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Tém tat

BGi canh: Bénh Erdheim-Chester |a bénh mé bao khéng Langerhans hiém gép, d3c trwng bdi tham nhiém
mé bao da co quan. Sy dong mac véi hoi chirng ting sinh tly rat hiém va goi y mai lién hé gitra tan sinh mé
bao va tan sinh dong tay.

Trinh bay ca bé&nh: B&nh nhan nam, 68 tudi, nhap vién vi nhin dbi (song thi) tién trién trén nén hdi chirng
tang sinh tdy dang diéu tri Hydroxyurea. Xét nghiém ghi nhan ting tiéu cau kéo dai va dét bién CALR type 1.
Hinh anh hoc cho thdy tham nhiém quanh than tao hinh anh “thdn l6ng”, mé mém quanh déng mach chi
tao hinh anh “do khodc quanh déng mach chd” va xo héa déi xirng xuong dai. Sinh thiét mé quanh than ghi
nhan t& bao dang m6 bao duong tinh véi CD68, 4m tinh véi CD1a va S100. Gidi trinh ty gen thé hé mdi phat
hién dét bién BRAF V600E. B&nh nhan dwoc chan dodn bénh Erdheim-Chester két hop hoi chirng ting sinh
tdy mang dot bién CALR type 1. Tinh trang 1am sang 6n dinh sau diéu tri ning d&.

K&t luan: Truong hop nay nhan manh vai tro clia hinh anh hoc, mé bénh hoc, héa mé mién dich va giai
trinh tw gen trong chan doan bénh Erdheim-Chester va dinh huwéng diéu tri nham tring dich.

Tir khéa: Bénh Erdheim-Chester; BRAF V600E; héi chirng tdng sinh tuy; CALR; bénh mé bao khéng
Langerhans.
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Abstract

Background: Erdheim-Chester disease is a rare non-Langerhans histiocytosis characterized by multisystem
histiocytic infiltration. Its coexistence with myeloproliferative neoplasm is uncommon and suggests a
biological overlap between histiocytic and myeloid neoplasms.

Case Presentation: A 68-year-old man was admitted for progressive diplopia with a history of
myeloproliferative neoplasm treated with Hydroxyurea. Laboratory tests showed persistent thrombocytosisand
a CALR type 1 mutation. Imaging demonstrated bilateral perirenal infiltration (“hairy kidney”), circumferential
peri-aortic infiltration (“coated aorta”), and symmetric long-bone osteosclerosis. Perirenal biopsy revealed
CD68-positive and CD1a-negative and S100-negative histiocytic cells. Next-generation sequencing identified
the BRAF V600E mutation. The patient was diagnosed with Erdheim-Chester disease associated with CALR-
mutated myeloproliferative neoplasm. Clinical status remained stable after supportive treatment.

Conclusion: This case highlights the value of imaging, histopathology, immunohistochemistry, and
molecular testing in diagnosing Erdheim-Chester disease and guiding targeted therapy.

Keywords: Erdheim-Chester disease; BRAF V600E; myeloproliferative neoplasm; CALR mutation; non-
Langerhans histiocytosis.
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1. DAT VAN BE

Bénh Erdheim-Chester (Erdheim-Chester disease
- ECD) 13 bénh ly md bao khéng Langerhans hiém
gap, duwoc Jakob Erdheim va William Chester mo6
ta lan dau nam 1930. Bénh dac trwng bdi sy tham
nhiém clia md bao dang bot (foamy histiocytes) vao
nhiéu co quan, dac biét xwong dai, than, mach mau
I&n va hé than kinh trung wong.

Phat hién dét bién BRAF V600E & hon 50% bénh
nhan ECD d3 m& ra hudng diéu tri dich bang thudc
(rc ch& BRAF, dwgc Cuc Quan ly Thuc pham va Dugc
pham Hoa Ky phé duyét cho chi dinh nay vao ndm
2017 [1]. Pong thoi, mot s6 nghién clru ghi nhan sy
clng tén tai cha ECD vdi céc bénh ly tang sinh tdy
(myeloproliferative neoplasms - MPN), goi y méi lién
hé clonal gitta tan sinh md bao va tan sinh dong tay
[2].

