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Bio cio truwong hop loan dudng chit trang trén bénh nhén suy
tuyén thwong thin cé yéu to gia dinh dwoc chan doan va diéu tri
tai Bénh vién Trung wong Quan doi 108

Case report of adrenoleukodystrophy in a patient with familial adrenal
insufficiency diagnosed and treated at 108 Military Central Hospital

Hoang Thj Thity*, Pham Cim Di¢u Linh, Bénh vién Trung wong Quadn ddi 108
Nguyén Thi Tham, Nguyén Thi Thanh Bé

Tom tat

Loan dudng chat trang thugng than (Adrenoleukodystrophy — ALD) lién két gigi tinh la mét roi loan
di truyén xay ra ch yéu & nam gidi, anh hudng dén hé than kinh va tuyén thugng than® 7. M6t bénh
nhan nam 37 tudi c6 tién sit mac bénh suy tuyén thugng than nam 23 tudi, hién duy tri thudng xuyén
hydrocortisone 10mg x 2 vién/ngay. Lan nay vao vién vai cac triéu chiing yéu tu chi, di lai khé khan, néi
kho, nuét kho. Két qua can lam sang cho thay axit béo chudi rat dai tang, dinh lugng cortisol gidm, hinh
anh cong hudng tur ndo c6 tén thuang kiéu hiy myelin ban ciu ti€u ndo, cdu ndo, cuéng dai nao va déi
thi d6i xtiing hai bén. Bénh nhan dugc chan doan loan dudng chat trdng thugng than va diéu tri ché do
giam chat béo, diéu chinh hormone tuyén thugng than va phuc hoi chic nang. Cac triéu ching lam
sang cla bénh co cai thién.

Tirkhéa: Loan dudng chat trang thuong than lién két NST-X, acid béo chuébi rat dai.

Summary

Sex-linked ALD is a genetic disorder that occurs mainly in men, affecting the nervous system and
adrenal glands. A 37-year-old male patient with a history of adrenal insufficiency at age 23, now
regularly maintains hydrocortisone 10mg x 2 tablets/day. This time entered the hospital with symptoms
of weakness of the extremities, difficulty walking, difficulty speaking, difficulty swallowing. Subclinical
results showed that very long-chain fatty acids (VLCFA) increased, cortisol quantification decreased,
magnetic resonance imaging of the brain with cerebellar myelin-type lesions, cerebral bridges, cerebral
peduncles, and bilaterally symmetrical thalamus. Patients were diagnosed with adrenoleukodystrophy
and treated for a regimen of fat reduction, correction of adrenal hormones and rehabilitation. The
disease improves more clinical symptoms.

Keywords: X-linked adrenoleukodystrophy, very long chain fatty acids.
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1. DAT VAN DE

Bénh ly thoai héa di truyén la moét trong nhiing
mat bénh kho cd vé chan doéan va cac bién phap
diéu tri. V&i su phat trién vé xét nghiém can lam
sang hién nay da giup cho cac bac si lam sang c6
dugc nhiing chan doan nhanh va chinh xac hon.

Loan dudng chat trang thugng than
(Adrenoleukodytrophy - ALD) lién két gidi tinh la do
dot bién gen ABCD1 anh hudng téi Xq 28, doan tan
cung cla canh tay dai nhiém sic thé X va ma hoa
protein adrenoleukodytrophy (ALDP) tao diéu kién
thuan lgi cho viéc van chuyén cac axit béo chubi rat
dai VLCFA vao peroxy dé thoai hoa®’.

Dot bién ABCD1 dan dén su gia tang VLCFA
trong tat ca cadc mo, tuy nhién nao, tdy séng, vo
thugng than va té bao Leydig cda tinh hoan cé muc
tang VLCFA nhiéu nhat, do su lang dong qua muc céc
acid béo chudi rat dai (VLCFA) gay suy giam sy phan
ra 6 xy héa cta VLCFA binh thudng xay ra & trong vi
thé peroxy. Vi thé peroxy la moét tiéu quan néi bao
tham gia vao céc chiic ndng té bao quan trong nhu bé
ta oxy hoa VLCFA, tao plasminogen, téng hgp acid
mat va khir déc glyoxylat. Vi thé peroxy c6 & tat ca cac
té bao trir héng cau trudng thanh va dac biét phong
phu & gan va than. Réi loan vi thé peroxy trong ALD la
do thi€u men vi thé peroxy” .

