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Hoi chiung DiGeorge ngay nay dudc biét dén la hoi
chting do dot bién mat doan trén nhiém sic thé (NST)
22, dac biét la trén canh dai cia NST 22 ky hiéu la
22qg11.2. Hoi ching nay dudc bao céao dau tién bdi bac

si DiGeorge vao nam 1965.
TAN SUAT

Dot bién mat doan 8 NST 22q11.2 1a hoi ching do vi mét
doan NST thudng gap nhat véi ti 18 udc tinh 1a 1/4000
tré sinh s6ng. HoOi ching nay dugc tim thay véi ti &
1/68 & nhiing tré dj tat tim bdm sinh. Va day 1a nguyén
nhan phd bién nhat cla tat st moéi hd ham éch. Tac
gid Rauch (2006) ghi nhan hoi chiing DiGeorge chiém
2,4% nhiing trudng hop cham phat trién tam than tri
tué. Bén canh do, trong y van cé ghi nhan héi ching

mat doan NST 22g11 con di kém theo mot sé bénh

khac co lién quan dén di truyén trong gia dinh nhu: hoi
ching Marfan, bénh xo than kinh (neurofibromatosis),

bénh khép so déng s6m (craniosynostosis)...
TIEU CHUAN CHAN BOAN

Hién tai chua c6 tiéu chudn chan doan ré rang cho
hoi chiing DiGeorge. D&c diém lam sang thusng gép
cla hoi ching nay la: suy gidm mién dich; bénh tim
b&m sinh; réi loan ndi tiét; ha calcium huyét; khiém
khuyét vom hau, khdu cai cing; bat thusng than;
cham phat trién tdm than... Bén canh tén DiGeorge
hoi ching dot bién mat doan 22g11 con dugc biét
dén v6i tén goi “CATCH 22", dugc Wilson va cong su
(1993) dat tén theo 5 nhém triéu ching thudng gap:
Cardiac defects: b4t thudng tim; Abnormal facies:

bat thusng mat, Thymic hypoplasia: thiéu s&n tuyén



Bang 1. Cac triéu ching Iam sang thuong gap
Triéu ching

Cham phat trién tam than
Di tat tim bam sinh
Khiém khuyét vom hau
Suy gidm mién dich

Ha calcium huyét

B4t thudng than

Chting kho nuét

Pa 6i

Tat thuia ngéon

Thoat vi hoanh bdm sinh

Uc; Cleft palate: ché vom hau; Hypocalcaemia: ha

calcium huyét.

Trong thai ky, nhing phéat hién trén siéu am cla hoi

chuing DiGeorge thudng gap la da dij tat két hop:

Nhiing bat thusng tim la bat thudng phd bién va
thudng g&p nhat ctia hoi ching nay, da phan céac bat

thudng tim la bat thudng vung than non dong mach.

e SUt moi kém ché vom hau véi tan suét 10% 3 nhiing
ngudi co6 dot bién mat doan, ti 1&é nay cao hon ré rét

trong dan sé chung la 1/800.

e B4t thudng than: loan san than, bat san than hay than
U nuéc Mot bén hodc 2 bén voi tan suét 1an luct la

4%,12% va 5%.

e Tat thuia ngon tay hay ngon chan & nhing ngudi dot
bién méat doan 22g11 clng thudng hay dugc phat
hién trén siéu am véi ti 1& 1-4%, con s6 nay gép 10
lan ti 1& trong dan sé chung. Ngoai ra, bat thudng
khac & chi c6 thé g&p nhu: tay chan khoéo hay bat

sdn xuong quay / xuong chay.

