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TOM TAT: Nghién ctru thuén tap mé ta céc dac diém Iam sang, té bao va di truyén hoc trén 139 bénh
nhéan chén doan xéc dinh réi loan sinh tiy theo WHO 2016, diéu tri tai Bénh vién Bach Mai va Vién Huyét
hoc - Truyén méu Trung wong, ttr ndm 2017-2021.

Két qua: Bénh nhan trung binh 62,6 1,2 tubi; nam gidi (53,2%) nhiéu hon ni¥ gi6i (46,8%). Ti é bénh
nhéan réi loan sinh tuy nhém MDS-MLD la 24,5%; MDS-EB-1 la 25,2% va MDS-EB-2 la 28,1%. Cac triéu
chtrng hay gép la th/eu maéu (95,7%), nhiém trang (37, 4%) va xuét huyet (33,1%); cac triéu chirmng khac it
gap. Luong huyet sé&c té trung binh la 83,1 + 1,7 g/L, s6 lwrong tiéu céu trung binh la 117,6 + 13,7 G/L va
s6 luong bach céu trung tinh trung binh la 4,6 + 1,2 G/L. Té bao blast ngoai vi trung binh la 2,8 + 0,4%
va blast tdy trung binh la 6,1 + 0,5%. Pa sé bénh nhén cé da tén thuong nhiém séc thé (17,3%), cac bét
thuong nhiém séc thé khac it gdp. Nhém gen RNA splicing (26,5%) va DNA methylation (26,5%) c6 ti 1é
dot bién cao nhat, céc nhém gen khéc ti 1é dot bién thap.

T khéa: Réi loan sinh tly, dic diém lam sang bénh nhan réi loan sinh tay.

ABSTRACT: Cohort study describing clinical, cytological and genetic characteristics on 139 patients
with diagnosed myelodysplastic syndromes according to WHO 2016, treated at Bach Mai Hospital and
National Institute of Hematology and Blood Transfusion, from 2017-2021.

Results: The average patient was 62.6 + 1.2 years old; higher among males (63.2%) than females
(46.8%). The rate of patients with myelodysplastic syndrome in the MDS-MLD was 24.5%; MDS-EB-1
was 25.2% and MDS-EB-2 was 28.1%. Common symptoms were anemia (95.7%), infection (37.4%), and
bleeding (33.1%); other symptoms are less common. Mean hemoglobin was 83.1 + 1.7 g/L, mean platelet
count was 117.6 + 13.7 G/L and mean neutrophil count was 4.6 + 1.2 G/L. The mean peripheral blast
cell was 2.8 + 0.4% and the mean marrow blast was 6.1 + 0.5%. Most patients were complex karyotypes
(17.3%), other chromosomal abnormalities were uncommon. The group of RNA splicing (26.5%) and DNA
methylation (26.5%) were the highest mutation rate, the other gene groups were low mutation rate.

Keywords: Myelodysplastic syndromes, clinical characteristics of myelodysplastic syndrome.

Chiu trach nhiém ndi dung: ThS. Nguyén Quang Hao, Email: haonguyenquang123@gmail.com

Ngay nhan bai: 31/3/2022; m&i phan bién khoa hoc: 4/2022; chap nhan dang: 20/4/2022.

1. DAT VAN BE.
Theo phan loai clia Té chirc Y té thé gi¢i (WHO)

thdng ké cuia Vién Huyét hoc - Truyén mau Trung
wong cho thdy, ti 1&é mac RLST la 4,5%, ding thi 6

n&m 2016, hdi chirng rdi loan sinh tdy (RLST) la mot
nhém rdi loan huyét hoc khéng déng nhét cda té bao
gbc tao mau, con dwoc goi la bénh mau man tinh tién
ung thw [1]. Theo wéc tinh, hdng nam tai Hoa Ky, ti
lé mac RLST khoang 3-4 trwdng hop/100.000 dan
va tang dan theo tudi. O’ dd tudi 70, ti Ié mac RLST
khoang 30 trwdng hgp/100.000 dan. Tai Viét Nam,
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trong tdng sé cac bénh vé mau [2].

