TAP CHi NGHIEN CPU Y HOC

DAC PIEM LAM SANG, CAN LAM SANG HOI CHU'NG DIGEORGE

O TRE EM
DPing Thi Ngoc Lan', Ng6 Diém Ngoc?, Lé Hong Quang?
Lé Trong Tu' va Pang Thi Hai Van'*
"Trrong Pai hoc Y Ha Noi
2Bénh vién Nhi Trung wong

Héi ching DiGeorge (DGS) hay con goi la héi chiing mat doan 22q11.2, Ia mét réi loan di truyén thuong
gép, biéu hién 1am sang da dang véi tam ching kinh dién la tim bam sinh, ha canxi méu do suy cén giép va
suy giam mién dich do bét thudong tuyén trc. Nghién ctu mé té héi ctiu gdm 144 bénh nhén duoc chén doan
héi ching Digeorge bang xét nghiém FISH tai Bénh vién Nhi Trung wong ttr 1/2016 dén 7/2022 cho théy tudi
chén doéan c6 trung vi la 3 thang (0 - 14 tudi). Nam/ni¥ = 1/1. Céc di tt bAm sinh thudong duoc ghi nhan bao
gbm: tim bam sinh (95,8%), b6 mét bat thuong (31,3%), di tat than kinh (27,7%) va di tat than - tiét niéu - sinh
duc (18,3%). Céc biéu hién 1am sang thuong gép khac bao gém: nhiém trung (77,1%), cham phét trién thé chét
(50,7%), co giat (23,6%) va réi loan phat trién tam thén (21,5%). Ti lé ha canxi mau la 50%. Suy cén gidp gép &
18/33 bénh nhan va la nguyén nhén thuong gép cta ha canxi méu. Cac réi loan huyét hoc bao gém thiéu méu,

gidm bach cau lympho va gidm tiéu cau. Suy gidm mién dich gép & 86,5% céc bénh nhén duoc lam xét nghiém.

T khoa: hoi chirng DiGeorge (DGS), tim bam sinh, suy can giap, ha canxi, suy giam mién dich, mét
doan 22qg11.2.

Danh muc tir viét tat: FISH (Fluorescence In Situ Hydridization) - lai huynh quang tai chd, MLPA (Multiplex

Ligation-dependent Probe Amplification) - khuéch dai da doan do.

I. DAT VAN DE

Ho6i chirng DiGeorge (DGS) hay con goi la
hdi chirng mét doan 22q11.2, 1a mét réi loan di
truyén thuwéng gap gay ra bdi mat doan canh
dai nhiém séc thé 22, véi ti 1é wéc tinh khoang
1/4000 dén 1/6000 tré sinh séng."

Biéu hién Iam sang cla hoi chirng nay rét
da dang véi tbn thwong da co quan, hé théng
va rat khac nhau ké c& & nhirng nguoi than
trong cung gia dinh. Cac d&c diém |am sang
cling khac nhau tuy theo Itra tudi. Pac diém
lam sang da dang khién cho héi chirng nay da
dwoc md ta va dat nhiéu tén goi khac nhu: hoi
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chirng velo-cardio-facial (VCFS), héi chirng
conotruncal anomaly face (CTAF), hdi ching
Opitz G/BBB, hdi chirng Sedlackova, hdi chirng
Cayler cardiofacial. Nhitng hdi chirng trén déu
c6 diém chung la bat thwdng vi mét doan nhiém
sac thé 22q11.2, do vay con duwoc goi chung
la héi chirng vi mat doan nhiém sac thé 22
(22911.2DS).2

Di tat tim bam sinh (CHD) gap & hon 2/3 cac
trwdng hop va la tén thwong nang né nhat cla
hdi chirng DiGeorge.?® Céc tén thwong ngoai
tim mach hay g&p bao gébm: bd mét bat thuwong,
di tat ham mat, suy can giap va suy giam mién
dich.* Ngoai ra, rdi loan phat trién va cac di
tat khac cta hd hép, tiéu hoa, than kinh trung
wong, than - tiét niéu va co xwong khép ciing
dwogc ghi nhan.®

