. Tam soét bang cach phoi

hgp PMDG thai nhi, B-hCG ty do va PAPP-A trong huyét thanh me c6 thé
phat hien khodng 90% tat cd cac loai bat thuong nhiém sic thé véi ti lé

duong tinh gid 1% va ti Ié duong tinh gid 1a 5% ddi véi chuong trinh tam

soat trisomy 21.
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THAI PO CUA PHU NU POI VOI CHUGNG TRINH TAM SOAT 6 TAM CA
NGUYET 1 SO VGI G TAM CA NGUYET 2

Nhitng nghién cttu diéu tra sy wa chudng cda phu nit mang thai vé cdc phuong phdp
tAm so4t, ¢4 bao cdo ring mot s& lugng 16n wa thich viéc tim sodt dudc ti€n hanh vao
tam c4 nguyét 1 hon 12 tam c4 nguyét 2. Mot diéu dang phé binh clia chuong trinh tim
sodt bing PMDG la d6i véi mot s& phu nit ¢ thai véi PMDG day sé phdi d6i mit véi
nhitng quyét dinh khong can thi€t 12 sé thuc hién test xAm 14n va cudi ciing 13 chim
dut thai ky ddi vdi nhitng thai bat thudng nhiém sic thé du ring néu khong lam thi
ciing sé& sdy thai ty nhién. Trong mot nghién citu vé sy ua chudng clia phu nit, khodng
70% trudng hdp cho ring ho s& chon cich tAm soit PMDG ngay cd néu tit c4 thai ky
nao mic hdi chitng Down dudc phdt hién bing cich nay déu siy thai truc tam cd
nguyét 2 (Nulvey va Wallace 2000)

Ngudi phu nit muén biét con clia ho c6 mic bénh Down hay khong mic cho két qui
ctia thai k¥ nhu th€ nao va ho ciing s& dugc can nhic vé nguyén nhin co ban giy siy

thai n€u diéu d6 x4y ra.
Tam quan trong thyc tién khi ton trong quyén tu quyét

Ton trong quyén tu quyé&t 13 modt budc chinh trong dao ditc va luit y khoa. Piéu chinh
y&u nay budc nhitng nha 1am sang phai tim ra va thuc hién theo nhitng diéu ma bénh
nhan wa chudng. Su ton trong thda ding d6i v6i quyén tu quyét trong chuong trinh

tAm sodt & tam c4 nguyét 1 can phdi gap doi.

Thit nha't chdn dodn sém bat thudng thai nhi va chdp nhan chim dut thai ky sém la
quan trong ddi v6i nhiéu phu nit. Thit hai, phan 16n nhitng test tAm sodt & tam c4
nguyét 1 s& dua ra su chic chin cho nhiéu phu nit khong mudn thuc hién thi thuit
xadm 14n n€u nguy co bat thudng thai thip. K&t qua, viéc chudn bi sin sing cic
phuong tién tim sodt k§ thudt cao gitip dé cao hét sitc cho quyén tu quyét cda phu nit

mang thai.

Phan 16n phu ni mang thai thich dugc tdm soat va chdn dodn & tam c& nguyét

mot hon la tam ca nguyét hai.
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HINH ANH SIEU AM THAI VE

BAT THUONG NHIEM SAC THE

M3di bat thudng NST déu cé bi€u hién vé ki€u hinh riéng. Chuong niy s& mo ta
nhitng hinh 4nh trén siéu Am cda HC Down va nhitng bat thudng NST chinh khdc

trong tam cd nguyét mot va tam cd nguyé€t hai.

SIEU AM TAM CA NGUYET MOT

O giai doan tudn tht 11-13*°, t4t cd bat thudng NST chinh déu c6 lién quan dén
DPMDG day (Snijders va cdng su 1998). o) trisomy 21, 13, 18 thi PMDG day tudng ty
nhau khodng 2,5 mm trén tri s§ trung binh binh thudng theo chiéu dai diu mong. G
hdi chitng Turner thi PMDG khodng 8mm trén tri s6 trung binh binh thudng.

Ngoai PMDG day, & trisomy 21, 60-70 % thai nhi khdng xuong miii, 25% thai nhi c6
xuong ham trén ngdn, 80% thai nhi c6 séng Doppler bat thudng & &ng tinh mach. G
trisomy 18, ¢c6 d4u hiéu sém vé thai chAm phat tri€n trong tif cung, khuynh huéng nhip
tim chAm & 30% trudng hgp, khong c6 xudng miii & 55% trudng hgp, va 75% chi c6
mdt dong mach ron. o) trisomy 13, 70% trudng hop cé nhip tim nhanh va c¢é diu hiéu
thai cham phat trién trong t cung sém, bang quang to, ndo thi't duy nhat, thodt vi ron
G 40% trudng hop. 3 hoi chitng Turner, 50% thai nhi ¢é nhip nhanh va c6 diu hiéu
sém clia thai chAm phdt trién trong t& cung. o) nhitng thé tam bdi, cé nhitng dau hiéu
bat thudng clia thai nhu chim phat trién trong t& cung khong ddi xting, 30% nhip
cham, ndo thdt duy nhit, thodt vi rén, hd sau 16n (40%), 30% thai nhi c6 nhitng thay

R A 1N
doi vé ham.
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Khong c6é xuong miii

1866, Langdon Down ghi nhin ring dic trung phd bién clia bénh nhin trisomy 21 1a
xuong miii nhd. Nhitng nghién citu vé€ hinh thdi nhitng bénh nhin c6 hdi chitng Down
cho thdy 50% trudng hdp c6 xuong miii ngin bat thudng (Farcas va cong sy 2001).
Tuong ty nhitng nghién cifu sau nay dua vao quang tuyén ddi vé6i cdc trudng hgp mic
trisomy 21 ma bi sdy thai cho thdy 50% thai khong c¢6 xuong hay thi€u sin xuong miii.
Nhitng nghién citu vé siéu Am thai 15-24 tudn cho k&t qua 12 65% thai c6 trisomy 21

khong c6 xuong mili hay xwong mili ngin.

Xuong mili ca thai c6 thé thdy trén siéu 4m & thai tudn thi 11-13*® (Cicero va cong
su 2001). Mot vai nghién citu da chiing minh ring c6 mdi lién hé chit ché giita khong
c6 xuong miii va trisomy 21, k&t luan nay ciing tuong tu cho nhitng bat thudng nhiém
sic thé khdc (Nicolaides 2004). K&t hop dit liéu tir nhitng nghién ctu nay cho thdy:
trong tong s& 15822 trudng hop thai duge nghién cttu: 97.4% trudng hop thuc hién
thanh cong mit phing doc giita d€ khdo sdt xuong mili, trong d6 khong c6 xuong miii
chi€m 1.4% thai c6 bo NST binh thudng, chi€m 69% nhém thai mic trisomy 21.

Mot ghi nhdn quan trong khac ctia nhitng nghién cdu nay la ti 1&¢ khong c6 xuong miii
gidm theo vdi chiéu dai diu mong, va ting theo dd md da gdy day, thudng gip &
ngudi Chau Phi - ving Caribé hon & ngudi da tring. Tém lai, viéc tinh todn ti 1€
likehood trong chuong trinh sang loc trisomy 21 phdi dya trén sy hi€u chinh theo

nhiéu yé&u t& (Cicero va cong su 2004).
Phé'i hop sang loc sinh héa mau me va siéu 4m tam ca nguyét mét

Mot nghién cttu md ta c6 nhém chirng gdm 100 trudng hop trisomy 21 va 400 trudng
hdp thai phu don thai c6 bd NST binh thudng & tuan thi 11-13%, viec sang loc trisomy
21 dugc thuc hién biing viéc phdi hop gitta siéu Am do PMDG, xem c6 hoic khong c6
xuong miii va do free p-hCG va PAPP A trong huyét thanh m4u me (Cicero va cdng
st 2003), véi gid dinh tf 1& duong gid 12 5%, ti 1& phat hién trisomy 21 c6 thé dén
97%.
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Kiém tra xuong mii
o Tudi thai tir tudn th 11-13*° va chiéu dai ddu mong tir 45-84 mm.

e Hinh phdi phéng to, trén man hinh chi con thdy dau va nguc trén cida
thai nhi.

e Mit cit doc giita clia thai phdi dugc quan sdt bing cdch giit diu do song
song vGi dudng truc dién cia mdi.

e Hinh 4nh & miii bi€u hién & 3 dudng phin biét: dudng trén cliing 1a da,
dudng day lIén va cé echo day so véi cdc t6 chic dudi da d6 1a xudng
miii, dudng thit 3 hau nhu lién tuc v6i da nhung nim cao hon d6 1a dinh
ciia mii.

o O tin the 11-13%°, 95% cdc trudng hgp c6 thé thuc hién thanh cong

mit cit doc gifra.

o O thai ¢6 bo NST binh thuong, ti 1€ khdong cé xuong mii it hon 1% &
ngudi da tring va khodng 10% & ngudi Chau Phi ving Caribé.

e DAau hiéu khdng c6 xuong miii gip 60-70% trudng hop thai mic trisomy
21, 50% trudng hdp thai mic trisomy 18, 30% trudng hgp thai mic

trisomy 13.

* Vé6i ti 1& duong gid 1a 5%, chuong trinh sang loc phdi hgp siéu 4m do
DPMDG, dianh gid xuong mii va do lugng free f-hCG va PAPP A trong
huy€t thanh mdu me c6 khd ning phdt hién 95% trudng hgp thai mic

trisomy 21.
e Viéc huin luyén va cip chitng chi vé kha ning thuc hién nhitng mit cit
trén cho cdc nha 1am siéu 4m, nhitng ngudi ddm nhiém viéc ki€m tra

hinh thdi thai nhi, that su rdt can thiét.

Chiéu dai dau mong (CRL)

Trisomy 18 va cdc thé tam bodi lién quan dén thai chim phat trién trong ti cung
(TCPTTTC) thé trung binh va niing, trisomy 13 va hdi ching Turner lién quan dén
thai chadm phat tri€n trong t& cung thé nhe, trong khi trisomy 21 thi thai hiu nhu phat
trién binh thudng (Hinh 1, Nicolaides va cong su 1996).
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Chiéu dai dau méng va nhiing bat thuong NST
e Trisomy 18 va thé tam boi lién quan dé€n TCPTTTC th€ trung binh va ning
e Trisomy 13 va hoi chitng Turner lién quan dé€n TCPTTTC thé nhe

e Trisomy 21 hiu nhu phdt trién binh thudng
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Hinh 1: Chiéu dai dau mong clia nhiing thai thé tam léch boi dugc phan bd chd yéu dugi bach
phan vi thi 50 & trén biéu db clGa nhiing thai c6 b6 NST binh thudng ( binh thudng, gitta bach vi
thd 5 va thi 95)

Chiéu dai xuong ham trén

Langdon Down d md td mot s thai nhi mic trisomy 21 ¢6 “mit det”, diéu niy cé
thé 12 k&t qua cla sy kém phat trié€n xuong ham trén. Nhiéu nghién cttu vé hinh thdi
hoc va quang tuyén & bénh nhan c6 hdi chitng Down da ching minh ¢6 hon 50% kém

phdt trié€n xuong ham trén (Farcas va cdng su 2001).
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Xuong him trén cla thai nhi ¢6 thé dugc thidy d& dang va do & tudn thi 11-13*°
(Cicero va cong su 2004). PAu tién ta cit mit cit doc giita sau d6 nghiéng nhe vé
phia sau, ta c6 thé thdy dudc ci xuong ham trén va xuong ham dudi (hinh 2). o] nhitng
thai c6 NST binh thudng, chiéu dai xuong ham trén ting ciing v6i chiéu dai diu mong
(ting 0.1 mm khi chiéu dai ddu mong ting 1 mm). O thai mic trisomy 21, chiéu dai

trung binh xuwong ham trén thap hon mdt cdch c6 ¥ nghia so v6i chiéu dai ddu mong.

t\ / R Mandibie

.'Jll.l

Ramus
Condylar process

Hinh 2: Hinh trén siéu am ldc 12 tudn mo t& chiéu dai xuong ham trén.

Tuy nhién, c6 mdi lién quan c¢é y nghia giita chiéu dai xwong ham trén va PMDG
day, & nhitng thai khong c6 xuong miii xuong ham trén ngin hon & nhitng thai c6
xuong miii. N6i tém lai, xuong ham trén ngin 12 mot y&u t& doc 1ap cé thé déng gép
vao trong chuong trinh tim sodt HC Down di dugc xdc dinh. 0 nhitng thai cé bat
thudng NST khdc thi y&€u t6 xuong ham trén ngin khong cé su khic biét ¢é y nghia so
vdi thai binh thudng.

Chiéu dai tai

Sau sanh, tai ngin hau nhu 12 d4u hiéu 14m sang ludn ludn c¢6 & nhitng bénh nhan mic
HC Down. Tai cda thai nhi c6 thé dugc thdy va do dé dang & tudn thd 11- 13*°
(Sacchini va cong sy 2003). Mic du & thai mic trisomy 21, chiéu dai tai trung binh
thap hon c6 y nghia so v6i chiéu dai diu mong trung binh, nhung d6 1éch so v6i binh
thudng thi qua nho, do d6 khdong hitu dung trong chuong trinh sang loc HC Down.
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Chiéu dai xuong dui va xuong cach tay

Trisomy 21 c¢6 dic di€m 13 v6c ngudi nhd, tinh trang nay lién quan dén hién tugng
chiéu dai xwong dui ngdn va xuong cdnh tay ngdn & tam c4 nguyét hai. G tudn thd 11-
13*, thai méc trisomy 21 ¢6 xuong ddii va xudng cdnh tay ngdn hon c6 ¥ nghia so vé6i
CRL trung binh, nhung d6 1é€ch so vdi thai binh thudng thi qua nhd, do d6 khong hitu
dung trong chuong trinh sang loc HC Down (Longo va cong sy 2004).