Chung téi bdo cdo trwdng hop ECD mang dét bién
BRAF V600E xuat hién déng thoi véi MPN mang dot
bi€n CALR type 1. Day 13 mét tinh huéng 1am sang
hiém gap, dat ra nhiéu thach thirc trong chan dodn
va diéu tri.

2. TRINH BAY CA BENH

Bé&nh nhan nam, 68 tudi, tién sir ting huyét ap,
dai thao duwong type 2, nhéi méau ndo cli hon 10 ndm
va hdi chirng tang sinh tdy (MPN) dang diéu trj ngoai
trd vdi Hydroxyurea. Bénh nhan nhap vién ngay

02/03/2026 tai Khoa Huyét hoc - Bénh vién Cho Ray
vi nhin ddi (song thi) va nhin mo ting dan trong 1-2
thang, kém mét madi va chdng mat. Kham lam sang:
bénh nhan tinh, tiép xuc t6t, sinh hiéu 6n dinh.

Xét nghiém cong thirc mau ghi nhan tiéu ciu ting
cao khoadng 961 G/L, thiéu mau nhe vd&i hemoglobin
khodng 107 g/L, bach cdu trong gidi han binh
thwdng, thé tich tiéu cau trung binh (MPV) gidm nhe.
bong mau: PT 15,3 gidy, fibrinogen 5,08 g/L (tang).
Sinh hoéa: tdng nhe CRP 15,2 mg/L, chlrc nang gan va
than binh thuong.

Hinh anh chup cét 1&p vi tinh so ndo cho thdy nhoi
ma&u n3o cli nhiéu vi tri va bénh ly mach mau nhé lan
tda. X-quang nguc ghi nhan tim to, khéng tén thuong
nhu mé phéi. Dang chd y, hinh dnh hoc cho thay ba
ddc diém dién hinh: tham nhiém md m& khong déu,
ddi xirng & khoang quanh than va khoang sau than
hai bén tao hinh anh “thdn Iéng” (hairy kidney); t6
chirc mé mém bao quanh déng mach chu bung tao
hinh anh “do khodc quanh déng mach chd” (coated
aorta); va xo hoa xuong (osteosclerosis) d6i xirng tai
hanh xuong va than xuong cla xuwong dui, xuong
chay hai bén (Hinh 1). Siéu 4m & bung xac nhan khaoi
mo bat thudng quanh than trdi, kich thudc khoang
34 mm. Cac déc diém hinh anh hoc dién hinh nay goi
y manh bénh Erdheim-Chester va la co s& dé chi dinh
sinh thiét mo6 quanh than dudi hwéng dan chup cat
|&p vi tinh (CT-scan) nham xac dinh chan doan.

Hinh 1. Hinh anh hoc dién hinh cla bénh Erdheim-Chester

(A) X-quang xwong chi dudi cho thay xo hod xuong d6i xirng hai bén, tai hanh xuong va than xuong.
(B) Chup cét I1&p vi tinh 6 bung cé tiém thudc can quang ghi nhan thAm nhiém mo6 m& quanh than hai bén,
tao hinh anh “thén léng”
(C) Chup CT-scan bung ghi nhAn mé mém bao quanh toan bd chu vi ddng mach chi bung, tao hinh anh
“do khodc quanh déng mach chd”

Bénh nhan duoc thuc hién hai xét nghiém giai
phau bénh. Sinh thiét tdy xwong cho thady mat do
tdy khodng 60%, tang sinh dong mau tiéu cau va

dong bach cau hat, phu hop héi chirng tang sinh
tay (Hinh 2).
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Hinh &nh vi thé (nhudm H&E) cho thdy mat do
tly xwong tang, ting sinh dong mau tiéu cau va dong
bach cau hat, phu hop v&i hdi chirng tang sinh tdy.

