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V. KET LUAN VA KIEN NGHI

Tang acid uric gap & 75.2% cac bénh nhan
viém than lupus, du bdo tién trién xu cla viém
than lupus va cac bién ching cua bénh (nhu
mUic MLCT thap han, thi€u mau han, huyét ap
tang, mic do6 hoat dong bénh SLEDAI cao
hon...). Viéc gilt noéng do acid uric thap dugc
khuyén cdo gilp tranh cac bién chirng trong VTL
va nong dé acid uric huyét thanh nén dugc ap
dung trong thuc hanh y té€ khi danh gia bénh
nhan VTL. Mong rdng sau nghién ciiu nay, viéc
danh gia va diéu tri tang acid uric trén bénh nhan
viém than lupus sé dudc quan tam va cd thém
cac nghién ciru tim hiéu siu, danh gid vai trd cudi
cung cua tang acid uric mau trong cd ché bénh
sinh clia viém than lupus va y nghia cla viéc phat
hién s6m va diéu tri tdng acid uric mau dé cai
thién két cuc ldam sang cua viém than lupus.
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BAO CAO MOT TRUONG HO'P BENH NHANBI
HOI CHO’NG BOSMA HIEM GAP TAI BENH VIEN CHOQ' RAY

TOM TAT

Nhan mét trudng hdp bé&nh nhan ni 29 tui vdi
chan doan hdi chirng BOSMA: tat khdng cé mi, kém
theo médt nho 2 bén, thi luc giam, mat khdu giac, thg
qua miéng, néi giong khdng rd va khau cai mém ngan,
ham trén kém phat trién. Cac ciu trdc xoang canh mi
khéng phat trién (c6t hda xuong toan bd). Pay la mot
hoi chrng hiém gap trén thé gidi cling nhu tai Viét
Nam, hdi chitng nay c6 3 dic diém chinh: tat khdng
mi, kém phéat trién cac xoang canh miii; tdt mat nho
va kém phét trién hé théng sinh san. Nhan trudng hgp
hi€m gdp nay nham gidi thiéu dén Bac si Tai Miii Hong
hoi chirng BOSMA.
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SUMMARY
A CASE REPORT: BOSMA ARHINIA
MICROPHTHALMIA SYNDROME AT CHO
RAY HOSPITAL

There is a female patient with 29 year’s old. She
have BOSMA syndrome from her child. She has
congential arhinia, both eyes microphthalmia
syndrome, loss vision, breath by mouth, voice by
mouth, high-arched or cleft palate, hypoplastic
maxilla. The paranasal sinus is calcificated and not
growth. This syndrome is rarely happen in the world
as well as Vietnam. It is defined by three major
features: arhina and complete absence of the
paranasal sinus; eye defects, and absent sexual
maturation. This case report represent BOSMA
syndrome to help ENT physician to understand this ones.

Keywords: BOSMA syndrome, congential arhinia
syndrome, arhinia.

I. GIO1 THIEU

HGi chirng Bosma la héi chirng dugc mo ta rat
hiém gdp dudc biéu hién bdi tdp hogp cac dau
hiéu d3c trung bai tat khdng miii bAm sinh kém
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Vi tat mat nho, khuyét ciu tric mat, thi€u nidng
cd quan sinh san nhung cdu trdc ndo binh
thudng va tri tué binh thudng. Bosma lan dau
tién da mo ta vé héi chirng nay [7]. V& bénh hoc
chua rd rang va it dugc nghién cliu. Pay la
truGng hgp dudc ghi nhan dau tién & Viét Nam,
cling nhu chua ghi nhan tai cac bao cdo trong
Dong Nam A vé bénh ly nay. Chung t6i bdo cao
trudng hop nay dé cip nhat va b6 sung dic
diém 1dm sang va hinh anh cla hdi chitng Bosma
hiém g&p trong bénh ly tai miii hong va dé cac
chuyén gia Ivu tdm, tim hiéu thém vé bénh ly

Bénh nhéan duoc khdo sat CT dau mat:

Bénh nhan chua c6 gia dinh,

Bénh nhan chua kiém tra hormone sinh duc
va khdo sat cac cd quan con lai. Vi bénh nhéan
dén khdm véi nhu cdu chinh hinh miii d€ giam
mat cadm vé&i moi ngudi.