Suy can giap la nguyén nhan cta ha canxi
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mau trong hdi chirng DiGeorge, do khéng cé
ho&c tuyén can giap kém phat trién trong thoi
ki bao thai. Cac réi loan noi tiét khac co6 thé gap
bao gdm: thiéu hut hormone téng trwdng, suy
giap hoac cwdng giap.®

Suy gidm mién dich xay ra do hau qua cua
giam san/bét san tuyén e, tlr d6 gidm san xuét
té bao lympho T, lién quan dén doan gen TBX1
trén nhiém séac thé 22, mét gen quan trong lién
quan dén nhiéu biéu hién Iam sang trong hoi
chirng DiGeorge nhw di tat tim, so mat, tuyén
(rc, can giap.2

Chéan doan xac dinh hdi chirng DiGeorge
hién nay c6 thé dwa vao cac xét nghiém
microarray nhiém sac thé (CMA), khuéch dai da
doan do (MLPA) va phan tich muc tiéu (FISH,
gPCR).2 Xét nghiém lai huynh quang tai chd
(FISH) la mét phwong phap hiéu qua, nhanh
chong, gilp phat hién trén 90% cac trwdng hop
mac hoi chirng DiGeorge va dang dwoc ap
dung nhiéu trén Iam sang.

Hién nay, trong thwc hanh 1am sang van con
bd s6t chan doan hoi chirng DiGeorge. Do vay,
dé gitp cho cac bac si tiép can tét hon trong
chan doan va didu tri bénh nhan DiGeorge,
chung téi tién hanh nghién ctru v&i muc tiéu:
M ta dac diém lam sang, can lam sang hoi
chirng DiGeorge & tré em diéu tri tai Bénh vién
Nhi Trung wong.

Il. POl TWONG VA PHUONG PHAP

1. D6i twong

Tét ca ho so bénh nhan dwoc chan doan hoi
chirng DiGeorge béng FISH c6 méat doan nhiém
sac thé 22q11.2 tai Bénh vién Nhi Trung wong ti
thang 1/2016 dén thang 7/2022.

Tiéu chuén lwa chon

+ Tudi < 18 tudi.

+ Puoc xét nghiém FISH x&c dinh méat doan
22q11.2 clia héi chirng DiGeorge tai Bénh vién
Nhi Trung wong.

TAP CHi NGHIEN CU’U Y HOC

Tiéu chudén loai trur

+ Bénh nhan khong day dd hd so bénh an.

+ Bénh nhan méc cac hdi chirng di truyén va
bat thwdng nhiém sac thé khac kém theo.

2. Phwong phap

Thiét ké nghién cteu: nghién clru mod ta hoi
clru.

C& méau: chon mau thuan tién gdm tat ca
bénh nhan DiGeorge dwoc chan doan trong
thoi gian tr 1/2016 dén 7/2022 tai Bénh vién
Nhi Trung wong.

Céc bién sé6 nghién ciru

+ Tudi chan doan, gidi, bac si chuyén khoa
chi dinh xét nghiém FISH.

+ Biéu hién lam sang tai thdi diém chan
doan: tbn thwong tim mach, hoé hép, tiéu héa,
than - tiét niéu, co xwong khép, rang ham mat,
bd mat bat thwong, bidu hién nhiém trung, tién
st nhiém trung tai dién, phat trién thé chat, phat
trién tam than - van dong va cac biéu hién khac
(néu co).

+ Xét nghiém mau tai thoi diém chan doan:
cbng thirc mau toan phan, sinh héa mau bao
gdm canxi mau toan phan, dién giai dd, néng
dd 250HD, PTH va xét nghiém mién dich. Phan
loai cac bat thwong theo khodng tham chiéu
cac gia tri huyét hoc va sinh héa cla tré em
theo tudi trong “Hwéng dan chén doén va diéu
tri bénh tré em (Cap nhat 2018)” ciia Bénh vién
Nhi Trung wong.®

+ Chéan doan hinh &nh: siéu am tim Doppler,
siéu am 6 bung, chan doan hinh anh than kinh
(siéu am qua thép, cong hudng tlr so ndo hoac
céat 16p vi tinh so néo).

