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TRISOMY 21 - HOI CHUNG DOWN

Hoi chiing Down ¢6 biéu hién rAt da dang
trén lam sang & nhiéu mac dd khic nhau,
thudng bao gdm bét thudng phét trién tri tué
va c4c hé co quan than kinh, tim mach, tiéu
hoa, so mit.

Bét thudong so mat

Céc dAu hiéu nhan dang vé khudn mit cta
hoi ching Down gdm hop so rdng va phing,
ludi to, nép ré quat & géc trong mét, nhan
trung khong rd, mii tet, mit xéch, 16 tai déng
thip dang xoén ¢ bt thudng, nép da thita
& b gay, chAm Brushfield (nhing dém tring
trén mdng méit ciia bénh nhan méc hoi chiing
Down)!. Cé4c bAt thudng thi gidc — nhin ciu
c6 thé gip trén hoi ching Down bao gdm
duc thuay tinh thé (25 — 85%), gidc mac hinh
chép (5 — 8%), bét thuong vong mac (0 —
38%), bat thuong dong tit (38 — 90%), lac
mét (23 — 34%), nhugc thi (10 — 26%), rung
gidt nhan cau (5 — 30%), tat khic xa (18 —
58%), glaucoma (< 1%)2. Bat thuong thinh
gidc thuong gip diéc dan truyén do cac bénh
Iy tai gitta nhu viém tai gita cAp, voi eustache
nho, thing mang nhi. Diéc than kinh ciing
6 thé gip nhung it hon, nguyén nhan do bat
san/thiéu san than kinh bc tai’.

Bét thuong tim mach

Di tat tim 1a nguyén nhan giy tit vong
hang dau trén trisomy 21, gip trong khoang
50% tré méc hoi chiing Down. Di tat thudng
gip nhét 1a kénh nhi that, chiém 40% cac tht
tim trong trisomy 21, theo sau dé la thong

lien thit (32%), thong lién nhi (10%), ti
ching Fallot (6%), con éng dong mach (4%).
Hon 30% tré trisomy 21 ¢6 tit hai di tAt tim
trd 1én. Thong lién thit thuong gip nhit &
ngudi chiu A va thong lién nhi 16 tht phat
thuong gap & ching tdc My Latin*.

Bat thuong tiéu héa

Bit thuong tiéu héa trong hoi ching
Down bao gdm ca cAu tric va chic ning, véi
vi trf bAt thuong c¢6 thé & bt ky vi trf nao
trong 6ng tiéu héa. Céc bat thuong c6 thé gip
bao gdm hep/thiéu san ta trang — rudt non,
tuy vanh khuyén, khong 16 hau mon. Bénh
Hirschsprung c6 thé gip trong trisomy 21. Co
ché bénh do bit thudng trong sy di chuyén
t& bao than kinh nguyén thay dén dam réi
than kinh mac treo va 16p dudi niém & rudt,
giy mét kha niang co bép va nhu dong rudt,
phinh dai trang bim sinh, tic rudt’. Ngoai ra
trisomy 21 cdn cé cdc bat thuong khac nhu
trao nguge da day thuc quan (GERD), tdo
bén man tinh, tiéu chay tai phat, r6i loan
dung nap Gluten (bénh celiac)®.