Bi€u hién 1am sang la r6i loan chic nang hé than
kinh trung uong, tuyén thugng than va tinh hoan.

Phan loai ki€éu hinh ctia ALD lién két gigi tinh
dua vao tudi bénh nhan luc khéi dau triéu ching, co
quan chinh bi dnh hudng va téc do tién trién cla cac
triéu ching than kinh c6 thé chia thanh 6 kiéu hinh
khac nhau theo thi tu muc d6 nghiém trong giam
dan ti dang nao tré em dén nhiing ngudi khéng cé
triéu ching" **. Nao tré em (31-35%). Dang néo thai
tho au la kiéu hinh nghiém trong nhat. Bénh nhan
dudng nhu khong bi anh hudng cho dén khi tu 2
dén 10 tudi. Ndo thanh thi€u nién va ngudi 16n (6-
12%). Bénh nhan thé nao tré vi thanh nién thudng
phat trién cac triéu ching ban dau & dé tudi tur 11
dén 21. Cac triéu chiing lam sang va tinh trang xau
di giéng vdi céc triéu ching cha thé ndo tré em.
Dang nao ngudi I6n xay ra & nhiing bénh nhan co6
tudi khai phat trén 21 tudi.
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Bénh ly tuyén thuong than tay ré than kinh
(Adrenomyeloneuropathy) AMN (40-46%; AMN don
thuan 20-23%; AMN nao 20 -23%).

Tudi khai phat bénh ly AMN la thap ky thu hai
dén tha tu ctia cudc dai. Bénh chl yéu lién quan dén
tly séng va c6 biéu hién ciing va yéu dan dan &
chan, suy gidm cam giac rung, réi loan cg vong va
liet duong.Suy thuong than cé6 & 2/3 s6 bénh
nhan. Nhiing thay déi vé nao phat trién & khoang
moét nfa s6 bénh nhan, va sau dé dién bién cua
bénh giong nhu dién bién cla cac dang ALD néao
khac. AMN thudng bi chan doan nham la bénh da xa
cuing hoac liét ciing tu chi co tinh chat gia dinh.

Addison don thuan va khéng cé triéu ching
(gidm dan theo tudi; phé bién < 4 tudi; rat hiém
> 40 tudi).

C6 khoadng 10 dén 20% bénh nhan bi suy
thugng than nguyén phat ma khéng cé bang chiing
lién quan dén hé than kinh.

Ki€éu hinh & ngudi mang mam bénh ni (tang
theo tudi; khoadng 50% > 40 tudi).

Hon mot nda s6 phu nir di hgp ti X-ALD ¢6 lién
quan dén than kinh rat c6 thé la do su bat hoat X
khéng ngau nhién cé Igi cho alen dét bién trong cac
té bao di hgp tu.

Il. TRUGNG HOP LAM SANG

Bénh nhan nam: Bui van N sinh nam: 1985 Bénh
an: 22709430 ngay vao vién 11/07/2022.

Tién sr:

Ban than: Bénh nhan cé tién s suy tuyén
thugng than nam 23 tudi, duy tri thudng xuyén
hydrocortisone 10mg x 2 vién/ngay udng sang 1
vién t6i 1 vién.

Gia dinh: Bénh nhan c6 em trai dugc chan doén
suy tuyén thuong than ltc 5 tuéi.

Bénh si: Dién bién bénh tir hon 1 nam nay khai
dau bénh nhan c6 biéu hién néi khé, khéng tron
tiéng, an uéng kho khan, cé luc c6 biéu hién nghen
sac kém theo yéu tay chan, di lai kho khan tang dan.
Bénh nhan da kham va diéu tri tai Bénh vién Bach
mai véi chan doan: Réi loan thang bang duoc ké
thuéc madorpar 250mg x 2 vién/ngay, sau dot diéu
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tri tinh trang bénh khéng cai thién, cac triéu ching
¢6 xu hudng tang Ién, liét ciing tay chan, khéng di
lai dugc nam liét giudng 6 thang nay, dai tiéu tién
khéng tu chu.

Kham lam sang: Tinh, lam theo Iénh cham, da
sam toan than, néi kho, réi loan nuét an uéng kho,
c6 luc nghen sac, hoi chung liét ta chi kiéu trung
uong suc co 2 tay 3/5, 2 chan 1-2/5 phan xa gan
xuong tdng, phdn xa bénh ly b6 thap: Hoffman,
Babinski duong tinh hai bén, khéng réi loan cam
giac, dai tiéu tién qua bim.