X ly s6 liéu

Sé liéu thu thap béng bénh an nghién ctu,
duwoc x& |i bang phan mém théng ké SPSS
22.0 véi cac test thdng ké thuwdng dung trong y
hoc. Céac bién dinh tinh dwoc mé ta dwéi dang
tan s va ti Ié phan trdm (%). Cac bién dinh
lwgng dwgc md ta dwdi dang trung binh va do

TCNCYH 160 (12V1) - 2022

171



TAP CHi NGHIEN CPU Y HOC

léch chuén (phan bb chuén), trung vi (phan bb
khong chuén), gia tri nhd nhéat (min), gia tri I&n
nhét (max).
3. bao dirc nghién ciru

Dé tai da dwoc thong qua Hoi déng dao dirc
trong Nghién clru Y sinh hoc cta Bénh vién
Nhi Trung wong, s6 263/BVNTU-HDDD ngay
18/02/2022. T4t ca thong tin lién quan dén bénh
nhan tham gia nghién ctru déu dwoc gilr bi mat
va chi dwoe str dung cho muc dich nghién ctru.
Nghién cru md ta hdi ctru trén tit cad bénh
nhan, khéng can thiép vao qua trinh diéu tri
va chi nhdm phuc vu nang cao hiéu qua kham
chira bénh cho bénh nhan.

Il. KET QUA

Nghién ctru clia chung téi gdm 144 bénh nhi
mé&c hoi chirng DiGeorge du tiéu chuan dé dwa
vao nghién ctu. Trong do, cé 72 bénh nhan
nam va 72 bénh nhan ni, ty I1&é nam/nir la 1/1.

Tudi trung vi trong chan doan la 3 thang,
trong dé bénh nhan dwoc chan doan sé&m nhéat
la 0 ngay tudi va muon nhét 1a 14 tudi.

Hau hét bénh nhan dwoc chan doan < 12
thang (86,1%), trong d6 20,8% bénh nhéan
duwoc chan doan trong giai doan so' sinh.

Hau hét bénh nhan dwoc chan doan bai bac
sT chuyén khoa tim mach (73,5%) va noi tiét
(10,4%).

Bang 1. Dac diém lam sang bénh nhan héi chirng DiGeorge (n = 144)

Dic diém lam sang n (%)

Nhém tubi
<1 thang 1-12 thang > 12 thang
(n=30) (n=94) (n =20)

Cac di tat bam sinh

Tim bam sinh 138 (95,8%)

30 (100%) 91 (96,8%) 17 (85,0%)

Bo mat bat thwong 45 (31,3%) 9 (30,0%) 30 (31,9%) 6 (30,0%)
B4t thuorng ham mat 9 (6,3%) 2 (6,7%) 7 (7,4%) 0 (0%)
Bét thweng co xwong khép 10 (6,9%) 5(16,7%) 4 (4,3%) 1 (5,0%)
Di tat than - tiét niéu - sinh duc 11/60 0/9

T ) ) ) 4/15 (26,7% 7/36 (19,4%
(n = 60) (18,3%) (26.7%) (19.4%) (0%)

.\ 18/65 2/9

Dj tat than kinh@ (n = 65 3/16 (18,8% 13/40 (32,5%

i tat than kinh?(n ) (27.7%) ( 0) ( o) (22.2%)
Dij tat tiéu hoa (khong ha on,

! tattieu hoa (knong haumon, 5 5 1) 1(3,3%) 1(1,1%) 1(5,0%)
hau mén tien dinh)
Di tat khac® 3 (2,1%) 1(3,3%) 1(1,1%) 1(5,0%)

Cac biéu hién khac kém theo

Nhiém trung dot vao vién 11 (77,1%)

24 (80,0%) 77 (81,9%) 10 (50,0%)

Nhiém trang tai dién 18 (12,5%)

1(3,3%) 13 (13,8%) 4 (20,0%)

Suy hé hap/Viém phdi dot vao

- 65 (45,1%)
vién

12 (40,0%) 50 (53,2%) 3 (15,0%)

Cham phat trién thé chat 73 (50,7%)

