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TOM TAT
Muc tiéu: Panh gia thuc trang sang loc va chan doan trudc sinh hdi ching Down (DS).
Poi twong va phwong phap nghién ciru: Nghién ctru hoi ciru, mo ta cat ngang trén 33
thai va 73 tré dugc chan doan mac DS tai Trung tdm sang loc, chan doan trudc sinh va
so sinh — Bénh vién San Nhi Nghé An tir 7/2020 dén 7/2022. Két qua: Siéu am la phuong
phap sang loc trudc sinh duogc st dung pho bién, gitip dua ra nhém can chan doan trudc
sinh (choc 4i). C6 2/33 (6%) truong hop thai Down, siéu &m binh thuong nhung c6 NIPT
duong tinh Trisomy 21. Choc 6i >20 tuan c6 6/33 (18,2%) ca. Trong 73 tré Down: 15/73
(29,5%) truong hop tré Down ¢6 bat thudng trén siéu 4m thai duoc ghi nhan khi hoi ctu
thong tin tir gia dinh; sang loc bang mau me (Double test/Triple test/NIPT) duoc thyc
hién ¢ 11/73 truong hop, chiém 15,1%. Két luan: Két hop SLHT me/NIPT véi siéu am
dinh ky (theo huéng dan caa Bo Y té) gilip chan doan trude sinh sém DS. Nang cao nhan
thirc vé sang loc, chan doan trude sinh cho cac gia dinh & Nghé An va khu vuc 1an can
la vin dé can duogc chd trong.
Tir khoa: Hoi chung Down, sang loc truéc sinh, chan doan truéc sinh
EVALUATION OF THE STATUS OF PRENATAL SCREENING AND
DIAGNOSIS OF DOWN SYNDROME AT NGHE AN OBSTETRICS AND
PEDIATRICS HOSPITAL
SUMMARY



Objectives: Evaluation of the status of prenatal screening and diagnosis of Down
syndrome

Subjects and methods: retrospective, cross-sectional descriptive study on 33 fetuses
and 73 children diagnosed with Down syndrome at Center for prenatal and neonatal
diagnostic and screening — Nghe An Obstetrics and Pediatrics Hospital from 7/2020 to
712022

Results: Fetal ultrasound is a common prenatal screening method, providing the
indication for prenatal diagnosis (amniocentesis). There were 2/33 (6%) fetus of Down
syndrome with normal fetal ultrasound but positive Trisomy 21 NIPT. Amniocentesis
implemented after 20 weeks had 6/33 (18,2%) cases. In 73 Down syndrome children:
15/73 (29.5%) cases with abnormalities on fetal ultrasound were recorded when
information was collected from the family; screening by maternal blood (Double
test/Triple test/NIPT) was performed in 11/73 cases, accounting for 15.1%.
Conclusion: Combining maternal serum screening/NIPT with periodic ultrasound
(under the guidance of the Ministry of Health) would help early prenatal diagnosis of
DS. Raising awareness about prenatal screening and diagnosis for families in Nghe An
and surrounding areas is an extremely vital issue.
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I. PAT VAN DE:

Hoi ching Down (Down syndrome — DS) 1 bat thuong nhiém sic thé (NST) hay
gap, tan sé 1/400 — 1/1500 tré sinh séng. Ty I sinh con méc hoi chimg Down ting theo
tudi me va lién quan téi sy hiéu qua cuaa viéc thuc hién cac bién phap sang loc va chan
doan trudce sinh. Hoi ching Down gom céc dic diém 14m sang dic trung, do c6 thira toan
bo/maot phan nhidm sic thé (NST) s6 21. Ngudi mac DS bi cham phat trién tam than va
cd thé kém theo di tat tim bam sinh, di tat duong tiéu héa, giam truong luc co, suy giam
thinh luc va thi luc [1].

