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HOI CH’'NG DIGEORGE O TRE SO’ SINH: BAO CAO CA PIEN HINH

TOM TAT

Hoi cerng DiGeorge (DGS) hay con goi la hoi
chu‘ng mat doan 22q11.2, la mot réi loan di truyen
thudng gap, bleu hién Iam sang da dang vGi tam
cerng kinh dién la tim bam sinh, ha canxi mau do suy
can glap va suy glam mién d|ch do bat thl.rdng tuyén
(rc. T6i bao cao moét tru‘dng hdp dién hinh: tré sd sinh,
2 thang tu0| vao vién vi sot, thg nhanh, tim. Xet
nghiém cé tinh trang nhiém trung, thi€u mau, ha canxi
mau. Siéu am tim phat hién tré cd bat terc‘ing doan
dong mach chu 1én, t&f chirng Fallot, di tat miéng sao;
lam xét nghlem FISH tai bénh vién Nhi trung ugng
phat hién mat doan 22q11 2 - héi cerng Digeorge.

T khda: hoi chimng DiGeorge (DGS), tim bam
sinh, suy can gidp, ha canxi, suy giam mién dich, mat
doan 22q11.2.

Danh muc tir viét tit: FISH (Fluorescence In
Situ Hydridization) - lai huynh quang tai chd, MLPA
(Multiplex Ligation-dependent Probe AmpIification) -
khuéch dai da doan do, Interrupted Aortic Arch — IAA
— gian doan cung dong mach chu.

SUMMARY
DIGEORGE SYNDROME IN INFANTS: A

TYPICAL CLINICAL CASE REPORT

DiGeorge syndrome (DGS), also known as
22q11.2 deletion syndrome, is a common genetic
disorder with diverse clinical manifestations with the
classic triad of congenital heart disease and
hypocalcemia due to hypoparathyroidism. and
immunodeficiency due to thymus abnormalities. I
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report a typical case: a newborn, 2 months old, was
admitted to the hospital because of fever, rapid
breathing, and cyanosis. Tests showed infection,
anemia, and hypocalcemia. Echocardiography detected
that the child had an abnormal ascending aorta,
tetralogy of Fallot, and cleft palate defects; FISH test
at the National Children's Hospital detected 22q11.2
deletion - Digeorge syndrome.

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

I. DAT VAN DE

Hoi chiing DiGeorge (DGS) hay con goi la hoi
chirng mat doan 22q11 2, la mot roi loan di
truyén thu’dng gap gay ra bdi mat doan trén
nhanh dai clia nhiém sic thé 22, véi ty 1é udc
tinh khoang 1/4000 dén 1/6000 tré sinh sbéng
[1]. Biéu hién Idm sang da dang nhung dic trung
b&i ba nhém triéu chling kinh dién bao gém di tat
tim mach, bat/thi€u san tuyén (c va ha calci mau
(do thiéu san tuyén can giap). Di tat tim mach la
di tit 16n va phS bién & tré mac hdi chiing
DiGeorge, ti 18 gap phai di tit cd thé 18n tSi 80%
[2]. Nhiing di tat tim mach hay gap nhat & bénh
nhan bao gém: gian doan déng mach chu type B
(Interrupted Aortic Arch type B), t&f chirng Fallot,
than chung déng mach, con 6ng dong mach, hep
ddng mach phdi vdi thdng lién that, con 6ng dong
mach, that phai hai dudng ra. Cac ton thuong tim
mach thuGng nang va gay tim sém cho tré sau khi
sinh. Ngoai ra, bénh nhin DiGeorge cé tén
thuong ngoai tim nhu by mat bat thudng, di tat
ham mat, suy can giap, suy giam mien dich, roi
loan phat trién va cac di tit 6 cd quan hd héap,
tiéu hoa, than kinh trung uong, than — tiét niéu va
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cd xuong khdp ciing dugc ghi nhan. Chan doan
xac dinh hoi chling DiGeorge hién nay co the dua
vao cic xét nghiém microarray nhiém séc thé
(CMA), khuéch dai da doan do (MLPA) va phan
tich muc tiéu (FISH) [3]. Xét nghiém lai huynh
quang tai chd (FISH) 1a mdt phudng phép hiéu
qua, nhanh chdng, gilp phat hién trén 90% cac
trudng hdp mac hdi ching DiGeorge va dang
dugc ap dung nhiéu trén lam sang Hién nay,
trong thuc hanh [dm sang van con bo sét chan
doan hoi chiing DiGeorge [4]. Do vay, trong
khudn khé bai bdo nay, toi xin md t& mot trudng
hap dién hinh tai vién dai hoc quéc gia Ha Noi vao
vién vi tim va d3 dudc chan doan méc tim bam
sinh trén hdi ching DiGeorge dé gilp cho céc bac
si ti€p can tét hon trong chan doan va diéu tri
bénh nhan DiGeorge.