9 (30,0%) 52 (55,3%) 12 (60,0%)
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Nhoém tubi
Dac diém lam sang n (%) <1 thang 1-12thang > 12 thang
(n = 30) (n =94) (n = 20)
Réi | hat trién tam than -
o1 loan phat frien fam fan = 51 015%) 3 (10,0%) 18 (19,1%) 10 (50,0%)
van dong
Co giat 34 (236%) 7 (23,3%) 22 (23,4%) 5 (25,0%)
B4t thwong than kinh khace 8/65 1/40 3/9
4/16 (25,0%)
(n = 65) (12,3%) (2,5%) (33,3%)
B4t thwong tiéu hoa khac? 15(10,4%) 5 (16,7%) 8 (8,5%) 2 (10,0%)

2Bao gém: tang dich khoang dwéi nhén/gian ndo that, nang vach trong suét, nang mang nhén, nbt

voi hoa trong ndo, di tat da hdi ndo, bat thwdng phat trién vé ndo va thoat vi tiy - mang tdy

®Bao gém: thoat vi ben, khe hé thanh bung

°Bao gbém: xuét huyét ndo, nhiém trang thén kinh trung wong

9Bao gébm: nén tré thudong xuyén/trao nguoc da day thuc quén, tdo bén, nhiém khuén tiéu héa
Trong s6 34 bénh nhan co giat, 20 bénh 5 bénh nhan tim thay ha canxi kém béat thuong

nhan cé ha canxi mau (58,8%), 4 bénh nhan than kinh (14,7%), 1 bénh nhan co6 bat thuwong

c6 cac bat thwéng than kinh nhw viém ndo - dién ndo dd goi y bénh dong kinh (2,9%), con

mang nao, xuat huyét no va di tat ndo (11,8%), lai la chwa rd nguyén nhan (11,8%).

Bang 2. Pic diém tén thwong tim mach trong héi chirng DiGeorge (n = 138)

Tén thwong tim mach* n Tilé %

T& ching Fallot 44 31,9

Teo phdi kém thong lién that 24 17,4
Tén thwong Than chung déng mach 14 10,1
than non Thét phai hai dwong ra 10 7,3
(n =102, 73,9%) Gian doan quai déng mach chu type B 9 6,5

Thiéu san that phai, teo phdi, teo van 3 14

. Lz R 1 0,7
kém con 6ng déng mach
Théng lién that 24 17,4
Tui thtra Kommerell 4 2,9
] Con 6ng ddng mach 3 2,2
Ton thwong khac " — ~
Théng lién nhi 2 1,5
(n =36, 26,1%) -
Théng san nhi that 1 0,7
Bét thwong tré vé tinh mach phoi 1 0,7
Sling ddng mach phdi 1 0,7

*M6i bénh nhén sé chi ndm trong mét phén loai
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Trong nhém tén thwong tim mach, tén thwong than - nén la hay gép nhat (73,9%). Trong 144
bénh nhan, c6 26 bénh nhan t& vong (18,1%) va tat ca déu c6 ton thwong tim mach.
Bang 3. Nong do canxi toan phan, vitamin D va PTH & bénh nhan DiGeorge

] N S6 bénh x+ SD Phan loai¢
Xét nghiém . .
nhan (Min - Max) n (%)
Nong dé canxi ., Noéng dé canxi Tang canxi
. X 2,03+0,44 Ha canxi mau o R i
toan phan 144 mau binh thwong mau
(0,73 - 3,08)
(mmol/l) 72 (50,0%) 71 (49,3%) 1(0,7%)
Néng do 692 +43.8 Thiéu vitamin  Khéng dd vitamin DU vitamin D
250HD 40 (12 7 _1 74’ 8) D (< 30nmol/l) D (30 -50nmol/l) (> 50nmol/l)
(nmol/l) ’ ’ 9 (22,5%) 7 (17,5%) 24 (60%)
. Chtrc nang can Cuwong can
13,7+ 11,6 Suy can giap o R B
PTH (ng/l) 33 (0,01 - 42,4) giap binh thudng giap
’ ' 18 (54,5%) 15 (45,5%) 0 (0%)

50% bénh nhan DiGeorge c6 ha canxi mau. Cé 33 bénh nhan lam xét nghiém PTH, ti [é phat hién

suy can giap la 54,5%.