Tan suat
>90%
76%
76%
77%
49%
36%
35%
16%

4%
1%
e Cac bat thudng khac clng c6 thé gap véi tan suét

thap hon nhu: dét séng kém phét trién mot bén, dst

séng hinh canh buém, thoat vi hoanh.
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Chéan doan bing hinh anh

Nhiing d&u hiéu chi diém ggi y hoi chiing dot bién mét

doan 22911 trén siéu am tién san bao gdm 2 nhém:

e Nhom |: cac bét thudng cdu trac cla thai & cac co
quan nhu hé tim mach, hé than tiét niéu, thiéu san
hay bat san tuyén Uc, thai cham tang trudng trong

td cung.

e Nhom II: nhing bat thudng nhd thoang qua, khong
dac hiéu thudng dudc goi la cac “soft marker” trén
siéu 8m nhu khodng sang sau gay “NT — nuchal

translucency” day, bat thudng vé lugng nudc 6i.

e Ngoai ra con cd cac bat thudng khac hiém gap da

dugc néu & phan trén nhu: khiém khuyét éng than



Bang 2. Cac triéu ching I&dm sang thuong gap
Bat thudng tim

Bt doan cung dong mach cha (BMC)
Khiém khuyét vach lien that

B4t thudng than dong mach

Tu chung Fallot

B4t thudsng DMC don doc

That phai 2 dusng ra

Chuyén vi dai dong mach

kinh, thiéu san tiéu ndo, gian nhe nao that bén, nao

ung thay, chan khoéo, thoat vi hoanh...

Cac dau hiéu thuéc nhém I trén siéu am

e B4t thudng tim thai c6 thé phat hién trén siéu am

hinh thai hoc thai dugc liét ké & Bang 2.

e Thiéu san hay bat sdn tuyén Uc 1a mot trong nhiing
tiéu chudn chan doan hoi chiing DiGeorge. Trén siéu
am, tuyén Uc cla thai nhi cé thé dugc nhan biét tu

(a) P
Tuyén Uc

Eo DMC

Tan suat
50-89%
10%
34-41%
8-35%
24%
<5%

<1%

thsi diém thai 15 tuan. Tuyén Uc thai nhi la mot cau
trdc ¢6 phdn am day ndm phia truéc cac mach mau
I6n, tuyén Gc dudc quan sat ré nhat 8 mat cit “3
mach mau” trong khi khdo sat vung than nén dong
mach va cung dong mach chi cla tim thai. Hinh 1

mo t4 mat cat khdo séat tuyén Uc trén siéu am.

Hinh &nh bat sdn hay thiéu san tuyén (c co gia tri
chén doan cao v6i dd nhay 1a 90% va do6 dac hiéu
98,5%. Va khi ddu hiéu nay di kem véi bat thusng

vung than nén dong mach thi rat dac hiéu cho chén

doan hoi chung DiGeorge.

Hinh 1. Hinh (&). Luoc dé va Hinh (b). Hinh 8nh trén siéu 8m cla tuyén Uc & thai binh thuong: cho thay ving

trung that trén & mat cat “3 mach mau”. Buong mau dd va duong “calipers” cla con trd mé ta phép do

duong kinh trudc sau tuyén tc / ducng kinh trudc sau trung that trong I6ng nguc. A: phia trudc; Ao: déng

mach chd; DA: 6ng déng mach; DAo: déng mach chi xubng; L: bén trai; PA: déng mach phdi; R: bén phai;

S\VC: tinh mach chd trén.



Hinh 2. Sut mdéi trén maé hinh va trén siéu am 30

e B4t thusng than niéu co thé 1a tai than nhu bat san
than, loan san than hay than da nang hay bat thuéng
sau than do tc nghén nhu gian dai bé than va niéu
qudn, niéu quan sa vao long bang quang. Khong
khuyén cao thuc hién test chan doan dot bién NST
2211 & nhing trudng hop c6 bét thudng than doc

nhat khong di kém cac bat thusng khac.

e S(t moi, ché vom hau 13 b4t thudng kha phé bién
thudng gap trong hoi chiing DiGeorge. Mot s6 trudng
hop ché vom hau khong kém sdt moi rat kho phat

hién trén siéu am (Hinh 2).

e Thai cham ting trudng trong tl cung dudc dinh nghia

la can nang thai dusi bach phan vi th 10 cla tudi thai.

i+ del(22)
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22 del(22)
22q11.2

P - 22013 5T

Hinh 3. Xét nghiém tim méat doan NST 22q11
bang ky thuat FISH

Thai cham tang trudng trong hoi chiing nay thudng

b3t dau rat sém vao tam ca nguyét thi hai va nhing
trudng hop nay co tién lusng khong t6t, co thé dan dén
thai chét trong t& cung hodc chét chu sinh. Trén y van
ghi nhan khi két hop ddu hiéu thai cham tang trudng,
bat thudng cung dong mach chdi va bat san / thiéu san
tuyén Uc co thé gitp phat hién hoi chiing DiGeorge Véi
do nhay 1a 90% va do dac hiéu len dén 100%.