Sinh thiét md quanh than trai dwdi hwdng dan
CT-scan cho thay trén vi thé |3 md m& sgi viém man
tinh v&i sy hién dién cda lympho bao, twong bao va
rai rdc cac té& bao kich thudc 1én cé bao twong bong,
sang. K&t qua héa moé mién dich (HMMD) ghi nhan
céc t& bao nay duong tinh véi dau 4n CD68, Am tinh
véi dau 4n CD1a va diu an S100, phu hop bénh mé
bao khéng Langerhans (non-LCH), ddng thoi goi v
loai trlr bénh Rosai-Dorfman (thudng S100 duong

oc sinh thiét tiy xwong
tinh) (Hinh 3). Trong ca bénh nay, panel HMMD
gdbm ba d4u 4n CD68, CD1a va S100. Pay |3 bd dau
an then chét gitp phan biét ECD v&i bénh mé bao
t€ bao Langerhans (LCH, thwdng CD1a+/S100+) va
bénh Rosai-Dorfman (thworng S100+). K&t hop vdi
cac dac diém hinh anh hoc dién hinh va su hién dién
cla dot bién BRAF V600E, céc dir kién trén clng cd
chan doan bénh Erdheim-Chester. Cadc dau an bd
sung nhu CD163, Langerin (CD207) va Factor Xllla c6
thé can nhic thyc hién thém nh3m hoan thién hon
chan doén phan biét, tuy theo diéu kién thyc tién tai
cosdy té.

(A) Hinh anh vi thé (nhuém
H&E) cho thdy mé m& soi véi
tham nhap t&€ bao viém man
tinh va rai rdc cac té bao dang
m& bao véi bao twong sang.

(B) Nhudém héa mé mién
dich cho thay t& bao dang mé
bao dwong tinh véi CD68.

(C) Nhuém hoéa mé mién
dich cho thay t& bao dang mé
bao am tinh va&i CD1a, phu
hop v&i bénh mo6 bao khong
Langerhans.

(D) Nhudém hdéa mdé mién
dich cho thay t& bao dang mé
bao am tinh va&i S100, phu
hop v&i bénh mo6 bao khong
Langerhans va goi y loai tru
bénh Rosai-Dorfman.

Hinh 3. Pic diém mo6 bénh hoc va héa md mién dich cta t6n thuwong quanh than
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Vé xét nghiém sinh hoc phan tl, karyotype tdy
xuong cho két qua 46,XY[25] binh thudng. NGS tdy
xuwong phéat hién dét bién CALR ¢.1099_1150del,
p.L367TfsTerd6 (CALR type 1) v&i VAF 28,57% (Tier 1),
dac trung cho MPN nhém tang tiéu cau tién phat (ET)
hodc xo thy nguyén phat (PMF). Giai trinh ty gen thé
hé mai (NGS) md sinh thiét quanh than phat hién dot
bién BRAF V600E véi VAF 2%; khong phat hién dot
bién cb y nghia 1dm sang trén cic gen HER2, KRAS,
MAP2K1, NRAS.

TU cac dit liéu trén, bénh nhan dwoc chan doan
ECD mang dét bién BRAF V600E két hop hdi chirng
tadng sinh tly mang dét bién CALR type 1. Bénh
nhan duoc diéu tri ndi trd vai truyén dich kiém hda,
Hydroxyurea, Allopurinol va diéu trj nang d&, tinh
trang 1am sang 6n dinh va xuat vién sau khoang 1
thang. Bénh nhan duwoc hen tai khdm sau 8 tuan
dé kiém tra huyét d6 nham theo ddi dap ng diéu
tri véi Hydroxyurea, dong thoi can nhac thuc hién
MRI h&c mat va ndo bé nham danh gia nguyén nhan
song thi. Sau dé, du kién tai danh gia mbi 3-6 thang
bao gdbm hinh anh hoc (CT/PET-CT), siéu am tim va
tam sodt réi loan noi tiét (néu cd), cho dén khi bénh
6n dinh. Hwéng diéu trj tiép theo bao gdm duy tri
Hydroxyurea cho MPN va can nhac liéu phap tc ché
BRAF cho ECD sau khi hoan thién danh gid da co
quan, do vemurafenib cé thé gay tac dung phu trén
tim mach (kéo dai khoang QT) va hién chua duoc cap
phép cho chi dinh ECD tai Viét Nam.