Trong 72 bénh nhan ha canxi mau, 28 bénh nhan dwoc lam xét nghiém PTH, ti Ié suy can giap

la 60,7%.
Bang 4. Cac gia tri huyét hoc & nhém nghién ciru (n = 144)
i %+ SD Phan loai®
Chi s6 .
(Min - Max) Phan loai n Tilée %
] . Gidm 20 13,9
So6 lwgng bach cau 12,3+49 Binh thuomn - 50.0
(GIL) (5,0 - 32,2) 2 :
Tang 52 36,1
) . Gidm 15 10,4
SO lwveng bach cau 45+26 N N
Binh thudng 80 55,6
lympho (G/L) (0,4 -14,3)
Tang 49 34,0
) . Giam 32 22,2
SO lwveng bach cau da 58+472 N N
R . Binh thwdng 74 51,4
nhan trung tinh (G/L) (1,0-19,4)
Tang 38 26,4
Giam 54 37,5
Néng do Hb (g/l) 1208 +24.3 Binh thuong 52 36,1
’ (78 - 195)
Tang 38 26,4
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i X *SD Phan loai®
Chiso .
(Min - Max) Phan loai n Tilé %
Giam 19 13,2
Sé lwong tiéu cau (G/L) 233,7 £ 69,7 Binh thuwén 122 84,7
719 (16 - 565) 9 ’
Tang 3 2,1
MPV (fL) 10,7+ 1,6 < 8,6fL 125 86,8
(6,4-13,7) > 8 6fL 19 13,2

Thiéu mau va gidm tiéu ciu gap & 37,5%
va 13,2% céc trwong hop. Trong 42 tré do tudi
6 - 59 thang, ti lé thiéu mau la 42,9%.

C6 38 trwerng hop tdng Hb, tat ca déu co ton

thwong tim mach. Trong dé, 33/38 bénh nhan
ton thwong ving than non.

Tt ca 19 trwdng hop gidm tiéu cau déu cod
thé tich trung binh tiéu cau (MPV) = 8,6fL.

Bang 5. Cac bat thworng mién dich & bénh nhan DiGeorge

S6 bénh nhan dwoc

Ti 1é bat thwong trong nhém lam

Bat thwong mién dich® T N xét nghiém

lam xét nghiém - %
Giam TCD3 37 28 75,7
Giam TCD4 37 32 86,5
Giam TCD8 37 18 48,6
Giam CD19 22 2 9,1
Gidam CD56 23 2 8,7
Giam IgA 53 1 1,9
Giam IgG 55 7 12,7
Giam IgM 55 1 1,8
Tang IgE 10 0 0
IV. BAN LUAN

Két qua nghién ctru cho thay, tudi chan doan
c6 trung vi 1a 3 thang, hau hét bénh nhan duoc
chan doan < 12 thang. Tubi chan doan cuia cac
bénh nhan trong nghién ctru clia chiing téi nhd
hon tudi chan doan chung nhung twong ty véi
nhém tén thuwong tim mach trong nghién ciru
cla tac gid Campbell. Nhiéu tac gid cho ring
nhém cé tdn thwong tim mach dwoc chan doan
s&m hon so véi nhédm khong cé tdn thuwong
tim.3

Biéu hién 1am sang chinh cia hoi chirng

DiGeorge trong nghién clru cla chdng téi la
tdn thwong tim mach, chiém ti 1& 95,8%, cao
hon cac bao cao chung la 64 - 85,6%.37 Lé Thi
Liéu bao céo tén thwong tim mach & 46 bénh
nhan chan doan xac dinh hoi chirng DiGeorge
tai Bénh vién Nhi Trung wong tr 2008 - 2015 la
30/46 (60,8%).5 Ti lé tén thwong tim mach cao
trong nghién cru clia chung t6i c6 thé do kinh
nghiém I&m sang cla céac bac si tim mach trong
viéc chan doan hoi chirng DiGeorge, v&i 73,5%
bénh nhan dwoc chi dinh xét nghiém FISH b&i
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bac si tim mach.