Il. BAO CAO CA BENH
_Bénh nhi nam, 2 thang tudi, con lan 2, dé
mo, du thang, sau sinh tré co tim dugc siéu am

va phat hién tim bdm sinh 1a gidn doan déng
mach chu type B, t&f ching Fallot dugdc tu van ra
vién theo doi chd phau thuat. Tré thudng xuyen
tim khi khéc, chdm phét trién tinh than van
dong. bt néy, tré s6t cao, tim kém di ngoai
phan 16ng gia dinh dua di kham va nhap vién dai
hoc qudc gia Ha Noi. Tai nha tré dugc dung
Canxi D3 va kém theo chi dinh.

- Khdm vao vién: Tré tinh, mét nhiéu, quay
khoc, tang truang luc cd toan than. Da niém mac,
tai nhot, mbi va dau chi nhgt, SpO2 70%, so6t cao
39 d0, di ngoai phan long. Tuan hoan: tim déu,
tan s6 137 ck/p, théi tdm thu rd, refill > 2s. HO
hap: thd nhanh nong, rat 10m [6ng nguc +, ran
am rai rac phé trudng. Tiéu hod: Gan 2 cm dudi
b& sudn. Ti€u dugc 3mi/kg/h. Than kinh: tré qudy
khoc nhiéu, téng truong luc co toan than, khong
¢ triéu chirng cta hoi chiig nao chung. Ngoai ra
kham thay tré co di tat miéng sao.

Bang 1: Xét nghiém Idm sang khi nhap vién.

] Huyé’t hoc Sinh hoa Sinh hoc phan tir
Hix O c|atllJl:c4T'2063T1/3l| | Ure 2.5 mmol/l
. B%/c.h cau: / GOT(/:EQ%'%368T/3|I’{!5 U/l Pudc xét nghiém FISH xac dinh mat
21,09 G/I CRP 77,7 mg/l doan 22qg11.2 cla hoi chitng DiGeorge
o , v :
NL36?(’)Z/0/0 Canxi 1,89 mmol/l tai Bénh vién Nhi Trung uong
Ti6u cau: 592 G/| PTH 4,8 pg/mL

Hinh 1 Blen tlm ghi nhlp xoang, tan s6'128
ck/p, truc phai, tang ganh that phai

Hinh 2: Hinh anh X — quang cua bénh nhan
luc vao vién co bong tim to va dam mo

Hinh 3. Siéu dm tim

Quai dong mach chu quay trai, IAA type B,
Fallot 4 (thong lién that dudng kinh 14mm, shunt
2 chiéu; dong mach chu cuGi ngua trén vach lién
that; hep khit phdu va van dong mach cha,
chénh dp 61 mmHg, hai nhanh ddng mach phdi
kich thudc 6n, c6 hgp luu), that phai day, hd van
hai 1d — ba 1& mirc d6 nhe, con 6ng dong mach
dudng kinh 4,8 mm, shunt lién tuc, that trai
gian, chlfc ndng that trai giam nhe EF 50%.

Bénh nhan dugc chan doan |a viém phdi trén
bénh nhan DiGeorge gian doan déng mach chu
type B — tr chiing fallot — suy tim va dugc diéu
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tri khang sinh cung cac thuéc van mach va ho
trg suy tim khac, tinh trang dan cai thién nh|em
khudn sau 3 tuan. Bénh nhan cd chi dinh phau
thuat s(ra toan b6 vao dat sau.

I1l. BAN LUAN

Bénh nhan clda t6i dugc lam xét nghiém
FISH tai Bénh vién Nhi Trung udng cho két qua
xac dinh mat doan 22q11.2. HGi chirng DiGeorge
cd ton thuong ldm sang tim mach ddc trung
nguyén nhan chinh la do dot bién mat doan
22q11.2 lién quan dén viéc xoa doan khoang 40
gen va nhitng gen nay trong khu vuc phu trach
ki€u hinh tim mach nén gay ra nhiing di tat bénh
tim bam sinh gian doan quai ddng mach chu, t&
ching fallot, teo phdi kém thdng lién that, that
phai hai dudng ra, than chung déng mach [1]. Di
tat tim mach chi€m hon 2/3 cac truéng hop va la
ton thuong ndng né nhdt cla héi ching
DiGeorge [5]. Cac tén thuong tim trén bénh
nhan cua toi da gay ra con tim vdi cac yéu t6
khai phat nhu quay khéc, st cao va nhiém trliing
khién bénh nhan phai vao vién cap clu. Nguyen
nhan cua can tim la do co thdt dong mach phdi
dan dén gidm luu lugng méau 1én phdi, téng
lubng théng phai — trai.