3. BAN LUAN

ECD thudc nhdm bénh mo6 bao (histiocytosis),
moét nhdm bénh ly da dang duwoc déc trung bdi sy
tich tu bat thudng cla céc t€ bao ngudn gdc md
bao trong mod va co quan. Theo phéan loai cia Emile
(2016) va duoc cap nhat trong WHO 2022, cac bénh
mé bao dugc chia thanh 5 nhém chinh (Bang 1):
nhém L (nhém Langerhans) bao gébm bénh mé bao
Langerhans (LCH) va bénh Erdheim-Chester (ECD);
nhém C (nhém bénh da va niém mac); nhdm M
(nhédm mb bao 4c tinh); nhédm R (nhédm bénh Rosai-
Dorfman); va nhdm H (nhédm lympho-mé bao gay hoi
chirng thuc bao mau) [3]. ECD thudc nhém L, cung
nhom véi bénh mé bao Langerhans (LCH), mac du vé
ban chat mé bénh hoc hai bénh nay hoan toan khac
nhau. Sy phan loai nay phan dnh mai lién hé phan tlr
chung qua con dudng MAPK hon 1a dic diém hinh
thai hoc [3].

Vé dicdiémmobénhhoc, ECD dwgcdictrung bai
su tham nhiém cla cac bot bao (foamy histiocytes)

hay thy'c bao m& (lipid-laden macrophages) vao mo
lién két xo, thwong kém theo phan (¢ng viém vdi
lympho bao va twong bao. Té bao mé bao trong ECD
c6 bao tuong sang, nhan tron hodc hinh hat dau,
khéng cé ranh nhan. Dac diém nay khéc véi té€ bao
Langerhans clia LCH v8n c6 nhan dac trwng vdi ranh
siu va hat Birbeck trén kinh hién vi dién tir.

Héa md mién dich |a cong cu thiét yéu dé phan
loai b&nh m6 bao. Theo WHO 2022 (&n ban thi 5),
t& bao mo bao trong ECD cé dac diém phan tir tuvong
ty nhém u hat vang: duong tinh véi CD163, CD68S,
CD14, CD4 va am tinh véi CD1a, CD207 (Langerin);
$100 thudng &m tinh hodc dwong tinh yéu/khu tru
[4]. Kiéu hinh nay d6i |1ap v&i LCH (CD1a+, CD207+,
S100+) va khac biét vd&i bénh Rosai-Dorfman
(nhém R) véi S100 dwong tinh manh kém hinh anh
“emperipolesis” (bao twong hién dién cic té bao
viém nguyén ven) [3, 5]. Ngoai ra, Factor Xllla cé thé
duong tinh trong ECD va hd tro phan biét véi mot s6
bénh ly mo6 bao khac.

Chan doan ECD dwa trén su két hop gilta dic
diém hinh anh hoc dic treng nhu xo hod xwong doi
xtrng & xwong dai, thdm nhiém quanh than va quanh
dong mach chu, cung v&di moé bénh hoc va hoa mo
mién dich, trong d6 hinh anh hoc thuong 1a yéu té
gilp goi y chan doan, con panel héa mo mién dich
gilp xac nhan ban chat té bao [6, 7). Trong ca bénh
nay, két qua héa mo6 mién dich ghi nhan t& bao dang
mo bao duong tinh véi CD68, am tinh véi CD1a va am
tinh v&i S100, cho phép xac nhan ban chit mé bao,
loai trir bénh md bao Langerhans va goi y loai trir
bénh Rosai—Dorfman, k&t hop vdi tén thuong xo hod
xuong ddi xirng & xwong dai hai bén trén hinh anh
hoc va dot bién BRAF V600E gitip xac dinh chin doan.

