BAO CAO CA BENH

BAO CAO CA LAM SANG HIEM GAP GIAN DONG TU BAM SINH
TREN TRE CO BENH LY TIM BAM SINH

Nguyén Tudn Hoang’, Nguyén Dinh Chién
Bénh vién Nhi Trung uong

TOM TAT

Ddt vdn dé: Gidn dong t&r bdm sinh duoc dinh nghia la tinh trang thiéu co thdt méng mdt
rdt hiém khi xdy ra va thudng biéu hién trdi trén nhiém sdc thé. Cdc nghién cuu cho thdy tinh
trang nay do doét bién gen ACTA2, R179H. Diéu nay gdy ra héi ching réi loan chiic ndng co tron
da co quan trén khdp co thé, dén dén cdc bénh ly & tim mach, tiéu héa, déng td,...

Bdo cdo ca bénh: Chung téi bdo cdo truong hop bénh nhdn ni 2 thdng vao vién véi chdn
dodn stia bénh ly clia sé chi phé véi dudng kinh phia chd 15.3mm, dudng kinh phia phéi
13.5mm, dai 1.6mm. Bénh nhéan duoc phdu thudt vd ctia sé chd phé thanh céng véi téng thdi
gian chay mdy la 79 phut, cdp cha 39 phat, lowflow 22 phat, bdo hoa oxy néo thdp nhdt trong
toan cuéc mé la 53. Kiém tra déng tr bénh nhdn sau mé va sau khi cai mdy thé thdy phdn xa
dnh sdng kém, kich thudc 3-4mm. Bénh nhdn duoc theo do6i tiép tai khoa héi surc, tiép xuc tét,
phan ung lai l6i n6i, khéng c6 ddu hiéu thdn kinh khu trd, tén thuong than kinh.

Ban ludn: Qua ca Idm sang nay, ching téi hoi ciu lai vé Idm sang va két qua diéu tri trong y
vdn va thdy tinh trang nay rdt dé bj bé qua va nhdm lan trong qud trinh tham khdm va diéu tri.
Trong phau thudt tim hé, di ciing véi sira chita cdc tén thuong cta tim thi viéc phong trdnh cdc
tai bién va bién ching ctia cuéc mé nhu chdy mdu, than kinh,... rdt quan trong.

Két lugn: Qua ca bénh ndy, ching téi muén nhdn manh viéc khdm va sang loc bénh nhén
dé phat hién cdc di tét bam sinh vi khi cdc tai bién hodic cdc dién bién vé than kinh ciing nhu cdc
vdn dé khdc xay ra c6 thé xdc dinh dugc chién lugc diéu tri mét cdch chinh xdc.

Tirkhéa: Gién déng tir bdm sinh, phdu thudt tim hé, réi loan chiic ndng co tron da co quan.

BILATERAL CONGENITAL MYDRIASIS IN A CHILD WITH CONGENITAL HEART
DISEASE: A CASE REPORT

Nguyen Tuan Hoang’, Nguyen Dinh Chien
Vietnam National Children’s Hospital

Background: Congenital mydriasis is a rare condition characterized by the absence of
the iris sphincter muscle, typically showing autosomal dominant inheritance. Studies show
that this condition is caused by an ACTA2 R179H gene mutation, resulting in a multisystemic
smooth muscle dysfunction syndrome that affects multiple organs throughout the body,
leading to cardiovascular, gastrointestinal, and pupillary abnormalities.

Case report: We present the case of a 2-month-old female admitted with a diagnosis
of aortopulmonary window (APW), with a proximal aortic diameter of 15.3mm, a proximal
pulmonary artery diameter of 13.5mm, length of 1.6mm.The patient successfully underwent
surgical closure of APW with 79 minutes of bypass, aortic cross-clamp time of 39 minutes,
low-flow duration of 22 minutes, and the lowest intraoperative cerebral oxygen saturation
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of 53. Postoperative check shows that patients had poor light reflexes with pupillary
diameters of 3-4mm. The patient was extubated in the SICU, remained alert and responsive
to verbal stimuli, and showed no focal neurological signs or deficits.

Discussion: Through this case, we reviewed the literature on clinical and treatment
outcomes and found that the condition is often easily overlooked or misdiagnosed during
routine examinations and treatment. In open-heart surgery, alongside repairing structural
cardiac defects, the prevention of perioperative complications such as bleeding and
neurological injury is crucial.

Conclusions: This case highlights the importance of thorough preoperative screening
for rare ocular findings such as congenital mydriasis, particularly in patients undergoing
open-heart procedures. When neurological complications occur, determining the cause
and treatment strategy becomes challenging without thorough preoperative screening

and monitoring.

