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Dinh nghia:

Hoi chimg rdi loan sinh tiy - Myelodysplasia (MDS) 1a mt nhém tan sinh céc té bao trong tity xwong
phat trién va biét héa mot cach bat thuong, ddn dén rdi loan vé hinh thai va chirc ning ciia mét hay nhiéu
dong té bao tiy, hé qua 1a giam cac dong té bao mau, va c6 nguy co tién trién thanh bénh bach cau dong
tay cap tinh (AML).

Dich té:

Ti 18 méc bénh thuc su rat khé xac dinh do su han ché vé tiép cany té va phuong tién chan doan.

Tai Hoa Ky, s6 ca mic méi #3-4 ca/ 100.000 ngudi/ nam => 30000 ca mic mdi mdi nam. Tuong tu & Tay
Au. Chau A va Pong Au c6 thé c6 do tudi méc tré hon.

Ti 1& méc bénh ting theo tudi, hiém gip & tré em, ti 16 mac bénh bat diu ting manh sau tudi 40.

Nam giéi chiém vu thé, thudng gap 1.5 1an phu nit trong hau hét cac loai MDS, ngoai trir MDS véi loai
dot bién nhiém sic thé mat nhanh dai nhiém sic thé s6 5.

Nguyén nhan va co ché bénh sinh

MDS lién quan chit ché véi cac bat thudng trong gen va nhiém sac thé:

+ Bét thudng nhiém sic thé thuong gap 1a: del 5(q), monosomy 7 hay del 7(q), trisomy 8, mat nhiém sic
thé Y,...

+ Bét thudng gen: Dot bién gen riéng biét thuong gap hon nhiéu so vai dot bién nhidm sic thé, c6 thé
xuét hién 6 90% bénh nhan MDS, véi hon 50 gen.

Loai d6t bién thuong gip trong MDS nhét 1a d6t bién Yéu T6 Cat Nbi, SF3BI 1a thuong gip nhit, sau do
la DNMT3A, SRSF2, U2AF1,...

Céc gen diéu hoa thuong di truyén gip trong MDS: DNMT3A (quy dinh DNA methyltranferase), TET2
(quy dinh cytosine oxygenase), IDH1 va IDH2, EZH2, gen quy dinh cac yéu té dich md (AML1, RUNXI,
ETV6,..), gen quy dinh con duong truyén tin hiéu tang truong (KIT, NRAS,..)....

MDS bit ngudn tir su ting sinh cua té bao gdc van ning, trai qua nhirng bat thudng di truyén dau tién va
biéu hién sy biét hoa bat thuong, su tién hoa tiép theo do su tich lity dot bién theo thoi gian qua cac giai
doan, dué6i dap tmg mién dich va yéu td vi méi truong, cac té bao tiy tién than cua cac té bao mau nhu
héng cAu, bach cau, tiéu cau s& khong thé biét hoa thanh dang truong thanh cé chirc nang ma sé phat trién
mot cach bét thuong.
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Qua trinh nhan 1én dong té bao 1a don dong, nhiing biéu hién bén ngoai cua té bao tao ra ap luc chon loc,
cubi cung thiic day su tién trién bénh, biéu hién 1am sang.

Pic diém 1am sang va cin 1am sang:

Pic diém 1am sang:

- Thudng gap trén 50 tudi, nam nhiéu hon nit.

- Thiéu mau (> 90% ngudi bénh) thudng 14 biéu hién diu tién, dai ding va dap tmg

kém véi diéu tri.

- Nhiém trung (gip & khoang 15% ngudi bénh).

- C6 thé gip xuit huyét do giam tiéu cau.

- Gan lach c6 thé to (gap 10 - 15% ngudi bénh).

Két mac mdt nhot nhat do thiéu mau

Xuat huyét da niém do giam tiéu cau

Dic diém cin 1Am sang

Mau ngoai vi:

Giam hong ciu (85%) va/ hodc tiéu cau (25%), d6i khi co giam ca 3 dong, <5% la thiéu méau do bat san
hdng cau, Cac bat thudng vé hinh dang hong cau bao gdm céc té bao hinh bau duc, hinh elip, hinh giot
nudc, hinh cau va cac manh v&. MCV thudng cao, thuong thiéu méau binh sic, ¢6 thé gip hong cau non ra
mau (10%).