Mot dong mach ron

Mot dong mach ron duge tim thdy & 1% tré sinh ra, né thudng lién quan dén nhitng
bi€n dang cla tat cd hé thdng co quan chinh va bt thudng bd NST. G tam cd nguyét
mot, ddng mach rén c6 thé dugc quan sat thdy phd mau dong chdy ciia né, § c 2 bén
bang quang va lién tuc véi diy rdn, thdy dugc qua mit cit bung dudi. O tuin the 11-
13*°, ¢c6 mot dong mach rén xudt hién & 3% thai c6 bd NST binh thudng va 80% thai
mic trisomy 18 (Rembouskos va cong su 2003). o) nhitng thai c6 mdt dong mach ron,
s6 lugng thai mic trisomy 21 dudc quan sdt thd'y khong c6 su khdc biét cé ¥ nghia so
vdi s6 lugng udc tinh dua trén tudi thai va PMDG. Nguoc lai, mot ddng mach ron lai
gia ting gdp 7 1an nguy cd mic trisomy 18. Tuy nhién, mot ti 1& cao nhitng thai mic
trisomy 18 cé nhitng bat thudng ning ma nhitng ddu hiéu ndy dé dang phdt hién &
tudn tha 11-13*° va mot s6 bat thudng khdc dugc phdt hién & tuin thi 16 - 20. Do d6,
tim ki€m diu hiéu mdt dong mach ron khong thich hdp 1dm cho chi dinh thyc hién

karotype cho thai.
Bang quang to

Bang quang thai nhi c6 thé thidy dugc & khodng 80% thai 11 tudn, va & tit cd cdc
trudng hop thai 13 tudn. O tudi thai nay, bang quang thai nhi dai duéi 6 mm. Bang
quang thai nhi to § trong tam cd nguyét mdt dugc dinh nghia khi dudng kinh bang
quang 16n hon hay biing 7 mm, dugc tim thdy & 1 phan 1500 thai ky (hinh 3). Khi
dudng kinh bang quang tr 7-15 mm thi ti sudt mdc bat thudng bd NST 13 va 18 1a
20%, nhung & nhém NST binh thudng thi dé€n 90% trudng hgp diu hiéu nay ty nhién
bi€n mat (Liao va cong su 2003). Ngudc lai, khi dudng kinh bang quang 16n hon
15mm, thi ti sudt midc bd NST bat thudng 1a 10%, va trong nhém c¢6 bd NST binh
thudng thi y€u t6 nay lai lién quan dén sy tic nghén hé niéu. Bang quang 16n di kém
PMDG day, thdy & 75% c6 bét thudng bo NST va 30% trudng hgp ¢6 bd NST binh
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thudng. Sau khi tinh nguy co dva vio tudi me va PMDG, thi sy hién dién bang quang

16n 1am ting gid tri tién lugng 1&n 6.7 1an, ddi v6i Trisomie 13 va 18.

=

-

Hinh 3: Hinh trén siéu am ldc 12 tudn mo t4 bang quang to.
Thoat vi ron

O tudn th 11-13", ti 16 thodt vi ron khodng 1 phan 1000, cao hon gip 4 14n & tré sanh
song. Tan sudt mic bat thudng NST, chii y&u 1 trisomy 18, khodng 60%, so v&i 30%
§ giita thai ky va 15% & tré so sinh. Nguy co mic trisomy 18 ting theo tudi me, vi
trisomy 18 lién quan d&€n mot ti 1& cao thai chét trong tf cung, do d6 tin sudt mic bat
thudng nay gidm theo tudi thai. Ngugc lai, ti 1& thai chét luvu & nhitng thai c6 thodt vi
ron nhung bd NST binh thudng thi khong cao hon nhitng thai khong c6 thodt vi ron.
Tém lai, ti 1€ méc thodt vi r6n va nguy cd lién quan dén bat thudng NST gia ting theo

tudi me va gidm theo tudi thai (Snijders va cOng su 1995).
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Hinh 4: Hinh trén siéu am ldc 12 twan mo td thoat vi ron va PMDG day cla thai mic trisomy 18
Nang dam rdi mang mach va echo day trong tim

O tuin the 11- 14, tf 1& mic nang ddm r6i mang mach, dan bé than va di€m echo day
trong tim 12 2.2; 0.9 va 0.6% (Whitlow va cong su 1998). Nhitng k&t qué cho thdy ring
& tam c4 nguyét hai, tn sudt c6 nhitng diu hiéu ndy § nhém NST bit thudng cao hon
so v&i nhom thai bd NST binh thudng. Tuy nhi€n uGc tinh gid tri ti€n lugng doi hdi
nghién cttu & nhiéu thai bt thudng NST hon nita d€ x4c dinh ti 1é thyc sy cda nhitng

d4u hiéu nay.
Thé tich banh nhau

Thé tich banh nhau xdc dinh & tuin thi 11-13*° biing siéu 4m 3D, ting theo chiéu dai
dau mong. 0] nhitng thai trisomy 21, su khdc bi€t khong c6 ¥ nghia so véi thai binh
thudng.

Nhip tim thai

O thai ky binh thudng, nhip tim thai ting tir 100 14n/phit & tudn tht 5 d€n 170 14n/phit
& tudn tht 10 va sau d6 gidm 155 1An/phit & tuin thi 14. G tudn thd 11-13*, trisomy
13 va hoi chitng Turner lién quan d&€n nhip tim nhanh, trong khi trisomy 18 va cdc thé
tam boi lién quan d&€n nhip tim cham (Liao va cdng su 2001). o) trisomy 21, c6 sy ting
nhe nhip tim thai. Po nhip tim thai khong c6 ¥ nghia nhiéu cho viéc sang loc trisomy
21 & tam cd nguyét mdt, nhung né 1a hi€u qua trong viéc nhan dién thai c6 trisomy 13.
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Hinh 5: Nhip tim cta nhiing thai mic trisomy 13 dugc phan ba chi yéu trén bach phan vi tha 50
& biéu dé clia nhiing thai c6 bd NST binh thudng ( binh thudng, gitta bach vi thi 5 va thd 95).

Doppler 6ng tinh mach

Ong tinh mach 1 chd ndi duy nhat din m4u tryc ti€p chia oxygen tir tinh mach ron
d&€n mach vanh va vong tudn hoan nio thdng qua 15 van biu duc vao nhi trdi. Dong
chdy trong dng tinh mach c6 dang séng dic trung vdi van tdc cao trong sudt thdi ky
tAm thu that (séng S), va tAm trudng (séng D), va dong chdy trd vé trong sudt qud
trinh nhi co (séng a). O tam c4 nguyét hai va ba, dong chdy bat thudng véi sy mat hay
ddo ngudc séng a, dudc tha'y & cdc trudng hgp doa hay suy tim thai.

& tudn thd 10-13*°, dong chdy bat thudng clia 6ng tinh mach c6 lién quan d&€n bat
thudng NST, bat thudng tim thai, va tién lugng x4u cho thai ky (Matias va cong su
1998, Borrell va cdng su 2003). Nhitng nghi€n ctu tr nhitng trung tdm chuyén khoa
trén 5000 thai phu trong d6 c6 280 thai mic trisomy 21, dd chitng minh ring & tuin
thit 10-13%°, ¢6 bat thudng dong chdy 6ng tinh mach chi€m khoidng 80% thai mic
trisomy 21 va 5% thai ¢c6 bd NST binh thudng (Nicolaides 2004). Khong c6 mdi lién
quan nao dii rit y&u giita viéc PMDG day va tin suit bat thudng trong dong chdy 6ng

tinh mach. Nhitng tim ki€m nay cho thiy viéc ddnh gid dang séng dng tinh mach c6
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thé k&t hop vdi viec do PMDG d€ ning cao hiéu qui viéc sang loc trisomy 21 biing

si€u 4m sém.

Kiém tra dong chdy dng TM cin thdi gian va nhitng bac si ¢6 k§ ning cao, hién tai
viéc nay van chua dudc thuc hién thudng quy trong tam cd nguyét mot. Tuy nhién k§
thuat nay sé dugc thyc hién & nhitng trung tim chuyén khoa dé d4nh gid lai nhitng
trudng cé nguy cd gidp bién sau khi da sang loc bing do PMDG va sinh h6a mdu me.

Dong chay bat thudng 6ng tinh mach va bat thuong NST

o O tudn tht 11-13"°, dong chdy bt thudng 6ng tinh mach dudc thdy & 5%
thai ¢6 NST binh thudng va khodng 80% thai mic trisomy 21.

e Viéc ddnh gid 6ng tinh mach c6 thé két hop véi do PMDG dé cii thién

hiéu qué sang loc s6m trisomy 21.

e Kiém tra dong chdy 6ng tinh mach cin thdi gian va nhitng bac si c6 ki ning
cao, vi th€ né khong thich hdp cho viéc sang loc thudng quy, nhung né cé
thé dugc st dung cho nhitng trung tAm chuyén khoa d€ danh gid lai nhitng
bénh nhan cé nguy cd gidp bién sau khi sang loc bing do PMDG va sinh

héa mau me.

Hinh 6: Hinh dang s6ng ctia 6ng tinh mach ldc 12 twan mo t3 séng a: binh thudng (trén) va bat
thuong (dudi)
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Doppler ¢ nhiing mach mau khac
bdng mach tir cung

Nhitng nghién ciu Doppler dong mach t& cung & tudn thi 11-13*° cho thdy khong c6
st khdc biét c6 y nghia thong ké vé chi s& xung & thai c6 NST binh thudng va bt
thudng. Tém lai c6 mot ti 1& cao thai tf vong chu sinh va thai chAm phat trién trong t¥
cung ciia nhitng thai ba't thudng NST chinh, nhung dudng nhu khong phai 12 hau qud
ciia banh nhau bi suy trong tam cd nguyét mot. Doppler dong mach t& cung khdng

phai 12 mot test hitu ich cho viéc sang loc bat thudng NST.
DPéng mach rén

Doppler dong mach r6n khong hitu ich cho viéc sang loc trisomy 21. Tuy nhién &
trisomy 18, trd khdng dong chdy bi y&u dugc phdt hién nhiéu va khodng 20% ton tai
st ddo ngugc dong chdy cudi tAm trudng .

Tinh mach rén

O thai tam cd nguyét hai va ba, su co thit trong dong chdy tinh mach rén 1a ddu hiéu
muon va de doa tdn thuong thai. O tudn thi 11-13", sy co thdt trong dong chy tinh
mach rdn gip & 25% thai binh thudng va 90% thai ¢6 Trisomy 13 va 18. Tuy nhién &
thai mic trisomy 21, tan sud't cé su co thit trong dong chdy tinh mach rén khong thiy
st khdc biét c6 y nghia thong ké so vdi thai cé NST binh thudng.

Tinh mach canh va Déng mach canh

Khong ¢6 mdi lién quan c6 ¥ nghia vé chi s& xung clia tinh mach cdnh va dong mach
canh v6i PMDG, va ciing khong thdy su khdc biét c6 y nghia giita thai ¢c6 NST binh
thudng va bat thudng.
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SIEU AM TAM CA NGUYET HAI

Trong qué trinh ki€m tra § tam cd nguyét hai ciing nhu tam c4 nguyét mot, mdi bat
thudng NST déu c6 tip hgp ki€u hinh bit thudng riéng (Snijders va Nicolaides 1996,
Nicolaides va cdng su 1992). Vi th&, ngudi ta d€ nghi ring khi c6 mot diu hiéu bat
thudng dudc phdt hién trong siéu Am thudng quy, nhitng bat thudng khédc cla loai bat
thudng NST nao ma lién quan d&€n ddu hiéu nay phai dudc ki€m tra, néu cé thi nguy
co bat thudng NST ndy sé ting lén nhiéu. G trudng hop c6 dau hiéu bt thudng don
18, viéc quy€t dinh thyc hién nhitng phuong phdp xam 14n hay khong tiy thudc vao
loai bat thudng d6 12 gi.

Bang 1: Hinh &nh siéu 4m cla nhiing bat thuong NST phd bién

Trisomy 21 | Trisomy 18 Trisomy 13  Tam boi Turner

Dan nao that bén + + + +

Nao that duy nhat +

Nang dam r6i mang mach +

HC Dandy Walker + +

Ché mat + +

Cam nhd + +

Thiéu s&n xuong mai +

Phu da gay + + +

Nang nugc vung c6 +
Thoat vi hoanh + +

Bat thuong tim + - + + +
Thoat vi ron + +

Hep ta trang +

Hep thuc quan + +

B4t thuong than + - + + +
Chi ngan + + + +
Dinh ngon +

Chdng ngoén +

Pa ngon +

Hoi chiing vé ngon +

Chan khoéo + + +
TCPTTTC + + +
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Kiéu hinh dac trung clia cac bat thuong NST trén siéu am

Trisomie 21: lién quan v6i thiéu sdn xuong mii, PMDG day, bat thuong
tim, echo day trong tim, hep ta trang, ruot echo day, & nuéc than, xuong
dui va xuong canh tay ngdn, chan dang mang dép sandal, dinh ngén

hay thiéu san dét gitia ngon 5.