Keywords: Congenital mydriasis, Open-heart surgery, multisystemic smooth muscle

dysfunction syndrome

I.TONG QUAN

Gidn déng t bam sinh la tinh trang gian
bat thudng clia dong t do thiéu co that méng
mat[6]. Dong ti bénh nhan gidm phan xa véi énh
sang va kich thudc thudng khong ¢ su khac biét
khi ti€p xuc véi anh sang. Tinh trang nay cung
Vv3i cac di tat tim badm sinh nhu 8ng déng mach,
bénh mach vanh va su bat hoat clia ca tron trong
cac co quan khac dugc bao cdo trong héi chiing
réi loan chiic nang co tron da co quan [3]. Cac
nghién ctiu cho thdy hoi chiing nay la do dot
bién trong gene ACTA2 [3, 2]. Thanh cla déng
mach va cac tang rébng c6 cac Iép co tron thu
co bop dé hoat déng cac chiic nang khac nhau
cUa cac cd quan nay. Cac té bao co tran nay cling
dugc tim thay trong mong mat, 6ng dan [§,...
Mac du chidng khac nhau vé nguén géc va tinh
chat sinh ly nhung déu chung dang déng phan
dac hiéu cta protein co bép a-actin (ACTA2) [4].

DaGi v6i bénh nhan phau thuat tim hé, sau mé
6 tinh trang gian dong t ma khong kiém tra va
phat hién trudc thi sé rat khé dé phan biét gilra
ton thuong ndo bd va hoi ching réi loan chic
nang co tron da co quan va cé thé dan dén sai
phuong hudng diéu tri/ hoi siic do nham lan
VGi cac tai bién trong phau thuat tim hé va chay
may tim phdi nhan tao. Do d6, ching téi xin bao
cdo mot trudng hgp gian déng ti bam sinh trén
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bénh nhan tim bam sinh da dugc phau thuat tim
thanh cong va héi ctu laiy van.
11.BAO CAO CA BENH

Bénh nhan n(, 2 thang tudi, vao vién phau
thuat tim h& sta cfa s6 ch( phé. Chiéu cao:
52cm, can ndng: 4kg, dién tich: 0,23m?2. Trudc mé
bénh tu thg, tiép xuc tét, khong phat hién cac
dau hiéu bat thudng khac. Hinh anh siéu am tim
danh gia con 6ng dong mach 16n dang clra s6
chu phé, dudng kinh phia cht 15,3mm, dudng
kinh phia ph&i 13,5mm, dai 1,6mm - ASD - Chic
nang tam thu that trai giam trung binh - Theo
do6i bat thusng xuat phat ddng mach vanh trai tu
déng mach phéi. Két qua chup cat I6p vi tinh két
ludn bénh nhan c6 thong lién nhild thi phat kich
thudc ~ 5,6mm, con 6ng dong mach I6n, ngan
dang ctia s6 phé - ch( kich thuéc 12x13.5mm va
khong thdy ré6 xuat phat dong mach vanh trai.
Tinh trang déng t& bénh nhan tru6c mé chua
phat hién bat thudng.
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Hinh 1. Déng tlr clia bénh nhan gian
bat thuong
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Bénh nhi phau thuat stra tén thuong clfa s6 chl phé. Téng thai gian chay may tim phdi nhan tao
79 phat, cap cht 39 phat, tusi mau luu lugng thap 22 phat. Huyét ap trung binh trong chay may tim
phé&i nhan tao 1a 30mmHg. Thai diém tusi mau luu lugng thap tai nhiét dé 30 dé C, huyét ap bénh
nhi thap nhat 1a 20mmHg véi NIRS thap nhat toan cudc mé 1a 53%. Két thuc tudi mau luu lugng thap,
bénh nhi dugc tiép tuc chay may hé trg nang nhiét d6 trong 30 phut. Giai doan tha chu, cai may
tim phdi nhan tao 6n dinh vai cac chi s6 cudi thi chay may lan luct 1a: Mach 133 lan/phat, huyét ap
60/35mmHg, ap luc tinh mach trung tam 10 mmHg, SpO, 100%, nhiét d6 34,5 d6 C. Theo d6i khi mau
trong sudt qua trinh mé 6n dinh, lactat giao déng ti 2,2 - 2,7 mmol/L. Kiém tra dong t& bénh nhan
trudc khi chuyén héi stic phat hién déng t 2 bén gian 3-4mm, phan xa anh sang kém. Hoi chan ekip
phau thuat va héi stic chua phat hién cac nguy co gay tén thuong nao trong phau thuat va chuyén
khoa hoi stic theo déi, diéu tri va rat éng.

3 Bl
Hinh 2. (A) Khi mau bénh nhan truéc mé
(B) Khi mau bénh nhan khi két thuc low flow
(C) Khi mau bénh nhan cuéi cuéc mé
Sau mé, bénh nhi dugc chuyén sang khoa héi stic dé tiép tuc diéu tri. Gidm dan an than cho bénh
nhan dé rat 8ng noi khi quan, thai diém 48h sau mé khi bénh nhi mé& mat, phan xa lai 15i néi va cac
kich thich, kiém tra d6ng tt 2 bén cla bénh nhi van gian ~ 3-4mm, phan xa 4nh sang kém. 96h sau
phau thuat bénh nhi dugc rut 6ng ndi khi quan va cai may thd, bénh nhi dap Ung céac kich thich ti

bén ngoai, nhin theo cl chi, phan Ung lai 15i n6i va khéng cé dau hiéu tén thuang than kinh.
= LY