Trong nhém tén thwong tim, tén thwong than
nén chiém ti 1& cao (73,9%). Cac tén thwong
thwdng gap nhat theo thi tw 1a tor chirng Fallot,
teo phéi kém thong lién that, thong lién that,
than chung déng mach, that phai hai dwéng ra
va gian doan quai ddng mach cht (type B). Két
qua nay twong ty v&i nghién cru cia Campbell
va Park.” Tén thwong tim mach 1a ganh nang
bénh tat va t& vong I&n nhét trong hoéi chirng
DiGeorge.® Trong nghién clru clia chung toi, ti
l& t& vong chung la 18,1%, tat c& déu cd tén
thwong tim mach.

Bo mat bat thuweng dwoc ghi nhan kha thap
trong nghién ctu cla ching t6i (31,3%), thap
hon so v&i nghién ctru cla Lé Thi Liéu (54,4%).°
Nissan bao cdo ti 1&6 bd mat bt thuwong va dj
tat ham mat la 41%.° Cac di tat ham mat ciing
dwoc ghinhan voitilé thép hon cac nghién ctru
chung. Nguyén nhan cha yéu han ché cua dé
tai 14 nghién ctru hdi ctru, do d6 khong danh gia
duoc sw thay déi bat thwerng khudn maét khi tré
I&n hon. M&t khac, do tubi chan doan clia da
phan cac bénh nhan la tudi nhd, cac dac diém
khuén mat tinh té va di tat ham mat khi kin dao
& vi tri vom mém nén khé nhan biét, phu thudc
vao kinh nghiém bac si lam sang.

Trong sb 144 bénh nhan, cé 60 bénh nhan
dwoc danh gia siéu am than - tiét niéu. Trong
d6, c6 11 bénh nhan phat hién cac bat thuong
(18,3%), chii yéu & tré trai. K&t qua cta ching
toi twong tw tac gia Campbell va Devriendt, véi
ti 1& bat thuwong than - tiét niéu ghi nhan 1an lwot
la 16% va 15%.31° Cac dac diém thwdng gap la
than & nwdc, bat san than, than da nang. Cac
di tat than va sinh duc thwong gap & tré trai hon
la tré gai."°

Di tat than kinh ciing d& dwoc ghi nhan &
27,7% céc trvong hgp khao sat trong nghién
clru clia ching t6i, cac dang tén thwong twong
tw v&i tac gid Bohm. Tac gid Bohm nhan thay

trong 24 bénh nhan mét doan 22q11.2 co toéi
hon mét nira sb bénh nhan (13/24) c6 cac bat
thwong dang ké&, bao gdm tén tai nang vach
trong subt (8/24), da hdi ndo nhd hoac loan san
vd nado (4/24) va thiéu san tiéu nao (1/24)."

Céc biéu hién |am sang phd bién khac la
nhiém tring (77,1%), suy hé hap/viém phdi
(45,1%), co giat (23,6%), cham phat trién thé
chét (50,7%) va réi loan phat trién tam than -
van dong (21,5%).

Co hai giai doan chinh ma viéc chan doan
héi chirng DiGeorge thwdng dwoc dwa ra la giai
doan so sinh va sau do. Theo y van, cac bénh
nhan dwoc chan doan mac hoi chirng DiGeorge
& giai doan so sinh déu c6 biéu hién tén thuwong
tim, khudn mét bat thwong, ha canxi mau, suy
giam mién dich. Két qua nghién ctru cla chiing
t6i cho thay biéu hién 1am sang thwéong gap &
moi Itra tudi 1a tén thwong tim, nhiém trung va
co giat. Trong 30 bénh nhan dwoc chan doan
& giai doan so sinh, tAt ca déu cé tdn thuwong
tim mach va 22 bénh nhan cé ha canxi mau
(73,3%). Trong 20 bénh nhan dwoc chan doan
> 1 tudi vi cac biéu hién: tim bam sinh (7), tim
badm sinh kém cac biéu hién ngoai tim mach
(suy can giap, cham phat trién tam than - van
doéng, suy gidm mién dich) (10), cham phat trién
kém suy can giap (3).