Trisomie 18: lién quan d&én dau hinh trai dau, nang dam réi mang mach,
bat san thé chai, khoang hd sau I6n, ché mat, cam nhd, phu da cé, di
tat tim, thoat vi hoanh, hep thuc quan, thoat vi ron (lubn cé rudt trong
tai thoat vi), mot dong mach rén, bat thudng than, rudt echo day, thoat
vi mang ndo tdy, thai cham ting trudng va ngan chi, bat sdn xuong

quay, chong ngén va chan khoeo hay chan hinh vom.

Trisomie 13: lién quan dén nao that duy nhat, ndo nhd, bat thuong mat,

bat thuong tim, than I6n va echo day, thoat vi ron, va da ngén phia xa.

Tam boi: NST du ra lién quan dén bénh ly thai tring va thai ky hi€m khi
ton tai qua 20 tuan. Khi c6 su thanh lap doi bo NST ctia me, thai ky c6
thé ton tai d&€n tam cé& nguyét ba. Banh nhau thi van binh thudng nhung
nhé va thai bi cham phét trién doi xing nghiém trong, phé bién la dan
nao that, cim nhd, bat thuong tim, thoat vi mang nao tdy, hoi ching vé

ngén (da ngén hodc thi€u ngon), va bién dang ngon kiéu "hitch-hiker"

Hoi chdng Turner: lién quan véi khéi nang nudc viing ¢6 16n, phu toan
than, tran dich mang phdi nhe va bung, bat thuong tim va than hinh
mong ngua "horseshoe", dau hiéu nghi ngo trén siéu am la dan nhe bé

than.

Dan nao that bén

Ti suit sanh bé ra bi din ndo that bén chi€m 1/1000. Nhitng nguyén nhin bao gdm
bat thudng NST va di truyén, xuit huyét ndo hay nhiém khudn, nhung trong nhiéu
trudng hdp thi khdng c6 nguyén nhin ro rang. Tan xuit chung clia bat thuong NST &
thai c6 ddn ndo that bén la 10% va bat thuong NST thudng gip nhit 1a trisomy 21, 18,
13 va tam bdi. Tuan suit bt thudng NST & nhitng trudng hdp din ndo thdt bén nhe
va trung binh thi cao hon & nhitng trudng hgp ddn ndo thit bén ning.
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Nao that duy nhat

Tuin suit sanh c6 ndo that duy nhit 13 1 phdn 10000. Mic du & nhiéu trudng hgp
nguyén nhin 12 bat thudng NST hoic r6i loan di truyén, nhung da sd thi nguyén nhin
chua dugc biét. TAn sud't chung clia ba't thudng NST & nhitng thai c6 nido tha't duy nhit
12 30% va bat thudng NST phd bi€n nhit 1 trisomy13 va trisomy 18. Ndo that duy
nhA't thudng lién quan d€n bién ddi 16n cla nhitng bat thudng ving gitta mit. Nhung ti
sudt bat thudng NST khong chi ting & thai ¢é ndo thdt duy nhit kém bAt thudng mit
ma con ting & nhitng thai c6 ndo that duy nhat don doc hoic két hop vdi bat thudng
khéc.

Nang dam ré6i mang mach

Chi€m khodng 2% thai tai thdi diém tudn thit 16-24 tudn, nhung c6 hon 95% diu hiéu
nay bi€n mat & tuan thit 28 ma khong lién quan d€n mot bénh 1y ndo. C6 mot sy lién
quan giita nang ddm rdi mang mach va bat thudng NST, dic biét 1a trisomy 18. Tuy
nhién phan ra't 16n thai c6 trisomy 18 c¢6 da di tit khdc, vi thé phat hién thai c6 nang
ddm r6i mang mach sé thic ddy cdc nha siéu 4m tim ki€m nhitng ddu hiéu ba't thudng
khdc cla trisomy 18. Néu nang ddm rdi mang mach don doc thi nguy co trisomy 18 la

khong ddng ké.
H¢i ching Dandy-Walker

Py 12 hdi chitng lién quan d&€n bat thudng clia ti€u ndo, din nio that tw va sy I6n 1én
clia khoang hd sau. Hoi chitng nay dugc phan thanh ba nhém: tit Dandy-Walker (mA't
hoan toan hay mot phin thily nhong clia ti€u nio va khoang hd sau din 16n), hoi
chitng Dandy-Walker bi€n thé (m4t 1 phan thily nhong, hd sau khong dan 16n) va ho
sau 16n (thity nhong va ndo that tu binh thudng). TAn suit sinh ra tat Dandy-walker
chi€m 1 phan 30.000. Nhitng nguyén nhin bao gém: bit thudng NST, hon 50 hoi
chitng di truyén, nhiém tring bAm sinh, chat sinh qu4i thai nhu warfarin va vo cin.
Tan suit chung c6 bat thudng NST 12 40% ludn 1udn 13 trisomy 18, trisomy 13 va tam

boi.
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Ché mat

Strt moi va ché vom chi€m ti 1& 1 phan 800 & tré sanh s6ng, cd hai y&u t§ di truyén va
moi trudng déu c6 thé 1a nguyén nhan cla nhitng bat thudng nay. Sau sinh, bat thudng
NST dudc tim thdy it hon 1% tré c¢6 ché mit. Tuy nhién § nhitng trudng hop trude
sanh thi va bat thudng NST chi€ém 20%, thudng gip & trisomy 13 va trisomy 18.
Nguyén nhin clia sy khdc biét nay 12 do tru6c sanh bAt thudng nay da dudc phat hién
va nhiéu bat thudng khac c6 kém bat thudng nay dd dudc chon loc.

Cim nhé

TAn sud't sanh c6 cim nhé 12 1 phan 1000. Piy la diu hiéu khong chuyén biét trong
phan 16n cdc hdi chitng DT va bat thudng NST, chli yéu gip & trisomy 18 va tam bdi.
C6 hai nghién cttu vé thai c6 diu hiéu cim nhd, tin suit bat thudng NST 132 60%
nhung tit ci cdc thai nay déu cé kém nhitng ba't thudng khic hoic c6 kém thai chim

ting trudng trong ti cung.
Thi€u san xuong mii

Mot vai nghién cttu vé siéu 4m thai & tudn thi 15 - 24 bdo cdo khodng 65% thai mic
trisomy 21 c6 thi€u sdn xuong miii, dugc dinh nghia 1a xuong miii khdng quan sét thay
hay chiéu dai xuong miii nhd hon 2.5mm (Sonek va Nicholaides 2002, Cicero va cong
su 2003). O nhitng thai ¢6 NST binh thudng, tin suit thidu sdn xuong mii lién quan
dé&n ngudn gdc clia ngudi me, ngudi goc da tring chi€m 1%, trong khi ngudi Chau Phi
viing Caribé chi€m 10%. Viéc nghién cttu tf 1& phét hién chinh x4dc & tam c4 nguyét
hai bing cich k&t hdp tudi me, sinh hod mau me, siéu 4m do chiéu dai xuong miii
thai nhi va nhitng ddu hiéu khdc hién nay vin con sém. Tuy nhién, vé co ban, dua vao
mdt s& dit liéu hién nay, thi€u sdn xuong miii c6 vé 13 diu hiéu don 1& nhay nhit va

dic hiéu nhat d€ sang loc trisomy 21 thdi di€ém tam cd nguyét hai.
Thoat vi hoanh

Tan suat lic sanh c6 thodt vi hoanh 12 1 phan 4000, loai di tAt ndy hi€m x4y ra va gip
trong khodng 20% trudng hdp bat thudng NST, chi y&u 1a trisomy 18.
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Di tat tim thai

Khodng 4-7 trong 1000 tré sinh sdng va khodng 30 trong 1000 tré ché&t non cé di tat
tim va nhitng dong mach I6n. Di tat tim chi€ém hon 90% thai mic trisomy 18 hay
trisomy 13 va chi€m hon 40% thai c6 trisomy 21 hay HC Turner. Mot vai nghién citu
truc sanh khdo sdt di tit tim bing siéu Am bdo cdo bat thudng NST chi€m 25%
trudng hgp di tat tim.

Thodt vi rén

Tan sud't cia thodt vi ron lic sinh 1a 1 phan 4000. Di tat ndy thudng xuit hién don 18
va hi€m nhung & vai trudng hop né c6 thé két hdp vdi hodi chitng di truyén. BAt
thudng NST thudng gip 12 trisomy 18 va trisomy 13, chi€m 30% trudng hop & tam c4
nguyét hai va chi€m 15% tré so sinh. TAn suat bat thudng NST & cdc trudng hop tdi

thodt vi chi chita rudt sé cao gdp 4 1an néu & cdc trudng hgp tdi thodt vi cé chifa gan .
Hep thuc quan

Tan sud't cda hep thyc quan Iic sinh 12 1 phan 3000. Trong d6, 90% trudng hop c6
lién quan dén 16 do khi quin-thuc quin. Di tit ndy thudng xuat hién don 1é va hi€m,
c6 kém bat thudng NST & 3 - 4% tré so sinh. Trudc sanh, tin suit bat thudSng NST,
chid y&u Ia trisomy 18, tim thdy & 20% trudng hdp.

Hep ta trang

Tan sudt cia hep t4 trang hay chit hep lic sinh 13 khodng 1 phan 5000, & hiu hét 1a
xuit hién don 1é va hi€m. Mic di, mot s6 trudng hdp 1a di truyén tinh 1in nhiém sic

thé thudng, trisomy 21 dugc tim thdy & 40% trudng hop.
Bat thuong hé niéu

Nhitng nghién cttu trudc sanh da cong bd ring bat thudng hé niéu 1a ddu hiéu phd
bi€n clia nhiéu bat thudng NST. Nguy co bat thudng NST thi twong ty nhau giita thai
bi thAn mot bén hay hai bén, giita cdc loai bénh khdc nhau ctia than, giita tic nghén
niéu dao hay niéu quan, giita thi€u 8i hay nudc i binh thudng. Tuy nhién tan suit bat
thudng NST & nif 16n hon nam. Mdi ki€u bat thudng NST lién quan d&én mdi loai bat
thudng than. Do d6 & trudng hop than & nudc nhe, ba't thudng NST phd bién nhat 1a
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trisomy 21, trong khi trudng hgp thdn & nudc trung binh hodc nidng, thin da nang, hodc
b4t sdn than thi bat thudng phd bi€n 12 trisomy 18 va trisomy 13.

Bat thuong chi

Trisomy 21, 18, tam boi va HC Turner lién quan dén sy 1am ngin clia cdc xuong dai.
Dinh ngén lién quan dén tam bodi, ngén 5 cong va ban chin dang mang dép Sandal
lién quan dén trisomy 21, da ngén lién quan dén trisomy 13, chdng ngén, ban chin

hinh vom va chian khoe¢o li€n quan trisomy 18.
Thai cham phit trién trong tir cung

Nhe can la ddu hiéu thudng gip cla nhiéu ba't thudng NST. Tuy nhién, nhiéu nghién
cttu sau sanh ddnh gid thAp mdi lién quan giita b4t thudng NST va thai chim ph4t
trién trong t¥ cung, bdi vi nhiéu thai k¥ c6 NST ba't thudng bi sy hay thai lvu trong tf
cung. Tam bdi va trisomy 18 13 bat thudng phd bi€n lién quan dén thai chim phat

trién trong ti¥ cung.
Nhiing bat thudng chinh

O tam ca nguyét hai, n€u siéu 4m cé nhitng bat thudng chinh thi phai yéu cau lam bo
nhiém sic thé cho thai ngay c4 khi nhitng bat thudng chinh xuat hién don ddc. TAn

sud't cia nhitng ba't thudng chinh thi nhd vi th€ chi phi cho viéc tAm so4t ciing thap.

Néu nhitng bt thudng cé thé giy tif vong hoic c6 lién quan dén nhitng di tit ning,
viéc thuc hién bd nhiém sic thé€ cho thai 12 mot trong hiang loat nhitng ki€m tra dé

xdc dinh nguyén nhan va tinh nguy cd lap lai.

Né&u nhitng ba't thudng c6 thé chita dugc bing phiu thuit trong t¥ cung hoic sau sinh
nhu thodt vi hoanh, viéc loai trit mot bat thudng NST thudng gip nhu trisomy 18 va
trisomy 13 1a phu hgp.

Nhiing bat thudng phu hay nhiing dau hiéu nhe

Nhitng bat thudng phu hay nhitng ddu hiéu nhe thudng phd bi€n va né it khi gy khé
khin cho cudc s6ng sau nay, trir khi ching c¢é nguy cd bat thudng NST. Ki€m tra bo
nhiém sic thé thudng quy cho tit cd cdc thai ky c¢é nhitng ddu hiéu nay sé& rat nhiéu
trd ngai cd vé€ viéc lam siy thai va chi phi. Tot nhit 13 dua trén uSc tinh nguy cd cho
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tirng ddu hiéu ddi vdi tirng nhém bat thudng NST, hon 13 dua ra 15i khuyén kiém tra

bod nhiém sic th€ mot cdch tiy tién.

Nguy cd udc tinh c¢6 thé dwa vao viéc nhin nguy cd goc (bao gdbm tudi me, tudi thai,
tién cin, PMDG va sinh hod mdu me & thai ky hién tai) véi ty sd likelihood cta

nhitng d4u hiéu bat thudng nay.

