Nghién cttu Y hoc Y Hoc TP. H6 Chi Minh * Tap 25 * S 1 * 2021

KHAO SAT CAC BAT THUONG NHIEM SAC THE

TREN BENH BACH CAU MAN DONG TUY
Cao Sij Ludn', Nguyén Hitu Nhdn', Huynh Thi Bich Huyén!, Phan Thi Xinh'?
TOM TAT

Muc tiéu: Khdo sit cic bat thuong nhiém sic thé' (NST) khic di kém véi NST Philadelphia (NST Ph) va
NST Ph khong dién hinh trén bénh bach ciu man dong tity (CML) bang kij thugt NST do tai Bénh vién Truyén
Miu Huyét Hoc Tp. H6 Chi Minh (BV. TMHH).

Doéi tuong va phuong phdp: Nquoi bénh chin dodn CML tai BV. TMHH dugc thuc hign xét nghigm NST
do, tir thang 1/2018 dén 1/2020. Nghién ciru mo ta loat ca hoi ciru.

Két qud: Trong thoi gian tir 1/2018-1/2020, ¢ 247 nguoi bénh (NB) chin dodn CML duwoc lam xét nghiém
NST db. Két qua co ¢6 189 NB (76,52%) c6 NST Ph; 36 NB (14,57%) ¢ NST Ph khong dién hinh hodc NST Ph
di kém cic bat thwong NST khic (Additional Chromosomal Abnormalities - ACA); 22 NB (8,9%) khong phit
hién NST Ph, trong dé ¢6 5 NB (2,02%) cé ACA.

Trong s6'36 NB CML duwoc phit hign c6 NST Ph khong dién hinh hojc NST Ph di kem ACA co nhitng
trieong hop mang kiéu hinh bat thiong NST don dong hodc da dong. Trong cdc kiéu bat thuong NST don dong
thi nhém NB ¢6 NST Ph khong dién hinh, gom chuyén vi bit doi xiing ciia £(9;22) (2 NB) va chuyén vi phikc tap
gitta NST 9, 22 v6i cic NST khic (24 NB). Con nhom NB c6 NST Ph di kem ACA thi gom c6 kiéu 2 NST Ph (1
NB), ¢ thém chuyén vi khic #9; 22) (2 NB) va c6 bat thiwong trén NST khdc (1 NB). Trong khi do, kiéu bit
thuwong NST da dong gom mdt dong mang NST Ph, dong con lai NST Ph khong dién hinh hodc ACA v6i nhiéu
kiéu bat thwong NST da dang (6 NB).

Két ludn: Xét nghiém NST do gitip phdt hién NST khong dién hinh hodc NST Ph di kém ACA trén NB
CML. Sw ton tai ciia ACA trén NB CML c6 thé'la yéu t6"anh hwéng toi vigc dap trng voi phic do diéu tri nén
cin c6 thém cdc nghién cieu dé xic dinh kiéu bat thuwong NST nao co y nghia trong phin nhom tién luong va
danh gid ddp 1rng diéu tri.

Tir khéa: Bach ciiu man dong tiy, nhiém sic thé'do, bat thuong NST khdc
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Objective: Detection of chromosomal abnormalities including variant Philadelphia (Ph) translocation or a
Ph chromosome with Additional Chromosomal Abnormalities (ACA) in chronic myeloid leukemia (CML)
patients at Blood Transfusion and Hematology Hospital (BTH).

Materials and Methods: Patients, who were diagnosed chronic myeloid leukemia at BTH, were evaluated
karyotype from January 2018 to January 2020. Retrospective case series study.

Results: From January 2018 to January 2020, there were 247 CML patients diagnosed and evaluated
karyotype. As the result, there were 189 patients (76,52%) having Ph chromosome; 36 patients (14,57%) having
variant Ph translocation or a Ph chromosome with ACA; 22 patients (8,9%) without Ph chromosome, contain 5
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patients (2,02%) having ACA.

In 36 CML patients having chromosomal abnormalities including variant Ph translocation or a Ph
chromosome with ACA, there exist monoclonal and multiclonal genotype of chromosomal abnormalities. In
monoclonal genotype, there were variant Ph translocation including unbalanced translocation of #(9;22) (2
patients), complex chromosome translocation among 9, 22 and other chromosome (24 patients); ACA including 2
Ph chromosomes (1 patient), other translocation different from t(9; 22) (2 patients) and other chromosomal
abnormalities (1 patient). In multiclonal genotype, there were a clonal having Ph chromosome and the other clonal
having variant Ph translocation or ACA with variety of chromosomal abnormalities (6 patients).

