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dich vAn chua dugc biét rd va khong c6 cach
phong nglra hay chita tri ndo [5, 8]. Phau thuat
6 thé 1am gidm céc triéu chling do chén ép. Vai
tro clia cac thu thuat dat shunt dang bi nghi
ngd, va gén day viéc dat ching dudc coi la giai
phap cudi cung [2, 5, 8]. Mdc du viéc chén doan
bénh ngay nay dé dang hon do su phé bién cla
chup MRI, nhung rét khé dé€ quyét dinh chién
lugc diéu tri t6i uu nao cho tu’ng bénh nhan
riéng ré. Cac cudc tranh luan van ludn xay ra
xoay quanh viéc kiém sodat thoat vi ndo va bién
chirng ctia bénh va phén I6n 1a do chua hiéu biét
rd rang vé lich si phat trién tu nhién cla bénh
nay. [5-6, 8].

IV. KET LUAN

Syringomyelia la m6ét bénh man tinh & tuy
hi€m gdp. Nguyén nhan gady bénh ngay nay van
chua hoan toan dugc biét ro. Bénh cd cac triéu
chitng md hd va khong ddc hiéu nén rat khéd
khdn trong chan doan. Néu ching ta quan tdm
va hiéu biét vé& bénh nay, cé thé ching ta sé
chan doan va diéu tri s6m dugc cho ngudi bénh,
gilp tranh cac bién chiing nang né lam giam
chat lugng cubc sbng cha ngudi bénh, tranh
dugc tan tat hoac tlr vong.
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TOM TAT

Hoi chu‘ng DiGeorge (DGS) Ia mat doan nho
nhiém sic thé thudng gdp chu yeu do mat doan
22911 2, vdi bidu hién di terdng vé tim, suy glam
mien d|ch bd mat bat thu‘dng, thiéu san hoac bat san
tuyen ufc bat thu’dng vom ham, cham phat trién va ha
canxi mau. Muc tiéu: Mo ta cac dac diém lam sang
clia cc trudng hgp thai dugc chdn dodn médc hdi
chiing Digeorge. P&i tudng va phuong phap
nghién ctru: 26 thai phu dén khédm tai Trung tam
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Sang loc, Chan doén trudc sinh va so sinh, Bénh vién
Phu san Ha Noi dudc chan doan thai mac hoi chl,rng
DiGeorge bing ki thuat Prenatal BoBs. Két qua:
23/26 truGng hgp cd di tat tim mach (t& ching Fallot,
bat thudng cung ddéng mach cht, than chung dong
mach, chuyén géc dong mach), 2 trudng hgp bién thé
giai phau déng mach dudi don phai lac cho, 1 trudng
hop b6 13 nguSi mac DGS. 100% tru’<‘5n9 h<_5p thai DGS
la do mat doan 22q11.2; khong ¢6 trudng hgp nao do
mat doan 10p14. Ket Iuan Xét nghiém Prenatal Bobs
I3 xét nghiém c6 gia tri trong chan doan cac bat
thudng di truyén, ddc biét 1a hoi cerng DGS do mat
doan 22q11.2. Céc b4t thu‘dng situ am cé mdGi lién
quan chat ché dén thai mac hdi cerng DGS la dj tat
tim, dac biét la bat thufdng vung than nén. Bong mach
dudi don pha| lac cho va khdm l&am sang tim kiém cac
dau hiéu goi y dén bd/me Ia ngudi méc DGS nén dugc
xem xét can than trong chan doén trudc sinh DGS.
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Ta khoa: HOi ching Digeorge, 22q11.2, bat
thudng siéu am, di tat tim, prenatal Bobs