Nhitng didu hiéu bat thudng chinh va phu dugc tim thdy khodng 75% thai c6 trisomy
21 va 10 - 15% thai ¢c6 NST binh thudng. Dya trén nhitng dif liéu hién nay thi ty s6
likelihood ctia trisomy 21 néu khong c¢é d4du hiéu nao dugc tim thay 1a 0,3. Ty s6
likelihood dudc tinh bing cdch chia tin suit xuat hién clia ddu hiéu bat thudng trong
nhém trisomy 21 véi tan sudt xuat hién ciia diu hiéu bat thudng dé trong nhém cé bod
NST binh thudng. Vi du, ddu hiéu c6é echo day trong tim dugc tim thdy 28,2% trudng
hop thai mic trisomy 21 va 4,4% thai c¢6 bdo NST thudng, vay ty s6 likelihood duong 1a
6,41 (28,2 / 4,4) va ty so likelihood 4m 14 0,75 (71,8 / 95,6). Do d6 viéc tim thdy di€m
echo day trong tim lam ting nguy co nén 6,41 1in nhung & cling thdi di€ém néu khong

dau hiéu nay s& lam gidm 25% nguy c¢d mic trisomy.

Bing phuong phdp tuong tu sdu diu hiéu khéc cling dugc tinh todn ty s& likelihood
(bdng 2). Vi vay § mot phu nit 25 tudi dudc siéu Am & tudn thit 20 véi nguy co goc 1a
1 phan 1000, n€u siéu Am cho thdy c6 di€m echo diy trong tim, nhung nép gip da cd
khong ting, xuong cdnh tay va xuong dui khong ngin, khong & nudc than, khdong cé
rudt echo day hodc nhitng di tidt khdc thi gid tri tién lugng k&t hop sé la
(6,41x0,67x0,62x0,85x0,87x0,79) va k&t qua 12 nguy cd mic trisomy 21 clia c6 4y vin
con 1 phan 1000, tudng tu cho trudng hgp néu chi mdt bat thudng dude tim thiy 1a
thdn & nu6c nhe (gid tri tién luong 1a 1). Trdi lai néu thai dudc tim thay c6 cd hai ddu
hiéu, echo day trong tim va than & nudc nhe, ma khong c6 dau hiéu bt thudng khic
thi gid tri tién lugng s& 12 8,42 (6,41x6,77x0,68x0,62x0,87x0,79) va k&t qua 1a nguy
cd mic trisomy 21 clia co 4y gia ting tir 1 phan 1000 1én dé&n 1 phin 119.

Khong c6 dif liéu ndo vé mdi lién quan giita nhitng diu hiéu trén siéu 4m & tam c4
nguyét hai véi PMDG va free B-hCG va PAPP A tudn thtt 11-13*, vi th€ s& hop Iy
khi gid dinh 13 nhitng d4u hiéu trén 13 doc 1ap. Tém lai viéc uSc tinh nguy co cho mot
thai ky s& hgp 1y néu k&t hgp gid tri tién lugng clia cdc dAu hiéu nay véi nhitng két
qué clia cdc test sing loc truce. Vi du mot phu nit 32 tudi c6 thai 20 tuan (nguy cd nén
12 1 phan 559) né€u c6 do PMDG & thai 11-13 tuin 12 binh thudng thi nguy cd gidm 7
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1an (1 phan 3913) sau d6 dugc chan dodn 1a ¢6 echo rudt day & tudn thit 20 thi nguy co
udc tinh sé& gia ting 3 1an (1 phin 1304). tuy nhién néu cling mot trudng hgp nhu trén
ma khdng c6 sang loc PMDG thi nguy co sé ting tir 1 phan 559 d&€n 1 phan 186.

Bang 2: Tan sudt clia cac dau hiéu trong nhém trisomy 21 va trong nhém c6 bd NST binh thudng
duogc téng két qua hai nghién cdu (Nyberg va cong su 2001,Bromley va cong su 2002). Ti nhiing
dir liéu nay gia tri tién lugng duong va gia tri tién lugng am clia mdi dau hiéu da dugc tinh toan.
Cot cudi cung la gia tri tién lugng cia mdi dau hiéu néu xudt hién don 1é

Sonographic  Trisomy  Normal Positive Negative LR for
marker 21 LR R  isolated
marker
Nuchal fold 107/319  5B9/933] 53.05 0.67 9.8
(33.5%) (0.6%) (39.37-71.26) (0.61-0.72)
Short humerus ~ 102/305 136/9254 22.76 0.68 4.1
(33.4%) (1.5%) (18.04-28.56) (0.62-0.73)
Short femur 132/319 486/9331 7.94 0.62 [
(41.4%) (5.2%) (6.77-9.25)  (0.56-0.67)
Hydronephrosis  56/319  242/9331 8.77 0.85 1.0
(17.6%) (2.6%) (5.16-8.80) (5.16-8.80)
Echogenic focus  75/266  401/9119 6.41 0.75 1.1
(28.2%) (4.4%) (5.15-7.90) (0.69-0.80)
Echogenic bowel 39/293  58/9227 21.17 0.87 3.0

(13.3%) (0.6%) (14.34-31.06) (0.83-0.91)

Maijor defect 75/350 61/9384 32.96 0.79 52
(21.4%) (0.65%)  (23.90-43.28) (0.74-0.83)

Tuy nhién c6 vai y&u t& ngoai 1& nhu phit né da gdy va di tit tim phat hién trén siéu
Am & tam cd nguyét hai khong thé duge xem 13 ddc 1ap so vdi viéc sang loc bing
PMDG & tuin thi 11-13*.

56 Siéu am sang loc thai nhi tuan tha 11-13*°



TAI LIEU THAM KHAO

Borrell A, Martinez JM, Seres A, Borobio V, Cararach V, Fortuny A. Ductus venosus assessment at
the time of nuchal translucency measurement in the detection of fetal aneuploidy. Prenat Diagn
2003;23:921-6.

Bromley B, Lieberman E, Shipp TD, Benacerraf BR. The genetic sonogram. A method of risk
assessment for Down syndrome in the second trimester. J Ultrasound Med 2002;21:1087-96.

Cicero S, Curcio P, Papageorghiou A, Sonek J, Nicolaides KH. Absence of nasal bone in fetuses with
trisomy 21 at 11-14 weeks of gestation: an observational study. Lancet 2001;358:1665-7.

Cicero S, Bindra R, Rembouskos G, Spencer K, Nicolaides KH. Integrated ultrasound and
biochemical screening for trisomy 21 at 11 to 14 weeks. Prenat Diagn 2003; 23:306-10.

Cicero S, Sonek JD, McKenna DS, Croom CS, Johnson L, Nicolaides KH. Nasal bone hypoplasia in
Trisomy 21 at 15-22 weeks’ gestation. Ultrasound Obstet Gynecol 2003;21:15-8.

Cicero S, Rembouskos G, Vandecruys H, Hogg M, Nicolaides KH. Likelihood ratio for trisomy 21 in
fetuses with absent nasal bone at the 11-14 weeks scan. Ultrasound Obstet Gynecol 2004;23:218-
23.

Cicero S, Curcio P, Rembouskos G, Sonek J, Nicolaides KH. Maxillary length at 11-14 weeks of
Gestation in fetuses with trisomy 21. Ultrasound Obstet Gynecol
2004;24:19-22.

Down LJ. Observations on an ethnic classification of idiots. Clin Lectures and Reports, London
Hospital 1866;3:259-62.

Farkas LG, Katic MJ,Forrest CR, Litsas L. Surface anatomy of the face in Down’s syndrome: linear
and angular measurements in the craniofacial regions. ] Craniofac Surg 2001;12:373-9.

Liao AW, Snijders R, Geerts L, Spencer K, Nicolaides KH. Fetal heart rate in chromosomally
abnormal fetuses. Ultrasound Obstet Gynecol 2000;16:610-3.

Liao AW, Sebire NJ, Geerts L, Cicero S, Nicolaides KH. Megacystis at 10-14 weeks of gestation:
Chromosomal defects and outcome according to bladder length. Ultrasound Obstet Gynecol
2003;21:338-41.

Longo D, DeFigueiredo D, Cicero S, Sacchini C, Nicolaides KH. Femur and humerus length in
trisomy 21 fetuses at 11-14 weeks of gestation. Ultrasound Obstet Gynecol 2004;23:143-7.

Matias A, Gomes C, Flack N, Montenegro N, Nicolaides KH. Screening for chromosomal
abnormalities at 11-14 weeks: the role of ductus venosus blood flow. Ultrasound Obstet Gynecol
1998;2:380-4.

Nicolaides KH, Sebire NJ, Snijders JM. Crown rump length in chromosomally abnormal fetuses. In
Nicolaides KH (Ed) The 11-14-week scan-The diagnosis of fetal abnormalities. New York:
Parthenon Publishing, 1996, pp31-3.

57 Siéu am sang loc thai nhi tuan tha 11-13*°



Nicolaides KH. Screening for chromosomal defects. Ultrasound Obstet Gynecol 2003;21:313-21.

Nicolaides KH. Nuchal translucency and other first-trimester sonographic markers of chromosomal
abnormalities. Am ] Obstet Gynecol 2004;191:45-67.

Nyberg DA, Souter VL, El-Bastawissi A, Young S, Luthhardt F, Luthy DA. Isolated sonographic
markers for detection of fetal Down syndrome in the second trimester ofpregnancy. J Ultrasound
Med 2001;20:1053-63.

Rembouskos G, Cicero S, Longo D, Sacchini C, Nicolaides KH. Single Umbilical Artery at 11-14
weeks: relation to chromosomal defects. Ultrasound Obstet Gynecol 2003;22:567-70.

Sacchini C, El-Sheikhah A, Cicero S, Rembouskos G, Nicolaides KH. Ear length in trisomy 21
fetuses at 11-14 weeks of gestation. Ultrasound Obstet Gynecol 2003;22:460-3.

Snijders RJM, Noble P, Sebire N, Souka A, Nicolaides KH. UK multicentre project on assessment of
risk of trisomy 21 by maternal age and fetal nuchal translucency thickness at 10-14 weeks of
gestation. Lancet 1998;351:343-6.

Snijders RJM, Brizot ML, Faria M, Nicolaides KH. Fetal exomphalos at 11-14 weeks of gestation. )
Ultrasound Med 1995;14:569-74.

Snijders RJM, Nicolaides KH. Sequential screening. In: Nicolaides KH, editor. Ultrasound Markers
for Fetal Chromosomal Defects. Carnforth, UK: Parthenon Publishing, 1996, pp109-13.

Sonek J, Nicolaides KH. Prenatal ultrasonographic diagnosis of nasal bone abnormalities in three
fetuses with Down syndrome. Am ] Obstet Gynecol 2002;186:139-41.

Whitlow BJ, Lazanakis ML, Kadir RA, Chatzipapas |, Economides DL. The significance of choroid
plexus cysts, echogenic heart foci and renal pyelectasis in the first trimester. Ultrasound Obstet
Gynecol 1998;12:385-90.

58 Siéu am sang loc thai nhi tuan tha 11-13*°



3

THAI CO PO MO DA GAY DAY

VA BO NHIEM SAC THE BINH THUGNG

PMDG day 12 mot diu hiéu cho thiy ¢6 nguy cd cao vé bat thudng NST 21 va mot s6
NST khéc, tuy nhién ddu hiéu nay ciing lién quan dé€n cédc trudng hop thai chét luu
trong bung me va cdc bat thudng khdc vé hinh thdi cla thai. Chuong nay sé& trinh bay
mdt sO k€t qud cla nhitng thai nhi ¢c6 bd NST binh thudng nhung PMDG day. Dya
vao nhitng dif liéu nay chiing ta c6 thé u6c tinh kh3 ning s6ng sét trong tif cung va
khd ning sinh ra mot dira tré khde manh khdng kém nhitng bat thudng I6n cho tirng
nhém PMDG. Nhitng dif liéu nay rat hitu ich trong viéc tham van cho thai phu va dua

ra k€& hoach theo ddi tot nha't.

Thong thudng, PMDG sé ting theo chiéu dai ddu mong (CRL): gid tri trung vi va
bach phan vi thi 95 cia PMDG ctia thai ¢c6 CRL 45mm 1a: 1.2 va 2.1mm, thai c6 CRL
84mm tuong ¢ng 1a 1.9 va 2.7mm (Snijder cung cdong sy 1998). J bdch phén vi thd 99
thi khong c6 su khédc biét c6 y nghia nao gifta cdc s6 do CRL vdi nhau va s& chung 1a
3.5mm. PMDG day khi s& do ctia ching 16n hon bach phan vi thi 95 va khdi niém
niy bao ham ludn lugng dich c6 vach hay khong c6 véch, tip trung & viing c¢d hay
toan bd cd thé thai nhi. Sau 14 tuan, ddu hiéu PMDG day thudng mat di, tuy nhién

mot s& trudng hdp ti€n tri€n thanh phu da hoic nang bach huyét viing c6.
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Bang 1: Sy tuong quan gitia cdc nhém DMDG va tan sudt mic céc bt thuong NST, sdy thai, thai
luu hodc thai di tat I6n. Cot cudi cling udc tinh kha nang sinh ra mot dia tré khée manh khong cé

di tat nang nao.