Bénh nhan nhap vién trong tinh trang co
tang truong luc cd toan than nhung khong cé
biéu hién co gidt nhu nhitng bénh nhén
DiGeorge khac mac du cé hién tugng gidam nhe
canxi mau, cé thé do sau sinh bénh nhan dugc
ké va cé dung canxi d3 diéu tri déu theo dan.
Trong khi cac bénh nhan DiGeorge thudng cd
Idm sang dién hinh véi tinh trang co gidt gdp
khoang 23,6%, trong dé do ha canxi mau chiém
58,8% [6]. Cac nguyén nhan co giat con lai co
thé gdp la do di tit hé than kinh trung uong [3].

Ngoai tdn thuong tim mach, bénh nhan cé di
tat miéng sdo va bd mat bién dang dién hinh I3
tai thap, ché ham va khe moi, ham dudi nhé Iui
sau, hai mdt xa nhau, nhdn trung ngan. B3t
thudng vé xudng mat & DiGeorge chiém ti lé
khoang 54,4% theo nghién clu clia tac gia Lé
Thi Lieu [4]. Cac di tat tiét niéu — sinh duc trong
nghién clru ctia Campbell Ia 15 — 16% [7]. Cac
déc diém thudng gdp la than & nudc, bat san
than, than da nang. Cac di tat sinh duc gap & bé
trai nhiéu haon bé gai.

Trén bénh nhan cla toi con cd suy glam
mién dich béng chu‘ng la bénh nhan nhép vién
trong tinh trang s6t cao, marker viém tang cao,
Xquang cd tén thuong ph6i, dugc chan doan E
viém phdi va tinh trang cai thién sau khi diéu tri
khang sinh 1 tuan. R&i loan mién dich trén 144
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bénh nhan DiGeorge dugc ghi nhan theo nghién
cltu cla tac gia Bang Thi Ngoc Lan va céng su
tai Bénh vién Nhi Trung ugng nam 2022 vdéi ty I€
giam TCD 3,48 lan lugt a 75,7%, 86,5% va
48,6% [6]. Nguyén nhan suy giém mién dich
trong hoi ching DlGeorge chu yéu do giam san
tuyén (Uc. Bat terdng mién dich dich thé dugc
ghi nhan chd yéu do giam IgG.

Két qua xét nghiém sinh hoa trén bénh nhan
cling thé hién tinh trang ha canxi mau va giam
PTH diéu nay chi’ng minh c6 bi€u hién cua suy
tuyén can giap trén lam sang. Day ciing la mot
ton thuong hay gép & bénh nhan DiGeorge. Theo
nghién ctu clia Campbell 2018, mot nlra s6 bénh
nhan cé r6i loan ndi ti€t, bao gbm ha canxi
(50%) va suy can giap (54,5%) [7]. Biéu hién
ldm sang cla ha canxi mau thudng gap la co
giat, thd rit thanh quan, run chan tay va rdi loan
nhip tim, dugc ghi nhan phé bién hon & tré nho
so V@i tré I&n. Suy can gidp la nguyén nhan chinh
gay ra tinh trang ha canxi mau trong DiGeorge.
Ngoai ra, cac roi loan noi tiét khac nhu thi€u
hormone tang trudng a r6i loan chdc nang tuyén
giap da dudc bao cao trong y van.

Céac thay d6i trén xét nghiém huyét hoc &
bénh nhan DiGeorge cling tuong doi da dang. SG
lugng bach cau c6 th€ tdng hodc giam do
nguyen nhan nhiém trung hodc do suy giam
mién dich, dac biét la glam bach cau lympho.
Giam bach cau lympho & bénh nhan DiGeorge
lién quan dén suy gidm mien dich té€ bao do giam
san hodc bat san tuyén (c. Thiéu mau la biéu
hién thudng gdp chiém ty Ié 37,5% cac bénh
nhan [8]. Bénh nhan cula t6i tinh trang thi€u mau
§ mlc do nhe, cd thé ciling do anh hudng cla
nhiém trung. Tuy nhién, thi€u mau trong hdi
chiing DiGeorge c6 thé lién quan dén giam hap
thu do an udng kém va cac bénh ly tu mién. Mot
s8 trudng hgp ghi nhan gidam tiéu cau do bat
thudng lién quan dén mat doan gen GPIb. Mot
s8 tac gia dd ching minh rdng giam tiéu cau cla
DiGeorge khong lam tdng nguyén cG chay mau
va khong c¢d y nghia Iam sang quan trong, nhung
néu c6 giam tiéu ciu kém ting kich thudc ti€u
cau (=8,6fL) c6 thé 1a diu hiéu ggi y dé di tim
chan doan hdi chitng DiGeorge & bénh nhan cd
ton thuong tim mach [9]. Trén bénh nhan cla
toi khdng ghi nhdn giam tiéu cau, nhung 6 tinh
trang thi€u mau nhe, da niém mac coé nhgt khi
nhép vién. Tinh trang thi€u mau sau diéu tri
cling co6 cai thién khi bénh nhan dugc nuoi
dudng va b sung vitamin day du