SUMMARY
REVIEW OF PRENATAL DIAGNOSIS
RESULTS OF DIGEORGE SYNDROME AT
HANOI OBSTETRICS AND GYNECOLOGY
HOSPITAL
DiGeorge syndrome (DGS) is a common
microdeletion syndrome caused by a deletion of
22q11.2. Clinical symptoms of DGS include cardiac
defects, abnormal facial features, thymic hypoplasia,
cleft palate, and hypocalcemia. Objective: describe
the clinical characteristics of fetuses diagnosed with
DGS. Subject-Methodology: A cross-sectional
descriptive study in 26 fetuses diagnosed with DGS
using the Prenatal BoBs was studied. Result:
amongst the 26 fetal cases, 23 had congenital heart
defects, 2 had aberrant right subclavian artery, and 1
had a father with DGS. All DGS cases in fetuses were
due to the deletion of 22q11.2 and no DGS case with
deletion of 10p14 was observed. Conclusion: the
diagnostic capability of the Prenatal Bobs test in
diagnosing DiGeorge syndrome caused by 22qi11.2
deletion is confirmed. The most common ultrasound
abnormalities of DGS fetuses is abnormal heart
defects, especially conotruncal abnormalities. Aberrant
right subclavian artery and clinical features that
suspects the parents have DGS should be carefully
considered. Keywords: DiGeorge syndrome, 22q11.2,
ultrasound abnormality, heart defect, prenatal-Bobs

I. DAT VAN DBE

Hoi chitng DiGeorge (DGS)- hay con c6 mot
s tén goi khac nhu hdi chirng Velocardiofacial,
CATCH 22 - la mét r6i loan bam sinh chl yéu la
do mat doan 22q11.2 (DGS1), mét ty I1€ nhd do
mat doan 10p14 (DGS2). Pay la hoi chu’ng mat
doan nhiém sic thé phd bién nhat & ngudi (1
trén 4000 ca sinh sdng), la nguyén nhan phd
bién th(r hai gdy cham phat trién tri tué va bénh
tim bam sinh nghiém trong sau hdi chitng Down,
chiém khoang 2,4% s6 ngudi bi chdm phat trién
va chiém khoang 10% dén 15% s6 bénh nhéan
mac tr ching Fallot [1]. Khoang 90% truGng
hgp thai DGS la dot bién méi xuat hién, 10% con
lai mat doan la do di truyén tir cha me. Biéu hién
ki€u hinh ctia 22q11.2 DGS dugc biét Ia rét khac
nhau. Cac ddc diém cta DGS bao gom di tat tim,
suy gidam mién dich, bd mé&t bat thudng, thiéu
san hodc bat san tuyén (rc, bat thudng vom
ham, chdm phat trién va ha canxi mau. Cham
phat trién tri tué va khd khdn trong hoc tap
thudng gap & bénh nhan DGS; 10 dén 15%
bénh nhan bi réi loan tdm than. Do dd, chén
doan trudc sinh vé tinh trang nay la can
thiét. Chi dinh chdn doéan trudc sinh hdi chling
DGS dat ra trong cac trudng hgp thai cé bat
thudng hinh thai trén siéu am, dac biét la di tat

tim. Cac Ki thudt chan doén trudc sinh nhu lai
huynh quang tai cho (FISH), Prenatal-BOBs,
Microarray déu c6 thé chan doan DGS.

Muc tiéu nghién ciru: M5 t3 cdc dic diém
18m sang cua cac truong hop thai duoc chan
dodn mac hdi chung Digeorge.

II. DOl TUQONG VA PHUONG PHAP NGHIEN CU'U

Doi tugng nghién ciru: Nhimg trudng hdp
thai dugc chan doan hdi chiing DiGeorge tr mau
dich 6i tai Trung tdm sang loc Chan doén trudc
sinh va sd sinh Bénh vién Phu san Ha Noi.

Thdi gian nghién ciru: TU thang 8 ndm
2017 dén thang 8 nam 2021.

Thiét ké& nghién clru: mo ta cat ngang

Cac budc tién hanh nghién clru: Cac thai phu
c6 chi dinh chan doan trudc sinh dudc khai thac
tién str, bénh sir, kham lam sang, siéu am hoi
chan,tu van I8y dich &i thuc hién cac xét nghiém
di truyén tur 16 tuan — 27 tuan. Mau dich 6i thu
dugc sé dugc chi dinh lam cac xét nghiém di
truyén t€ bao va di truyén phan t&r bao gom xét
nghiém Prenatal-Bobs.

Bién s0 nghién cru: tién s ban than 2 vg
chdng, tién st gia dinh, tudi thai tai thdi diém
choc 6i, tudi thai phu, két qua siéu dm thai va
két qua di truyén.

Il. KET QUA NGHIEN cUU

Tudi trung binh clia thai phu trong nghién cltu
la 24.8+2.90 tudi, thdp nhat 19 tudi, cao nhat 43
tudi, chi 2/26 trudng hap thai phu trén 35 tudi.