Tuy nhién, bd panel ba ddu &n nay cling c6 han
ché&: CD68 khdng dac hiéu cho ECD; thiéu CD163
nén khong thé khang dinh nhdm u hat vang theo
WHO 2022; thi€u CD207 khong thé loai trir bénh
mo bao Langerhans vi CD1a c6 thé duong tinh trong
bénh md bao té bao trung gian (indeterminate cell
histiocytosis) [8]; bén canh d6 S100 cé thé duong
tinh yéu trong 20 - 30% trwdng hop ECD [7].

Chung t6i dé xuat trong diéu kién han ché, panel
héa mé mién dich tdi thiéu gdbm ba dau an CD68,
CD1ava S100 cé thé gitp huwdng dén chan doén ECD,
két hop chat ché vdi dic diém Iam sang, hinh anh
hoc va xét nghiém sinh hoc phan tl [6, 7]. Khi ¢ diéu
kién, nén b8 sung thém CD163, CD207 (Langerin) va
Factor Xllla d& hoan thién chin dodn phan biét theo
WHO 2022 [4, 7].
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Bang 1. Phéan loai bénh mo bao theo Emile (2016), cdp nhat theo WHO 2022

Nhom Tén nhém Bénh

Iy dai dién Pac diém phan

tlr chinh
. Bénh mo bao Langerhans (LCH),

L Nhom Langerhans banh Erdheim—Chester (ECD) BRAF V600E, MAP2K1, ARAF
C  Nhémbeénhdavanimmac O Natvang (Xanthogranuloma), u BRAF, MEK, RAS

mo bao lwdi (Reticulohistiocytoma) (m6t s6)
M Nhém mb bao éc tinh Sarcom md bao (Histiocytic CDKN2A, TP53, NF1

sarcoma)

R Nhém bénh Rosai-Dorfman Bénh Rosai—Dorfman—Destombes KRAS, MAP2K1, NRAS
y  Nhomlympho-mé bao gay HLH PRF1, UNC13D, STX11

hoi chirng thyc bao mau

ECD chi y&u gap & ngudi I&n, véi do tudi trung vi khi chdn dodn khoang 55 - 60 tudi, dao dong tir 30 dén

hon 80 tudi. Bénh cd ty 1& gdp & nam cao hon nit vdi ty

I& nam:nir xap xi 3:1 [1, 3].

Vé biéu hién |am sang, ECD |3 bénh da hé théng vdi phé triéu chirng rong tly theo céc co quan bj tham

nhiém (Bang 2). Cac biéu hién thuong gép bao gdom dau
(~40%), dai thao nhat (25 - 30%), than kinh trung wong

xwong chi duédi (50 - 60%), tim mach (40 - 50%), phéi
(20 - 30%) va ban vang mi mat (25 - 30%) [1, 3, 6].

Bang 2. Tan suat biéu hién triéu chirng 1am sang theo co quan trong ECD

Co quan/hé théng Biéu hién chinh Tansuidt Cabénh nay
Xuwong Pau xuwong, dac biét chi dwdi; xo hoa xwong dai 50-60% Co
Tim mach Tran dich mang ngoai tim, gia u nhi phai, tham  40-50% Cé

nhiém quanh dong mach chd
Phéi Xo phéi lan tod, tran dich mang phéi ~40% Khéng ghi nhan
Than - Sau phdc mac Tham nhiém quanh than (thén Iéng - hairy ~50% Co

kidney), xo hoa sau phuc mac
Hé than kinh trung That diéu tiéu n3o, liét day than kinh so ndo 20-30% Chua danh gia*
wong
Nhan khoa L6i mat, liét van nhan 25-30%  Chua danh gia*
Noi tiét Dai thao nhat, suy tuyén yén 25-30% Khdng ghinhan
Da Ban vang mi mét (xanthelasma) 25-30%  Khong ghi nhdn

*Bénh nhdn cd triéu chirng nhin déi (song thi) goi y tén thuong héc mdt hodc hé thén kinh trung wong. Tuy nhién,
MRI héc mét va ndo b6 chuwa duwoc thuc hién tai thoi diém bdo cdo, sé cdn nhdc thuc hién trong Ian téi khém tiép theo

cua bénh nhén.