Xét nghiém mau (Bénh nhan dugc lay mau gui
Bénh vién Dai hoc Y Ha Noi chuyén lam xét nghiém
tai Han Quéc) cho thay cé tdang nong do axit béo
chubi rat dai C26: 3,52mmol/l, C24/C22: 1,51,

C26/C22: 0,073, dinh lugng cortisol thap 15mmol/I,
ceruloplamin, hormone tuyén giap binh thudng. Xét
nghiém dich ndo tly: T€ bao bach cau 4 hat/mm?,
protein 0,67g/l, pandy duong tinh, HSV1-2, CMV,
EBV, VZV, HHV6, HHV7 am tinh.

MRI so nao 3.0 Tesla (Mdy ctia hang Philips,
chup tai Khoa Chan doén hinh anh, Bénh vién Trung
uang Quan déi 108, chup MRI so nao véi cac chubi
xung T1W, T2W va Flair theo mat phdng axial,
Sagittal va coronal, c6 tiém thu6c d6i quang tw): Cé
hinh anh tén thuang ki€u hdy myelin ban cau tiéu
ndo, cau nao, cuéng dai ndo va doi thi déi xiing hai
bén, gidm tin hiéu trén T1, tang trén T2, Flair, sau
tiém khong thay ngam thuéc déi quang tu.

Hinh 2. MRI (chudi xung T2): Tén thuang tang tin hiéu trén phim T2
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Hinh 5. MRI (Phim ADC): Han ché khuéch tan

Chan doén: Loan dudng chat trdng thugng than
(ALD).

Bénh nhan dugc diéu tri bang thay déi ché do
an giam chat béo, diéu chinh hormone tuyén
thuong than va phuc héi chic nang. Bénh nhan ra
vién ngay 28/07/2022, tinh trang lam sang cé cai
thién hon.
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lll. BAN LUAN

Vé lam sang: Trén bénh nhan clia ching t6i cé
tién sur suy tuyén thugng than cach day 5 nam. Sau 3
nam bénh nhan cé biéu hién hdi ching liét gia hanh
nao Vvai cac triéu chiing yéu tu chi, di lai khé khan,
no6i kho, nudt kho, cac triéu ching tién trién ting
dan. Theo Bela. Turk va cong su (CS) (2020), Jia Zhu
va CS (2020)" 2 phan loai ki€u hinh cta ALD lién két
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gidi tinh c6 thé chia thanh 6 kiéu hinh khac nhau.
Vay véi bang lam sang nay cla bénh nhan la phu
hop véi chan doan ALD kiéu AMN nao kha nang
nhiéu la do yéu té di truyén lién két NST X. Tubi khai
phat AMN la thap ky thd hai dén tha tu clia cudc
doi. Bénh chd yéu lién quan dén tly séng va c6 biéu
hién liét ciing tu chi va tinh trang yéu liét tang dan,
suy giam cam giac rung, réi loan co vong va liét
duong.Suy thugng than <6 & 2/3 sé bénh
nhan. Nhimng thay d6i vé ndo phét trién & khoang
mot nlia s6 bénh nhan, va sau dé dién bién cua
bénh giong nhu dién bién cla cac dang ALD néao
khac. AMN thudng bi chan doan nham la bénh da xo
ciing hoac liét ciing hai chi co tinh chat gia dinh.

Vé can lam sang: Da s6 cac tac gia déu thay viéc
danh gia xét nghiém néng dé acid béo chudi rat dai
la mot xét nghiém chan doan tin cay va don gian.
Theo Del Mustro RG va CS (2020), Eric J Mallack va
CS (2021) thi vai tro chinh xac ctia acid béo chudi rat
dai qua muc trong viéc gay ra cac bat thuong bénh
hoc hé than kinh trung uang, tuyén thugng than va
tinh hoan. Cac dau hiéu dac trung la cac thé vui bao
tuong dang 14 trong dai thuc bao ndo, té bao
Schwann, té€ bao Leydig va té€ bao v6 thugng than.
Cac thé vui dang |a bao gdom cholesterol ester héa
vGi acid béo chubi rat dai” ®’. Nong do acid béo
chuéi rat dai, dac biét la axid hexacosanoic (C26:0)
tang cao trong huyét tuong, nguyén bao sgi G da,
héng cau va bach cau. Nong do cao bat thuong cla
acid béo chubi rat dai trong huyét tuong thay 6 99%
nam ban hgp tif va & 85% ngudi mang gen bénh ni
di hgp ti. Hau hét cac phong xét nghiém déu do
nong do tuyét déi ca C26:0 ciing nhu ti 1& C24:0/
C22:0 va C26:0/C23:0. V& bénh nhan cla ching toi
thi két qua la tang néng d6 tuyét doi ctia C26:0 va ca
ti 1é C24:0/ C22:0 va C26:0/C23:0 la c6 phu hgp véi
chan doan.

