| I

TRISOMY 21

HOI CHUNG DOWN

Nhom 2

- Nguyén Ngoc Ha Long
- Tran Thanh Phwong
- Hoang Phwong Thanh

21/10/2020



000 ®

Giéi thiéu chung

Triéu chirng — Dau hiéu

Nguyén nhan bénh sinh

>

Chan doan

a»

@ Dieu tri

Dich té hoc

Nghién ctru méi

O ©



* RGiloan di truyén - nhiém sac thé 21

1. Gi®i thiéu chung  bi thira mét phan hodc toan bd.
* HOi chirng trong so

cac bénh do roi loan nhiém sac thé
ma thai van cé thé séng sét.
e Tilé mac: 1/700 ca



Down syndrome karyotype
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2. TRIEU CHUNG - DAU HIEU

Nhin t6ng thé

y i
Miéng thuong mo vai ludi the ra, ludi it gai lwdi va
khoéng co ranh gilra ludi.

It hoat ddng, hi€m khi khéc va bi gidm truong luc co
Khuon mat phang (d3c biét 13 mii tet).
Vung chdm phéng, ndo nhé va thira da gay rat phd bién - Mat thudng chéch Ién trén va c6 nép quat & goc

et . s mat
Doi tai thap, nho va tron.



2. TRIEU CHUNG - DAU HIEU

Nhin téng thé

Cac diém Brushfield (mau xam dén cadc d6m trang twong tw hat mudi xung quanh vung ngoai vi cla
mong mat)



2. TRIEU CHUNG - DAU HIEU

Nhin téng thé

- Ban tay ngan va rong va thudng cd mét rinh chitay. - Ban chan co thé cé khoadng cach réng gitra ngén
- Cac ngén tay thu’c‘yng ngé,n chan th nhé,t va thu 2.

- Ngon ut cong, thuong chi cé 2 dot.



2. TRIEU CHUNG - DAU HIEU

Sinh ly bénh
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2. TRIEU CHUNG - DAU HIEU
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Sinh Iy bénh

- Suy gidm nhan thrc, cham phat trién
- Tw ki

Bénh tim bam sinh: thdng lién that va
théng san nhi that

Tang nguy co & ngudi lén: hé van 2
la, hd van DM chu

Giam tiéu cau

- Pa hdng cau so sinh

Bénh bach cau lympho cap



TRIEU CHUNG - DAU HIEU

Sinh ly bénh

Tiéu hoa:
* Hep hoac phi dai ta trang
* Bénh Hirschsprung

* Bénh celiac

NOi tiét:
e Suy giap
* Bénh tiéu duong
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2. TRIEU CHUNG - DAU HIEU
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Sinh Iy bénh

- Sw phét trién: thap, béo phi
- Xwong khép



2. TRIEU CHUNG - DAU HIEU

Sinh Iy bénh

Tudi tho trung binh ciia nhirng ngueri

bénh Down cé thé dat téi



3. NGUYEN NHAN
BENH SINH




TUOI CUA THAI PHU

Nguy co xdy ra 16i khi phén chia nhiém sdc thé tdng theo tudi

20 25 30 35 40 45 49
-
1/1600 1/1300 1/1000 1/365 1/90 1/30 1/10

Nhirng trwwo'ng ho’p gia tang nguy co’ con sinh ra bi héi chivrng Down?



~ Trisomy 21
o 95% cac trwong hop

Do su phan chia t& bao bat thudng trong qua trinh phat trién
cla té bao tinh trung hodc té bao tring

Down SYNDRomE (TRISOMY 21)
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3 bien thée di truyen yg; chirng Down thé kham (Mosaic Down Syndrome)
co thé gayra Ngudi bénh thuong khéng cé cac ddc diém dién hinh

hoi chirtng Down:  cuaPown



o Hoi chirng Down chuyén doan (Translocation Down syndrome)
~ 4% cac truong hop
o Mot doan clia nhiém sac thé 21 dinh vao mot nhiém sac thé khac
(chuyén doan) trudc hodc sau thu tinh.