RLST dac trung béi tinh trang gidm té bao mau
ngoai vi, trong khi tly xwong lai tdng sinh t& bao.
Diéu d6 chirng minh qua trinh sinh mau tai tay
xwong khéng hiéu qua, gay gidm sé lvgng, chat
lwong t& bao mau ngoai vi va 1/3 trong sb do6 co
nguy co chuyén thanh bach cadu cép dong tay.
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Biéu hién bénh RLST rat khac nhau, véi thoi gian
séng thém trung binh cta cac bénh nhan (BN) tir
trén 5 nam dén duéi 6 thang. Do do, nhixng nam
qua, mot sé hé théng tinh diém tién lwong BN
RLST dwoc phat trién nhdm phan tang chinh xac
vé nhirtng BN nay [3, 4]. Tai Viét Nam, cac nghién
ctvu vé RLST chi yéu theo hwéng mo ta cac déc
diém can lam sang, tap trung chi yéu vao déc diém
t& bao m6 bénh hoc; mét sb it nghién ctru dé cap
tdi di truyén té bao. Tuy nhién, cac nghién ciru véi
c& mau con han ché va chwa co nghién cru phan
tich dot bién gen trén BN RLST.

Chung téi thyc hién dé tai nay nham mo ta dac
diém lam sang; phan tich d&c diém té bao va di
truyén phan tir ctia cac BN RLST, diéu tri tai Bénh
vién Bach Mai va Vién Huyét hoc - Truyén mau
Trung wong, ttr nam 2017-2021.

2. DOl TUQNG, PHUONG PHAP NGHIEN CUU.

2.1. Péi twong nghién clru:

139 BN chén doan xac dinh RLST, diéu tri tai
Bénh vién Bach Mai va Vién Huyét hoc - Truyén
mau Trung wong, tlr thang 11/2017 dén thang
8/2021. BN dong y tham gia nghién ctru.

2.2. Phwong phap nghién ctru:

- Thiét ké nghién ctru: thuan tap.

- Chén doan xac dinh RLST theo WHO 2016 va
phan nhém nguy co’ theo IPSS-R.

- Chi tiéu nghién cru (Mo ta): dac diém chung
BN (tudi, gioi tinh, phan nhom bénlj); dac diém lam
sang (thieu mau, nhiem trung, xuat huyét, gan to,
lach to, gay sut can, hach ngoai vi); xét nghiém té
bao hoc va di truyen phén tt (t€ bao mau va tay
xwong; mé bénh hoc tly xwong; nhiém sac thé té
bao tdy xwong; dot bién theo nhém gen chivc nang).

- Dao dtre nghién ctru: dé cwong nghién ciru
dugc Hoi dong dao dlrc trong nghién clru y sinh
hoc cta Vién Huyet hoc - Truyén mau Trung wong
chap thuan. Théng tin ca nhan BN dwgc bdo mat
va chi str dung cho muc dich khoa hoc.

- X0 |i s6 liéu: téng hop va phan tich sé liéu
bang phan mém SPSS 20.0.

3. KET QUA NGHIEN CUU.

3.1. Pic diém chung BN nghién cteu (n = 139):

- Tudi doi: BN phan b tir 17-90 tudi; trung binh
62,6 £ 1,2 tudi.

- Gi¢i tinh: 74 BN nam gi¢i (53,2%) va 65 BN
nir gidi (46,8%).

- Phan loai bénh (theo WHO, 2016):

+ Phan nhom MSD-SLD: 22 BN (15,8%).

+ Phan nhom MDS-RS: 5 BN (3,6%).

+ Phan nhom MDS-MLD: 34 BN (24,5%).

+ Phan nhom MDS-EB1: 35 BN (25,2%).

+ Phan nhom MDS-EB2: 39 BN (28,1%).

+ Phan nhom MDS del (5q): 3 BN (2,2%).

+ Phan nhom MDS/MPN: 1 BN (0,7%).

3.2. Dac diém lam sang BN nghién ctru:

Bang 1. D&c diém lam sang cta BN nghién ctu.

Nhom BN Thiéu mau| Nhi&m triing | Xuét huyét| Gan to | Lach to | Gay sut can | Hach ngoai vi
Chung (n =139) 95,7% 37,4% 331% | 151% | 14,4% 15,8% 6,5%
MSD-SLD (n = 22) 86,4% 22, 7% 31,8% [18,2% | 13,6% 9,1% 9,1%
MDS-RS (n =5) 80,0% 0 20,0% 0 0 40,0% 0
MDS-MLD (n = 34) 97,1% 52,9% 441% | 26,5% | 17,6% 14,7% 5,9%
MDS-EB-1 (n = 35) 97,1% 34,3% 40% 2,9% | 14,3% 11,4% 5,7%
MDS-EB-2 (n = 39) 100% 39,5% 20,5% |17,9% | 15,4% 20,5% 7,9%
MDS del (5q) (n =3)| 100% 66,7% 0 0 33,3% 0
MDS/MPN (n = 1) 100% 0 100% 0 0 0 0

3.3. M6t sé xét nghiém té bao hoc va di truyén phan to:
Bang 2. C4c chi s6 té bao mau ngoai vi va tly xwong tai thoi diém chan doan.