-

Hinh 3. Bénh nhi tai khoa héi stc
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I1. BAN LUAN

Gian dong tir bam sinh di cing véi tim bam
sinh trén bénh nhi la mét tinh trang rat hiém
gap, tinh trang nay dugc miéu ta la héi ching
roi loan chic nang co tron da co quan [3]. VGi
su phat trién cta khoa hoc ngay nay, da cé rat
nhiéu thanh tuu trong viéc phiu thuat stra chira
cac di tat tim bam sinh. Va dé c6 thé thanh céng
trong ca phau thuat thi viéc bdo vé ndo cling nhu
phong tranh cac tai bién cta cuéc mo la yéu té
rat quan trong dé xac dinh chién lugc cu thé dé
diéu tri cing nhu héi stic cho tiing bénh nhi. Véi
trudng hgp bénh nhi c6 gian déng td bam sinh
ma khéng dugc sang loc trudc, sau mé cé thé
s& nham véi ton thuong néo do phau thuat, gay
mé, tén thuong tai tudi mau do chay may tim
phdi nhan tao ti d6 lam tang nguy co ti vong
trén ngudi bénh.

Calam sang clia chung t6i, thai gian stra chira
tén thuong va tuéi mau luu lugng thap ngan.
Nghién ctu cling cho thay bao hoa oxy ndo bénh
nhan phau thuat tim ha duy tri trong khodng tur
55-80% va khi thap hon 50% trong khodng thai
gian dai sé c6 kha nang dan dén tén thuong néo
[5]. NIRS & vi tri tran trong mé dugc duy tri trén
53% cho thdy bénh nhi khong thi€éu oxy nao
trong bat ki giai doan nao trong cudéc mé. Tuy
nhién, kiém tra déng ti cho thay két qua nguagc
lai khi déng tir bénh nhan gian va phan xa anh
sang cham. Hoi cdu lai y van ching téi cing tim
thay nhiéu trudng hop c6 gian déng ti bam sinh
va tinh trang nay thudng dugc vo tinh phat hién
[6, 11. Nghién citu cling cho thay tinh trang bénh
nhan ¢6 cung ldc gian déng td bam sinh va tim
bam sinh va cac di tat lién quan dén co tron khac
la thudc héi chiing réi loan chiic nang co tron da
co quan. Hoi chiing nay do dot bién gen ACTA2
lam mat chic nang clia cad tron trén toan bo co
thé dan dén cac bénh vé tim mach, mach vanh,
tiéu héa, co thé ké dén nhu gian dong tl, bénh
mach vanh, éng déng mach, gidm nhu déng
rudt, tang ap phdi,.... [2, 71 Mac du tai thoi diém
sau mo do thi€u dit liéu vé tinh trang bénh ly ctia
bénh nhan nén chua thé khing dinh chac chan
dugc viéc bénh nhi ¢ tén thuong ndo bd hay
khéng, nhung cac théng tin hién cé clia ca mé
luc d6 cho thdy khong cé nguy co vé ton thuong
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nao bé ciing nhu két qua sau mé rat kha quan.
Dua trén diéu nay, quan diém cuta chung t6i la
ti€ép tuc diéu tri, hoi stic bénh nhan kém véi dé
la theo dbi cac dap Ung clia ngudi bénh khi gidm
dan cac thuéc van mach mé, an than, gian co...
Gidm dan thuéc an than va dé bénh nhi tinh dan
ching téi phat hién khi tinh tdo dong tur cla
bénh nhi van gian va phan xa anh sang cham.
Kiém tra cac phan tng khac bénh nhi déu dap
Ung va khéng cé dau hiéu than kinh khu trd hay
mat chic nang. Do su hiém gap cla tinh huéng
nay ctng nhu lo ngai vé y diic nén khéng cé lua
chon thdr nghiém 1am sang nao dé kiém tra cac
cach tiép can khac doi vai tinh huéng nay. Trong
tuong lai, cdc bao cdo ca bénh khi cé day du
thong tin han sé c6 thé cung cip ré rang vé cach
ti€p can xu tri khi gdp tinh trang trén.

IV. KET LUAN

Phau thuat tim hé la phau thuat rat phuc tap,
thanh cong clia ca mé 1a té hgp clia rat nhiéu yéu
t6 va cac khau lién quan nhu kham sang loc, gay
mé, phau thuat, van hanh tim phéi nhan tao va
hoi stc. Qua ca bénh nay, ching t6i muén nhan
manh viéc kham va sang loc bénh nhan dé phat
hién cac di tat bam sinh vi khi cac tai bién hoac
cac dién bién vé than kinh cling nhu cac van dé
khac xdy ra c6 thé xac dinh dugc chién lugc diéu
tri mot cach chinh xac. Viéc chudan bi ki cang ddi
vGi méi bénh nhan gilp ching ta sdn sang véi
cac tinh huéng va c6 thé dua ra quyét dinh diéu
tri cho cac trudng hop phuc tap khac véi cac
phuong phap diéu tri téi uu nhat.
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