Bat thuong co xuong, than kinh

Tré trisomy 21 thuong c¢6 diu hiéu giam
truong luc co (hypotonia) biéu hién ngay
tit giai doan so sinh va nh{ nhi. Bénh nhan
thuong c¢6 tinh trang 16ng 1éo cac khép van
dong, dAn dén can nhiéu ning lugng hon dé
hoat dong thé luc, cham dat cdc mbc phat
trién tAm van, gidm mat do xuong, ting
nguy co gay xuong, trat khdp, thiéu vitamin
D78, Ban chan tré hoi ching Down cé thé
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c6 tat dinh ngén 2 va 3 hoidc diu sandal gap
(khoang trbng rong gitta ngén chan 1 va
2). Ban tay c6 thé gip tit queo trong ngdén
5 (85%), thiéu san dbt giita ngén 5, dudng
chi tay ngang duy nhét (40%)'. C6 5 — 13%
tré hoi ching Down méic dong kinh véi 40%
xut hién co giat 1an dau trong nam dau sau
sinh’. Pong kinh & tré trisomy 21 thudng
dap tdng kém véi thubc chéng dong kinh
hon so véi cac tré khac. Hoi chiing Lennox
— Gestaut 1a mot tinh trang dong kinh ning
thudng gap & hdi ching Down véi dong kinh
phdi hgp nhiéu thé, suy gidm nhén thic va
di kém spike — wave < 3 Hz trén dién nio
dd. Sa sat trf tué, bénh Alzheimer thudng gip
sém hon & bénh nhén trisomy 21, xuit hién
trung binh khodng tit 45 tudi. Gin nhu toan
bd bénh nhan hoi chiing Down déu gip khé
khin trong hoc tip tit trung binh dén nang®.

Bat thuwong huyét hoc

Céc bét thuong huyét hoc thuong gip & tré
50 sinh méic trisomy 21 gdm ting neutrophil
(80%), gidm tiéu cAu (66%), da hong ciu
(34%)'%. Cac bAt thudng nay thudng nhe va
6n dinh dan sau 3 tudn diu sau sinh. Mot
161 loan huyét hoc khéc tuong déi dic hiéu
trong hoi ching Down 1a r6i loan ting sinh
tay thodng qua (10%), chin do4n khi quan
sat thAy nguyén bao tao mau (blast cell) trong
méu cta tré dudi 3 thang tudi'’. Bénh nhin
hoi ching Down c¢6 nguy co méc bach ciu
cAp (acute leukimia) gép 10 lan ngudi binh
thudng, chiém khoang 10% céc ca bach ciu
cip dong tiy (AML) & tré em'2.

Bit thuong noi tiét

Suy gidp rit thuong gip & bénh nhan hoi
chitng Down, c¢é thé bdm sinh hodc méc
phai. Khing thé tu mién khing tuyén gidp
gip trong 13% dén 34% bénh nhan trisomy
21 bi suy gidp v6i ndng do ting dan theo thoi
gian®. Gan 50% ngudi méc trisomy 21 bi suy
gidp dudi lam sang. Cudng gidp it gip hon,
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Hinh 1.

B4t thuong méat &
hoi ching Down
g6m hép so réng va
phéng, UGi to, nhan
trung khéng ré, mai
tet, mat x&ch [én, nép
quat géc trong mét.

Hinh 2.
Trisomy 21: nép da thua
& c6 vung gay.

Hinh 3. Brushfield spots la nhiing
§ dom trang trén mang mat &
bénh nhan méc héi ching Down.

Hinh 4.

Ban tay trisomy 21
véi duong chi

tay ngang duy nhét.

tuy nhién ty 1é mic cudng giap trén hoi chiing
Down vAn cao hon so véi dan sb chung. Réi
loan day thi mudn cing hay gip trén trisomy
21 & c4 hai gi6i. Nam gidi biéu hién bdi tinh
hoan 4n, tinh hoan nhd, gidm s lugng tinh
tring, it phét trién l6ng viing mu/néch, ni
gidi day thi tré. Giam IGF (insulin — like
growth factor) cing déng vai trd trong biéu
hién thap lun va réi loan phat trién thé chit,
co xuong khdp ¢ bénh nhan trisomy 217,

TRISOMY 18

HOI CHUNG EDWARD

Hoi ching Edward cé biéu hién rat da
dang trén lam sang, thudng bao gdm bht
thudng nhiéu hé co quan khac nhau.