Hinh thai bach cau hat c6 thé bat thuong: Giam (50% s BN tai thoi diém diéu tri), mét hat dac hiéu, giam
doan, di thuong kiéu Pelger Huét, hodc nhan dang vong (Ring- Slaped nucle), nhan hinh gay, hinh anh
nhan bi dut doan; hoic ting hat dic hiéu, ting doan (it gdp hon), hoic dang chét theo chuong trinh. C6 thé
¢6 té bao non 4c tinh (blast). SO lugng > 13*10°9 thuong thiy trong MDS/MPN. Bach cau don nhan
thuong cao.

C6 25% ngudi bénh lac chan doan giam tiéu cau tir nhe dén trung binh, nhung ciing ¢6 gip ting tiéu cau
nhe (trong 5q-); hay gip tiéu cau kich thudc to (tiéu cau khdng 10); c6 thé giam do tap trung cua tiéu cau,
tao hat kém.



Hinh anh phét mdu ngoqi bién: ta c6 thé thdy hinh dang hong cau da hinh dang, da kich thude, nhwoc sdc
tie nhe den néng, co thé co cac manh vo hong cau, hong cau hinh oval, miéng tui, elip.
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ang bach cdu trong phét mdu ngoai bzen.' 1é bao bach cau thuong it hat, nhdn kiéu Pelger-Huet hay
nhdn hinh vong.
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Ngodi ra cé thé thiay mét s6 déu hzeu bat thuong trong cdc té bao mau (dd dwoc chii thich trén hinh)

Tay do

R4t ¢o gia tri trong chin doan, thé hién tuy sinh mau khong hiéu luec:

- S6 lugng té bao tiy: Pa s6 binh thuong, nhung co thé ting hay giam; néu tang, thuong khong qua cao
nhu lo xé mi; néu giam, ciing khong qué thap nhu suy tiy xuong.

- Dong hong cau: Thudng gip tang sinh, da cac tudi hong ciu non, cac hong cau non c6 nhan chim, hoic
hdng cau non it tao hemoglobin (so v6i lira tudi); co thé tang tién nguyén héng ciu nhung it gip cac cum,
c6 thé gap nguyén hong cau nhiéu nhéan, nhan c6 vé tinh, thdy ¢ giai doan da sic va wa acid, bao tuong c6
héc hoic it tao huyet sic to.

-Nhudém hong cAu sét (nhuom Perls) co thé phat hién dugc sideroblast vong (1a mot tiéu chuén quan trong
trong xép thé bénh ciia hoi chung rdi loan sinh tuy).



- Dong bach cau: Thuong ting bach cau dong hat va dong mono; giam hodc mat hat dic hiéu, t& bao méo
mo, nitt v, co vé tinh, xuét hién té bao mot nhancua bach cau doan trung tinh, bat thuong kiéu Pelger
Huét; co thé gip ting Promyelocyte va Myeloblast; bao gid ciing gip té bao blast nhung ty 1& gin binh
thuong (dudi 2%), c6 thé gip ting cao, dén x4p xi 20%, & thé c6 ting qua mirc t& bao blast.

- MAu tiéu cau: Gap mAu tiéu cau coi coc, khong chia thily hodc hai thiy, qua nhidu mai hodc it mui.

Hinh anh nguyén hong cau 2 dén 3 nhan, c6 sw treong thanh bdt twong xiing gitka nhdn va nguyén
sinh chat (nguyén sinh chat con o giai doan non nhung nhdn da truong thanh).
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Co theé co sy xuat hién cia nguyén bao sat hinh nhan.

Mau tieu cau chia mui roi rac.