Nuchal Chromosomal Normal kury‘otype Alive and
translucency  Defects well

Fetal death Maijor fetal
abnormalities

<95" centile 0.2% 1.3% 1.6% 7%
95h-99h centiles 3.7% 1.3% 2.5% ?23%
3.5-4.4 mm 21.1% 2.7% 10.0% 70%
4.5-5.4 mm 33.3% 3.4% 18.5% 50%
5.5-6.4 mm 50.5% 10.1% 24.2% 30%
26.5 mm 64.5% 19.0% 46.2% 15%

KET QUA CUA NHUNG THAI CO PO MO DA GAY DAY

M@di tuong quan gifta cdc nhém c6 PMDG day va tan sudt mic cdc bat thudng NST,
s?fy thai, thai Ivu hodc thai di tat 16n dudc tém tit § bdng 1 (Souka cling cdng sy 2004)

Bat thuong NST

TAan sut bat thudng NST gia ting theo s& do clia PMDG (Bang 1, Snijder cling cong
su 1998). Trong nhém bat thudng NST, khodng 50% mic trisomy 21, 25% mic
trisomy 18 hodc 13,10% mic HC Turner, 5% tam léch boi va khodng 10% la nhitng
ba't thudng thai khdc.

Say thai hoac thai luu

Trong nhém thai ¢6 NST binh thudng, tin suit thai luu ting theo mifc do day cila
PMDG, tir 1,3% ddi v6i PMDG § giita bach phan vi thi 95 va 99, khodng 20% ddi
v6i PMDG 16n hon hoic bing 6.5mm. Phan 16n thai nhi s& chét sau 20 tudn va thudng
cho thdy d6 1a hau qud ctlia ti€n trinh tr PMDG day dén phu thai niing.
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Nhiing thai di tat

Di tit ning dugc dinh nghia 13 di tat can phdi dudc diéu tri bing nodi khoa hay phiu
thuit hoic khuyét tit vé tAm than. Mot vai nghién citu bdo cdo ring PMDG day thi
lién quan dén tan sudt cao clia nhitng di tit thai. Téng hop 6153 thai c6 bd NST binh
thudng nhung PMDG day ciia 28 nghién citu, tin suit cé di tat thai 16n chi€m 7,3%
(Souka ctung cdng su 2004). Tuy nhi€n c6 mot sy khdac biét 16n gitta nhitng nghién ctu
do tuy thudc vao dinh nghia PMDG day chénh l&ch tif 2mm dé&n 5mm.

Tan sud't cda di tat thai ning & nhitng thai c6 bo NST binh thudng tir 1,6% clia nhém
PMDG duéi bach phan vi thtt 95%, dén 25% d6i véi PMDG nim giita bich phin vi
thtt 95 va 99, va ting dé€n 45% d6i v6i PMDG 16n hon hodc bing 6.5mm (bdng 1,
Souka cung cdng su 2004).

Cham phat trién tam than

Nhirng nghién cttu trong qua trinh dai theo doi nhitng thai c6 bd NST binh thudng va
hinh thdi binh thudng nhung PMDG day, tan sudt chAm phat tri€n tim than 1a 2-4%
(bdng 1, Souka cling cong su 2004). Tuy nhién khé d4nh gid nhitng diéu tim thay bdi
vi chi c6 mdt nghién cfu c6 nhém chiing d€ so sdnh (Brady va cong su 1998), nghién
ctiu trén 89 dia tré ¢c6 PMDG 16n hon 3.5mm va 302 dda tré ¢6 PMDG nhé hon

3.5mm, s6 tré chidm phat tri€n tim than trong mdi nhém 12 1.
NHUNG BAT THUONG THAI LIEN QUAN PEN PMDG DAY
Mot s6 di tat thai cé6 kém PMDG day dudce bdo cdo va tém tit & bang 2.

Tan suit quan sit ciia mot so di tat thai nhu khong c¢é ndo, nio thit duy nhat, hd thanh
bung, di tit than va ché doi dot song, c6 thé khong khic biét nhiéu so vdi cong dong.
Tuy nhién, tin suit ctia mot s di tat chinh nhu di tit bAm sinh tim, thodt vi hoanh,
thodt vi rdn, di tit hé xuong, bt thudng phic hdp viing dudi, hoi chitng gen nhu ting
san tuyé€n thugng thin bim sinh, bat thudng van dong thai, hoi chiing Noonan, hoi
chitng Smith-Lenti-Optiz, teo cd cdt song xudt hién nhiéu hon trong cdng ddng. Vi

vay, that s c6 mdi tuong quan gitta nhitng di tit nay véi PMDG day.
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Bdng 2: Nhiing bat thuong thai lién quan dén BMDG day

'Centrul nervous system
ct

Gastrointestinal defect

Fetal anemia

Acrania / anencephaly

Crohn's disease

Blackfan Diamend ancemia

Agenesis of the corpus callosum

Ducdenal atresia

Congenital erythropoietic porphyria

Craniosynostosis Esophageal atresia Dyserythropoietic anaemia
Dandy Walker malformation Small bowel obsiruction Fanconi anemia
-Diosiermlomyeﬁq Parvovirus B19 infection
Encephalocele Genitourinary defect Thalassaemia-a

. Fowler syndrome Ambiguous genitalia

Holoprosencephaly Congenital adrenal hyperplasia | Neuromuscular defect
Hydrolethalus syndrome Congenital nephrotfic syndrome | Fetal akinesia deformation sequence
Iniencephaly Hydronephrosis Myotonic dystrophy

Joubert syndrome Hypospadias Spinal muscular atrophy
| Macrocephaly Infanfile polycystic kidneys

Microcephaly Meckel-Gruber syndrome Metabolic defect

Spina bifida Megacystis Beckwith-Wiedemann syndrome
Trigonocephaly C Multicystic dysplastic kidneys GM] gangliosidosis
Ventriculomegaly Renal agenesis fﬁ?dﬁ:g i;hicém;l:%acg;oenzyme

Mucopolysaccharidosis type VI

'Facial defect Skeletal defect Smith-Lemli-Opitz syndrome
Agnathia/micrognathia Achondrogenesis Vitamin D resistant rickets

| Facial cleft Achondroplasia Zellweger syndrome
Microphthalmia Asphyxiating thoracic dystrophy

Treacher-Collins syndrome Blomstrand Other defect

osteochonc_lroclysphsia

Campomelic dwarfism

l Body stalk anomaly

|Nuchal defect Cleidocranial dysplasia Brachmann-de Lange syndrome
Cystic hygroma Hypochendroplasia CHARGE association
Neck lipoma Hypophosphatasia Deficiency of the immune system
Jarcho-Levin syndrome Congenital lymphedema
Cardiac defect Kyphoscoliosis EEC syndrome
Di George syndrome Limb reduction defect Neonatal myoclonic encephalopathy
Nance-Sweeney syndrome Moonan syndrome
Pulmonary defect Osteogenesis imperfecta Perlman syndrome
Cystic adenomatoid Roberts syndrome Stickler syndrome
| malformation
”Dictphragmctlic hernia Robinow syndrome .Unspecifiecl syndrome
| Fryn syndrome Short-rib polydactyly syndrome | Severe developmental delay
Sirenomelia
Abdominal wall defect Talipes equinovarus
Cloacal exstrophy Thanatopheric dwarfism
. Exomphalos VACTER association
Gastroschisis
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Di tat tim thai

C6 su tuong quan gitta PMDG day va bat thudng tim thai 8 nhém NST bA't thudng 1an
nhém NST binh thudng (Hyett va cong sy 1997, 1999). 8 nghién citu da bdo cdo vé
mdi tuong quan ndy (Souka ciing cong su 2004). Trong téng s& 67,256 thai phu dudc
ki€m tra, tin sudt bat thudng tim thai 1a 2,4 phan 1000. T 1¢ duong gia 1a 4,9 %, tin
suit phdt hién ra di tat tim thai 12 37,5%.

Mot s6 nghién cttu sang loc phin tich da ting bdo cdo ring ti 1& phat hién khodng
37% va 31% di tit tim thai d6i v6i PMDG 16n hon bach phan vi thtt 95 va thit 99
(Maklydimas va cdng su 2003). Trong nhém cé bd NST binh thudng, tin suit di tat
tim thai gia ting theo s do PMDG tir 1,6 phan ngin & nhém s6 do PMDG nhé hon
bach phan vi tht 95, khodng 1% & nhém s& do PMDG tir 2.5-3.4mm, 3% d6i véi
nhém s6 do PMDG tir 3.5-4.4mm, 7% ddi v6i nhém s& do PMDG tir 4.5-5.4mm, 20%
ddi v6i nhém s6 do PMDG tir 5.5-6.4mm va 30% d6i véi nhém s6 do PMDG 16n hon
6.5mm (Souka cung cong sy 2004).

Do dé khi PMDG day 1a dau hiéu d€ chi dinh siéu 4m tim thai chuyén khoa. TAt
nhién tan sui't chung cda bit thudng tim thai & nhém thai c6 PMDG day (1-2%) thi
tuong ty nhu nhém thai phu c¢6 bénh tiéu dudng hoic cé tién cin nhitng dia con trudc
bi di tat tim thai.

Hién nay chua ¢6 bdo cdo nao chitng td ring siéu Am tim thai hitu ich thuc sy néu nhu
PMDG day & mitc bach phan vi thit 95. Ngudc lai § di€m cit bach phan vi thit 99 thi

k&t qua rat cao c6 di tat tim thai

Nhitng bénh nhan cé két qud sang loc dua trén PMDG cho thdy c6 nguy co cao sé&
mic bénh tim thi khong cin chd d&€n 20 tuin tudi thai d€ siéu Am tim thai. Pd phan
gidi cila mdy siéu Am hién nay rit cao Iam cho viéc siéu Am tim thai tré nén dé dang
va sém hon. Mot s6 mdy siéu 4m dugc thuc hién & tun thi 13 c6 thé chdn dodn chic

chidn cdc di tat 16n c6 kém theo di tit tim hay khong.

Chién ludc tot nhat trong viéc sang loc nhitng di tit tim ning hién nay 1a thyc hién
siéu 4m tim thai chuyén khoa trong nhém c¢6 PMDG day & tudn thit 11-13*° va trong
nhém c6 bat thudng & mit cit bon budng tim khi siéu Am thudng quy & tam cd nguyét
gitta. C4 hai chi dinh nay hoan toan didng. Vi nhitng di tit ning clia tim nhu t& ching
Fallot, hodn vi dai dong mach va hep eo dong mach chii hi€m khi dugc phét hién
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bing siéu Am thudng quy & mit cit bon budng tim. Trong khi d6 nhitng di tit nay lai
chi€m ti 1& cao & nhém c6 PMDG day.

Bat thudng phic hgp viing dudi

Pay 1a mot di tat hi€m giy chét ngudi chi€m khodng 1/10000 & tudi thai 11-13*° tudn.
Bi€u hién trén siéu 4m 12 khi€m khuy&t phan 16n thanh bung, gii veo ning, ddy rén
ngin chi c6 mot dong mach (Daskalakis va cs 1997). Phdn nta trén clia cd thé thai nhi
nim trong khoang &i, trong khi d6 phian con lai nim trong khoang celomic, cho thdy
ring c6 rdch mang 6i sém trudc khi c6 sy xda dau vét clia khoang celomic 12 nguyén
nhan gy ra di tit nay. Miac du PMDG day khodng 85% trudng hdp, nhung bd NST
thudng binh thudng.

Thoat vi hoanh

PMDG day xuit hién trong 40% trudng hgp cé thodt vi hoanh, trong dé c6 khodng
hon 80% thai chét do thi€u san phdi va khodng 20% song sét (Sebire va cs 1997). Khi
thoét vi hoanh kém PMDG day xdy ra & tam c4 nguyét mot, su chén ép phdi kéo dai
din dén thi€u sdn phéi. O nhitng trudng hdp thodt vi hoanh ¢6 tién lugng tt, sy thodt

vi thudng xdy ra mudn § tam cd nguyét hai va ba.
Thoat vi rén

Vao tudn thit 11-13*° i 1& thodt vi ron vao khodng 1 phdn 1000 va tAn xud't bat thudng
NST chii yé&u Ia trisomy 18 (60%) (Snijiders va cong su 1995). PMDG day kém thodt
vi ron gip trong khodng 85% thai c6 bat thudng NST va 40% thai c6 b NST binh
thudng.

Bang quang to

Bang quang to & tudn 11-13*° dugc dinh nghia 13 chiéu dai cia bang quang 16n hon
hoic bing 7mm, chi€m khodng 1 phan 1500 thai phu. Bang quang to thudng kém
PMDG day, ngudi ta quan sdt thdy trong khodng 75% & nhém bat thudng bo NST,
chi yé&u 1a trisomy 13, va khodng 30% trong nhém bd NST binh thudng (Liao va cdng
su 2003)
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Hoi chiing gen
Mot s6 hoi chitng vé gen lién quan d€n PMDG day dugc tém tit § bang 3.
SINH Li BENH CUA PMDG DAY

Su da dang ciia nhiéu cin bénh khdc nhau lién quan d€n PMDG day dua dén gid
thuy€&t ring khong phdi chi ¢c6 mot cd ch€ duy nhat gdy ra sy tip trung dich & 16p dudi
da viing ¢8. Dau hiéu nay c6 thé do rdi loan chiic ning tim, sung huyét § viing dau va
c6, su thay ddi clia cdc cha't cAu tao nén 16p v4 t€ bao, sy din luu cia hé tinh mach bi
suy y&u, thai nhi bi thi€u mdu hodc gidm lugng protein trong thai, hoic nhiém triing
bao thai.