Bét thuong so mat

Hop so & thai va tré hoi chiing Edward
thudng bt thudong dang dai véi duong kinh
ludng dinh hep, ving xuwong chim nho, cac
thop so rdng va thuong di kém véi ndo nho
(microcephaly). Khuén mit c6 dang tam
gic véi tran cao rong, khe mi mét hep, mii
miéng nho, khiu cai hep va cim lem. Hai 1
tai nho, déng thip va cé thé ¢6 manh da thita
ving trudc 2 vanh tai. Stt moi chiém 5%,
ché vom chiém 5% céc trudng hop trisomy
18. Ngoai ra c¢6 thé gip bat san 16 mii sau.
Céc diu hiéu & mit c6 thé gip nhu thiéu san
xuong cung may, duc thay tinh thé, teo nhan
ciu, glaucoma, sa mi, day mi, 2 mit xa nhau,
l4c mét, rung gidt nhan ciu va coloboma (t6n
thuong khuyét mot trong cdc cAu trdc cta
nhan cAu nhu mbéng mét, hic mac, vong mac
va than kinh thi gidc)™.

Bt thuong than kinh vin dong

va tang trudng

Cham phét trién tAm than vin dong trén
trisomy 18 rAt niing va thudng gip. Tré so sinh
khéc yéu, gidm truong luc co, ba khé va dap
tng kém véi kich thich tit moi truong xung
quanh. Cham phat trién trf tué c6 thé nhe
hon & trudng hop thé kham. Thai mang bat
thudng trisomy 18 thudng chim ting trudng
trong tit cung ning kém céic di tat tim anh
hudng dén séng con. Tré so sinh thuong nhe
can, néu séng sét qua giai doan nhi nhi thi
chém phat trién vé thé chét, suy dinh dudng.

Hinh 5. Ban tay hdi chiing Edward thudng ndm chat
véi dau ngon tay x€p chong (thuong ngon 2 dé (én
ngén 3,ngén 5 dé lén ngén 4) kem thiéu sdn mong.

Tré c6 thé bi bAt thudng thiu san & hé co
xuong, m6 mém da, ma*+1>.

Bét thuong co xuong va da

Tré trisomy 18 c6 thé c6 céc diu hiéu ¢ va
xuong e ngin, ndm va nho, thodt vi thanh
bung va ben, co thing bung xa nhau, khung
chau hep, gi6i han ctt ddng dang khép hang.
Nguc ¢6 thé tuong dbi rong véi 2 ndm va
xa nhau. Bat thudng xuong c6 thé gip nhu
canxi héa khong hoan toan xuong don, thiéu
san nita bén dbt sbng, dinh khdp cot sdng,
veo cot sdng, di dang xuwong sudn, xuong Gce
nho va trat khdp hang. Ban tay tré hoi chiing
Edward thudng nim chit véi cdc ngén tay
xép chdng nhau (thuong ngén 2 dé 1én ngén
3, ngén 5 deé 1én ngén 4) kém thiéu san méng.
Doi khi c6 thé khong thiy nép gip dbt xa
ngén 5 hodc ngén 3, 4 (it gdp hon ngén 5).
Ban tay ¢6 diu hiéu dudng chi tay ngang duy
nhét va chiing khoeo ngén 5. Vé ban chin
c6 thé gip cdc diu hiéu nhu ban chan khogo,
ban chan bet véi viing xuwong gét nhod. Ngén
chan céi ngin va gap, c6 thé di kem dinh
ngén 2 va 3 ban chan. Cac diu hiéu it gip
hon nhu dinh ngén tay 3 va 4, da ngén, thiéu
ngén, thiéu san ngén céi ban tay, thiéu san/
bét san xuong quay. Cac bt thuong da trén
trisomy 18 ¢4 thé gip bao gdm nép gip da
thita, rfAm 16ng & tran, lung, van da va budu
méu da. Ngoai ra ¢6 thé gip bénh ly da mang
da giam sic t6 (hypomelanosis of Ito) hay
cic bt thuong sic td da doc theo dudng

v

Hinh 6. Tré trisomy 18 cé dang dau dai véi duong kinh
lusng dinh hep, viing xuong ch&m nhé, c4c thép so
rong va thuong di kem véi ndo nhd (microencephaly).
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Blascho’s (duong di chuyén cta té bao ngoai
bi trong thoi ky phoi thai) .

