THUAT NGU

* Ngon ut Iéch vé phia ngon deo nhan

» D6t ngdn giira ngan dan dén gap goc

HINH ANH

« Thay rd nhit & mit cit vanh ban tay trong quy 2
© Ngon tay thlr 5 cong vé phia ngon tay thir 4

O Thuong & hai bén

o Panh gia tot hon trén siéu 4m 3D

* 2-4% thai nhi binh thudng c6 ngén tay cong

* Ngoén tay cong 1a mot marker yéu cua 1éch boi/hdi chirng
O 60% thai nhi trisomy 21 (T21) ¢6 ngdn tay cong
» Tim ki€ém cac marker T21 khac

o 1 nép gap da gay (“marker” manh)

o Bat san xuong mili (“marker” manh)

o Cac marker khac: Nét ting 4m trong tim, rudt ting dm, gidn bé than, Xxuong canh

tay/xuong dui ngin, khe hd sandal & ban chan (khe ho rong giira ngén 1 va 2)
BENH HQOC
* Nguyén nhan

o D6t ngdn giira hinh thang/tam giac



* Ngon tay cong c6 tinh chat gia dinh

o Di truyen tri trén NST thudng

o Biéu hién c6 thé thay dbi

* Lién quan véi hoi ching khéc ngoai T21

CAC VAN DE LAM SANG

* Tién luong rat tot khi don doc

» Thudng c6 thé gay han ché chirc ning néu > 30-40°

o Cé thé can diéu tri ngoai khoa

BANG KIEM CHAN DOAN

- P4nh gia ban tay md 12 mdt phan cua siéu 4am hinh théi thai nhi thuong quy

« Xem xét tu van di truyén néu khong don ddc hodc bénh nhan ¢6 nguy co cao mic

1éch bo1 hoac hdi chung di truyén

» Hoi gia dinh xem c¢6 ai c6 ngoén tay cong khong khi phat hi€én ngon tay cong don doc




(Trai) Mat cit vanh ban tay thai nhi dang mé tai thoi diém siéu am hinh thai, ngdn thu
5 M= cong vé phia ngén thu 4 , phu hop vd&i chin doan ngoéon tay cong
(clinodactyly). Khong phat hién bat thuong hoac marker 1éch bd1 nao khac & bénh
nhan nguy co thap nay. Pa bé van binh thuong. (Phai) Phim X-quang ban tay cua tre
4 thang tudi c6 ngdn tay cong cho thay ngon thr 5 cong thir phat do d6t ngodn gitra

hinh thoi ed. Loan san va cO6t héa mudn xuong nay gay ra ngon tay cong.

(Trai) Thai nhi nay bi T21 va ngén tay cong (clinodactyly) cting khong c6 xuong
mii B2, Xét nghiém di truyén nén dugc xem xét khi phat hién nhiéu marker T21.
Trudng hop nay ciing cho thay siéu 4m 3D c¢6 thé dé dang thay duoc ngon tay cong.
(Phai) G mot thai nhi khac, siéu am 3D cho thay ngén tay thir 5 cong vé phia
ngoén tay thir 4. Khi thao luin tinh trang nay vé&i bénh nhén, ¢6 ay da gio ban tay lén dé
chimg minh rang c6 Ay ciing c6 ngdn tay cong hai bén (hinh anh). Day 1a mot truong
hop ngon tay cong di truyén troi trén NST thudng.



NGON TAY CONG (CLINODACTYLY)

THUAT NGU’
Dinh nghia
* Ngon ut léch vé phia ngén deo nhan

o Loan san dot ngén giira thir phat & ngén tay thar 5
HINH ANH

Dau hiéu trén siéu 4m

» Pau ngén tay thir 5 cong vé phia ngén tay thir 4

o Thay rd nhat & mit cit vanh ban tay mé

o Panh gi4 tot hon trén siéu 4am 3D

o Thuodng & hai bén

¢ 2-4% thai nhi binh thuong c6 ngdn tay cong

» Ngén tay cong 1a mot marker yéu cua trisomy 21 (T21)
0 60% T21 ¢6 ngdn tay cong

o Tim kém céc “marker” T21 khac

— 1 nép gap da gay (“marker”’ manh)

— Bat san xuong miii (“marker” manh)

— Not ting 4m trong tim

— Rudt tdng am

— Gian bé thin

— Xuong canh tay/xuong dui ngin



o HO1 chirng Apert

— Thira ngon-dinh ngén (Polysyndactyly) (ban tay deo ging dau quyén anh (mitten
hands))

— Dinh khép so sém va cac di tat khac
Thira ngon
 Sau truc (ngén thtra ¢ phia xuong tru)
» Trudce truc (ngdn thira ¢ phia xuong quay)
» Cac hoi1 chirng va 1€ch bd1 thuong gap
o0 Trisomy 13
o Hoi chimg Meckel-Gruber
BENH HOC
Pic diem chung
» Nguyén nhan

o D6t ngén giita ¢6 hinh thang hodc hinh tam giac thay vi hinh chir nhat nhu binh
thuong

— Cot héa chdm do loan san

o Nép gip khi (nép ngang ban tay) ciing c6 the gap trong T21

— Ban tay it ddng mé hon binh thuong

— D4n dén chi c6 1 nép gap thay vi 2 nhu binh thuong

» Di truyén hoc

© Ngon tay cong cé tinh chat gia dinh (di truyén trdi trén NST thuong)

— Bi€u hién thay ddi v4i d6 thAm gen khong hoan toan (incomplete penetrance)



o Li1én quan

— T21 (1/3 trudng hop kém theo bét thudng hodc “marker”)

o Chi riéng si€u am da co ty 1€ phat hi€én (DR) T21 1a 69% véi ty 1€ duong tinh gia la
5%

Sang loc huyét thanh me hodc xét nghiém DNA tu do cai thién DR dang ké

— Nhiéu hoi ching lién quan véi ngdn tay cong
o Hoi chimng Russell Silver

Hé1 chirng Rubinstein-Taybi

o Ho1 chiung Apert

0 Loan san ngén-rang-mat (Oculodental digital dysplasia)

Giai doan, phan do va phan loai

« Can nhéc phau thuat néu gap goc > 20°

. Thuong c6 thé gay han ché chirc nang néu > 30-40°
CAC VAN DE LAM SANG

Biéu hién 1am sang

« C4c diu hiéu/triéu chimg hay gip nhat

o Tinh c& phat hién trong khi si€u am hinh thai thai nhi
o Két hop vdi céc bat thudng/marker khac

Dién tién tu nhién va Tién lrong

+ Tién luong rat tot khi don doc

o Cac truong hop ning c6 kho khin vé chirc ning



© Kho sir dung ban phim 14 than phién phd bién nhat
Piéu trj

» Phau thuat d6i véi truong hop ning

o Cat xwong hinh chém (Wedge osteotomy)

o Cit bo dau xuong

BANG KIEM CHAN POAN

Xem xét

» Tim kiém can than cac marker T21 khac

e Khuyén céo tu van di truyén dé danh gia nguy co

- Hoi gia dinh xem ¢6 ai ¢6 ngén tay cong khong khi phat hien ngon tay cong don doc
o Cin nhé, d6 thAm gen thay ddi nén c6 thé nhe
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