Tuan thai choc 6i trung binh 21.7+3.15 tuan,
thap nhat la 17w va cao nhat la 27w3d.

Bang 1: Chi dinh choc 6i cua cdc truong
hop thai duoc chdn doén héi chiing Digeorge

. e Ty lé
Chi dinh choc oi n (%)

Bd/me la ngu'di mac héi chirng 1l 38
Digeorge '

DOng mach dugi don P lac cho 2| 7.7

2

T chirng Fallot 12/46.2
Thong lién t_hat + bénh ly 31115
Di tat tim quai BMC
P Bénh ly quai BMC 3/11.5
Than chung dong mach |2| 7.7
Chuyén géc PM 1] 3.8
Di tat tim [T ching Fallot+ thiéu san 1| 38
két hop vdi thly nhong :
bat thudng|Fallot+ hd vom ham khong 1] 3.8
khac kém hd moi '
Tong 26/100%

Chi dinh xét nghiém dich 6i: 23 truGng hdp
thai c6 di tat tim, 2 trudng hgp bién thé giai
phau DM dudi don P lac cho, 1 trudng hgp bd la
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ngudi mac DGS.

—- =

13C1; 62 13912 1.00 0.9 38.744- 238,911
13C2; 83 1314 0.97 0o9 42155 42 301
13C3; 64 13q14 0.98 1.00 45227- 45 407
13C4; 65 13q14 1.08 111 47 795 47 976
13C5; 66 1321 1.01 1.01 58730 58 802
18C1; 87 18p11 0.95 096 2735 2008
18C2; 6B 18p11 0.99 0.96 1398014 143
18C3; 68 18q12 1.01 098 30.827- 30 986
18C4; 70 18921 1.00 0.96 51861- 52034
18C8; 72 18q22 1.03 0.98 G1.790- 61.971
21C1; 74 21922 0.95 0az2 32208- 32 373
21C2; 75 21q22 1.00 1.00 34 661- 24,820
21C3; 78 2122 1.00 101 36220-06.272
21C4; 77 21922 097 oa7 43 556- 43 770
21C5; 78 21g22 0.99 0.99 A44.146- 44.211
AUTO1; 656 2p12 0.9 1.00 78305 78 456
AUTOZ; 56 4p12 0.99 098 4B8.049- 48 241
AUTO2; 57 6q14 0.99 1.01 TBETE-TB.T51
AUTO4; 58 10p11 1.07 107 33373 33522
AUTOS; 59 12p13 099 098 11.520-11.740
AUTOE; 61 14911 1.02 1.03 19.571- 1971
CDC1; 8 5pi6 0.95 096 30585 3214
CDC2; 9 5p15 088 087 4.545 4. 707
cDea; 10 5p18 0.97 0.08 5879 6.020
coc4; 11 5p16 1.01 na7 BA57- 6533
CDCE; 12 5p15 0.99 1.00 B165- 8312
cDce; 13 5p18 1.05 1.03 9.086- 9240
CDCT; 14 6p16 1.02 103 0 &55- 10.044
COCcs; 15 5p18 1.00 1.01 10622-10.774
DGS1; 16 22911 0,74 070 17.736-17.777
DGS2; 17 2211 0&3 0.80 17865 18040
DGSY; 18 2211 0.82 079 1807218287
DG S54: 19 22911 072 070 168.138- 18,200
DIG1; 20 10p14 0.95 093 10655 10,781
DiG2; 21 10p14 0.98 0.96 11.193- 11258
DiG3; 22 10p14 0.97 087 11.409- 11.592
DIG4; 80 10p14 1.05 103 12011- 12 206
LG S1; 91 8g23 0.95 0495 116.388- 116 655
LG S2; 23 823 0.99 099 116.555- 116.738
LGS3; 24 8g23 1.06 107 116.804- 116 052
LG 54; 28 aq22 1.03 103 117.604-117.728
LG S5; 26 Bg24 1.03 106 118527-118.723
LG 86; 27 Bg24 0.99 098 118.757- 118 040
LGST; 83 B8g24 1.06 1 08 119.107- 119260