Dén nay, DS chua c6 phuong phap diéu tri dic hiéu, chu yéu Ia diéu trj triéu ching
va hd trg bang cac phuong phap noi, ngoai khoa va phuc hdi chirc nang [2]. Do tinh chat

phd bién, anh huéng nghiém trong vé stc khoe (vé ca ty 18 gay tan tat va tir vong) ciing



nhu nhitng ganh ning vé tam ly va kinh té cho gia dinh va x& hoi, thi viéc sang loc va
chan doan sém DS van luén la van dé duoc chi trong trong chuong trinh phong ngtra di
tat bam sinh néi chung va sang loc, chan doan trudce sinh néi riéng. Hién nay, c6 nhiéu
phuong phép sang loc trude sinh (nhu sang loc bang tudi me, huyét thanh me, siéu am,
sang loc trude sinh khéng xam 1an — NIPT) va chan doan (nhu choc 6i, sinh thiét gai rau,
xét nghiém mau cubng rén, mau ngoai vi) DS dugc ap dung, gidp phat hién va chan doan
sém hoi chung Down, tir d6, dwa ra loi khuy@n di truyén trude sinh va sau sinh phi hop
cho gia dinh. Tuy nhién, hién nay, chua c6 nghién ctu nao danh gia tinh hinh sang loc
va chan doan trudce sinh DS cho cé4c gia dinh tai Nghé An. Do do, ching t6i tién hanh dé
tai: “Pdnh gid thuc trang sang lec, chdn dodn trwéc sinh hgi chizng Down tgi Bénh
vign San Nhi Ngh¢é An”.

Il.  POI TUQNG VA PHUONG PHAP NGHIEN CUU
2.1. Pdi twong nghién ciru:
33 thai va 73 tré duoc chan doan méc hoi chizng Down tai Trung tam sang loc,

chan doan trudc sinh va so sinh — Bénh vién San Nhi Nghé An

Thai gian nghién ciru: tir thang 7/2020 dén thang 7/2022

Tiéu chuan lwa chon: Thai va tré bénh duoc chan doan xac dinh méc hoi ching
Down bang it nhat mot trong cac phuong phap sau: di truyén té bao (NST db), di truyén
phan tr (ki thuat dinh Iwgng huynh quang/QF-PCR, ki thuat Bobs/BACs-on-Beads, giai
trinh ty phat hién bién thé s6 ban sao/CNV-sequencing)

Tiéu chuén loai trir: Thai c6 dau hiéu bat thuong trén siéu am hay két qua sang
loc trudc sinh nguy co cao hoi chirng Down nhung khong dugc chan doan trudc sinh
bang xét nghiém di truyén. Tré c6 triéu chung trén 1am sang nghi ngd hoi ching Down
nhung khong thuc hién xét nghiém NST db hoac két qua NST d6 khdng lién quan DS.

2.2. Phwong phap nghién ciru: Nghién ciu hoi ciru, mo ta cat ngang
I1l. KET QUA NGHIEN CUU
3.1. Pic diém sang loc va chan doan trwéc sinh DS

3.1.1. Pic diém sang loc trwéc sinh & thai mac DS



Bang 1: Két qud sang loc triedc sinh cia thai méac DS

Phuong phiap | Nguycocao® | Nguy co thap™ T6ng 6
sang loc n n N =233
Siéu am thai 31 2 33/33 (100%)
SLHT me 6 2 8/33 (24,2%)
NIPT 10 0 10/33 (30,3%)

SLHT: Sang loc huyét thanh (Double/Triple test)

“Nguy co cao: Siéu am thai co bt thuong, SLHT me nguy co cao véi hoi chirng Down,
sang loc NIPT phat hién nguy co cao Trisomy 21

“Nguy co thap: siéu 4m chua phat hién bat thuong, SLHT me nguy co thap véi hoi
chang Down, sang loc NIPT khéng phat hién bat thuong.

Nhan xét:

- 100% cac truong hop thai Down déu duoc siéu &m sang loc. Trong 33 thai mac hoi
ching Down thi ¢6 2 thai siéu 4m chua phat hién bat thuong va 2 thai nay déu lam sang
loc NIPT c6 két qua 1a phét hién nguy co cao Trisomy 21. C6 10 trudng hop thai phu
siéu 4m 3 thang dau co ting khoang sang sau gy (>3mm) nén duoc tu van choc hit
dich 6i dé chan doan trudc sinh (khdng 1am thém cac xét nghiém sang loc trudc sinh).
- Trong 2 thai SLHT me nguy co thap thi c6 1 két qua sang loc Triple test nguy co hoi
chang Down 1/376 va 1 két qua sang loc Double test nguy co hoi ching Down 1/622.
Hai thai nay déu c6 siéu am bat thuong.

- Trong 6 thai SLHT me nguy co cao DS thi 1 thai c6 két qua Double test nguy co cao
DS la 1/60, sau do lam sang loc NIPT phat hién nguy co cao Trisomy 21.