Nhém BN Hb (g/L) | Tiéu cAu (G/L) | Bach cAu trung tinh (G/L) | Blast ngoai vi (%) | Blast tdy (%)
Chung (n = 139) 83,1 117.,6 4.6 2,8 6,1
MSD-SLD (n = 22) 84,3 168,6 4,3 0,1 0,5
MDS-RS (n = 5) 77 122,6 2,7 0 2,2
MDS-MLD (n = 34) 82,2 99,2 7,3 0,5 1,6
MDS-EB-1 (n = 35) 80 119,4 3,9 2,9 6,9
MDS-EB-2 (n = 39) 86,9 105,2 4.4 6,1 12,0
MDS del (5q) (n=3)| 91 705 25 0 2.0
MDS/MPN (n =1) 80 37 7,6 0 0
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Bang 3. Bac diém md bénh hoc sinh thiét tiy xwong.

Nhém BN Tang sinh | Binh thwong | Gidm sinh | Xo hoa tién trién | Khong/rat it xo | Thé Alip
Chung (n =139) 30,2% 59,7% 10,1% 4,3% 95,7 5,8
MSD-SLD (n = 22) 13,6% 77,3% 9,1% 0 100% 0
MDS-RS (n =5) 40,0% 40,0% 20,0% 20,0% 80,0% 0
MDS-MLD (n = 34) 41,2% 50,0% 8,8% 5,9% 94,1% 2,9%
MDS-EB-1 (n = 35) 28,6% 62,9% 8,6% 2,9% 97,1% 8,6%
MDS-EB-2 (n = 39) 30,8% 59,0% 10,3% 5,1% 94,9% 7,7%
MDS del (5q) (n = 3) 0 66,7% 33,3% 0 100% 0
MDS/MPN (n = 1) 100% 0 0 0 100% 0

Bang 4. D&c diém nhiém sac thé (NST) té bao tly xwong trén nhuém bang.

Nhom BN 48’(3;))( o2 ;?1'; X (-Y) | Del (20q) | Del (5q) | Trisomy 8 dggr‘j‘ﬁgT -7/del(7q)
Chung (n =139) 70,5% 17,3% | 2,2% 2.2% 2.2% 2,2% 1,4% 1,4%
MSD-SLD (n = 22) 86,4% 0 4,5% 4,5% 4,5% 4,5% 0 0
MDS-RS (n =5) 100% 0 0 0 0 0 0 0
MDS-MLD (n = 34) 70,6% 17,6% 0 2,9% 0 2,9% 0 2,9%
MDS-EB-1 (n = 35) 65,7% 22,9% 0 2,9% 2,9% 2,9% 57% 0
MDS-EB-2 (n = 39) 66,7% 23,1% | 5,1% 0 0 0 0 2,6%
MDS del (59) (n=3) | 33,3% 0 0 0 | 66,7% 0 0 0
MDS/MPN (n = 1) 0 100% | 0 0 0 0 0 0

- Dot bién theo 7 nhdém gen chirc nang (n = 34):

+ Chromatin modification: 6 BN (17,6%).

+ Cohesin complex: 2 BN (5,9%).

+ Transcription regulation: 6 BN (17,6%).

+ RNA splicing: 9 BN (26,5%).

+ DNA methylation: 9 BN (26,5%).

+ Signal transduction: 4 BN (11,8%).

+ Tumor suppressor: 4 BN (11,8%).

4. BAN LUAN.

4.1. Pic diém chung BN nghién ciru:

- Tudi: BN trung binh 62,6 * 1,2 tubi; twong déng
v&i nghién ctru ctia Nguyén Quang Hung (BN trung
binh 64,5 tudi) [2]. RLST dwgc ghi nhan la bénh
clia ngudi Ion tudi véi 80-90% BN dwoc chan doan
trén 60 tudi [5, 6, 7].

- Gi¢i tinh: BN nam (53,2%) nhiéu hon BN
niv (46,8%) khong dang ké. Nghién clru cua
Nguyén Quang Hwng [2] va Nguyé&n Anh Tri [8]
cling ghi nhan nam gi¢i méac bénh chiém wu thé
so vOi ni¥ gidi, song khac biét khéng co6 y nghia
théng ké, co6 thé do sy khac biét vé quan thé
nguwdi bénh.