Down SYNDRoME (TRiSomY 21)

ROBERTSONIAN TRANSLOCATION ~ Y%/, Cases
k. fart ofF two Chromosomes Swittin

3 bién thé di truyén
c6 thé giy ra S—
héi chirng Down:

cCweomogome
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Hoi chirng Down chuyén doan (Translocation Down syndrome)

Down SYNDROME (TRiSOMT 21)

RoBERTSONIAN TRANSLOCATION ~ Y%, Cases
Ly Vor’c OF two Chromosomes Swittin

Chiomosome  Caromogome Chiomosome  Caromogome
-

NORMAL  BALANLED Monosomy 21 TROMY 2V Teisomy 1§ Mowosowy 4
CARRIERS



4. CHAN DOAN




v X ~ V

TRU'OC SINH

SAU SINH




<Jd X -~ V xo

TRUOC SINH

Screening tests

Diagnostics tests: cho ra két qua chinh xac 1a CO / KHONG




J X ~ vV X 0o
TRUOC SINH

Screening tests

« Tam ca nguyét 1: duoc thwe hién & tuan 9 — tuan 13

Siéu am dé6 m¢& da gay, Xét nghiém mau: do hCG

va PAPP-A (pregnancy-associated plasma protein)

Trong héi chirng Down: dinh lwo'ng nong doé PAPP- A ¢c6 xu hwéng giam,
beta hCG tw do tang cao va dé mé da gay tang

« NIPT (Non-invasive prenatal test): tuan 10, dd tin cay 99%

« Tam ca nguyét 2: duoc thwe hién & tuan 14 — tuan 18
Triple test: do 3 marker hCG, uE3 va AFP

> Diagnostics tests: cho ra két qua chinh xac 1a CO | KHONG D

O X


https://www.vinmec.com/vi/tin-tuc/thong-tin-suc-khoe/san-phu-khoa-va-ho-tro-sinh-san/sieu-am-do-do-mo-da-gay-o-tuan-thai-nao/?location=all
https://www.vinmec.com/vi/tin-tuc/hoi-dap-bac-si/beta-hcg-la-gi/?location=all
https://www.vinmec.com/vi/tin-tuc/thong-tin-suc-khoe/dinh-luong-papp-la-gi/?location=all
https://www.vinmec.com/vi/tin-tuc/thong-tin-suc-khoe/triple-test-la-gi-va-can-thuc-hien-o-tuan-thai-nao/?location=all

J X ~ V xo

TRUOC SINH

Siéu am do dé6 mo da gay

~ Diagnostics tests: cho ra két qua chinh xac 1a CO / KHONG b

O X



J X ~ vV X 0o
TRUOC SINH

Diagnostics tests: cho ra két qua chinh xac la CO / KHONG

- Chorionic villus sampling (CVS): sinh thiét gai nhau

- Amniocentesis: choc do dich 6i




v X ~ V

TRU'OC SINH
SAU SINH

""" Xét nghiém mau
-> karyotype




5. DIEU TRI
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. Diéu tri b&nh & nhiéu co’ quan khac nhau cung luc
Ho tro phat trién, dac biét Ia phat trién nhan thire, tri nhé, kha nang
hoc tap
. Cho tré theo hoc tai nhirng trwdng 1&6p chuyén biét
. Gido duc va day tré vé ngén ngw dé co thé hoa nhap véi cong dong
giup kich thich tiém nang phat trién cta tre mac bénh
. Xay dwng mang lwdi gdm nhirng gia dinh cé tré mac bénh Down dé
ho tro 1an nhau



J X

Ngwoi mau Madeline Stuart “21 reasons why”
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Piéu tri Down bang cach dung té bao goc
Diéu tri ngwoi bénh Down bang té bao goc tai bénh vién Nutech Mediworld & New
Delhi, An Do.

Dung té bao gbc tir phoi hién tang dé diéu tri cho 14 ngwdi bénh Down bang cach
tiem tinh mach, tiém bap va tiém dwdi da.

Két qua: cac bénh nhan diéu tri da c6 nhirng cai thién dang ké vé tam van déng,
ngon nglr,...

Phwong phap diéu tri dung té bao goc la khéi dau cho tia hy vong dé chiva bénh Down



5. DICH TE HOC

Néu nhw tan suat HCD 1a 1/1500 & ba me dwéi 25 tuoi thi
tan suat nay co thé tang lén t&i khi ba me 30 tuoi
va khi ba me 40 tudi.



7. NGHIEN CUU MO




7. NGHIEN CcU’U MOl

gen XIST, mét doan DNA nam trong nhiém sac thé X.

XIST giong nhw mét “céng tac”.

trc ché va ngan chdan sv sao chép ban sao clia bé nhiém sac thé thir 21
XIST gay ra viéc RNA khéng dwoc ma hoa, tich tu trong nhan té bao clia nhiém sac thé

= lam thay dbi cach thirc hoat ddng binh thworng clia mét nhiém sac thé, ngan chan DNA
san xuat protein.

GS Jeanne Lawrence, “Chung téi st dung biéu sinh hoc dé thay déi cac DNA gay ra biéu
hién cua bénh va khong thay doi cac DNA goc. Hoat déng nay khdng chi cé y nghia tich
cwc v&i bénh nhan Down naoi riéng, ma con v&i cac bénh vé rbi loan ndi chung”.






