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TOM TAT
Bénh amyloidosis 1a mot réi loan hiém gip xay ra khi cac protein bat thudng ling dong &
da va cac co quan ndi tang. Bénh co thé toan than (hé théng) hodc khu tri. Toan than 1a dang
bénh amyloidosis phd bién nhat, anh hudng dén cac co quan va nhidu mé. Trong mot sd trudng
hop, bénh amyloidosis toan than c6 thé gy ton thuong co quan de doa tinh mang. Bénh
amyloidosis khu tra chi anh huéng dén mot co quan hodc mot phan co thé. Cac co quan hay bi
anh hudng nhu da, tim, than, gan va day than kinh. Diéu tri bénh hién nay van 1a mot thach thirc
va can phdi hop nhiéu chuyén khoa. Pay 1a bénh khong thé chita khoi nhung ¢ thé lam cham
tién trién ctia bénh va lam giam cac triéu chimg. Trong bai nay, ching toi xin dugc bdo cio mot

truong hop bénh nhan nam 81 tudi vai cac biéu hién ctia bénh nay.
Tir khéa: amyloidosis, hé thong, protein.
1. DAT VAN DE

Bénh amyloidosis 13 két qua cua sy lang dong cac protein soi beta khong hoa tan trong cac
mo khéac nhau. Bénh amyloidosis c6 thé mac phai hodc di truyén. Bénh c6 thé khu tri hodc toan
than. Amyloid c6 thé tich tu trong da, gan, lach, than, tim, day than kinh va mach mau, gay ra
cac hdi chirng 1am sang khac nhau, bao gém Xudt huyét dudi da, sin mang, ndt duéi da, bénh co
tim, gan to, protein ni¢u, phi dai ludi, r6i loan chirc nang tu chu, bénh than kinh, suy than, tang
huyét ap va bat thuong vé gidc mac va thuy tinh thé. Cac phuong tién chin doan tiy thudc vao
co quan. Diéu tri bénh amyloidosis lién quan dén phwong phép tiép can da chuyén khoa tiy thudc
vao murc d§ nghiém trong cuia bénh va cac co quan bi anh hudng. Trong bai nay, ching tdi xin

duogc bao cdo mot truong hop bénh nhan nam 81 tudi véi cac biéu hi¢n ciia bénh nay.
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2. GIOI THIEU CA BENH

2.1. Pic diém lAm sang

Bénh dién bién gan 1 nim nay, khoi phat bénh nhan xuét hién rai rac cac ndt & ludi, niém mac
ma, tang dan kich thudc va sb lugng. Bénh nhan di kham tai nhiéu bénh vién va chan doan: u mau
vung ludi, dugc diéu tri cit ton thwong nhung ton thuong tai phat véi vi tri va tinh chit twong ty
sau 1 thang, ton thuong tang kich thudce va sb lugng. Cach vao vién 3 thang, bénh nhin xuét hién
thém sin mém vung khoe mét, mi mat, diu mii phai, canh miii trai kém dau tai tdn thuong, an
uéng mét cam giac. Bénh nhan di kham tai mdt bénh vién tuyén duéi duoc chan doan qua san
niém mac mi¢ng, ludi chua rd nguyén nhan, diéu tri khéng sinh, giam dau, ton thuong khong do.

Kham: Bénh nhan tinh, toan trang on dinh. Tim déu, T1, T2 r5. Phoi RRPN rd, khong rale.
Tén thuong co ban: Cac ndt san mém mau dé hong ving ludi, niém mac mé 2 bén, ranh gi6i khong
13, khong loét, khong chay mau. Cac sdn mau niu dé ving mi mét trén, ddu mii 2 bén, s& mém,

kém dé da ving xung quanh. Co ning: Pau tai ton thwong, an udng mét cam giac.

Tién sir: Tang huyét ap nhiéu ndm dang diéu trj thudc thuong xuyén.

