- Cac yéu t6 lién quan dén quoc tich bac
sy/khach nuwdc ngoai, tudi >35, quy trinh thoi
gian xuét vién, trinh d6 ngoai ngl giao tiép cua
nhan vién y té, co s& vat chat cac khu dich vu
tién ich phuc vu &n udng va nguwdi cham séc 1a
cac yéu t6 dan dén lam gidm sy hai long cua
bénh nhan/khach hang khi tiép can va s dung
dich vu tai Vinmec.
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MOT TRU'ONG HQP BENH LY AXENFELD - RIEGER
VO BIEU HIEN THIEU SAN GAI THI O HAI MAT
VA THONG LIEN NHI O TIM MACH

TOM TAT

Mot bénh nhan nam 9 tudi cé biéu hién 1dm
sang cta Hoi ching Axenfeld-Rieger (ARS).
Chup OCT I6p soi thén kinh thj giéc cho thdy

Chiu tréach nhiém: Bao Nguyén Ha Linh
Email: daohalinh123@gmail.com

Ngay nhén: 17/9/2020

Ngay phan bién: 26/10/2020

Ngay duyét bai: 09/11/2020

DAO NGUYEN HA LINH"?,
HOANG THANH TUNG'
"Trwong Pai hoc Y Ha Noi
Benh vién Mat Trung wong

thiéu sén I6p soi thadn kinh mét hai bén. Tham
khém toan than cho thdy bénh nhan cé6 théng
lién nhi va tdng é&p déng mach phéi nhe. Bénh
nhan dwoc gi6i thiéu dén mét trung tdm tim
mach dé duoc tién hanh can thiép tim mach va
két hop theo dbi ldu dai tai phong khém nhan
khoa/ phong kham danh cho bénh nhén cé thj
Iwrc kéem.
Tuor khéa: HOi chirng Axenfeld - Rieger.
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SUMMARY

A CASE OF AXENFELD - RIEGER
SYNDROME WITH THE OPTIC NERVE
BILATERAL HYPOPLASIA AND AN ATRIAL
SEPTAL DEFECT

A nine-year-old male patient presented with
phenotypical manifestations of Axenfeld-Rieger
syndrome. Optical coherence tomography of the
optic nerve fiber layer demonstrated bilateral
hypoplasia. Systemic evaluation demonstrated
an atrial septal defect and mild pulmonary
hypertension. He was referred to a cardiology
center for endovascular intervention and will be
followed up long term in the ophthalmology/low
vision clinic.

Keywords: Axenfeld-Rieger syndrome.

BAO CAO TRUONG HOP

Mét bénh nhan nam 9 tudi dén khoa mat dé
kham mat theo dinh ky. Bénh nhan khéng co
tién st bénh ly vé méat hodc toan than. Thi luc
tbt nhat ctia bénh nhan sau chinh kinh la 20/20
(plano) & mét phai va 20/200 (+ 3,00 D) & mét
trai. Bénh nhan cé tén thwong phan xa ddng t
hwéng tdm bén tréi. Nhan ap cta bénh nhan la
19 mmHg & mét phai va 16 mmHg & maét trai.
Kham nghiém ban phan truéc thdy vong phoi
sau giac mac (dwong Schwalbe ndi ré va phat
trién vé phia trwdc) (Hinh 1 A & B) va trén soi
goc thay dinh méng mét phia trwdc va cac dai
mdng mat dai bam vao (Hinh 1C).

Hinh 1C

Soi day mét cho thay dia dém nhat mau va dau hiéu vong ddi khi chup OCT cho thay thiéu san
gai thi (ONH) (Hinh 2A), DM/DD (DM: khodng céach gitra mép thai dwong cla gai thi dén 16 hoang
diém va DD: dwong kinh gai thi) [a 4353/1579 um hoé&c 2,7 & mét phai (Hinh 2B) va 4090/1692 hodc
2,4 & mét trai (Hinh 2C). Cé sw mdng di lan téa cla |&p soi than kinh véng mac, dac biét 1a sy giam
dd day cutia bé than kinh vang hoang diém (Hinh 2A).
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ART [HS] ART(10) Q: 34 HEIDELBES S|
ENGINEENNG