So sanh vdi ca bénh nay, bénh nhan cé biéu hién
tham nhi&m tai it nhat 4 hé co quan: xwong dai, than
va sau phuc mac, mach mau I&n, nhan khoa, va cé
thé kém hé than kinh qua triéu chirng nhin doi. bay la
bénh canh tén thwong da co quan dién hinh ctia ECD.

Mét trong nhitng tién bd quan trong nhat trong
hiéu biét vé ECD |3 viéc phat hién cac d6t bién somatic
hoat hda con duong tin hiéu MAPK (RAS-RAF-MEK-

ERK). Dot bi€n BRAF V60OE 13 phé bién nhat, chiém
khoang 54 - 68% céc truong hop ECD. Ngoai ra, cac
dot bién khéc trén cung con dwdng MAPK cling duoc
ghi nhan, bao gdm dét bién MAP2K1, ARAF, NRAS,
KRAS va PIK3CA [1, 2]. Sw phan bd dét bién nay cé
y nghia thyc hanh 1am sang quan trong vi xac dinh
loai thudc nham tring dich phu hop cho tirng bénh
nhan (Bang 3).
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Bang 3. Ph4 dot bién phan tlr trong ECD va liéu phap diéu tri nham tring dich

Gen / Dot bién Tan suat (%) Con dudng Thudc diéu tri nhdm tring dich
BRAF V600OE 54 - 68% MAPK Vemurafenib, Dabrafenib (+ Trametinib)
MAP2K1 (MEK1) ~10% MAPK Cobimetinib, Trametinib
ARAF ~5% MAPK Sorafenib (di liéu han ché)
NRAS / KRAS ~5% RAS-MAPK MEK inhibitor
PIK3CA ~5% PI3K-AKT Everolimus, Sirolimus
Khong phat hién dét bién ~15 - 20% Interferon-a, Cladribine

Chan doan ECD dwoc xac |ap dua trén sy két hop
cla ba yé&u t6: mé bénh hoc, hinh anh hoc dic trung
va phan tich dac diém phan tl [6]. V& hinh dnh hoc,
hinh anh “thdn 16ng” do tham nhiém mé m& quanh
than dwoc ghi nhan trong khoang 50% ca ECD va la
d4u hiéu d3c trwng nhat. K&t hop véi hinh anh “do
khodc quanh déng mach chd” va xo hoé xuong d6i
xirng & xwong dai, bd ba nay dugc coi la dic diém
kinh dién ca ECD [1]. Trong ca bénh nay, ca ba dic
diém trén déu hién dién, gitip dinh huwdng chan dodn
trwdc khi cé két qud md bénh hoc.

Tan suat alen bién thé cla BRAF V600E chi dat
2%, phan dnh mat do t& bao u thap trong nén mé
xo m& quanh than, dic diém thudng gap trong ECD.
Didu nay cho thay vai trd quan trong cla giai trinh ty
gen thé& hé madi (NGS) vdi gidi han phat hién < 1%,
vt trdi so vai giai trinh tw Sanger (~20%) trong cac
truong hop mau mo cd ty 1é t& bao u thap.

Bi€u hién nhin d6i (song thi) gdp trong khoang
25 - 30% bénh nhan ECD, thudng do tham nhiém héc
mat gay [6i mat va liét van nhan [9]. Trong trudng hop
nay, triéu chirng cé thé lién quan dén tham nhiém
h&c mat hodc hé than kinh trung wong do ECD, hoic
bién chirng huyét khéi vi mach do ting tiéu cau dang
ké trén nén hoi chirng tang sinh tdy. Theo hudng dan
NCCN vé MPN, tang tiéu cau ndng (> 1000 G/L) cb thé
gay ca huyét khoi 13n xuat huyét do hdi chirng von
Willebrand mac phai [10]. Ngoai ra, tién sir nhdi mau
n3o cii @ bénh nhan nay cling goi y nguy co huyét
khdi cao tir trwdc. Do do, MRI hdc mat va ndo bo
véi chudi xung chuyén biét can duoc thye hién trong
qua trinh theo d&i nhdm phan biét gitra thdm nhiém
md bao ECD va bién chirng vi mach do MPN, tir d6
dinh hwéng chién lugce diéu tri phi hgp. Truéng hop
ca bénh nay, do MRI chuwa dugc thyc hién tai thoi
diém bdao cdo va s& dwoc can nhic thuc hién trong
lan t4i khdm ti€p theo cla bénh nhan.