Bat thuong & cac tang co thé

30% tré hoi ching Edward cé bat thudng
hé than kinh trung uong, thuong gip nhu
thiéu san tiéu ndo, bénh Iy lac vi té bao hat
chét tring, bAt thudng véch trong subt. Céc
bat thuong khic gdm ndo ung thuy, thai vo
50, thodt vi tiy mang tuy, liét than kinh mait,
di dang Arnold — Chiari, nang dud¢i mang
nhén, loan san quanh ndo thit. Di tit tim
gan nhu ludn hién dién, trén 90% cac truong
hop, thudng nhiéu tat tim di chung véi nhau.
C6 thé gip thong lién thit, thong lién nhi va
con Ong dong mach. Ngoai ra con cé di tit
da van tim, dinh nghia bdi tit hai hay nhiéu
hon céc bat thuong & van nhi thét, van dong
mach!®!,

Bét thudng than thuong gip nhit 1a than
hinh méng ngua, than da nang, thiéu san
than, than lac chd, than @ nudc va niéu quan
doi. Bit thuong 6ng tiéu héa thudng gip la
teo thuc quan kém hodc khong kem duong
dd khi — thuc quan, thoat vi rbn, hep mon vi,
thiéu san duong mat ngoai gan, thiéu san hoi
trang, tdi thita Meckel’s va cdc bt thudng
xoay rudt. Cac bt thudng tang khac c¢6 thé
gip nhu ton tai dng gidp ludi, thiu san tdi
mét, bat thudng phan thiy gan, tuy lac chd,
lach phu, 16n bang quang & nhdp, thoét vi
hoanh hoic khong hiu moén. Cac bt thudng
niéu duc nhu tinh hoan 4n, thiéu san Am vt
— mo6i 16n — budng tring c6 thé hién dién.
Ngoai ra con ¢4 16 tiéu déng thép, teo duong
vat, tlit cung do6i... Mot bat thudng quan trong
khéc cting hay gip trén tré hoi ching Edward
1a thiéu san tuyén tc, biéu hién qua giam sb
lugng té bao lympho & lach, hach lympho va

t'718, Loan san phén thity phéi phai, tuyén

rud
gidp, thiéu san tuyén thugng than va cac bat
thudng 4c tinh nhu budu Wilms va u nguyén

bao gan cing cé thé gip®.
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TRISOMY 13

HOI CHUNG PATAU

Tién luong sbng con cha trisomy 13 rat
kém, trung binh chi khoang 2,5 dén 8,5 ngay
sau sinh, mot sb it c6 thé dén mot tudi. Cac
dAu hiéu 1am sang cua trisomy 13 thuong rat
ning vai dic trung 1a tit ndo thit khong phan
chia (holoproencephaly) va cac bat thuong
so mat dudng gitta.

Bit thudong nio va so mit

Khoang 50% tré so sinh v&i hoi ching
Patau sé c6 tat nido thit khong phan chia
(holoproencephaly). C6 50% truong hgp siéu
am thai ghi nhan tit ndo thit khong phan
chia s& c6 léch boi trisomy 13. O tudn 18 tht
10 ctia phdi thai ¢6 hién tugng tao lap dng
than kinh va phan chia/biét héa cic thanh
phin cta cAu tric nio dé tao ra 2 ban ciu
dai nfo, 2 ndo thit bén, 2 dbi thi, éng than
kinh thi — khudu, tuyén tung va tuyén yén.
Tat nao that khong phan chia xay ra khi ¢6
su gidn doan qud trinh phét trién trén. Hé
qua 13 xay ra mot loat cdc bat thudong nio va
duong gitta nhu: nio thit khéng phan chia,
dau nho (microcephaly), mot nhén cau, dinh
nhan cau, khong nhan cau, cebocephaly (2
héc mit gan nhau va mot 16 mi), bat san
vach trong subt, bit san tuyén yén, st moi
ché vom. Tét ndo thit khong phan chia cé
3 thé tit nhe dén ning theo thi ty: thé phan
thuly (lobar), ban phan thuy (semilobar) va
khong phan thuy (alobar). Ngoai ra con ¢6
thé gip tat ché doi dbt sbng (spina bifida)
véi thodt vi ty mang thy, bat san vach trong
subt?,