Hinh 1, 2. Hinh dnh lam sang cvua bénh nhdan (Da dwoc sw cho phép ciia gia dinh bénh

nhdn).
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2.2. Pac diém can lam sang

Cong thire mau: HC 4.45 T/1; Hb 104 g/1; BC 6.2 G/1; NEU 2.42 G/1; LYM 2.08 G/1; TC 132
G/l

Hoéa sinh mau: Glucose 5.9 mmol/l; Ure 6.7 mmo/l, Creatinin 99 pmol/l, AST 37 U/I, ALT
29 U/L

Dién giai dd: Na 141.8 mmol/l; K 3.4 mmol/l; Cl 106.1 mmol/l

Mo bénh hoc ton thwong miéng: Thuong bi: Tuong ddi binh thudng, ting sic t§ 16p day.
Trung bi: Ling dong chit mau hong, ddng nhét & ca trung bi ndng va sdu, xAm nhap viém quanh

mach cua bach ciu don nhan. KET LUAN: Hinh anh hudng té1 Amyloidosis.

Nhudm do Congo: duong tinh.

Hinh 3, 4. Hinh danh moé bénh hoc nhué¢m HE va nhupm do Congo (+).
Xquang ngyc thang: chua phat hién bat thuong.
Siéu am 6 bung: Nang than 2 bén, phi dai tién liét tuyén. Gan lach khong to.
Noi soi tai miii hong: két luan theo ddi u niém mac ma méi ludi
Noi soi da day-ta trang: viém phu nén hang vi

Dién tdm do: Nhip xoang khong déu, tan s6 ~ 85 chu ky/ phut. Truc trung gian. Hinh anh

song T det ¢ cac chuyén dao ngoai vi.

SA tim: chirc nang tdm thu that trai bao ton EF 69%, ri loan chirc nang tAm truong tht trai

mirc 6 nhe, van ba 14 ho %, khong ting ap phoi.
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Troponin T hs: 97ng/L; NT-proBNP: 6254 pg/mL.
Free Kappa: 15 mg/L; Free Lambda: 594 mg/L; IgA 28 mg/dL; IgM 3438 mg/dL; IgG

9mg/dL.

Si€u am hach: c6 nhiéu hach nach, ben, c6 hai bén, ranh gidi 16, khong c6 bat thuong cau

tric hach, kich thuge hach 16n nhéat 19.9x7 mm.

Trén hinh anh dién tdm d6 va siéu 4m tim ctia bénh nhan theo ddi hinh anh nhéi méu co tim.
Bénh nhan duoc chuyén sang diéu tri tai chuyén khoa tim mach véi chin doan Nhdi mau co tim /
Amyloidosis hé thong. Do ton thuong mach vanh nhiéu nhanh dan dén nging tuan hoan va bénh

nhan tir vong sau vai ngay diéu tri.
3. BAN LUAN

Bénh amyloidosis hé théng 1a mot bénh hiém gip trong do céc protein bi gip sai trd nén
khang lai cac qua trinh ddo thai binh thudng ctia co thé. Su tich tu cua chiing trong cac co quan
ctia co thé dan dén chire nang co quan bat thuong. Tim, gan, than, than kinh, phoi va rudt ¢ thé

bi 4nh hudng, va chi trong thé amyloidosis chudi nhe (loai AL) 13 da bi anh hudng dang ké.!

Bénh amyloidosis hé¢ théng dugc phan loai theo thanh phﬁn hoéa hoc cua protein bi sai
léch."? C6 hai thanh phan ciia amyloid: Mot don vi hang dinh, thuong gip nhat 1a amyloid P.
Mot don vi bién d6i nhu: chudi nhe immunoglobulin (san xuat amyloid 'AL"), transthyretin (san
xuat amyloid ATTR), beta 2 microglobulin (AB2M) gay ra bénh amyloidosis hé thong & bénh

nhan loc mau méan tinh.?