Conclusions: Evaluation of chromosome abnormalities using karyotype in CML patients could detect not
only Ph chromosome but aslo variant Ph translocation and ACA. CML patients with ACA might considered a
high risk feature and associated with inferior outcomes. However, it is still unclear about the role of ACA in

CML patients.

Keywords: chronic myeloid leukemia, karyotype, additional chromosomal abnormalities

DAT VAN DE

Bach cau man dong tay (CML) la bénh ctia t&
bao gbc da nang do sy gia tang qua muc t&€ bao
hat va cac giai doan bach cau hat khong trudng
thanh, bach cau wa kiém trong mau. CML chiém
3% trong tong s6 ung thu trén thé gidi va chiém
20% trong cac bénh bach cau 6 nguoi lon. CML
tién trién qua 3 giai doan gom giai doan man
(chronic phase-CP), giai doan tién
(accelerated phase-AP), va giai doan chuyén cap
(blastic phage-BP)®. Bat thuong di truyén dac
trung cua bénh CML la NST Ph, la két qua
chuyén vi gitta nhanh dai NST 9 bang q34 va
nhanh dai NST 22 bang ql1 tao ra t6 hop gen
BCR/ABL ma exon 1 ctia gen ABL trén 9q34 duoc
thay thé bang nhiing exon ¢ dau 5 ctia gen
BCR®. Pa s0 cac nghién ctru déu xac dinh c6
khoang 90-95% nguoi bénh (NB) CML c6 NST
Ph hay t& hop gen BCR/ABL bang NST &6, FISH
hoac RT-PCRE4%).

Mt khac, c6 mot sd nghién ctru bao céo c6
khoang 5-10% NB CML khong c6 NST Ph hoac
6 NST Ph nhung la dang khong dién hinh¢?).
Kiéu hinh NST Ph khong dién hinh ¢6 thé la két
qua cua sw chuyén vi phtc tap, hodc la chuyén
vi 2 lan trén cung NST 9 va 22 hodc di kem véi
chuyén vi v6i NST khac?. Co 2 gia thuyét vé co
ché hinh thanh kiéu hinh NST Ph khong dién
hinh, gébm co ché€ chuyén vi 1 lan gitta nhiéu
NST va co ché chuyén vi 2 lan gitta NST 9 va 22,

trién

tiec la sau khi xay ra chuyén vi chuan t(9;22) thi
theo sau la mét sw chuyén vi nguoc lai £(22;9)@9.
Theo gia thuyét thit 2 thi day la mét sy tién trién
dong nén cd thé lién quan tdi tién luong xau
hon(. Tuy nhién, viéc xac dinh NST Ph khong
dién hinh ¢4 thuc sy anh huong tdi tién luong
hay hiéu qua diéu tri van con nhiéu tranh
CA{®G1011)

Ngoai NST Ph thi NB CML con ¢6 thé ¢
nhiing bat thuong NST khac
(Additional Chromosomal =~ ANBormalities -
ACA) nhu trisomy 8, monosomy 7, 20q-
t(5,12)(q33;p13), 1(9;22;17)(q34;q11;p13) hoac
nhiing bat thuong khac hiém gép hon?'?. Trong
cac kieu ACA thi trisomy 8 di kem véi NST
Ph(+) 1a bat thuong hay xay ra nhat®. Trong
mot nghién cttu trén NB CML o An do co
BCR/ABL (+) cho thdy ACA ¢6 lién quan t6i cac
giai doan tién trién cta bénh va ¢ tién luwong
xau hon®. Ngoai ra, ACA cling dugc phat hién
trén ca nhom NB CML ¢6 NST Ph(-) va mét 8
kieu ACA c¢6 anh huong t6i tién luong51o.
Chéang han nhu kiéu ACA mat NST Y lam ting
nguy co chuyén cap va giam thoi gian song cua
NB@. Tuy nhién cting c6 nhitng nghién ctu
khong ghi nhan c6 su khac biét 6 y nghia thong
ké gitta nhom c6 va khong cd6 ACA®217,

Hién nay cac nghién ctu ¢ Viét Nam vé
bénh CML van cht yéu tap trung vao NST Ph
hay t6 hop gen BCR/ABL, chua c6 nhiéu nghién
ctru mo ta dédc diém cling nhu phan tich y nghia
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lam sang cua cac truong hop c6 NST Ph khong
dién hinh hodc c6 ACA. Chinh vi vay, chting t6i
tién hanh nghién ctu xac dinh NST Ph khong
dién hinh hodc ACA bang ki thuat NST d6 trén
NB CML nham md ta mot cach day du dic diém
vé di truyén t€ bao ctia bénh CML tai Bénh vién
Truyén mau Huyét hoc TP. H6 Chi Minh
(BV.TMHH). Ttr d6, tao tién dé cho viéc danh
gia vai tro va y nghia lam sang ctia NST Ph
khong dién hinh hodc ACA trong tién luong va
diéu tri bénh CML.