- Ti Ié thai phu l1am sang loc bang méau me (Double test/Triple test/NIPT) 1a 17/33 trudng
hop chiém 51,5%. Riéng & nhém c6 KSSG < 3mm 1a 17/23 (73,9%).

3.1.2. Pic diém sang loc trwéc sinh cia tré mac DS

Bang 2: Két qua sang loc trueéc sinh cia tré mdac DS

Phuong phap Nguy co cao” | Nguy co thap™ Tong s6
sang loc n n N=73
Siéu am thai 15 58 73173 (100%)




SLHT me 3 7 10/73 (13,7%)
NIPT 1 0 1/73 (1,4%)

Nhan xét: Tat ca tré sinh ra mac hoi ching Down déu duoc sang loc bang siéu am
trong thai ky. Tuy nhién, chi c6 15/73 (29,54%) trudng hop tré Down c6 bét thudng
trén siéu 4m duoc ghi nhan khi hdi ciu thong tin tir gia dinh. Sang loc bang mau me
(Double test/Triple test/NIPT) chi dugc thuc hién & 11/73 trudng hop, chiém 15,1%.

3.1.3. Pic diém chén doan truéc sinh DS
Bang 3: Ddc diém tusi thai DS thuec hién choc oi

Tudi thai (tuan) S6 thai Ty 18 (%)
16 — 20 27 81,8
> 20 6 18,2
Tong 33 100

Nhan xét: Tat ca thai mac hai chang Down trong nghién ciru déu dugc chan doan trudc
sinh bang phuong phap choc hat dich 6i. Phan 16n cac truong hop choc 6i dugc thuc
hién ¢ tudi thai 16 — 20 tuan (81,8%). Choc i muon (>20 tuan) chiém ty & 18,2%. Trong

d6 tuan thai bé nhat I1a 16 tuan, 16n nhat 1a 28 tuan.

Bang 4: Ky thugt xét nghiém trén mdu dich ¢i cia thai DS

CNV- ‘
QF-PCR Bobs _ NST db
sequencing
S6 luong (n) 11 1 21 26
Ti I& (%) 33,3 3,1 63,6 78,8

Nhan xét: 33 thai mac hoi chirng Down duoc chan doan trude sinh déu duoc [am 1 trong
3 ki thuat di truyén phan tir (QF-PCR, Bobs, CNV-sequencing), trong do, ki thuat CNV-
sequencing chiém ti 18 cao nhat vai 63,6%. C6 26 thai duoc 1am ki thuat di truyén té bao

(NST db) kém theo.

3.2. Két qua xét nghiém di truyén trong chan do4n trwéc sinh va sau sinh DS

Bdng 5: Pdc diém di truyén ¢ tré va thai mdac DS

Sau sinh Trudc sinh




Cac kiéu rdi loan NST n (%) n (%)

Trisomy 21 tach biét

_ 69 (94,3) 25 (96,2)
(isolated)
Thé chuyén doan 3 (4,1%) 1 (3,8%)
Thé kham 0 0
Thé khac 1 (1,4%) 0
Tong s6 73 26

Nhan xét:

- 73 tré mac hoi chimg Down déu dugc chan doan qua ki thuat NST do. C4c réi loan
NST & tré mac hoi ching Down gdm 3 thé: Trisomy 21 tach biét (thuan) gap cha yéu
chiém ti I¢ 94,5%. Thé chuyén doan (gom chuyén doan hoa nhap tam gitra NST 21 voi
NST s6 21, NST 21 véi NST s6 14, NST 21 chuyén doan véi nhanh ngan NST 5) chiém
ti 16 4,1%. C6 1 trudng hop DS do nhan doan mot phan nhanh dai NST s6 21.
- C4c rdi loan NST ¢ thai mic DS gom 2 thé: Trisomy 21 tach biét (thuan) gap cha yéu
chiém ti I¢ 96,2%. Thé chuyén doan (chuyén doan hoa nhap tam giita NST 21 v6i NST
s6 21) chiém ti 18 3,8%. Con 7/33 thai lam xét nghiém CNV-seq phéat hién Trisomy 21
(khdng phan biét dugc thé Trisomy 21 tach biét hay chuyén doan).
IV. BAN LUAN