Su chéng 14p gitra ECD va tan sinh dong tly khéng
hiém gap. Papo va coéng sy (2017) ghi nhan 10,1%
trong 189 bénh nhan ECD c6 kém tan sinh dong tdy
[2]. M6t s6 trwdng hop phét hién dong thoi d6t bién

chi dao cta ca hai bénh ly (vi du JAK2 V617F hodc
CALR cho héi chirng tang sinh tdy va BRAF V600E cho
ECD), goi y dong tao huyét cé thé déng vai trd thuan
Igi cho sy phat trién bénh md bao. Nhém bénh nhan
nay thudng 1&n tudi hon va cé tién lvgng kém hon
ECD don thuan [2].

Vé phéan ti, dot bién CALR type 1 (xda doan 52
bp, p.L367TfsTer46) dac trwung cho MPN nhém ET va
PMF, v&i tién lugng nhin chung tét hon so v&i CALR
type 2 hodc JAK2 V617F trong PMF theo phan loai
WHO 2022 [4]. VAF 28,57% trong ca nay khdng dinh
clone CALR chiém wu thé dang ké trong tay xuwong,
phu hop véi MPN dang hoat dong. Sy ton tai dong
thdi cta hai dot bién driver tir hai bénh ly khac nhau
d4t ra thach thire didu tri thuye tién: liéu phap e ché
BRAF khong tac dong dén clone MPN mang CALR,
trong khi Hydroxyurea diéu tri MPN hoan toan khéng
c6 hiéu qua trén ECD [2].

Vemurafenib 13 lya chon d3u tay cho bénh nhan
ECD c6 dot bién BRAF V60OE, véi ty 1& dap &ng 54—
61% [11]. Ph&i hop dabrafenib va trametinib dwoc
uu tién trong bénh da co quan ho3c tién trién nhanh.
Trudng hop khéng mang doét bién BRAF V600E cé
thé sir dung thudc (rc ch€ MEK, cladribine hodc
interferon-a tuy dic diém phan t&r (Bang 3) [1, 2].
Trong tredng hop nay, liéu phdp (c ché BRAF duoc
duy ki€n can nhéc sau khi hoan thién danh gia toan
than do can gidm sat doc tinh trén da, tim mach,
khép va giadi quyét van dé tiép can thudc tai Viét
Nam.

Y&u t6 tién lvgng xau gdbm tén thwong than kinh
trung wong, tham nhiém tim ndng va tan sinh dong
tdy doéng thai [2]. Trwdng hop nay cé = 2 yéu t6 bat
lgi (t6n thuong da co quan, MPN hoat déng), nhan
manh can diéu trj dich s&m sau danh gia toan than.

Theo d&i lau dai can thyc hién tai co s& chuyén
khoa vé&i danh gid dinh ky toan dién. Khuyén cdo
chup CT/PET-CT médi 3 - 6 thang trong ndm d3au, sau
dé diéu chinh theo dap (ng [6]. Siéu 4m tim dinh ky
gilp phat hién sdm bién chirng tim; xét nghiém noi
tiét phat hién réi loan tuyén yén/dai thdo nhat. V&i
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MPN di kém, can theo ddi huyét hoc va tdy xuwong
dinh ky. Néu dung (rc ché BRAF, phai giam sat doc
tinh da, kéo dai QT va tac dung phu trén khaép [11].