POITUONG-PHUONG PHAPNGHIEN CUU
Dé6i tugng nghién ctru

NB chan dodn CML tai BV.TMHH duoc lam
xét nghiém NST do, tir thang 1/2018 dén 1/2020.
Tiéu chudn chon mau

NB 14 bénh mdi dwoc chan doan CML dua
trén két qua huyét do va tuy do.

Tiéu chudn logi trir

NB da dwoc diéu tri hoda tri liéu cho mot
bénh ung thw khac trude do.
Phwong phap nghién cttu
Thiét ké'nghién citu

Nghién ctru mo ta loat ca.
Cdc buéc tién hanh

Liy mau va nuoi cdy t& bao: 1dy 2 mL tay
xuong hodc mau ngoai vi ¢6 t€ bao non hién
dién trong mau ngoai bién tir 10% trd lén cho
vao dng c6 chita chdng dong heparine va nudi
cay trong moi truong RPMI (10% FBS, 1%
Antibiotics) ¢6 bd sung PHA-LCM. Sau d¢, t€
bao duoc nuoi cay qua dém 1 -2 ngay ¢ tu 37°C,
5% CO..

Thu hoach: dau tién thém 100 uL
Demecolchin nong dd 10 pg/mL dé€ Gc ché su
phan bao va 1 20-25 phut ¢ 37°C, 5% CO.. Sau
d6, chuyén t€ bao vao tube 15 mL, ly tam 1500
vong/phut x 10 phuat, nhiét d6 phong dé thu
nhan té€ bao. Tiép theo, thém 1mL dung dich
0,075M KCl vao va u 37°C x 20-25 phut dé lam
céng mang t& bao. C§ dinh t& bao bang dung
dich Carnoy (methanol:acid acetic = 3:1) va rtta
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cdn t&€ bao bang dung dich Carnoy 2-3 lan.
Cudi cung, nhé 30 puL dung dich Carnoy cé
chtta t€ bao 1én lam tao tiéu ban t& bao. Dung
dich Carnoy chtta luong t€ bao con lai duoc
lweu 6 -20°C.

Nhuom bang G: Tiéu ban t€ bao duwgc u &
nhiét d6 phong qua dém va nudéng ¢ 60°C. Sau
do, tiéu ban dwoc xtt ly véi trypsin 0,1% (t° 26-
27°C, do am 50-60%) trong khoang thoi gian
thich hop (khoang 15 dén 20 giay). Tiép theo,
tiéu ban duoc rita véi phosphate buffer pH 6.8
dé dung hoat tinh trypsin. Cudi cung, tiéu ban
dwoc nhudm vdi dung dich Giemsa 10% trong 5
phut, rira v6i nude va d€ kho tiéu ban trude khi
phan tich.

Phéan tich b nhiém séc thé: St dung phan
meém Ikaros (MetaSystems, Ptic) d€ phan tich b
NST. Déi véi mdi NB, phan tich trung binh 20 bo
NST @€ phat hién nhiing bat thuong vé s6 luong
va cau truc NST.

Phuong phdp thong ké

Str dung phan mém excel.
Y diic

Nghién ctu da duoc thong qua Hoi dong
Dao dtic ctia bénh vién Truyén mau Huyét hoc
theo gidy chdp thuan s 1145 TMHH-HDDD
ngay 07/08/2020.

KET QUA

Nghién ctru khao sat trén 247 treong hop NB
CML, phat hién c6 189 NB (76,52%) c6 NST Ph
dién hinh; 36 NB (14,57%) c6 NST Ph khong dién
hinh hodc NST Ph di kem cac bat thuong NST
khac (Additional Chromosomal Abnormalities —
ACA); 22 NB (8,9%) khong phét hién NST Ph,
trong d6 ¢4 5 NB (2,02%) c6 ACA (Bang 1).

Bang 1: Dic diém di truyén hoc té¢'bao ciia 247 NB
CML duea trén két qua xét nghigm NST do.