Tai thoi diém nhap vién, cé hon mot nira sb
bénh nhan cla chung téi ¢ cham phat trién thé
chét. Cham phat trién thé chat & tré DiGeorge
c6 thé do ton thwong tim, di tat ham mét va
tiéu hda gay khé khan trong &n udng va thiéu
hut hormone tang trwdng. Ryan cho réng tim
badm sinh [& mét nguyén nhan quan trong gay
anh hwéng dén phat trién thé chét cta tré (ti &
suy dinh dwéng & nhém tim bam sinh la 38%
va khong cé tén thwong tim bam sinh la 29%),
nhwng khéng giai thich dwgc hoan toan tat ca
céc tré co bat thwong vé mét phat trién. 2

Cac rbi loan phat trién tam than - van dong
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ciing dwoc ghi nhan twong déi phd bién & cac
bénh nhan DiGeorge, voi ti 1€ twong dwong
v&i tac gia Nissan.? Ti 1é phat hién rbi loan phat
trién tam than - van déng phd bién hon & nhém
tré Ion (> 12 thang) so v&i nhom tré so sinh
va < 12 thang (bang 1). Cham phat trién van
dong chi yéu do gidm trwong luc co. Néi kho
ciing twong dbi phd bién, do b4t thwdng vé cau
truc va chirc nang vom hong cling nhuw cham
phat trién tri tué. Hau hét tré& méc hoi chirng
DiGeorge c6 khoé khan trong hoc tap.*

Ti Ié co giat trong nghién clru clia chung
t6i la 23,6%, nguyén nhan chu yéu 1a ha canxi
mau (58,8%) va bat thueng gidi phau than kinh
(11,8%), twong tw v&i nghién clru clia Ryan.'?
Ryan b&o céo ti 1é co giat 1a 21%, cha yéu la
do nguyén nhan ha canxi, ngoai ra con cé thé
do céac bat thuwdng ciu tric hé than kinh va ha
natri mau.'

Mot nira s6 bénh nhan DiGeorge trong
nghién ctu co rdi loan ndi tiét, bao gdm ha
canxi (50,0%) va suy can giap (54,5%), két qua
nay twong tw nghién ctu ctia Campbell.® Biéu
hién lam sang ctia ha canxi mau thwong gap la
co giat, thé rit thanh quan, run chan tay va rdi
loan nhip tim, va dwoc ghi nhan phd bién hon
& tré nhd so voi tré Ién. Suy can giap la nguyén
nhan chinh gay ra tinh trang ha canxi mau trong
hdi chirng DiGeorge.2 Két qua nghién ctru cla
ching t6i cling twong ty v&i ti 1é suy can giap
trong nhém ha canxi mau la 60,7%. Ngoai ra,
cac rbi loan noi tiét khac nhw thiéu hormone
tang trwdng va rdi loan chirc nang tuyén giap
da dwoc bao cdo trong y van.?

Cac thay ddi trén xét nghiém huyét hoc &
bénh nhan DiGeorge twong dbi da dang. S6
lwong bach cau cé thé tadng hodc gidm do
nguyén nhan nhiém trung ho&dc do suy giam
mién dich, dac biét 1a gidm bach cau lympho.
Giadm bach ciu lympho & bénh nhan DiGeorge
lién quan dén suy giam mién dich té bao do

TAP CHi NGHIEN CU’U Y HOC

gidm san hoac bat san tuyén wc.

Thiéu mau Ia biéu hién thwdng gap, chiém
ti 1&é 37,5% cac bénh nhan. Nhém 6 - 59 thang
co ti 1é thiéu mau la 42,9%, cao hon so v&i ti &
thiéu mau trong dan s chung ctia nhém nay 1a
19,6%." Tilé thiéu mau cao trong nhém nghién
ctu ctia chung t6i c6 thé bj &nh hwéng do ti
I& cao clia nhiém trung. M&t khac, thiéu mau
trong hoi chirng DiGeorge c6 thé lién quan dén
gidam hép thu do an uéng kém va cac bénh ly
tw mién.?