Dac diém t6n thuang trén MRI so ndo cla bénh
nhan la giam tin hiéu trén T1, tang trén T2, flair déi
xung tiéu ndo, cau ndo, cuéng dai nao, doi thi hai
bén. Diéu nay ciing phu hop véi cac tai liéu véi biéu
hién tén thuong chat trang & vung dinh cham va néi
bat & tiéu ndo va than nao? 3. V&i dac diém la tén
thuong hdy myelin vGi sgi truc tuong do6i con
nguyén ven, lang dong ester cholesterol va dap tng

viém quanh mach véi pha vé hang rao mau nao, dac
biét t6n thuong ban cau ndo lan manh va ké can
nhau, thdm nhiém viém nam & phia sau (tuong phan
vGi) bd hiy myelin dang hoat déng va biéu 16
cytokine viém & cac dang khac nhau. Bénh nhan cta
chuing t6i cho két qua phu hgp trén xét nghiém acid
béo chudi rat dai va hinh anh MRI so ndo. Han ché &
bénh nhan clda chung t6i la chua lam dugc xét
nghiém di truyén hoc (do diéu kién kinh té cla gia
dinh bénh nhan).

Vé diéu tri: Loan duéng chat trang thugng than
la bénh ly khong co6 cac bién phap diéu tri dac hiéu,
can diéu tri phéi hop da chuyén khoa, diéu tri hoé trg
két hop. Cac nghién cltu da dua ra cac phuong phap
diéu tri thuong dugc st dung & bénh nhan ALD nao
lien két gisi tinh>®'°, Dau tién la diéu tri bang ché do
an uéng géom ché d6 an rat it mg va dung dau
Lorenzo. Dau Lorenzo lam giam nong dé acid béo
chudi rat dai huyét tuong dén pham vi binh thudng.
Ngudi ta tin rang lam giam lugng acid béo chubi rat
dai trong huyét tuong sé ngan chan su tich tu trong
ca thé, vi vay lam dung lai viéc hily myelin & hé than
kinh trung uang va lam bénh khong tién trién thém.
Tiép theo la ghép tly xuong, hién nay dugc chap
nhan |a phuong phéap c6 hiéu qua, tao ra su 6n dinh
lam sang lau dai cho bénh nhan cé cac triéu ching &
nao sém. Thay thé tly xuang ngudi bénh bang tay
xuong ngudi khée manh c6 thé ngan chan tén
thuong thém ti qua trinh bénh ly ALD nao lién két
giGi tinh da dugc xac dinh vé mat di truyén. Tuy
nhién, ghép tly xuong khéng thuc hién néu bénh
da tién trién qua lau. Ngudi ta cling khong khuyén
thuc hién & bénh nhan thé khéi dau ¢ ngudi 16n va
liéu phdp thay thé hormone la rat can cho bénh
nhan suy thugng than hoac sinh duc'>. Dau Lorenzo
hién cling mdéi chi dugc luu hanh & cac nudc phat
trién. & bénh nhan ctia ching t6i dugc diéu tri bang
thay déi ché dd an gidm chat béo, diéu chinh
hormone tuyén thugng than va phuc héi chiic nang
két hap.

IV. KET LUAN

VGi nhiing bénh nhan cé tién s suy tuyén
thugng than két hop véi bang 1am sang véi cac triéu
chiing liét gia hanh néo thi ta nén bé sung cac xét
nghiém chup MRI so néo, xét nghiém vé gen va xét
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nghiém acid béo chubi rat dai dé chan doan xac
dinh bénh.

Vé diéu tri: Ché do an giam chat béo két hop
diéu chinh hormone tuyén thugng than va phuc hoi
chic nang.

Qua day thi viéc sang loc s6m v&i cac nam gidi
¢ yéu t6 nguy co va sang loc sa sinh véi cac gia
dinh c6 nguy co sé mang lai nhiéu hy vong hon cho
bénh nhan ALD. G gia dinh bénh nhan nay ching toi
da co6 cac huéng dan dé sang loc bénh cho cac thé
hé sau (Raymond, moser, ratemi 2018).
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