0 0.5 1

1.5 2

Hinh 1. Ky thuét Prenatal BoBs chdn doan hdi chirng DiGeorge mat doan 22q11.2

Tat ca@ 26/26 trudng hogp DGS la do mat
doan 22q11.2

IV. BAN LUAN

Trong nghién cltu cla ching tdi, tudi thai
phu trung binh 24.8+2.90 tuGi, thdp nhat 19
tudi, cao nhat 43 tudi, chi 2/26 trudng hop thai
phu trén 35 tudi, diéu nay cd thé dugc giai thich
do khdng giéng nhu cac thé di bdi (vi du Trisomy
21) thudng xay ra vdi thai phu 16n tudi, cac hdi
chirng vi mét doan khéng phu thudc vao dd tudi
mang thai clla ngudi me. Tac gia Delio va cdng
su’ nghién c(ru trén 1891 thai phu mang thai mac
hdi chiing DiGeorge ciing thdy rang nguy cd mac
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hoi chirng DiGeorge cua thai khong tang theo
tudi me [2].

TuGi thai trung binh tai th&i diém choc &i
21.7+3.15 tuan, thap nhat la 17w va cao nhat la
27w. Tudi thai I6n thudng lién quan 16n dén thoi
diém phat hién b4t thudng tim trén siéu 4m quy
2 (18-22 tuan).

Viung 22q11.2 ma hda cho khoang 40 gen
khac nhau, trong dd, mét trong nhitng gen co
mdi tuong quan chl yéu véi cac kiéu hinh cla
hoi chirng DGS la TBX1, thudc yéu t6 phién ma
thudc ho T-box. TBX1 c¢d lién quan dén su phat
trién cla tdm that phai va hinh nén déng mach,
diéu nay cd thé giai thich cac ddc diém tim mach
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thudng thay trong DGS. Hon nita, gen nay ddong
mot vai tro quan trong trong su’ hinh thanh cla
trung bi, ndi bi va ngoai bi hau hong. Mat TBX1
lién quan dén su bat thudng vé vi tri gidi phau
cla tuyén (c, hau hong va ving ham dugi [3].
M6t gen lién quan khac la DGCR8, ma hda ti€u
don vi b vi xr ly DGCR8, mét protein RNA sgi
d6i lam trung gian cho quéa trinh tdng hgp mot
s6 miRNA. Thi€u DGCR8 lam thay ddi sy biéu
hién cua cac gen lan can vdi cac gen & vung bi
xda, tao diéu kién thuan Igi cho cac biéu hién
tam than lién quan dén hoi chirng nay.

Trong nghién cru nay, 21/26 cac trudng hgp
thai mac hdi chiing DGS c6 cac bat thudng tim
mach vung than nén nhu: tr chirng Fallot, bat
thuGng cung dong mach chu, than chung dong
mach, chuyen goc dong mach. Mat TBX1 dan
dén giam san vung tao tim th{ phat (second
heart field) dan dén dudng ra cla tim ngan hep
va thdn chung dong mach. Budng ra cla tim
ngdn va hep giai thich cho tinh trang teo dong
mach phai lién quan dén t& ching Fallot thudng
dugc quan sat thdy 6 nhitng bénh nhan mac hoi
chirng DGS [4].

TBX1 ddéng mét vai trd phat trién quan trong
trong viéc hinh thanh mot s6 hé thong co quan
c6 ngudn goc tir mao than kinh bao gom ca hé
thong tim mach. Trong thdi ky mang thai, cac
cap dong mach cung nhanh hinh thanh va tat ca
cac dong mach cung dudi phat trién ddi xing.
Sau do, ching trai qua qua trinh stfa chira manh
mé dé thiét 1ap hé théng tudn hoan bat ddi x(ing
cla phéi thai. Viéc sira chita cung dong mach
chu doi hdi sy hién dién cla cac t€ bao mao
than kinh tim. Trong héi chiing DGS, mat doan
22q11.2 chira TBX1 gay ra rdi loan phét trién do

thi€u hut hodc di chuyén khéng dung clia cac té

bao mao than kinh tim. Cac bat thuGng cung
dong mach chu trong héi chiftng DGS nhu gian
doan quai dong mach chu, hep eo dong mach
chll hodc cung dong mach chd do6i dugc ly giai
do mat doan chira gen TBX1 nay [5].