Trong nhém duoc chan doan trude sinh DS, 100% déu duoc thuc hién siéu am sang
loc, va c6 32/34 trudng hop phat hién ¢ bat thuong trén siéu 4m. Trong khi ¢, nhom
tré duoc chan doan sau sinh DS, mic di 100% c6 siéu &m trong thai ky, tuy nhién chi c6
15/73 (29,54%) trudong hop co bat thuong trén siéu am dugc ghi nhan khi hoi ciu théng
tin tir gia dinh. Diéu ndy c6 thé do nhiéu yéu td, dic biét 1a sy tuan tha theo huéng dan
kham va siéu 4m thai dinh ky cua gia dinh (b6 qua cac mdc siéu am quan trong), Ky ning
chuy&n madn, trang thiét bi siéu &m thai va su tu van chan doan trude sinh & cac thai co
bit thuong trén siéu &m. Tuong tu, trong nhom DS dwoc chan doan trude sinh, ¢ 17/23
(73,9%) (10 ca khong lam SLHT/NIPT do ¢6 KSSG>3mm, nén dugc tu van choc 6i)
truong hop thuc hién SLHT/NIPT, trong khi d6 nhom chéan doan sau sinh chi c6 11/73



truong hop, chiém 15,1%. Diéu nay cho thy sy can thiét trong viéc tuyén truyén va
huéng din cho thai phu va gia dinh hiéu dugc vai tro caa kham thai, siéu 4m thai dinh
ky va lam sang loc trudce sinh thuong quy (dang thoi diém va hudng dan), gidp phat hién
som nhirng treong hop thai DS.

Siéu am thai 1a phuong phap sang loc trude sinh duoc sir dung phd bién nhat,
Bang 1 va bang 2 cho thay viéc két hop siéu am vai xét nghiém sang loc bing mau me
(Double test/Triple test/NIPT) lam tang kha nang phat hién thai c6 nguy co cao DS ciing
nhu han ché bo s6t cac ca DS. Pic biét 1a NIPT, chua ghi nhan ca &m tinh gia nao trong
nghién ctu ndy. Theo cac khuyén cdo hién nay, xét nghiém NIPT ¢4 ti Ié phat hién cao
vati 1& duong tinh gia thap nén giam ti I& xét nghiém chan doan xam 1an [3]. Theo huéng
dan cua Bo Y té trong quyét dinh s6 1807/QD-BYT, trong qua trinh sang loc trudc sinh
& ba thang dau thai ky, xét nghiém NIPT c6 thé thay thé hozc bd sung cho cac xét nghiém
huyét thanh PAPP-A va free beta hCG tuy truong hop. Thai phu chi c6 két qua xét
nghiém cac chat PAPP-A va free beta hCG nguy co cao 1am xét nghiém sang loc bang
DNA thai nhi Iuu hanh trong mau me (dé ting hiéu qua sang loc) trude khi quyét dinh
thuc hién chan doan trudc sinh.

Sau khi sang loc trudc sinh ¢6 nguy co cao, thai phu sé dugc thuc hién thu thuat
xam lan dé chan doan trudc sinh. Mau té bao thai thudng duoc lam NST dd, day duoc
coi la tiéu chan vang dé xac dinh bat thuong NST. Tuy nhién, han ché chinh cia NST d6
la can thoi gian nudi cay té bao nén thoi gian tra két qua lau (14-21 ngay). Con ki thuat
di truyén phan tir thi thoi gian tra két qua nhanh hon chi sau 3-7 ngay [4]. Trong nghién
ctru cua ching toi cac thai duoc chan doan trudce sinh, phan [6n dugc 1am 2 ki thuat ddng
thoi (chiém 78,8%) bao gom 1 ki thuat di truyén té bao (NST dd) va 1 ki thuét di truyén
phan tir (QF-PCR/Bobs/CNV-sequencing).

Trong nghién ctru Ndy, cac trudng hop mac hoi ching Down cho thay thé ba nhiém
sdc thé s6 21 tach biét (thuan) chiém chu yéu, khoang 95% (ca trude sinh va sau sinh).
C6 khoang 4% cac truong hop Down 14 thé chuyén doan. Tat ca cc truong hop nay can
duogc tu vain kiém tra NST cua bd me, dé danh gia nguy co tai mic va tu van trude sinh.

Két qua nay ciing phu hop véi nghién ctru Nguyén Vian Ruc [5].



V. KET LUAN

Két hop SLHT me/NIPT véi siéu am dinh ky (theo hudng din cua Bo Y té) gilp
chan doan trude sinh sém va hiéu qua déi véi DS. Nang cao nhan thic vé sang loc, chan
doan trude sinh cho cac gia dinh & Nghé An va khu vuc 1an can 1a van dé can dic biét
duoc chu trong.
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