Hinh 2B

IR&OCT 30° ART [HS] ART(8) Q: 34 HEIDELBEG
ENGINEENNG

Hinh 2C

Cac dac diém khac duoc ghi nhan la thoai
héa véng mac va anh hoang diém. Bénh nhan
nhd nén khéng thé do thi trwdng truwdng
Humphrey; do d8, khéng co tén hai chirc néng
nao cé thé danh gia. Kham bén ngoai cho thdy
thay ddi ciu tric so mat, géc trong 2 méat xa
nhau, nép mi quat ngwoc, khuén mat bet mi,
séng mii phang rong, (Hinh 1D) nhwng khéng
c6 di dang rang hodc nép da thira quanh hau
moén. O Viét Nam, do nén khoa hoc con han
ché, cac xét nghiém di truyén sau day khong cé
s8n, bao goébm hop Forkhead protein C1 Hinh1D
(FOXC1), Pituitary homeobox  (PITX2) va
Paired box gene 6 (PAX6).
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Bénh nhan dwoc chan doan 1am sang la héi
chirng Axenfeld - Rieger (ARS) va thiéu san gai
thi hai bén. Bénh nhan da dwoc gidi thiéu dén
mot bac si nhi khoa d& kham toan dién. Bénh
nhan dwgc phat hién bi théng lién nhi va tang ap
dong mach phdi nhe. Sau d6, bénh nhan duoc
chuyén dén mét trung tam tim mach dé can
thiép ndi mach va sé duwoc theo dbi lau dai tai
phong kham nhan khoa chung / phong kham thj
Iwc kém.

BAN LUAN

ARS |a mét rdi loan hiém g&p véi ty 1& mac
bénh 1-9/1 000 000, dwoc phat hién & nhiéu
nhém dan toc [1]. Dac diém vé mét va toan than
cla bénh nhan la dién hinh cho ARS véi réi loan
phat trién ban phan trwdc va cac dic diém réi
loan hinh thai co thé. Bénh nhan nay c6 nhan
ap binh thwong va thidu san gai thi & ca hai
méat. Cac dij tat tim bam sinh trong ARS thwéng
la di dang tdm nhi va / hodc that va khuyét tat
van [2]. Bénh nhan d6 da dén kham tai phong
khédm nhan khoa trudc khi dwgc chan doan
thong lién nhi va tdng 4p déng mach phdi, diéu
doé cho thdy tdm quan trong clGa sw phdi hop
gilra nhan khoa va cac chuyén khoa khac.

Soi day mét c6 thé phat hién ra gai thi nhé dé
hwéng t¢i chan doan thidu san gai thi. Ty lé
twong dbi ctia DM/DD> 3 va dau hiéu vong doi
goi y thiéu san gai thi [3,4]. Bénh nhan nay co
gai thj kich thwéc binh thuwdng va ty & DM/DD
twong ddi binh thwdng. Tuy nhién, OCT c6 thé
cho thdy sw méng di lan téa cla do day I6p soi
than kinh [5].

Thiéu san gai thi da dwoc bao cao co lién
quan dén chirng di tat bAm sinh (d6t bién gen
PAX6) [2,6]; tuy nhién, trwdng hop hién tai
khoéng biéu hién véi bat ky chirng thiéu san nhu
moé mbng méat. Cac trwdng hop ARS da duwoc
biét 1a c6 cac biéu hién chong chéo véi mot sé
réi loan phat trién ban phan trudc bao gém tat
khéng c6 mébng mat [7,8]. Thiéu san gai thi ciing
da dwoc mo tad trong mét trwong hop mac
ching réi loan phat trién th& mi véi chén ép
mdng mat ra trwdc va hoi chirng sup mi — hep
khe mi bdm sinh [9].

Do xét nghiém di truyén & Viét Nam con han
ché, chung téi khéng thé khéng dinh chéc chén
ARS & bénh nhan nay. Tuy nhién, dwa trén biéu
hién kiéu hinh, bénh nhan da duwoc chuyén di

kham thém chuyén sau hon dé cé thé phat hién
va diéu tri gitr lai tinh mang cho bénh nhan.

KET LUAN

ARS |a mot rdi loan hiém gap véi biéu hién
da dang & mat va toan than. Ca bénh ly nay co6
thiéu san gai thi & hai mét nhung nhan ap binh
thworng. Nhe cac biéu hién bat thwong & mat
ma bac si mét da gl bénh nhan di kham
chuyén khoa nhi va phat hién théng lién nhf,
tang ap lwc dong mach phdi va diéu tri can thiép
mach dé gil lai tinh mang. Bénh nhan tiép tuc
duwoc kham mét dinh ky phong céc bién chirng
tai mat do bénh ly gay ra.
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