DAu hiéu cutis aplasia c6 thé gip & trisomy
13 1a diu hiéu mét, gidn doan mot mang da
dau khong ¢6 téc, ¢6 thé di kem budu mau
viing mit, c8. Ngoai ra con ¢6 dau hiéu 16 tai
déng thap véi vanh tai dang xodn bt thudng,
diéc than kinh, dinh hay thiéu san [6ng may,
bat thudng nhin cdu (mdt nhan cau, dinh



nhén ciu, khong nhin cau), khe mi mét hep,
khoang cach 2 mét gn. Céc bt thuong mét
khac nhu coloboma, duc thuy tinh thé, duc
gidc mac, loan san vong mac c6 thé quan sat
thay trén siéu 4m thai < 27 tuin néu chd ¥
quan sit k§. Cha ¥ d4u hiéu bAt san xuong
mfi va vach mii trudc, st modi, ché vom" 2.

Bt thuong than kinh vin dong

va tang truong

Tré méc hoi ching Patau cing c¢é nhing
d4u hiéu cham phét trién tAm than van dong
niing ngay tit bao thai va sau sinh. Bat thuong
phan xa bd, nudt biéu hién trong giai doan
phoi thai boi hién tuong da 6i do tré nubt
nudc 6i khong hiéu qua. Thai thuong chim
tang trudng rit ning va c¢é thé luu sém trong
thai ky. Tré trisomy 13 méc tat ndo thit khong
phan chia c6 thé biéu hién 1am sang bdi cac
dAu hiéu nhu ngung thd, co giat, bit thuong
chiic ning ha d6i nhu diéu hoa than nhiét,
dai thdo nhat, hoi ching tiét ADH khong
thich hop (SIADH). Céc 1bi loan diéu hoa
ho hép, huyét dong va can bing ndi mdi do
bat thudng than ndo & trisomy 13 [a nguyén
nhan hang dau gy t vong sém trong giai
doan so sinh va nha nhi®.

Hinh 7. Hoi ching Patau. (A) (B) Pa ngén ban tay
va chan (dang postaxial - sau ngén 5, bd quay); (C)
Thi€u san dét giUia xuong ngén chan.

Hinh 8. Dau cutis aplasia (méat, gian doan mét mang
da dau khéng moc téc) gép & tré so sinh trisomy 13.

Bat thudong co xwong va da

Tat da ngén sau truc (postaxial poly-
dactyly) thuong gip trong trisomy 13 [a tat du
mot ngén & bo xuwong quay cua ban tay (sau
ngén 5), c6 thé di kém chdng ngén, méng
tay cong dang vom hep. V& ban chan c6 thé
gip cdc d4u hiéu nhu ban chan bet véi viing
xuong gét nho, thiéu san dbt gitta ban chan,
doi khi di kem khe hd gitta ngon 1 va ngon 2
ban chan. Céc khép ban tay, chan hay khdp
khuyu, khoeo c6 thé gip dang bt thuong!.

Bét thudong & cac tang co thé

C6 80% tré mic hoi ching Patau bi bat
thudng tim. Cac bat thudong hé tim mach hay
gip & trisomy 13 gdm thong lién thét, thong
lién nhi, con éng dong mach, thiéu san thét
trai, thit phai hai dudng ra, kénh nhi thét,
tim léch phai (dextrocardia). Bt thudng
than c6 thé gip nhu thin da nang, gidn dai
bé than niéu quan, thin & nudc. Bit thuong
co quan sinh duc & nam gdm tinh hoan 4n,
16 tiéu déng thap léch dudi, di dang giai phiu
ving ben biu. O nit ¢6 thé gdp tit cung doi,
t&t cung hai sttng hay cac di tat do bt thudng
sat nhap 6ng Mullerian khac. Thodt vi thanh
bung véi gan, rudt nim ngoai & bung ciing cé
thé gip & hoi ching Patau trong siéu Am tam
ca nguyét moth,
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