Cac dau hiéu thuéc nhém Il “soft marker”

trén siéu am

e Khodng sang sau gay (NT) day da dugc chiing minh
c6 di kém véi bat thudng NST, bénh Iy tim mach, bat
thudng hd hép, 6ng than kinh, nhiém trung bao thai
va bat thudng vé huyét hoc. Dua trén nhing bao céo
y van, khong khuyén cao thuc hién test chdn doan
nhing thai ¢6 NT day, trd khi c6 ghi nhan co6 bat
thudng ving than nén dong mach trong lan siéu am

khdo sat hinh thai hoc thai & tudi thai I6n hon.

e B4t thudng lugng nuéc 6i cé thé 1a da i hay thiéu
6i. Da 6i trong trusng hop nay thudng do bét thudng
ving hau hong, lam gidm luong 6i thai nudt vao hay
do hep thuc quan. Tréi lai, thiéu 6i trong trusng hop
nay la do hau qua cla viéc gidm sdn xuat nusc tiéu

trong trudng hop co6 bét thusng & than.



Xét nghiém chan doan xac dinh

Céc ky thuat dugc dung trong phong xét nghiém
dé khdo sat v& mat vi thé dot bién mat doan Ia:
fluorescence in situ hybridization (FISH); microarray
comparative genomic hybridization (CGH) va multiplex

ligation-dependent probe amplification (MLPA).

D& chén doan thai c6 dot bién mat doan NST 22911 hay
khong, can phai thuc hién thd thuat choc &i, 18y nuéc 6i dé
xét nghiém. Tuy nhién, xét nghiém tim dot bién méat doan
khong 1& chi dinh hang dau va thudng qui trong chan doan
truéc sinh. Tru6c nhiing b4t thusng thai phat hién trén siéu
am dugc néu trén, truéc tien can loai tri nhiing bat thudng
NST thudng gap nhat la réi loan s6 lugng NST 21, 13, 18
va XY. Néu khong co phat hién réi loan sé luong 4 cap
NST trén va kem theo co bat thudng vé hinh théai hoc thai
nhu b4t thudng vang than non dong mach, sit moi kem
ché vom hau, bat san tuyén (c thi can thiét tién hanh xét

nghiém chan doan dot bién méat doan NST 22g11.

Tuy nhién c6 10% truong hop khong tim thdy mat doan
NST 22911 nhung van dugc xép vao chdn doan hoi
chiing DiGeorge vi biu hién 1am sang c6 day dd trong
nhom CATCH. Trong tinh hudng nay, NST bi dot bién
mét doan c6 thé la 10p13 hay 18921.33.

CHAN BOAN DI TRUYEN
TRUSC LAM TO
HOI CHUNG DIGEORGE

Chan doan di truyén truéc lam t6 (Preimplatation
Genetic Diagnosis — PGD) la ky thuat dugc thuc hién
dau tién nam 1990 véi muc dich tdm soat léch boi cho
nhiing bénh nhan lam thu tinh trong 6ng nghiém. Ngay
nay, v6i su tién bd clia khoa hoc ky thuat, PGD c6 thé
chén doan nhiing bat thudng phtic tap hon nhu: bénh Iy
don gen, chuyén doan, mat doan.

Trong k¥ thuat PGD, phoi truéc khi chuyén vao budng
td cung sé dudc sinh thiét cac phdi bao dé khdo sat
bing ky thuat FISH tim dot bién mat doan. Ngoai ra,
cling c6 thé st dung ky thuat CGH va MLPA

TOM LAI

Hoi ching DiGeorge dot bién mat doan NST 22g11.2
la tap hop cac nhom triéu chiing béat thudng tim, bat
thudng mét, thiéu san / bat san tuyén Uc, st moi ché

vom va ha calcium huyét.
Chén doan trusc sinh hoi chiing DiGeorge bing siéu

am tién san va bing xét nghiém dich 6i tim dot bién

mé&t doan NST 22g11.2.
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