Il. THAO LUAN

3.1. Pic diém lam sang: Hdi ching Bosma
la mdt tinh trang bénh hiém gdp biéu hién béng
tap hgp nhiéu dau hiéu dac trung bdi bat thudng
mii, mat va réi loan day thi. Béc diém chinh cla
hoi chitng Bosma la tat khong miii. Trong d6 hau
hét véi hoi chirng Bosma khi sinh ra la khong cé
mii, mdt vai trudng hop thi€éu san miii ngoai.
Ngoai ra, mét sG truGng hgp bi anh hudng cau
tric ndo nhu thi€u san hanh khu. Do d6, bénh
nhan cé hdi chifng Bosma thudng giam hoac mat
kh(ru giac va tham chi mat vi giac. Tuy nhién, tri
giac hay tri tué phat trién binh thudng.
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Hinh 3: cdc xoang canh mii va mii khéng phat trién tu’ sau sinh (cét hoa)

nay khi gap.

Il. CA LAM SANG

Vao ngay 27 thang 11 ndm 2019 cé bénh
nhén nir 29 tudi dén khédm bénh vi khéng cb
mii. V&i bénh su: tr nho bénh nhan sinh ra
khong cd mdi, 16n 1én mii cling khong phat
trién. K&m theo mat nhd 2 bén, thij luc giam 8/10
ca hai mat, mat kh(ru giac, thd qua miéng, ndi
giong khdng rd va khau cai mém ngan, ham trén
kém phat trién. Hai tai ngoai phat trién binh
thudng, nghe ro.

L ey

Nhan cdu thudng nho hoac khéng cd nhan
cau, diéu nay gay ra giam thi luc hodc mat thi
giac & hau hét bénh nhan cé hdi chirng Bosma.
B3t thudng vé mat thuGng xay ra trong hoi
chiing Bosma la bi khuyét tat vé& mat nhu khiém
khuyét mot s6 cdu tric cla mat hodc thay tinh
thé [8].

Thém vao bénh nhan cé bat thudng dau va
mét ¢ thé xay ra & cac bénh nhan ¢4 ching
Bosma bao gdbm cung khdu céi cao, khdng cd
xoang, khong co6 ctra miii, hep ctra miii, hep 6ng
I€ miii, hodac ham trén nhd. Nhitng bat thudng
nay lam thé kho khan, diéu nay anh hudng
nhiéu dén cubc sbng dac biét tré em. Mot s6
trueong hdp co bat thuGng ca tai ngoai.

Ngoai ra, Theo tac gia Benjamin Brasseur [1]
mot sO trudng hgp cd hoi chirng Bosma cling co
thifu ndng cd quan sinh san do gidm
gonadotropin, diéu nay gdy ra giam hormone
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sinh san anh hudng truc tiép su' phat trién sinh
san. Khong diéu tri, thi€u hormone sé gay ra day
thi mudn, anh hudng ca nam gidi va ¢ thé cling
giam phat trién cdc mé sinh san va tat tinh hoan
an. Mot trong nhitng hdu qua cla thiéu
gonadotropin la anh hudng dén ty trong xudng
thdp va gay loang xuong tUr d6 dén de gay
xuaong khi chiu luc.

Theo Mart and McNerny (2013) [3]; Paterick
et al (2013) [5] cho thdy siéu &m tim biéu hién
chua xda cau ndi xoang Ong cla dong mong
ch, moét tinh trang ti€p tuc can theo doi lam
sang. Viéc chua xda bd cau xoang 6ng clia déng
mach chd dudc biét xay ra & bénh ly khac vdi
bat thudng mo lién két nhu hoi chirng Marfan va
van 2 la dong mach cha. Con nghién clu cla
Thiele et al (1996) [6] mét trudng hdp véi siéu
am cho thay con 6ng dong mach & bénh nhan
tat khdng mdi, tdt mat nhd, cung khau céi cao,
khong c6 xoang canh milii va tri ndo binh thudng.