Sau diéu tri nhiém triing 6n, bénh nhan sé&
dat stent giltr 6ng dong mach va ra vién nang dg
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thé trang, khi du diéu kién s& tién hanh phau
thuat stra toan bo ton thuang tim.

IV. KET LUAN

Hoéi chiing DiGeorge & tré em cd bi€u hién
lam sang da dang, vdi triéu chimng lam sang hay
gép nhat 1a tén thu’dng tim, rdi loan truong luc
cd do ha canxi mau va nhiém trung do suy giam
mién dich. Cac van d& khac cé thé gép 1a cham
phat trién tinh than van dong, di tat than — tiét
niéu, tiéu hod, than kinh, thi€u mau va giam tiéu
cau cling thudng gap, do d6 can dugc danh gia
day du mot cach cé hé thong & nhitng bénh
nhan nay.
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NGHIEN CU'U CHI PHI TRU'C TIEP Y TE CUA NGU'O'T BENH
HEN PHE QUAN DIEU TRI NOI TRU TAI BENH VIEN PA KHOA
THANH PHO NGA BAY TiNH HAU GIANG NAM 2023

Nguyén Xuin Hwong!, Tran Thi Tuyét Phung?, Dwong Xuin Chii?

TOM TAT

Pat van deé: Hen phe quan la mot ganh nang
kinh t€ ddi véi nhidu nuGc trén thé gldl va ca @ Viét
Nam. Viéc t|m h|eu vé chi phi truc tiép y t& clia bénh
hen phé& quan 1a van dé can dudc quan tdm. Muc tiéu
nghién ciru: phan tich chi phi truc tiép y t& va mot s§
y€u to lién quan dén chi phi truc ti€p y t€ cla ngudi
bénh hen phé quan diéu tri ndi trd tai Bénh vién ba
khoa Thanh phd Nga Bay tinh Hau Giang nam 2023.
P6i tugng va phuong phap nghién ciru: nghién
cufu moO ta cat ngang ti€n hanh trén 122 h6 sd bénh
an, héa don, dir liéu thanh toan chi ph| clia ngerl
benh dugc chan dodn méc hen phé quan diéu tri noi
trl c6 tham gia bao hiém y t& (BHYT) tai Bénh vién ba
khoa Thanh phé Ng3 Bay tinh Hau Giang tir thang
01/2023 dén thang 05/2023. S6 liéu dugc thu thap, xtr
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Iy bang phan mém Excel 2016 va SPSS 20.0. Két qua:
tong chi phi truc tiép y t& 1a 280.965.238 VND, chi phi
truc ti€p y té trung binh/ngudi bénh la 2302 994
VND. Chi phi giuGng chiém da s6 (48,3%), ké dén la
chi ph| thubc (28,6%). Chi ph| truc tlep y t€ do BHYT
chi tra chiém dén 91,6%. Cac yéu t6 nhu gidi tinh,
nhém tudi, s6 ngay dleu tri va két qua diéu tri co I|en
quan dén ch| phi truc tlep y té€ chung (p<0, 05). Két
luan: Trong diéu tri nGi tra thi chi phi glerng va chi
ph| thudc chlem phan Idn Chi phi truc ti€p Y té cla
ngudi bénh ndi trd mac hen phé quan da s6 la do
BHYT chi tra. Ta&r khod: chi phi truc tiép y t&, hen phé
quan, ngudi bénh ndi trd, bénh vién, Viét Nam.

SUMMARY
RESEARCH ON DIRECT MEDICAL COSTS OF
ASTHMA INPATIENTS AT NGA BAY CITY
GENERAL HOSPITAL IN HAU GIANG

PROVINCE IN 2023
Background: asthma is an economic burden for
many countries around the world and also in Vietnam.
Studying about the direct medical costs of asthma is a
matter of concern. Objectives: identifying the direct
medical costs and factors related to direct medical
costs of asthma inpatients in Nga Bay city general
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