Mau tiéu cdau co nhan chia mui qua nhiéu.
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Mau tiéu cau co nhdn kém chia mui (nhdan don doc).
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Dong bach cau: c6 thé cé nhéan dang gia Pelger hay té bao chat cé tir khéng dén rdt it hat.
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Hong cdu nhiéu nhan, 1 s6 c6 sw trieong thanh khéng dong déu giita nhan va nguyén sinh chat

SINH THIET TUY

- Rt o gia tri trong viéc chan doan sém khi bénh chuyén thanh lo xé mi cip. - Phat hién thiy khu
tri bat thuong cua cac té bao ddu dong chua trudng thanh (ALIP: Abnormal localization of
immature precursors). Khi gap ALIP thi tién lugng bénh dé chuyén thanh lo xé mi cap.

Tang cac soi reticulin va collagen gip & 15% BN, doi khi c6 thé nhin gidng xo tiy nguyén phat.
Tang tao vi mach ciing 1a dic diém noi bat cia MDS
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Viing miii tén chi la viing tdp trung ALIP, ta c¢é thé thdy cdc té bao con non c¢é nhdn bdt mau nhat.

Chén doan xac dinh va phan loai hdi ching loan sinh tiy.
Chan doan va phan loai MDS dua trén 2 tiéu chi: bat thuong di truyén va hinh thai hoc té bao.
V& di truyén, ta s& khao sat nhitng bat thuong thudng gip dé phan loai nhu mét nhanh dai NST s6
5, monosomy NST sé 7 hay dot bién SF3BI.
V& té bao hoc, ta s& quan tam ti 1¢ t& bao blast & mau ngoai vi va tay xuong, ngoai ra con khao sat
su hién dién cua nguyén bao sat hinh nhan hay thé Auer.
Theo WHO 2022, ta c6 cac phan loai sau:
MDS véi bit thuwong gen dwge xac dinh:
MDS véi lugng blast thip va dot bién mat nhanh dai NST s6 5 don doc.
MDS véi lugng blast thip va dot bién SF3B1 (hodc MDS vdi blast thap va nguyén bao sit hinh
nhan khi khong c6 SF3B1 va c6 nguyén bao sit hinh nhin >=15%)
MDS véi bat hoat dbi allen TP53.
MDS theo hinh thi té bao:
MDS véi blast thip
MDS tiy giam sinh
MDS véi blast tang: gom MDS-IB1, MDS-IB2 va MDS c¢6 xuét hién xo tiy.
Chin do4n phan bigt
- Hoi chimg tang sinh tiy: Cung 1a bénh don dong, nhung ting sinh t& bio manh hon, dinh
hudng dong 1, ¢6 thé thiy ton thuong ddc hiéu nhu gen Jak2 V617F.
- Suy tity xwong: Thiéu méau, xuat huyét, nhiém tring thudng nang hon, dién bién
nhanh hon, tiy gidm sinh nang hon tham chi tuyét san, it bét thuong v& hinh thai hon.
- Thiéu méau hdng cau to do thiéu axit folic va vitamin B12: Thuong c6 nguyén nhan
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gdy thiéu axit folic va vitamin B12 nhu cat da day, nhiém tring ru6t ning, thé tich hong cau
rat to (trén 130f1), giam axit folic va vitamin B12 trong huyét thanh, diéu trj thir bang axit
folic va vitamin B12 c6 cai thién tét.
- Thiéu mau c6 sideroblast bAm sinh: Thuong & tré em, MCV nho, khong bat thuong
vé hinh thai d6i véi cac dong té bao khac.
Tién lrong va Piéu tri
Tién luong: hién nay sir dung bang phan loai IPSS-R: bao gdm nhiing tiéu chi luong blast
trong tly xuong, ndng dd6 Hemoglobin trong mau, tiéu cau trong méau, bat thuong di truyén té
bao va bat thuong gen.
biéu tri:
Duya theo timng phan loai va tién lugng MDS khac nhau ma ta s& diéu tri khac nhau.
Véi MDS tién luong tét, diéu tri co thé dimg & mirc diéu tri triéu ching nhu truyén ché pham
mau, bo sung erythropoietin.
V&i MDS tién lwong x4u hon, thuong diéu tri bang thudc nhém HMA nhu Decitabin hay
Azacitidine.
V&i MDS tai phat khang tri, huéng ghép té bao gbc c6 thé duoc can nhic.
Khi MDS dién tién thanh bach cau cip dong tiy, ta s& diéu tri theo phac do ciia AML.
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