3.2. Tan suat: hdi chiing Bosma la mét tinh
trang bénh rat hi€ém gap vdi tan sudt chua ro. It
hon 100 truGng hgp dugc mo ta trong y van. Hoi
chiing Bosma khong tim thay & mot vai dan so [8].

3.3. Nguyén nhan: hoi ching Bosma
thudng gay ra do dét bién gene SMCHD1. Gene
SMCHD1 cung cdp viéc tao ra mét protein bao
gom gene diéu hoa, bang cach thay thé cau tric
DNA. Dac biét, protein SMCHD1 cd vai tro im
lang trong chuoi gene. Cac chirc nang khac,
Protein SMCHD1 xuat hién thi quan trong cho su
phét tri€n cta mat, mii va cac cdu tric khac cla
dau mét [2].

Cac nha nghién ctu chua chac chan cach dot
bién gene SMCHD1 anh hudng chdic nang
protein va dan dén su phat trién cac dic diém
bét thudng cta hdi chiing Bosma. Su thay ddi
trong gene nay cd thé dan dén bat thudng im
Idng cla gene bao gdm su’ phét trién cla dau va
mat, diéu nay cd thé biéu hién dudi dang tat
khong mii, mat nho, va cic dic diém bat
thudng clla mat trong hoi chirng Bosma. Cac rdi
loan trong phéat trién miii c6 thé &nh hudng bdi
gonadotropin phong thich hormone GNRH, la cac
t& bao than kinh kiém soat phéng thich hormone
sinh san. Kém phét trién t& bao than kinh nay cé
thé giai thich thiéu san sinh san do thiéu
hormone gonadotropin [8].

Mot s6 ngudi dot bi€én gene SMCHD1 co tat
khdng miii khdng cd cac ddc diém khac trong hoi
chiing Bosma (tach biét tat khong mii) hodc it
bat thudng nang cla miii, dan dén cac nha
nghién cru nghi ngd cac yéu t& gene hd trg chi
phéi bat thudng cua cac triéu chiing. Diéu nay

chua dudc biét ro.

3.4. Piéu tri: viéc phat hién va chan doéan
dugc hdi chiting BOSMA guan trong nhat. Va diéu
tri cho dén hién nay van chua co diéu tri dac
hiéu. Cha yé&u khi phat hién va chan dodan thi cha
yéu khao sat cac di tat di kem nhu di tat & mii,
mat, tai, tim, ¢ quan sinh duc. Dac biét & phu
nif, nén khao sat cd quan sinh duc, néu bat
thudng thi diéu tri d€ giGp kha ndng sinh san
cho bénh nhén va bd sung vi sinh t6 nhdam han
ché lodng xudng. Bén canh do, c6 thé theo ddi
va diéu tri cac bat thuong kém theo, tuy theo
muc do khuyét tat cla cac co quan. Cac cau trdc
khuyét tat cd thé téi tao, tao hinh lai khi tré I6n [4].

IV. KET LUAN

HGi chirng Bosma la tinh trang rat hi€ém gap,
mot s6 trudng hop. Tiéu chudn chan doan hoi
chiing Bosma ¢d céc tiéu chi nhu tat khong miii,
thi€u san gitta mat (thiéu san xoang ham), tri
tué binh thudng, thi€u néng sinh san do thiéu
gonatropin 6 nam. Tat mat nhd cd hodc khdng
c6 khuyét tat mat la ddu hiéu quan trong ciing
nhu cung khdu cai cao, méat kh(u, thiéu san
xoang ham, khdng cé xoang canh mi va thiéu
san hanh khtu.
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