Suy tim

Gid thuyé&t cho ring suy tim 1am cho PMDG day dugc ghi nhan cé trong thai nhi c6 bod
NST binh thudng va bt thudng. Do d6 c6 su lién hé mat thi€t gita PMDG day va di
tat tim va cdc dai dong mach. Ngoai ra, nhiéu nghién cttu vé Dopper bdo cdo cho thdy
c6 sy bat thudng trong dong chdy clia 6ng tinh mach & thai c6 bat thudng NST, di ta
tim 16n va DPMDG day (Matias va cong su 1999)

~ N N A
Sung huyét viing c6 va dau

Sung huyé&t viing ¢ va dau c6 thé 1a do sy co quip qud mic ciia co thé thai nhi khi v&
mang &i, su chén ép trung that trén do thodt vi hoanh hoic hep 1dng nguc do loan sdn

xuong.
Sy thay doi ciu tao chat gian bao bén ngoai t& bao

Nhiéu thanh phin protein ctia chit gian bao bén ngoai t€ bio mi héa cho bd nhiém
sic thé 21, 18 va 13. Trong mot vai nghién ctu mién dich héa hoc, viéc ki€m tra 16p
da clia nhitng thai c6 bat thudng NST chitng td ring cé su thay ddi chit gian bao giy
nén dnh hudng d&n tdng hgp gen (Von Kaisenberg va cong sy 1998). Su thay d6i cau
tao chat gian bao ciing c6 thé 1a c¢d ch€ giy ting PMDG trong mdt s& hoi chiing gen
ma lién quan d€n sy thay d6i trong trao d6i chat collagen (nhu loan sin sun type II,
HC Nance-Sweency, tao xudng bat toan type II), bat binh thudng yé&u td ting trudng

nguyén bao sgi (nhu loan sdn xuong).
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Suy hé théng dan luu bach huyét

Mot cd ché khdc c6 thé gdy PMDG day 1 sy gidn clia cdc tdi bach huyét viing ¢d bdi
vi st chAm phat tri€n tAm thin c6 lién quan d&€n hé thong tinh mach, hoic mot s& su
gidn nd bat thudng tién phdt hay sy phat trién qud mic clia hé thong bach huyét lam
can trd sy luu thong gitta hé thong tinh mach va bach huyét. Trong mdt vai nghién
cttu héa hoc mién dich & ving m6 co cda nhitng thai mic HC Turner, ngudi ta thiy
ring hé thong bach huyét & trén da thi bi gidm sdn (Vonkaisenberg va cdng sy 1999).
& nhitng thai c6 PMDG day va bo NST binh thudng, su din luu clia hé thdng bach
huyé€t bi y&u l1a do hé théng bach huyét bi gidm sdn, hay bit sdn dugc tim thdy trong
HC Noonan va phi hé théng bach huy&t bAm sinh. Trong nhitng trudng hgp rdi loan
truong Iyc co, teo cot song, PMDG day 1a hau qud cda viéc din luu bach huyét bi roi

loan giy gidm van dong thai.
Thiéu mau thai nhi

Thi€u m4u thudng lién quan d&€n hé thdng tudn hoan bi ting tii va sé& tién trién thanh
phu thai khi thi€u hut hemoglobin trén 7g/dl (Nicolaides va cong su 1968). Piéu nay
ding cho tat cd trudng hgp phil thai do mién dich va khdng do mién dich. Tuy nhién
thi€u mdu nghiém trong do su gy mién dich dong loai trén dong t€ biao hdng ciu
khong x3y ra tru6c 16 tuan ciing c6 thé vi hé thdng ludi ndi moé qud non d€ giy ra su
phd hiy khdng thé€ bao quanh hdng cau. Hiu qua hdi chitng mién dich ciing loai dong
hdng ciu khong hién dién & thai c6 PMDG day. Ngugc lai thi€u mdu do nhitng
nguyén nhin vé gene nhu a-thalasamia, Blackfan dinamon, r6i loan chuyén héa
porphyrin bAm sinh dong héng cdu, thi€u mau do thi€u kha ning tao hong ciu, thi€u
mdu Fanconi, va thi€u miu do nhiém tring baAm sinh c6 thé hién dién & thai c6
PMDG day.

Giam protein huyét

Gidm protein huy€&t dudc xem nhu sinh 1y bénh clia ph thai do mién dich hoic khong
do mién dich. Trong tam nguyét dau gidm protein huyét gay ra protein niéu 1a mot cd
ché& gy ting PMDG trong thai bi bénh hoi chiing thin hu baAm sinh.
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Nhiém trung thai nhi

Trong khodng 10% ca phii thai vio tam c4 nguyét thit hai va ba khong thé gidi thich,
ngudi ta tim thi'y biing chitng me c6 nhiém triing gan day va nhitng ca nay thai bi 4nh
hudng theo. Ngugc lai, trong nhitng thai ky ¢c6 PMDG day va NST binh thudng, chi ¢6
1.5% me c6 nhiém tring gin day va hi€m khi 4nh hudng dén thai (Sebire va cdng su
1997)

Nhitng diéu nay cho thdy ring, nhitng thai c6 PMDG day, thi tin sudt me nhiém triing
nhém TORCH khong cao hon so v6i trong cong dong. Ngodi ra, & nhitng ca me bi
nhi€m trung, sy hién dién cia PMDG day khong phdi la bing ching riing thai bi
nhiém tring. Do vdy, PMDG day & thai ¢6 NST binh thudng khong cain thi€t phdi tim
xem c6 nhiém tring hay khong, trir khi PMDG day ti€n tri€n thanh da gdy day hoic

phu thai & tam cd nguyét hai va ba

Pavovirus B19 1a virus nhiém bénh duy nhit dudc bdo cdo 1a lién quan dén PMDG
day. Hau qud nay c6 thé 12 do rdi loan chifc ning cd tim va thi€u mdu thai nhi do

gidm tao protein cho hong cau.
HUGNG PIEU TRI CUA THAI KY CO PMDG DAY

Su twong quan giita PMDG day va bat thudng chinh, siy thai hoic thai lvu va tin sudt
mic nhitng ba't thudng chinh dugc tém tit § bang 1. Dua vao nhitng dit liéu c6 thé tién
lugng cho mdi nhém PMDG c¢d hoi @€ sinh ra mot dita bé khée manh khong mic di
tat 16n. Nhitng dit liéu cling rat hitu dung trong viéc tham van cho cha me mang thai
c6 PMDG day va 1én mot k& hoach theo déi ti€p. (Hinh 1)

Do md da gay day duéi bach phan vi thi 99

2

O nhitng thai phu c6 PMDG day duéi bach phan vi thit 99 (3.5mm) viéc quyét dinh
cda cha me c¢6 lam karyotype hay khong sé tuy thudc vao nguy co c6 bi bat thudng
NST cao hay khdng, nguy cd nay dudc tinh dya vao tudi me, diu hiéu siéu Am, ndng
do free B-hCG va PAPPA trong mdu tai thdi diém tuin tha 11-13°.

Nhitng ngudi cha me ndy déu dugc tham van chic chin ring co hdi sinh ra mot dita
tré khong c6 di tit bat thudng 16n ndo vao khodng 97% néu PMDG thap dudi bach
phan vi tht 95 va 93% do6i v6i PMDG vao khodng bdch phan vi thit 95 va thi 99.
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Ngoai ra nhiéu trudng hdp bat thudng thai cé thé dugc chan dodn hoic nghi ngd vao
tudn thit 11-13%. N&u c6 mdy siéu 4am do phan gidi cao, hé thdng x& 1y t6t nha't cho
nhitng thai ky nay 1a nén dudc thyc hién siéu Am khio st thai lic 20 tudn d€ xem xét
su ting trudng clia thai, chan dodn nhitng bat thudng 16n ma khong thé xdc dinh dudc
vao thdi diém tuin thi 11-13*.

Hinh1: Huéng x{ tri clia nhing thai ky c6 BPMDG day

Bat thuong NST

11-14 tudn / Ditatnang

Ki€m tra bo NST

Siéu am khdo sét thai \ NST binh thudng

Khong cé di tat

Di tat nang
14-16 tuan / Khong cé di tat Xét nghiém TORCH va Parvovirus
Siéu &m khdo sat thai DPMDG van dély K|ém tra gen
Siéu am tim thai \

Khong cé di tat
PMDG trd vé binh thudng

Di tat nang

20 tudn /

Siau am khao sét thai Khéng cé di tat Xét nghiém TORCH va Parvovirus
Sieu am tim thai Da gay day Kiém tra gen

Khong cé di tat
Da gay day

Khodng 4% thai c6 s6 do PMDG vao khodng bdch phin vi thit 95 va thit 99, phdi
dudc sy quan tAim dic biét d€ thi nha't xdc dinh PMDG khong ting thém, thi hai xdc
dinh c6 th€ thai c6 di tat hay khong bdi khodng 2,5% thai sé& bi di tit ning, trong khi
nhém s& do PMDG du6i bach phan vi thit 95 chi ¢6 1,6% c6 di tt ning, thi ba ki€m

tra di tat tim thai. T6t nhat nén dugc thuc hién bdi mot bac sichuyén siéu Am tim thai.
DPMDG 16n hon bach phan vi thd 99

Mot thai c6 PMDG trén 3.5mm chi€m khodng 1% thai ky. Nguy co c6 bat thudng
NST thai thi rit cao va gia ting tir 20% doi véi s& do DPMDG 4,0 mm dén 33% doi véi
s0 do PMDG 1a 5.0mm, 50% d6i véi s6 do PMDG 1a 6.0mm va 65% doi véi s6 do
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PMDG 16n hon hay bing 6.5mm. Tém lai nén thyc hién lam sinh thi€t gai nhau dé
tim bd NST thai ddi véi trudng hop nay.

Nhitng bic cha me c6 tién ciin bat thudng hdi chitng gen c6 kém theo PMDG day thi
thudng 1am k§ thuit phan tich DNA, sinh thi€t gai nhau c6 thé dudc sit dung d€ chuin
dodn ludn hodi chiing gen nay. Ngoai ra viéc ki€m tra chi ti€t thai nén dugc thuc hién

vao tudn tha 11-13*°

dé€ tim nhitng bt thudng thai ¢ dudc bdo cdo & bang 3.
Su bién mat cia PMDG day

G nhém c6 bd NST binh thudng, si€u am ki€m tra chi tiét, bao g6m siéu Am tim thai,
nén dudc thyc hién vao thdi di€m 14-16 tudn dé danh gid sy ti€n tri€n cia PMDG va
dé€ chin dodn hoic loai trir nhitng di tit thai. Néu 1am siéu 4m ki€m tra thdy PMDG
day bi€n mat vi khong thdy nhitng di tit ning ndo cla thai thi cdc bic cha me c6 thé
ddm bdo ring tién lugng dita bé tdt va co hdi sanh ra mot dita bé binh thudng khdng
c6 nhitng bat thudng chinh 1a 95%.

Mot 1an ki€m tra cAn thi€t duy nhat 13 lic 20-22 tudn d€ loai trir hodc chidn dodn
nhitng di tit ning va cd nhitng bat thudng nhe c6 lién quan dén hoi chitng gen. néu
khong thay, nhitng bic cha me nay c6 thé dugc tham van ring nguy cd sinh ra mot
dda tré c6 di tit ning hoic c6 chadm phat tri€n tim thdn van dong khong cao hon

nhém trong cong dong.
Su tién trién thanh pha thai

Su ton tai cia PMDG day khong thé gidi thich dugc vao tuin thi 14-16 hoic ti€n
trién thanh phi thai tich dich vao thdi diém 22 tuin thi s& kém kha ning nhi€m triing

bam sinh hoic c6 hdi chitng gen.

M4u cia me nén dugc ki€m tra bao gdm: toxoplasmo, virus cytomegalo va pavovirus
19. Siéu 4m theo doi sy ti€n tri€n clia phi thai nén dudc thyc hién mdi 4 tuan. Ngoai
ra cAn xem xét thém c6 nén ki€m tra DNA dé€ tim mot s& ba't thudng bd gen, vi du nhu

hoi chitng teo cd cdt sdng, thaim chi gia dinh khdng c6 tién ciin bi hdi ching nay.

o) nhitng thai ky c6 phil thai khong thé gidi thich dudc vao tuin thi 20-22 nhitng bac

cha me nén dugc tham van ring khodng 10% thai nhi s& ti€n tri€n thanh thai tich dich,
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chét trude sinh hoidc sinh ra cé bat thudng vé hdi chiing gen. Vi du nhu hoi chitng

Nooman; nguy cd mot difa tré bi chAm ph4t tri€n tAm thin van dong 1a 3-5%.

PMDG day vao thdi diém tudn thi 11-13*° 1a ddu hiéu ciia nhiu bt thudng
NST va nhitng di tt thai, cling nhu mdt s6 hdi chitng gen.

TAn sudt sinh ra mot dia tré bat thudng va gip nguy hi€m trong qué trinh sanh
s€ ting theo PMDG day. Tuy nhién nhitng bic cha me nén dudc bdo ddm ring
kha ning sanh ra mot dita con binh thudng 1a hon 90% néu s6 do PMDG vao
khodng bach phan vi thit 95 va 99, khodng 70% néu s6 do PMDG: 3,5-4,4mm,
50% néu PMDG: 4,5-5,4mm, 30% néu PMDG tir 5,5-6,4mm vao 15% néu
bMDG > 6,5mm.