Pong mach dugi don phai lac chd don ddc
chdng t6i gap trong 2 trudng hgp thai DGS. Day
dugc coi la mdt bién thé binh thudng & ngudi,
nhung c6 thé tdng nguy co cac bat thudng di
truyén. Mustafa va cong su’ bao cao 6/66 trudng
hgp thai dong mach dudi don phai lac cho dan
doc cé bat thudng di truyén bao gobm 2 trudng
hdp thai mdc DGS, 2 thai mac hdi chiing Down,
2 thai mac hdi ching Turner [6]. V&i két qua nay
ggi y rang cac thai cé bat thudng déng mach
dudi don don ddc nén dugc chan doan di truyén
bao gdbm ca hdi chitng DGS.

Trong qua trinh hinh thanh vom miéng, cac

thém vom miéng phat trién hai bén tir cac phan
bén trong cla ham trén va hgp nhat phia trén
luBi dé€ tao thanh vom miéng nguyén ven. TBX1
diéu chinh su’ cdn bang gitra su tang sinh va biét
hoda clia t€ bao sirng va rat can thiét cho su két
hdp vom miéng va su biét hda niém mac miéng.
Trong hoi chifng DGS, su phan chia, két dinh bi
suy giam cta bi€u mo miéng cung véi su phat
trién trung mé vom miéng bi tén thuong la
nguyén nhan cd ban géy ra hd khiu cdi mém va
hd ham dudi niém mac [3]. Trong nghién cltu
nay chdng téi chi gap 1 trudng hdp hd vom
(khdng kem st moi), ty 1€ nay thap hon nhiéu
ty 1& sit mdi hd ham trong chan doan sau sinh
(28 5%)[7]. Ly giai cho diéu nay, chung toi thay
rang trong chan doan trudc sinh cd thé bo sot
cac bat thudng vom miéng khd quan sat thay
trén siéu am nhu ché IuGi ga, hd ham dudi niém
mac (submucosal cleft palate) - loai bt thuGng
vom ham rat thudng gap trong DGS. Trong cac
nghién cru sau sinh cac trudng hop DGS, 22.8%
bénh nhan bi hd ham dudi niém mac, 4.4% bi
hd ham don thuan, 0.8% sUt m6i don thuan
hodc st moi kém hé ham [7].

Tuong tu, cac bat thuGng hé than kinh cling
it gdp trong chan doan trudc sinh hdi chiing
DGS, Trong nghién clfu cla chdng t6i chi gap 1
trudng hgp thiéu san thiy nhdng ti€u ndo.
Lauren va cong su danh gia két qua chup cong
hudng tir so ndo G 24 tré em mac hdi ching
DGS, cling phat hién mét trudng hop co thiéu
san thuy nhéng [8]. Mdc du da cd su phd bién
rong rai vé cac van dé vé cham phét trién va tam
than kinh trong hdi chiing nay, nhung mdi tuang
quan Vé giai phau than kinh trong hoi chiing
DGS van chua dugc hiéu rd.

25/26 trudng hop thai mdc hdi chirng DGS
trong nghién cu néy la dot bi€n mdi phat sinh.
Su xuat hién cua viéc mat doan 22q11.2 ¢6 lién
quan dén cdu truc cla ving nhiém sic thé
22q11.2. Cac trinh tu I3p lai sao chep thap c6 do
tu’dng dong cao 1am cho viing nay déc biét dé bj
sap xép lai khi trao ddi chéo trong glam phan va
do d6 trao ddi _gilta cac nhiém sic thé bat
thudng (tdi t6 hgp tudng ddng khong
allelic). Cac trinh ty nay bao gém cac phan xda
22q11.2 phd bién va xéac dinh cac diém ding
chung. Day la ly do vi sao DGS la hoi chirng mat
doan phé bién nhat va da sd la dot bién mdi
phat sinh. Trong nghién clfu nay ching toi cling
gap mot trudng hop thai DGS di truyén tir ngudi
cha c6 biéu hién ki€u hinh nhe. Ngugi b cd tién
st di tat tim thong lién that da phau thuét,
thudng xuyén mdc cac bénh nhiém trung giai
doan tré nho, tri tué chdm phat trién mdc do
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nhe, va tinh cach nhit nhat, ngai giao ti€p.
Ngugi cha dugc lam xét nghiém Microarray xac
nhan mat doan 2.54Mb 22q11.21 lién quan dén
ki€u hinh hdi chiing DGS. Véi nhiing trudng hop
bd/me la ngudi mac hoi chirng DGS, 50% s6 con
ctia ho cd nguy c6 mac bénh. Do d6, kham Idm
sang G cha me, khai thac tién st va tu van di
truyén sinh san la can thiét.