Viém man tinh do tinh trang tu viém, bénh ty mién va nhiém triung c6 thé giy ra amyloid
hé théng thé AA. Piéu nay khong gay ra cac dau hiéu hodc triéu ching trén da nhung c6 thé
dugc x4c dinh vé mit mo hoc trong 16p md dudi da. Biéu hién trén da chi phat sinh tir type AL
(chudi nhe amyloid), co lién quan dén chung loan san té bao plasma, ching han nhu bénh u
tay. Ty 1é méic bénh 1a 12 ca trén 1 triéu ngudi mdi ndm va anh huéng dén cac nhoém tudi 16n
hon ma khong phan biét ching toc hodc gi6i tinh.?> Nhin chung trén toan thé gidi, bénh
amyloidosis AA pho bién hon tit ca cac dang bénh khac do ty 1¢ mac bénh truyén nhiém cao &

cac nudc dang phat trién.
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Su lang dong ngoai bao cua protein amyloid khong hoa tan trong cac co quan bi anh hudng

cling nhu da va phan phu giy ra su pha hiy mé dan dén rdi loan chtrc ning. Tuy nhién, co ché

chinh xac vé cach amyloid dugc hinh thanh va lang dong vao cdc mé van chua dugc hicu 0.

Biéu hién trén da s& khac nhau tuy thudc vao vi tri ling dong amyloid va muc d6 pha hay
mo tai chd; n6 xdy ra & 30-40% bénh nhan thé AL®. Cac biéu hién thong thuong bao gém: ban
xuat huyét, bAm tim duéi da, xuat huyét dic biét & mi mit va vung quanh héc mat do thanh mao
mach dé& v& do tham nhidm amyloid, c6 thé khoi phat bai chan thuong nho va tham chi ho.
San, mang hodc nét sdn bong nhu sap hodc xudt huyét & cac ving k& nhu mi mit, sau tai,
6, nach va vung hdu moén sinh duc. Céc biéu hién khac nhu rung toc, loan dudng moéng, khuén

mat tho véi sy mét di cua nép nhan, ludi to phi dai, kho miéng.

Ngoai ra ¢ thé gip cac ton thuong co quan khac nhu su day 18n cua day than kinh ngoai
bién, gy ra bénh 1y than kinh va hoi ching dng cd tay, su ton thuong ctia cac co quan nhu gan,
tim va than, ddn dén cac biéu hién khac nhau nhu suy tim, nhdi mau co tim, bénh co tim, suy

than, suy gan, ... Ngoai ra con c6 thé c6 céc triéu chiing chung nhu sut can, mét moi, kho tho.

Céc bién chirng co6 thé khac nhau tuy thudc vao vi tri va mtrc d§ anh hudng. Su lién quan
dén da, toc va moéng co6 thé dan dén bién dang va anh hudng vé mat tam 1y, phi dai luoi co thé
gay ra cac van d€ ve€ nhai va nuot, suy co quan va tu vong (dac biét 1a suy than, hoi chiing than

hu va bénh co tim).

Céc xét nghiém bao g@)m: Xét nghiém mau bao g@)m xét nghiém mau toan dién, chuc ning
gan, than va phan tich nude tiéu. Pién di huyét thanh (mién dich), xét nghiém chudi nhe tu do
trong huyét thanh, protein Bence Jones trong nudc tiéu. Sinh thiét da va nhuém HE s& cho thay
cac chit ling chat mau hong 16p trung bi trén dén cac cau trac dudi da. Nhuom doé Congo dwong
tinh. Hoa mo mién dich s& xac dinh cac loai protein amyloid cu thé (vi du: AL, AA hodc cac loai
khac). Giai trinh tu gen nén thyc hién khi can loai trir bénh ling dong amyloid di truyén dua trén
can cur lam sang.

Céan x4c dinh tinh trang li€n quan dén co quan va giai doan bénh dé lap ké hoach diéu trj.
Péi véi chire nang tim, danh gid nén bao gém siéu am tim, NT-proBNP, troponin, ECG, Holter
ECG va MRI tim. Déi v6i chirc nang than, cin danh gia protein niéu 24 gio va eGFR. Xét nghiém

chtrc nang gan va hinh anh (siéu 4&m, MRI hodc CT scan) c6 thé gitip danh gia chirc ning gan.
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Chan doan phan bié¢t s€ phu thudc vao cac dac diém bi€u hién va bao gom: mdt s6 bénh

ngoai da man tinh bao gom xo cung bi, gia u vang, ... ; ro6i loan chdy mau va bénh scorbut gay

ra ban xuat huyét, xuat huyét dudi da; khoi u da khac nhau; cac roi loan vé toc va mong.