Truong hop nay cho thdy ECD dé bi bo sét khi
biéu hién |1dm sang khdng dic hiéu, déng thdi nhan
manh vai trd khéng thé thay thé& cia NGS dé nhay
cao trong phat hién dét bién driver cé VAF rat thap
va sy can thiét clia panel héa mé mién dich day da
giup khang dinh chan doan. Theo d&i dai han, dac
biét bién chirng than kinh trung wong, yéu té tién
lwong xau trong ECD.

4. KET LUAN

ECD két hop MPN |3 mét thyc thé I1dm sang hiém
gap, vdi sy dong ton tai cha hai bénh Iy mang dot
bién driver riéng biét. Trudrng hop nay goi y mét s6
bai hoc thuc hanh: biéu hién da co quan khéng dac
hiéu d& nham véi cac bénh Iy khac; VAF rat thap cla
BRAF V600E doi hdi NGS dd nhay cao dé tranh bd
sot dot bién; va sy dong mac MPN dat ra thach thirc
trong phan biét t6n thuong co quan ciing nhuw phéi
hop diéu tri. Chan doén can tiép can da chuyén khoa,
két hop hinh anh hoc, mé bénh hoc, héa m6é mién
dich va gidi trinh ty gen. Theo ddi dai han la can thiét
dé danh gia dap ¢ng diéu trj dich va dién tién cla ca
hai bénh ly d6ng méc.

TAI LIEU THAM KHAO

1. Haroche J, Arnaud L, Cohen-Aubart F, Hervier B,
Charlotte F, Emile JF, et al. Erdheim-Chester disease. Curr
Rheumatol Rep. 2014;16(4):412.

2. Papo M, Diamond EL, Cohen-Aubart F, Emile
JF, Roos-Weil D, Ozkaya N, et al. High prevalence of
myeloid neoplasms in adults with non-Langerhans cell
histiocytosis. Blood. 2017;130(8):1007-13.

3. Papo M, Emile JF, Maciel TT, Bay P, Baber A, Hermine
O, et al. Erdheim-Chester disease: A concise review. Curr
Rheumatol Rep. 2019;21(12):66.

4. WHO Classification of Tumours Editorial Board.
WHO Classification of Tumours: Haematolymphoid
Tumours. 5th ed. Lyon: International Agency for Research
on Cancer; 2022. p. 544-60.

5. McKinney RA, Wang G. Langerhans cell histiocytosis
and other histiocytic lesions. Head Neck Pathol.
2025;19(1):26.

6. Diamond EL, Dagna L, Hyman DM, Cavalli G, Janku
F, Estrada-Veras J. Consensus guidelines for the diagnosis
and clinical management of Erdheim-Chester disease.
Blood. 2014;124(4):483-92.

7. Goyal G, Heaney ML, Collin M, Cohen-Aubart
F, Vaglio A, Durham BH, et al. Erdheim-Chester
disease: Consensus recommendations for evaluation,
diagnosis, and treatment in the molecular era. Blood.
2020;135(22):1929-45.

8. Emile JF, Abla O, Fraitag S, Horne A, Haroche J,

Donadieu J, et al. Revised classification of histiocytoses
and neoplasms of the macrophage-dendritic cell lineages.
Blood. 2016;127(22):2672-81.

9. Kanakis M, Petrou P, Lourida G, Georgalas I.
Erdheim-Chester disease: A comprehensive review
from the ophthalmologic perspective. Surv Ophthalmol.
2022;67(2):388-410.

10. National Comprehensive Cancer Network. NCCN
Clinical Practice Guidelinesin Oncology: Myeloproliferative
Neoplasms. Version 2.2025. Plymouth Meeting (PA):
National Comprehensive Cancer Network; 2025.

11. Park JK, Huang LC, Kossler AL. Erdheim-
Chester disease and vemurafenib: A review of
ophthalmic presentations and clinical outcomes. Orbit.
2023;42(3):233-44.

S6 déc biét Hoi thao khoa hoc chuyén nganh Gidi phau bénh cac tinh phia Nam Ian tha XV - 2026 327 [