Giadm tiéu ciu véi dic trung tiéu cau 16n
l& mot biéu hién thwong gadp, tuy nhién khéng
twong quan v&i cac biéu hién tim mach hodc
suy gidm mién dich. Nguyén nhan cé thé do lién
quan dén mét doan gen GPIb hoéc lién quan
dén bénh ly tw mién do réi loan mién dich."®
Tuy nhién, nhin chung, gidm tiéu cau & hoi
chirng DiGeorge do béat thwong GPIb khong
gay gia tang nguy co chdy mau va khdng co y
nghia |am sang quan trong. Mét sé tac gia goi
y rang gidm tiéu ciu kém tang kich thudc tiéu
cau (= 8,6fL) co thé 1a diu hiéu goi y dé di tim
chan doan héi chirng DiGeorge & nhirng bénh
nhan cé tdn thwong tim mach.®

R6i loan mién dich dwoc ghi nhan kha cao
trong nghién ctru cta chung toi, voi ti & gidm
TCD 3,4,8 lan lwot 1a 75,7%, 86,5% va 48,6%.
Két qua trén twong tw Digilio va Campbell
nhwng cao hon tac gia Nissan. Theo nghién
clru clla Campbell va cong s, rdi loan mién
dich 1a biéu hién hay gap, chiém ti 1& 77%, 50%
bénh nhan cé quan thé té bao lympho T bét
thwdng.® Digilio (2005) nghién clru trén 165
tré& em mac hoi chirng Digeorge, nhan thay
c6 97/141 (69%) tré c6 suy gidm mién dich té
bao T.* Nissan mo ta ti 1& gidm CD 3, 4, 8 lan
lwot 1a 33%, 34% va 20%.° Suy gidm mién dich
trong hdi chirng DiGeorge chtl yéu do gidm san
tuyén (rc. Bat thwdng mién dich dich thé duoc
ghi nhan cha yéu trong nghién cru clia chiing
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toi la giam IgG, voi ti 1€ 12,7%. Campbell ghi
nhan 17% bénh nhan cé b4t thwérng mién dich
dich thé.?

Bénh &c tinh va cac bénh Iy tw mién ciing
da dwoc ghi nhan trong y van & bénh nhan
DiGeorge, voi ti 1€ 6%.2 Chung t6i c6 ghi nhan
1 trwdng hop xuét huyét gidm tiéu cau mién
dich. Tuy nhién, trong nghién clru cla ching
téi, chwa co trwdng hgp bénh ac tinh nao dwoc
ghi nhan.

V. KET LUAN

Hoi chirng DiGeorge & tré em cé biéu hién
ld&m sang da dang, vé&i triéu chirng lam sang
hay gap nhét 1a tén thuwong tim, co giat do ha
canxi va nhiém trang do suy giam mién dich.
Céc van dé vé cham phat trién thé chat va tam
than - van dong, di tat than - tiét niéu, tiéu hoa,
than kinh, thiéu mau va gidm tiéu cau ciing
thwdng gap, do d6 can duwgc danh gia day du
mot cach c6 hé théng & nhirng bénh nhan nay.
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Summary
CLINICAL CHARACTERISTICS AND INVESTIGATIONS OF
CHILDREN WITH DIGEORGE SYNDROME

DiGeorge syndrome (DGS), also known as 22q11.2 deletion syndrome, is a common genetic
disorder, with diverse clinical manifestations with the classic triads of congenital heart disease,
hypocalcemia due to hypoparathyroidism and immunodeficiency due to thymic abnormalities.
A retrospective descriptive study of 144 patients diagnosed with Digeorge syndrome by FISH at
Vietnam National Children's Hospital from January 2016 to July 2022 showed a median age of
diagnosis was 3 months (0 - 14 years old). Male/Female = 1/1. Main Congenital anomalies detected
were congenital heart diseases (95.8%), facial abnormalities (31.3%), congenital anomalies of
the nervous system (27.7%) and genitourinary abnormalities (18.3%). Other common clinical
manifestations included infections (77.1%), seizures (23.6%), growth retardation (50.7%) and
developmental disorders (21.5%). The rate of hypocalcaemia was 50%. Hypoparathyroidism occured
in 18/33 patients and was a common cause of hypocalcemia. Hematologic disorders included
anemia, lymphopenia, and thrombocytopenia. Immunodeficiency was seen in 86.5% of patients.

Keywords: DiGeorge syndrome (DGS), congenital heart disease, hypoparathyroidism,
hypocalcaemia, immunodeficiency, 22q11.2 deletion.
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