Diéu tri dya vao thé bénh va céc yéu to nguy co khac nhau ctuia bénh. Hoa tri li¢u liéu cao
thong thudng dung véi melphalan va dexamthasone. Di khi c6 thé ghép té bao gbce tu than. Cac
lira chon thay thé nhur Daratumumab, mot khang thé don dong khang CD38 trén té bao plasma va
1a mot phuong phap thay thé méi hon. Bortezomib, chit e ché proteasome 26S, gay ra chét co

chuong trinh cua cac té bao dang ting sinh va ciing dang cho thiy mét s trién vong.

ATTR amyloidosis: Transthyretin 1a mot protein dugc tong hop chu yéu & gan. Sau khi

ghép gan, transthyretin dot bién bién mat khoi mau va cai thién bénh than kinh.

Liéu phéap hd tro: Diéu trj bénh amyloidosis toan than bao gdom lidu phap hd trg nham duy
tri chat lugng cudc sdng va ngin ngira réi loan chirc niang co quan. Néu bénh nhan dang trong

danh sach cho ghép tim, ho nén duogc héa tri liéu thap do kha ning sdng sot cao hon.

Cit lach: Mot lua chon khi thiéu hut yéu t6 X nghiém trong din dén tinh trang chay mau.
Thiéu hut yéu td X duogc théy & 2,5% bénh nhan méic bénh amyloidosis thé AL*. Cit lach c6 hiéu
qua & nhitng bénh nhan bi lach to, nhung thuong khong hi€éu qua & nhitng bénh nhan c6 lach

kich thudc binh thuong.

Tién lugng phu thudc vao thé bénh amyloidosis va dap tng diéu tri. Bénh amyloidosis toan
than néu khong duogc diéu tri c¢o thé gay tir vong. Ty 1é séng sot phu thude vao cac co quan bi
anh huong. Néu tim bi anh huong, cac bién ching tim mach 1am ting dang ké ty 16 mac bénh va
tr vong. Thoi gian trung binh tir khi phat hién bénh amyloidosis AL toan than dén khi tir vong
1a vai thang néu khong dugc diéu tri. Mot sd phuong phap diéu tri, bao gdm ghép té bao gbc va
hoa tri, da dat dugc thoi gian séng sot 1a 10 nam>°. Bénh léng dong amyloid ¢ tim va than la

nhing dic diém tién luong kém.’

Diéu tri bénh amyloidosis lién quan dén phwong phap tiép can da chuyén khoa. Tty thudc
vao murc d¢ nghiém trong ctia bénh va cac co quan bi anh hudng, bac si huyét hoc lam sang, bac

si tim mach, bac si than, bac si bénh hoc hoac cac chuyén gia chuyén khoa khac c6 thé tham gia.

4. KET LUAN
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Bénh amyloidosis 1a sy lang dong cua céac protein bat thuong trong cac mé khac nhau.

Bénh amyloidosis ¢6 thé méc phai hodc di truyén. Bénh c6 thé khu tra hodc toan than. Amyloid

c6 thé tich ty tich tu trong cac co quan khac nhau gy cac biéu hién khac nhau. Cac phuong tién

chan doan tuy thudc vao bi€u hi¢n ctua cac co quan. Diéu tri bénh amyloidosis lién quan dén

phuong phép tiép can da chuyén khoa tiy thuéc vao mirc d6 nghiém trong cua bénh va cac co

quan bi anh hudng. Phat hién va diéu tri sém giup ting ti 1& song sot va cai thién chat luong cudc

song cua bénh nhan.
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ABSTRACT

Amyloidosis is a rare disorder that occurs when abnormal proteins deposit in the skin and
internal organs. The disease may be systemic or localized. Systemic amyloidosis is the most
common form, affecting multiple organs and tissues, and in some cases can cause
life-threatening organ damage. Localized amyloidosis affects only a single organ or part of the
body. Commonly involved organs include the skin, heart, kidneys, liver, and nerves. Current
treatment remains challenging and requires multidisciplinary collaboration. Although the disease
cannot be cured, its progression can be slowed and symptoms alleviated. In this article, we report

a case of an 81-year-old male patient presenting with manifestations of amyloidosis.

Keywords: amyloidosis, systemic, protein.
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