Phan 16n nhitng bat thudng thai ¢ lién quan d€n PMDG day c6 thé dugc chan

dodn vao tuin thit 14 cda thai ky.
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4

DA THAI

Song thai dugc tao thanh do sy phéng nhiéu nodn cling mot lic hodc do sy phin chia
thanh 2 hay nhiéu hon tir mot phdi ban dau. Trong song thai khdc triing, mdi phdi c6
mdt tdi 61, mot banh nhau riéng biét. Trong song thai cling tritng, cdc phdi c6 thé chia

sé cling 1 banh nhau hodc cling mot tdi 6i thim chi 1 mdt bd phan co thé.

Khi mdt phdi ban dau phan chia 1am 2 trong 3 ngay dau sau khi thu thai (chi€m 1/3
céc trudng hop song thai cling tritng) ta sé c6 song thai 2 nhau 2 6i (mdi phdi c6 mot
tdi 61, mot banh nhau riéng biét). Khi sy phan chia ndy xdy ra tlif sau ngay thit 3 dén
ngly thit 9 ta c6 song thai 1 nhau 2 8i, n€u sau ngay thit 9: 1 nhau 1 &i, sau ngay thi
12: song thai dinh.

33% 65% 2%

DICHORIONIC

Placentas NN = VONOCHORIONIC

| L

Days O 3 9 12 15

Hinh 1: Thoi di€m phan chia banh nhau, i 6i ctia song thai dong hop ti
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TAN SUAT VA DICH TE HOC

Tan suat song thai: 1%, trong d6 2/3 1a song thai khdc triing, 1/3 1a song thai cling
trirng.

TAn sudt song thai khdc tritng thay ddi ty theo: din toc, tudi me ( 2% néu me 35

tudi), s6 1an mang thai (2% né€u mang thai >4 1an), phuong phap ngira thai.

TAn suit song thai cling triing thi giong nhau & cdc dan toc, khong thay ddi theo tudi
me, sO 1an mang thai nhung c6 thé ting 1én gdp 2 — 3 khi thu tinh trong 6ng nghiém

(c6 thé phuong phap nay di 1am thay ddi cAu tric nodn).

Trong 20 nim gin diy, tin sudt cda song thai c6 chiéu huéng gia ting. Sy gia ting
nay nghiéng vé song thai khic tritng. Piéu nay cé thé 1a hdu qua cda viéc sanh con

mudn va st dung cdc k§ thuit hd trg sinh sdn
XAC DPINH HOP TU VA NHAU

Hop ti¥ chi ¢6 thé dugc x4c dinh bing phan tich DNA, diéu nay doi héi phdi choc 6i,
sinh thi€t gai nhau hodc 14y mdu tinh mach rén. Siéu 4m gidp x4c dinh s6 lugng banh
nhau, gi6i tinh, va dic diém cla 16p mang ngin cich giita 2 tii 8i (Monteagudo va
cong sy 1994) .

Song thai khdc gidi tinh ducc tao thanh tir 2 hgp ti (dizygotic) va cé 2 banh nhau
(dichorionic). Nhung khodng 2/3 song thai 13 cling gi6i tinh va ¢ thé dudc tao thanh
tlr 1 hodc 2 hdp tit. Tuong ty nhu vay, néu c6 2 badnh nhau riéng biét 1a song thai hai
bdnh nhai, tuy nhién trong hau hét cdc trudng hgp 2 badnh nhau nay c6 thé chong 1én
nhau mdt phan 1am khé phan biét 12 song thai 2 bdnh nhau nim gin hay 12 song thai

mot banh nhau.

Trong song thai 2 nhau, 16p mang ngin cdch giita 2 thai dudc cAu tao bdi 16p md nhau
nim giita, 2 bén 12 2 16p mang 8i. Trong song thai mot nhau, I6p mang ngin cdch
khong c6 md nhau (chorionic layer) nim giita. C4ch tdt nhdt d€ xdc dinh s& bdnh
nhau 13 ti€n hanh siéu Am ldc thai 6 — 9 tudn. 2 banh nhau dé dang quan st duoc do
su hién dién cda 16p mang day ngin cdch 2 tii thai, I6p mang ngin cdch nay sé ngay
cang méng di nhung vin con day va d& dang nhin thid'y & phian ddy dudi dang hinh

tam gi4dc hodc didu lambda.
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Siéu 4m & tudn thi 11 — 13%° ¢6 thé gitp phin bi€t song thai 1 hay 2 nhau dva vao
ddu lambda. Khi thai 16n ddu lambda cang khé nhin thay. G thai 20 tudn chi c6 85%

song thai 2 nhau con nhin thdy d4u lambda.

Vi vy khong thdy diu lambda § thai 20 tudn khong thé két luan ring diy la bing
chitng clia mot banh nhau va ciing khong thé loai trir ddy 13 hai banh nhau hoic di
hgp tir. Ngugc lai song thai mdt banh nhau dugc chin dodn & tudn thi 11 — 13%6 khong

thé€ xuat hién dau lambda sau d6; sy hién dién clia ddu lambda & bat cif giai doan nao

ctia thai ky cling dugc xem 12 biang ching ctia hai banh nhau.

Hinh 2: Hinh 4nh trén siéu am cGia mot banh nhau (bén trdi) va hai banh nhau (bén phdi,

dau lambda)

SONG THAI VA NHUNG BIEN CHUNG TRONG THAI KY
Say thai

Nhitng don thai séng & tudn thd 11-13*° thudng sdy thai hodc chét trudc 24 tudn
khodng 1%. Tan suit nay & song thai khdc tritng 12 2%, song thai cling tritng khodng
10%. Tt vong cao & song thai 1 bdnh nhau 12 hau qud clia hdi chitng truyén mau song

thai ndng trong giai doan sém.

Ta c6 c6 thé gidm khd ning mat thai trong song thai bing cdch siéu 4m ki€m tra &
tudn th 11 — 13*° d€ xdc dinh 1a néu mot banh nhau thi phdi theo doi sdt va diéu tri
tich cuc bing cdch nodi soi lam tic mach ngin chin sy thong ndi cda mach mau trong

nhau, sy thdng ndi nay sé phat trién thanh hoi chirng truyén mdu song thai sau nay.

81 Siéu am sang loc thai nhi tuan thd 11-13*



TG vong trudc sanh

Tan suat tif vong trudc sanh & song thai cao gdp 5 1an so vdi don thai. T vong trude
sanh chii y&€u do cdc bi€n chiing muodn trong qud trinh phdt tri€n, § nhém mot banh
nhau (5%) cao hon so v6i nhém 2 banh nhau (2%). Trong song thai mdt banh nhau,

mdt bi€n chitng quan trong 13 hodi chiing truyén mau song thai.
Sanh non

Mot bi€n chitng quan trong khdc cda thai ky 13 sanh non, dic biét 1a trudc 32 tuin.
HAu hét tré sanh trudc 24 tudn tudi déu ti vong; sanh sau 32 tudn kha ning sdng cao.
Né€u tré sanh ra tir 24 — 32 tuan thi ty 1& t vong so sinh cao hodc néu sdng sét thi kha
ning tan tit cao. Ty 1& sanh vao thdi di€m tir 24 — 32 tudn thay ddi, 1% d6i v6i don
thai, 5% song thai hai bAnh nhau va 10% song thai mdt banh nhau.

Cham tang truéng trong ti cung

3 don thai, trong lugng thai nhi lic sanh nhd hon bach phan vi tht 5 14 5%. Trong
song thai hai banh nhau l1a 20% va song thai mdt banh nhau 1a 30% (Sebire va cong su
1997a, 1998a). Trong don thai, hai y&u t& quyét dinh sy phat trién cia thai 13 y&u 6 di

truyén va chifc ning banh nhau.

Trong song thai mdt banh nhau, c3 hai y&u t& k€ trén 13 nhu nhau & c4 hai thai. Tuy
nhién sy phat trién khong giong nhau & hai thai phdn 4nh mifc d6 phan chia t& bao
hodic sy mat ciAn bing dong mdu t6i phan bd cho nhau giita hai hé tudn hoan. Nguoc
lai c6 khodng 90% song thai hai bdnh nhau 14 hai hgp tt, do d6 su khdc biét vé kich

¢ ctia hai thai 12 do su khdc biét vé by gen va banh nhau.
Tién san giat

So vdi don thai, nguy co tién sdn giat clia song thai cao gap 4 1an nhung khdng c6 su
khac bi€t c6 y nghia giita song thai mdt va hai banh nhau (Savvidou va cong sy 2001).

Mét thai chét trong song thai

Mot thai chét trong tif cung & song thai ¢6 thé 13 y&u td tién lugng xau cho thai con lai

nhung phan loai va mitc dd clia nguy cd nay tuy thudc vao banh nhau cia thai
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Trong don thai, khi thai chét va thodi héa cé thé gdy rdi loan dong mau me; tuy nhién

trong song thai, khi c6 1 thai chét thi bi€n chitng nay rat hi€m khi xdy ra.

Su chét ctia mot thai trong song thai hai banh nhau c¢6 thé mang dén nguy co cho thai
con lai, chd yé&u 1a sanh non, nguyén nhéin c6 thé 1a do cytokines va prostaglandins
dudc phéng thich tir banh nhau thai di chét. Trong song thai hai banh nhau nguy cd
thai chét hoidc tan tit trong nhitng trudng hop nhu vay 1a 5-10 %, trong khi d6 song
thai mot banh nhau, nguy cd it nhi't 1a 30% do gidm huyét 4p cdch hoéi hoic do sanh
sém. Gidm huyét 4p cach hdi 12 hau qud clia viéc chdy mdu tir thai sdng vio nhau clia
thai chét (Fusi va cdng sy 1991). Truyén mdu vio trong tif cung trong vong 24 gid tir

ldc ¢c6 mot thai chét sé gidm nguy co thai luu cho thai con lai.
Khiém khuyét cau tric

Tan suat khi€m khuyét ciu tric & mdi thai trong song thai hai hop tif (dizygotic) 1a
nhu nhau v nhu don thai, tuy nhién tin suit nay cao hon gip 2 — 3 1in § song thai
mdt hop tif (Burn va cdng sy 1991, Baldwin va cdng su 1994). Nhitng khi€m khuy&t
tuong ddng nhu nhau & ca 2 thai 13 rat hi€m gip, ty 1é nay 12 10% & song thai hai banh

nhau va 20% & song thai mdt banh nhau.

Song thai c6 bat tuong hgp v€ bat thudng nhiém sic thé (mot thai c6 bat thudng NST,
mdt thai c6 bd NST binh thudng) c6 thé dé cd 2 thai hoic 1am chét thai chon loc ddi
vdi thai di tat (Sebire va cong sy 1997b). Trong nhitng trudng hgp ma di tat khong gay
ché&t nhung c6 thé din d€n tan tat trAm trong thi cAn cin nhic giita viéc sanh ra 1 dda
tré tan tit va bi€n chitng cla lam chét thai chon loc bao gdm siy hoidc chét thai binh
thudng con lai. Trong trudng hgp cdc di tat gay ti vong thi tdt nhi't can tranh nguy cd
cho thai binh thudng con lai, trir khi néu ton tai thai di tit de doa su ton tai clia thai
binh thudng con lai. Song thai hai banh nhau c6 thé€ 1am chét thai chon loc bing cich
ti€m KCI (potassiumchloride) vao tim thai trong khi song thai mdt nhau thi ti€ém vao

mach mdu ron.
Hoi ching truyén mau song thai

Trong song thai modt banh nhau c6 cAu ndi mach mdu (anastomoses) & nhau cho phép
st thong néi giita 2 hé tudn hoan nhau thai, nhitng ciu ndi nay c6 thé 13 ddong mach —
dong mach, tinh mach — tinh mach hodc tinh mach — ddng mach. Nhitng nghién cdu

vé gidi phdu hoc chi ra riing cAu ndi dong mach — tinh mach nim siu dudi banh nhau
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nhung lugng mau nudi I16n & bé mit. Trong khodng 30% song thai 1 bidnh nhau, sy mat
cAn bing clia lvu lugng mau qua lai cAu ndi dong — tinh mach & banh nhau giita thai
cho va thai nhan giy ra hoi chiing truyén mau song thai, % trong s6 nay sé tién trién

nang.

P4y la bénh 1y ning véi tinh trang da 8i, c6 thé xudt hién tir tuAn 16 — 24 cda thai ky.
Nhitng bi€u hién bénh 1y cta hdi ching truyén mau song thai trén siéu Am 13 bang
quang 16n, da niéu, da 6i & thai nhan, khong c6 bang quang, thi€u nié¢u thi€u 6i & thai

cho.

Hinh 3: Mot trudng hgp bi hoi chiing truyén mdau song thai ndng thoi diém thai 20 tuan.
Dau hi¢u tién doan sém hgi chiing truyén mau song thai

D4u hié¢u thay d6i huyét dong & hoi chitng truyén mau song thai ning c6 thé phat hién
s6m trén siéu Am tf tudn 11-13 va bi€u hién 1 sy ting d0 mo da gdy § mdt hodc ca
hai thai. Trong song thai mot bdnh nhau ma sau nay ti€n trién thanh hdi chitng truyén
mdu song thai thi ty 1& d0 md da gdy ting & it nhat mot thai 1a 30%. So sdnh vdi song
thai khong ti€n trién thanh hoi chitng truyén mdu song thai, ty 1& nay 1a 10%. (Sebire
va cdng su 2000)

Mot ddu hiéu s6m khdc trén siéu Am cda hoi chitng truyén mdu song thai ning 1a bat

thudng dang séng Doppler clia 6ng tinh mach cia thai nhan. Sy khdc biét vé chiéu dai
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dau mong & hai thai khdng phdi 12 ddu hiéu tién dodn cho hodi chitng truyén miu song
thai.

