QUI TRINH SANG LOC VA CHAN POAN
HOI CHUNG DOWN TRUOC SINH TAIBV TU DU

TS.BS. Lé Thi Thu Ha
Khoa Kham Bénh — By Tu Dii

1. MG PAU:

HC Down hay trisomy 21 1a rdi loan di truyén thudng gip nhit gdy chdm phat trién tim
than, chi€m khodng 9.2/ 10.000 ca sanh séng tai Hoa ky. Ngudi bi HC Down thudng kém
nhitng bénh 1y khdc nhau nhu bénh tim mach, diéc, than kinh, tiéu hda, xudng khdp...
Khdc v6i trisomy 13 va 18, ngudi bi HC Down c6é kh3 ning song sau sanh nhiéu hon va
tudi tho cling cao hon. HC Down 14 mot gdnh ning cho gia dinh va xa hoi. Vi vay sang loc
va chdn dodn sém HC Down dudc xem 13 muc tiéu quan trong ctia chin dodn tién sin.

IL. SO LUGC PAC PIEM LAM SANG VA CAC DANG NHIEM SAC THE CUA HC
DOWN
Ddc diém lam sang nguoi HC Down:
- Mit det
- Phan xa Moro giam.
- Gidm truong luc co.
- Tang gap khép 16n.
- Da viing c6 18ng 1&o.
- Tai tron va nhd.
- Gidm sdn dot giita ngdn vt
- Cham PTTT tir nhe dén niing.
- Khé khin vé dién dat ngdn ngit, nhan thifc cling nhu k§ ning gidi quyé&t van dé.
- D& bi Alzheimer sém.
- Thudng kém nhitng DTBS: Tim, diéc, thi gidc, dong kinh, hé tiéu héa, nhugc
gidp, leukemia, vo sinh...
Cdc dang nhiém sdc thé ciia HC Down:

- Trisomy 21: 95%
- Thé khdm: 2%

- Chuyén doan Robertson: 3%
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IIL. NGUY CO HOI CHUNG DOWN THEO TUOI ME VA TIEN CAN
1. Nguy co HC Down tdng theo tudi me

Tuéi me liic sinh Nguy co hoi chiing Down

21 1/1150

24 1/950

27 1/800

30 1/680

33 1/450

36 1/210

39 1/100

42 1/40

Nguy co & tudi thai 15 — 20 tudn
Nguobn: Schoenfeld, Di Maio et al., 1987

Né&u sang loc HC Down theo tudi me thi phat hién 30% HC Down.
2. Tién cdn sinh con HC Down
Ngudi c6 tién cin sinh con HC Down ¢ nguy cd = Nguy co nén + 0.75%

IV. QUI TRINH SANG LOC VA CHAN POAN HC DOWN TAI BV TU DU
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2. TAM CA NGUYET 2: Tir 14 tudn — 21 tudn
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3. CAC DAU HIEU TREN SIEU AM HINH THAI HOC NGHI NGO HC DOWN
Nhirng di tat chinh
- Bénh tim b4m sinh (khi€m khuyé&t vach)
- Hepta trang
- Thodt vi ron
- Khodng c6 xuong miii 50
- Xudng cdnh tay ngidn
- Phiiné da gdy 10
- 1 DPong mach ron duy nhat.
Nhitng dau hi¢u nghi ngo khac
» Din ndo thit
= Dinh ngén
= Sandal gap
» Xuong duingin, 1.5
= Echorudtday 3.0
= Mitdet
» Dan bé than
» Tai dong thap
= Nang bBRMM

4.CHAN POAN XAC PINH: PHUONG PHAP XAM LAN
Tai BV Tir Dii thudng chdn dodn xdc dinh HC Down biing xét nhgiém dich 6i & tudi thai
16 — 18 tudn. V6i 2 phuong phdp nhuém chuin va FISH.
Budc dau thuc hién sinh thiét gai nhau.
Chi dinh xét nghiém Karyotype:
- Nguy co cao theo FMF: > 1/100.
- Nguy co cao theo Triple test: > 1/250.
- (6 1ditatchinh qua si€u am
- C6 2 d4u hiéu nghi ngd qua siéu am.
- Tién cin sinh con HC Down.
Tuw vdn thai phu vé nhitng nguy co cé thé xdy ra:
» Doa siy thai
=S4y thai.
» Nhiém tring
= Cham thuong thai nhi

V.KET LUAN:

Sang loc va chidn dodn sém HC Down gidm nguy cd cho me, gidm chi phi va thdi gian.
Chan dodn va cham dit thai ky bi HC Down trudc sanh nhiim ning cao chat lugng din sd,
giam ganh niang cho gia dinh va xa hoi.
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