V. KET LUAN

Xét nghiém Prenatal Bobs la xét nghiém co
gia tri trong chan doan cac bat thudng di truyén,
dac biét la hoi chirng DGS do mat doan 22q11.2.
Cac bat thugng siéu am c6 maGi lién quan chat
ch& dén thai méc hdi chirng DGS la di tat tim,
dac biét la bat thuGng vung than nén nhu tlr
chiing Fallot, bat thudng cung dong mach chu,
than chung déng mach, chuyén gdc déng mach.
Ngoai ra, dong mach dudi don phai lac cho va
kham ldm sang tim ki€ém cac dau hiéu ggi y dén
b/me la ngudi mc DGS nén dugdc xem xét can
than trong chan doan trudc sinh DGS.
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PAC PIEM LAM SANG, CAN LAM SANG CUA BENH MAY PAY MAN TiNH
Huynh Thi Nhw Huyén!, Huynh Thi Xuin Tam?

TOM TAT.

bat van dé: May day man tinh (CU: Chronic
Urtlcarla) anh erdng dén khoang 1% dan s6 trén toan
thé gidi. a co thé cé tac dong manh mé den chat
lugng cudc song (CLCS), cong viéc, gia dinh va xa hoi.
Can nguyén va cd ché bénh sinh clia CU rét phtc tap.
Hién tai, ¢ Viét Nam chua cé nhiéu cong trinh nghlen
clit vé CU. Do do, chung t6i da thuc hién nghlen clru
nay. Muc tiéu: Mo ta dac diém [am sang, can lam
sang cta bénh nhan may day man tinh. Déi tuong
va phuong phap nghién ciru: Nghién cliu cdt
ngang mo ta 112 bénh nhan CU dén kham va diéu tri
tai bénh vién Da lieu thanh phd Can Thg tir thang
06/2023 dén thang 12/2023. Cac bénh nhan dugc thu
thép bénh st va kham Iam sang, thuc hién can lam
sang tai Bénh vién Da L|eu thanh ph6é Can Tha. Ket
qua: 112 benh nhan may day man tinh véi 47 nam va
65 nit, dd tudi trung binh la 25,1 + 18,0 tudi.Triéu
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chiing sén phu va nglta xuét hién & 100% bénh nhén,
phu mach chi€ém 9,8%, bubn nbn chiém 6,3%, sot
chlem 4,5%, dau bung chiém 1,8%. Diém hoat dong
cla bénh (UAS) co trung vi Ia 4,6[2; 6] Diém chat
lugng cudc séng ¢ BN CU (CU-Q20L) c6 trung vi I3
96,7 [68;110]. K&t luan: CU 1a mét bénh thudng gap,
c6 can nguyén phic tap, anh erc’fng nhiéu dén sic
khoe va chat lugng cudc song cua bénh nhan. Bénh
thudng gap o} gldl nlr nh|eu hon nam, khai phat sém,
thudng gap nhat ¢ Ia tudi <18. Dlem UAS c6 trung vi
ld 4,6[2;6]. Piém CU-Q20oL c¢6 trung vi la 96,7
[68;110]. Xét nghiém huyét hoc trong CU thu’dng
trong gidi han binh thudng.

Tur khoa: May day man tinh, dic diém 1am sang,
can lam sang, UAS, CU-Q2oL.

SUMMARY
CLINICAL AND PARACLINICAL

CHARACTERISTICS OF CHRONIC URTICARIA

Background: Chronic urticaria (CU) affects
approximately 1% of the population worldwide. CU
can have a strong impact on quality of life (QOL),
work, family and society. The etiology and
pathogenesis of CU are complex. Currently, in
Vietnam, there are not many studies on CU.
Therefore, we conducted this study. Objective:
Describe clinical and paraclinical characteristics in