- Phan nhém bénh theo WHO 2016: cac phan
nhém chiém wu thé gém MDS-SLD (15,8%), MDS-
MLD (24,5%), MDS-EB-1 (25,2%), MDS-EB-2

(28,1%). Két qua nay twong déng véi bao céo cla
WHO 2016 vé phan loai BN RLST [4].
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4.2. Pac diém lam sang BN nghién ctru:

Thiéu mau 1a trieu chirng thudng gdp nhéat
(95,7%), tiép theo la nhiém trung (37,4%), xuét
huyét (33,1%). CAc triéu chirng gan to, lach to, gay
sut can, hach ngoai vi it gap hon.

Céac nghién ctru thdy BN RLST thiéu mau tai Viét
Nam c6 xu hwéng cao hon mét sé nghién ctru trén
thé giéi. Diéu nay phan nao lién quan dén tinh trang
thiéu mau trong cong déng. Thuc t&, BN RLST tdi
vién kham chui yéu vi cac biéu hién cla thiéu mau.
Theo Pomeloy [9], biéu hién nhiém trung trén BN
RLST Ia triéu chirng c6 tién lwong x4u, do lién quan
dén tinh trang gidm bach cau trung tinh, thuwdng xuét
hién & phan nhom bénh MDS-EB. Day cﬁng la mot
trong nhirng nguyén nhén ttr vong chinh & BN RLST,
can dwoc giam sat chét ché trong qua trinh diéu tri.

4.3. Mot sé xét nghiém té bao hoc va di
truyén phan tu:

- Céac chi sb té bao méau ngoai vi va tuy xuwong
tai thoi diém chan doan: hién twong gidm sé lwong
clia cac dong té bao mau ngoai vi thwong quan sat
thay trén BN RLST. Nghién ctru clia chung toi thay,
gia tri trung binh huyét séc t6, sb lwong tiéu cau va
sb lwong bach cau trung tinh (1an lwot 1a 83,1 £ 1,7
g/L; 117,6 £ 13,7 G/L va 4,6 £ 1,2 G/L) thdp hon
dang ké& so véi ngudng gia tri binh thwdng; twong
duong két qua mot sd nghién ciru da cong b [10,
11]. Theo mét sd bao cao, lwong huyét sic t6 thap
ctia BN RLST phan nao phan anh murc dé phu thudc
truyén méau ctia BN; m&c d6 gidm bach cau trung
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tinh c6 quan hé mat thiét v&i tinh trang nhiém tring
trén 1am sang; mét vai treong hop tinh trang gidm
tiéu cau goi y dén bénh RLST sém [9, 10, 11]. Déi
véi té bao non 4c tinh, chung téi thay i 1é trung binh
té bao blast ngoai vi 14 2,8 + 0,4% va ti 1& blast tay 1a
6,1+ 0,5%. Cac nghién ctru trén thé gidi déu co tilé
té bao non 4c tinh & BN RLST dwéi 10% [12, 13]. Ti
I& t& bao non &c tinh mau ngoai vi khéng chi déng
vai trd chan doan, ma con c6 y nghia tién lwong xau
(theo hé thdng tién lwong quéc té IPSS-R).

- Dac diém md bénh hoc sinh thiét tiy xwong: két
quéa nghién ctru thay té bao tiy cha yéu cé mat do
binh thwong (569,7%) vatang sinh (30,2%). Tilé BN co
mat do té bao binh thwong hodc ting chiém 89,9%;
twong dwong véi nghién ciru cla Nguyén Quang
Huwng (82,7%) [2]. Cac y van déu ghi nhan mat do té
bao tdy ctia BN RLST phan I&n la binh thwéng hodc
tang. Nghién ctru nay chi bt g&p 10,1% BN RLST
gidm sinh té bao (tiy nghéo). Theo nghién ciru cla
Wu, tdy nghéo té bao gap & 8,2-29% [14]. Diéu nay
dat ra kho khan trong chan doan phan biét RLST
v6i thiéu mau bét san, suy tdy xwong hay cac bénh
khac gay suy tay thir phat. Chung t6i gap 29,5% BN
rbi loan hinh thai dong héng cau, 12,9% BN ri loan
dong bach cau va 65,5% BN réi loan hinh thai dong
tiéu cau. Sé dong té bao réi loan la mét tiéu chi bat
budc trong phan d&c diém té bao moé bénh hoc dwoc
mo ta & bang phan loai cia WHO 2016. Mot dac
diém quan trong c6 thé quan sat dwoc trén sinh thiét
ty la sy khu tri bat thwong cla cac té bao dau
dong chuwa trwdng thanh hay Alip. Trong nghién ctru
nay, s c6 mat ctia Alip trong khoang sinh mau xuét
hién & 5,8% BN va 4,3% BN khoang sinh mau tang
sinh xo tién trién; twong tw nghién ctru cta Nguyén
Anh Tri [8]. M6t sb tac gia trén thé gi¢i khang dinh,
xo héa thy thuong lién quan téi hoa xa tri trwdc do.