Mot dau hiéu s6m nita 1a sy gdp lai clia mang 6i ngdn cdch gitta hai thai. Khodng
30% trudng hop song thai mot banh nhau & tudi thai 15 — 17 tudn c6 dau hiéu gdp lai
clia mang i ngin cdch va phan nira trong s6 d6 sé ti€n trién thanh da 8i hoic thi€u 6i
(hau qua cda hoi chitng truyén mdu song thai ning); 15% con lai 1a hoi chitng truyén
méu song thai trung binh vdi sy khac biét 16n (tdn tai sudt thai ky) vé thé tich nudc 6i
va kich cd thai (Sebire va cong su 1998b).

Trong 2/3 con lai clia song thai 1 binh nhau khong c¢é diu hiéu gdp lai cia mang va
nhitng thai ky nay khong ting nguy cd siy thai hodc chét trudc sanh do hdi ching

truyén mdu song thai.

Hinh 4: D3au hiéu gap lai clia mang 6i ngan céach gita 2 thai trong trudng hgp bi hoi
ching truyén mdu song thai, diém gap hudng vao khoang 8i thai nhan, nuéc 6i cda thai cho c6

phdn am day.
Twin reversed arterial perfusion sequence (TRAP)

PAay 1a bi€u hién ning nhit cda hdi ching truyén mdu song thai: mot thai khong cé
cu tric tim, xdy ra khodng 1 % & song thai mot hgp t. RSi loan ndy dugc dit tén 1a
twin reversed arterial perfusion (TRAP), c6 ché& dugc cho 1a do sy v& clia cdc mach
méu va sy phat trién clia thai nhan din d&€n ciu ndi dong mach rén — dong mach rén

vdi thai cho hodc thai bom (pump — twin). [t nha't 50% thai cho s& chét vi suy tim bim
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sinh hodc sanh non, nay ciing 13 nguyén nhan giy ra da 6i. Piéu tri truSc sanh bing
cdch 1am tic nghén dong mdu chdy & mach rén & thai khong c6 ciu tric tim bing

laser du6i huéng dan clia siéu Am.

Tam quan trong cla viéc xac dinh banh nhau truéc sinh

* SO banh nhau, khong phéi s6 hgp td, 1a mot yéu t6 quan trong dé tién

lugng két qud cla thai ky nay.

e Trong song thai mot banh nhau, tan suat say thai, chét trudc sanh, sanh
non, thai cham tang trudng trong t& cung va bat thuong thai thi cao hon

so vGi song thai hai banh nhau.
e Viéc mot thai trong song thai mot banh nhau bij Iuu thi lién quan nhiéu
dén khd nang chét dot ngot hodc tén thuong hé than kinh nghiém trong

cho thai con lai.

BAT THUONG NHIEM SAC THE TRONG PA THAI

So sanh vdi don thai, viéc chdn dodn trudc sanh cdc bat thudSng nhiém sic thé trong
song thai phiic tap hon rat nhi€u. Thit nhit, k§ thuit chdn dodn xAm 14n 1am ting nguy
cd sdy thai. Thd hai, hai thai c6 thé khong tudng hgp vé bat thudng nhiém sic thé.
Trong trudng hdp nay, c¢é ¥ ki€n cho ring lam chét thai chon loc 12 diéu tri thich hgp.

Lam chét thai chon loc ¢6 thé giy siy thai hodc sanh non, diéu ndy c6 thé xdy ra vai
thdng sau khi ti€n hanh thd thuit. Nguy co clia cdc bi€n chiing nay lién quan tdi tudi
thai vao thdi di€ém 1am chét thai. Lam chét thai chon loc tir sau tudn tudi 16 lam gia
ting nguy cd nay gip 3 1an so vdi khi ti€n hanh trudc tudn thit 16, va c6 mdt mdi lién
quan nghich giita tudi thai ldc sanh véi tudi thai lic 1am chét thai (Evans va cdng su
1994).

Choc 8i cho biét bd NST ctia cd hai thai va nguy co mat mot thai sau nay 1a 2%. Néu
sinh thi€t gai nhau thi tf 1& nay 12 1% nhung kha ning chdn dodn 1Am 12 1%, sai sét
nay c6 thé do sinh thi€t 2 1an trén cling 1 banh nhau. Thuin 19i 16n nhi't clia sinh thiét
gai nhau 12 cung cip k&t qud 1 cdch s6m nhat cho phép lam chét thai chon loc an toan
hon.
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Sang loc bang tudi me

Trong song thai di hdp ti¥, mdi lién quan giita tudi me vdi nguy co bat thudng nhiém
sic thé § mdi thai 12 nhu nhau, nhu trong don thai, do vy, cd hdi bi bit thudng nhiém
sic thé cho mdi thai gdp 2 14n so v6i don thai. Thém vao d6 tin suit song thai di hop
tl gia ting theo tudi me dua dén ty 1& song thai c6 bat thudng nhiém sic thé cao hon
so v@i don thai.

Trong song thai ddng hgp tl, nguy co bt thudng nhiém sic thé tuong ty nhu don thai
va trong phin 16n cdc trudng hop cd hai thai déu bi 4nh hudng .

Ty 1& sdy thai gifta song thai di hdp ti va ddng hop tit trong cdng ddng din cu da tring
12 2:1, tan sudt bt thudng NST 4nh hudng 1én it nhat 1 thai trong song thai dudc udc
tinh 13 cao hon don thai 1,6 1an.

Viéc tu vin cho b me ring mdt hoic cd hai thai déu bi dnh hudng thi tiy thudc vao
s6 lugng banh nhau. Trong song thai mdt banh nhau, bd me c6 thé dudc tw van la ci
hai thai s& déu bi 4nh hudng va nguy cd nay gidng nhu don thai. Trong song thai hai
bdnh nhau, b6 me cin dudc tu van 13 nguy cd bat thudng nhiém sic thé cao thon gip
2 14n so vdi don thai va nguy cd cd hai thai déu bi 4nh huéng c6 thé dudc tinh ra bing
cdch binh phuong nguy cd ctia don thai. Vi du nhu: 1 phu nit 40 tudi c6 nguy cd sanh
con mic trisomy 21 132 1/100 dua theo tudi me, trong song thai di hgp t¥, nguy cd 1
thai bi 4nh hudng 13 1/50 (1/100 + 1/100) va nguy cd cd 2 thai déu bi 4nh hudng 1a
1/10000 (1/100 x 1/100). Trong song thai 1 banh nhau ludn luén 1a 1 hgp t& nhung chi
c6 khodng 90% song thai hai banh nhau 1a di hgp t&

Sang loc 6 tam ca nguyét hai dua vao sinh héa mau me

Trong don thai, sing loc trisomy 21 dwa vao su k&t hop gifta tudi me, sinh hé6a mdu
me § tam c4 nguyét thi 2 c6 thé phat hién 50 — 70% céc trudng hdp trisomy 21 va ty
1€ duong gid 1a 5% (Cuckle 1998).

Trong song thai, gid tri trung binh ctia AFP, hCG, free B-hCG va inhibin — A trong
mdu me thudng gadp doi so v4i don thai. Khi tinh todn nguy co dwa vao sinh héa mau
me thi phdt hién dugc 45% trudng hgp trisomy 21 va 5% duong gia.
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Trong cdc nghién ctfu tién cttu vé sang loc mdu me trong song thai da chi ra mot s6

van dé can dugc dé y:

a) Ty 1é phat hién véi modt ngudng duong tinh gid chdp nhan dudc, dic biét 1a khi
cdc phuong phdp chdn dodn xAm 14n dugc yéu cau k§ thuat hon.

b) K&t qua sang loc duong tinh khong cho mdt k€t qua chic chidn 1a thai nao bi
bénh.

¢) N&u thai c6 bat tuong hdp vé bat thudng NST thi phuong phdp diéu tri lam
ché&t thai chon loc & tam ¢4 nguyét thit hai s& 1am ting nguy cd so véi & tam cé

nguyét 1.
Sang loc bang do mo da gay thai

Trong song thai hai banh nhau, ti 1& phat hién va ti 1é duong tinh gid cla viéc sang loc
trisomy 21 bing do md da gdy 1a twong tu nhu don thai. Nguy cd mic trisomy 21 cho
mdi thai dudc tinh dua vao tudi me va d6 md da gdy mdi thai. Hiéu qua cla viéc sang
loc va chdn dodn s6m cédc bat thudng nhiém sic thé c6 thé dat duge & 3 thang ddu cho

phép nhirng can thiép sém va an toan hon nhu 1am chét thai chon loc.

Mot thuan 1gi khdc cta sang loc bing do md da gdy & song thai hai banh nhau 1a khi
c6 su bat tuong hop vé bat thudng nhiém sic thé, sy hién dién clia cic ddu hiéu trén
siéu Am gidp nhan dién dudc thai bt thudng va bd me dugc lya chon chidm dit thai
ky.

Trong song thai mot banh nhau, ti 1& duong gid clia sang loc bing d0 md da gdy (8%
cho tirng thai, 14% cho ca thai ky) thi cao hon so vGi song thai hai binh nhau. Bdi vi
dd md da gdy ting ciing 12 mot ddu hiéu sém ctia hdi chitng truyén mdu song thai.
Nguy c¢d mic trisomy 21 dugc tinh cho mdi thai dugc dya vao tudi me va do md da

gdy, sau ¢6 nguy cd trung binh cla hai thai dudc xem 1 nguy co cho sudt thai ky.
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Sang loc bang do mo da gay va sinh héa mau me

Trong song thai binh thudng, so sanh vGi don thai, gid tri trung binh cda free — hCG,
PAPP — A trong mdu me c6 hiéu chinh véi cdn ning 1a 2.0 MoM. Trong song thai
trisomy 21, ndng do trung binh clia free — hCG ting cao va PAPP — A thap hon so vdi
song thai binh thuong. Ty 1€ duong gid 1a 10% (don thai 1a 5%) va ty 1& phdt hién
trisomy 21 1a 85 — 90% khi sang loc phdi hdp giita 4 md da gdy va sinh héa mdu me
(Spenccer va Nicolaides 2003). Bianh nhau khong c6 lién quan d&€n ndng dd free -
hCG va PAPP - A trong mdu me & ba thang diu thai ky.

Piéu tri song thai c6 bat thuong NST
Khi c4 hai thai bAt thudng nhiém sic thé cha me thudng chon cdch chadm dit thai ky.

Khi c6 bat tuong hgp vé bat thudng nhiém sic thé (mot thai nhi€ém sic thé binh
thudng, mot thai nhiém sic thé bat thudng), ngudi ta thudng 1am chét thai chon loc
hodc d€ c4 hai thai, viéc Iva chon nay tiy thudc vao mdi lién quan giita viéc 1am chét
thai chon loc c6 thé giy sdy thai cho thai binh thudng con lai hay viéc sé& sanh ra mot
tré tan tat (Sebire va cdng su 1997¢c).

Lam chét thai chon loc sau 16 tuin tudi lam ting nguy cd say thai gip 3 1an so vdi khi
ti€n hanh truée 16 tudn. C6 mai lién quan nghich giita tudi thai lic 1am chét thai chon

loc va tudi thai ldc sanh (Evans va cdng su 1994).

Trong trudng hgp song thai c6 mot thai bi trisomy 21 va mot thai binh thudng, ngudi ta

thudng chon 1am chét thai ¢6 chon loc vi thai bi bénh c6 thé s6ng sau sanh.

Trong trudng hdp bAt thudng ning nhu trisomy 18, 85% thai bi bt thudng NST sé&
chét trong tif cung hodc chét trong vong mdt nim sau sanh, & diy ta cin cAn nhic giita
viéc 1am chét thai c¢6 chon loc va cdc bién chitng mudn sau nay. S& ludng mo nhau
thai chét (giy ra siy thai hoic sanh non) sau gidm thai & 12 tudn sé& it hon so vdi thai

bi trisomy 18 chét § cdc giai doan mudn sau nay.
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Sang loc trisomy 21 & song thai 1 banh nhau

Nguy co bat thuong nhiém sic thé tuong tu nhu don thai.

Ti lé duong gid cta sang loc bang do mo da gay (8% cho mdi thai va
14% cho cd thai ky) thi cao hon so v6i song thai 2 nhau. Bgi vi do mo da

gdy tang la dau hiéu cia hoi ching truyén mau song thai.

Nguy co trisomy 21 dugc tinh cho mdi thai dya trén tudi me, do md da
gdy va sinh héa mau me. Sau d6 nguy cd trung binh dugc tinh va dugc

xem la nguy cd cho cd thai ky.

Sang loc trisomy 21 & song thai 2 banh nhau

Sang loc dua vao do md da gdy va sinh héa mau me cho phép xac dinh
85-90% truong hgp trisomy 21, ti 1é duong gid la 10% (so v6i don thai
la 5%).

Trong song thai c6 bat tuong hgp bat thuong nhiém sic thé thi diéu quan

trong la lam chét thai chon loc hodc giti cd 2 thai.

Lam chét thai chon loc sau tuan thd 16 lam ting nguy co sdy thai gdp 3
lan so véi khi ti€n hanh trugc tuan tha 16.
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