- Pac diém NST té bao tly xwong trén nhudm
bang: 70,5% BN c6 NST binh thuwdng, 29,5% BN cd
NST bét thuwong. Trong do, da sé BN ¢é da tén thwong
NST (17,3%), c4c bét thuong khac it gap (gdm: mét
NST giéi tinh, del (20q), del (5q), trisomy 8, chuyén
doan NST, -7/del (7q)). Két qué nay twong tw nghién
clru cla Haferlach (68,6% cd NST binh thwong va
31,4% bét thuong NST [15]). Theo Meletis (2006), da
t6n thwong 1a bét thwong NST “hay gép nhét, chiém tlr
10-20% [16]. Nhi*ng BN da t6n thuong NST co tién
lwong di truyén x4u va rat xau. Dot bién gen xuét hién
trong ca 7 nhém gen chirc nang, trong do, ti 1& dot bién
cao nhat & nhém RNA splicing va DNA methylation
(déu chiém 26,5%). Nghién ctru clia Zhang (2015)
ghi nhan, i I& d6t bién cao nhat & 2 nhém gen RNA
splicing (25-45%) va DNA methylation (20-35%) [17].
Nhuw vay, ti 1& d6t bién gen trong nghién clru clia chiing
t6i cling sat véi nghién clru da cong bé trén thé gidi.

5. KET LUAN.

Nghién ctru 139 BN chan doan xac dinh RLST,
diéu tri tai Bénh vién Bach Mai va Vién Huyét hoc -
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Truyén mau Trung vong, tir thang 11/2017 dén
thang 8/2021, ket luan:

- BN trung binh 62,6 + 1,2 tudi, ti 1&é nam (53,2%)
nhiéu hon ni (46,8%). Pa s6 BN RLST phan nhém
MDS-MLD (24,5%), MDS-EB-1 (25,2%), MDS-
EB-2 (28,1%). Hay g&p nhét la triéu ching thiéu
mau (95,7%), nhiém trung (37,4%) va xuét huyét
(33,1%), cac triéu chirng khac it gap.

- Luwgng huyét séc té trung binh 12 83,1+ 1,7 g/L,
sb lwong tiéu cau trung binh 1a 117,6 + 13,7G/L,
sb lwgng bach cau trung tinh trung binh la 4,6 +
1,2GIL. Té bao blast ngoai vi va blast tdy trung binh
la 2,8 +0,4% va 6,1  0,5%. Da sé BN c6 da tén
thwong NST (17,3%), cac béat thwong NST khac it
gap. Nhom gen co ti 1& dot bién cao nhét 1a RNA
splicing (26,5%) va DNA methylation (26,5%), cac
nhém gen khac ti 1& dot bién thap.
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tai Bénh vién D& chién cép 2 Viét Nam, tir thang
11/2018 dén thang 11/2021, chung tai két luan:

- Mua dich sét rét tai khu viec Bentiu, Nam Sudan
thwong dién ra ti thang 7 dén thang 11 héng n&m,
véi dinh dich vao thang 8.

- 95,7% BN sbt rét khong thuwéng xuyén st
dung thuéc dy phong sbt rét. Ti 1&é BN sbt rét la
nhan vién Lién hop quéc tham gia theo hinh thirc
ca nhan (68,5%) cao hon so véi hinh thirc trong
cung 1 don vi (31,5%). Test nhanh RDTs phat hién
khang nguyén ki sinh tring sét rét c6 gia tri cao
trong chan doan sang loc loai trir sét rét.

- BN la nguwoi ban dia co ti 1é tai nhiém sét rét
cao gap 3,34 1an so v&i nhitng BN la ngudi dén tir
cac quéc gia khac, khac biét co y nghia théng ké,
véi p = 0,002, CI95%: 1,75-6,38. Con sbt rét dién
hinh cta BN la ngwoi ban dia va BN tir cac nuwéc
khac dén khac biét co y nghia thdng k&, voi p =
0,008, Cl 95%: 0,22-0,91. Céac BN sbt rét tai Bénh
vién Da chién cép 2 Viét Nam déu dap tng tdt voi
phac db diéu tri.
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