Két qua NST dd S6NB %
NST Ph (-) 17 6.88
NST Ph (+) 189 76.52

NST Ph (-) va ACA 5 2.02
NST Ph (+) va ACA 36 14.57
Téng 247 100.00
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NST Ph(-): khong ¢6 NST Ph dién hinh; NST Ph(+): c6
NST Ph dién hinh; NST Ph(-) vi ACA: khong mang NST
Phva c6 ACA; NST Ph(+) va ACA: ¢é NST Ph khong dién
hinh hodc NST Ph di kém voi ACA.

Bang 2: Ty 1¢ cdc kiéu bat thuong vé di truyén té’bao
trén NB CML bing kij thugt NST do

Kiéu hinh bat thuwong NST S6NB| %

Bét thuong NST don dong 30 | 8333

1. NST Ph khong dién hinh 26 | 7222

2. NST Ph di kém ACA 4 | 11.11

Bét thuong NST da dong 6 16.67

1. NST Ph/NST Ph khong dién hinh 1 278
2. NST Ph/NST Ph di kém ACA 5 |13.89
Téng 36 [100.00

Trong s6 36 NB CML dwoc phat hién c6 NST
Ph khong dién hinh hodc NST Ph di kem ACA

Nghién cttu Y hoc

thi ¢ 30 truong hop NB mang cac kiéu bat
thuong NST trén cung mot t&€ bao (duoc goi la
don dong) va 6 truong hop NB cd cac bat
thuong NST xay ra trén cac t€ bao khac nhau (
duoc goi 1a da dong) (Bdng 2). Trong cac kiéu bat
theong NST don dong thi nhéom c6 NST Ph
khong dién hinh dwgc phat hién trén 26 NB
CML, gom chuyén vi bat do6i xiing cua t(9;22) (2
NB, Bing 3: CML207-208) va chuyén vi phtc tap
gitta NST 9, 22 v6i cac NST khéc (24 NB, Bang 3:
CML209-232). Trong khi d6, két qua phan tich
cho thdy c¢6 4 BN CML ¢6 NST Ph di kem ACA
(Bing 4: CML 233-236). Con ddi véi kiu bat
thueong NST da dong thi dwoc phat hién trén 6
BN CML (Bdng 5: CML237-242).

Bdng 3: Dic diém cic kiéu NST Ph khong dién hinh ciia cdc NB CML 6 kiéu bt thuong NST don dong

STT{ Ma NC

NST db

CML20746,XX,der(22)(9;22)(q34:q1 1)[6]/46,XX[14]

CML208[46,XY,der(22)(9:22)(q34:q1 1)[20]

CML209]46,XX,1(9;22;7)(q34:q1 13?)[10]/46,XX[10]

CML210[46,XX,1(8;9;22)(q24:934:q1 1)[20]

CML211[46,XY,1(1;9;22)(q12;q34:q1 1)[20

CML212]46,XY,1(1:9;22)(q2 1:q34;q1 1)[20

(o2} RN o W RULT IR Ny RQUSH J SO 3 o

CML214]46,XY,(2:9;22)(q32:q34;q1 1)[20

]
]
CML21346,XY,1(1;9;22)(q32;q34:q1 1)[20]
]
]

o

CML21546,XY,(2;9;22)(q37;q34:q1 1)[20

—_
(e}

CML216/46,XY,(2;9;22)(q37;q34:q1 1)[20]

—_
[

CML217]46,XY,1(5:9;22:9)(p15.1;q34;q11:922)[20]

—_
[\

CML218[46,XY,1(6:9;22)(q27;q34:q1 1)[20]

—_
(%)

CML219[46,XY,1(7;9;22)(p22,434:q1 1)[20]

[
N

CML220/146,XY,1(9;22;11)(q34;q11;q13)[20]

—_
W

CML221[46,XY,1(9:22;11)(q34;q1 1;q21)[20]

—_
(o)}

CML222[46,XY,1(9:22:9)(q34;q1 1;p13)[20]

—_
)

CML223[46,XY,(4:9;22)(p16;q34:q1 1)[20]

—_
o)

CML224|46,XX,1(9;22;14)(q34:q1 1;932)[20]

—_
o

CML22546,XX,1(9;22;17)(q34:q11;925)[20]

[\
S

CML226|46,XY,1(1;9;22)(q32:934:q1 1)[20]

[N}
—_

CML227[46,XY 1(7;9;22)(p22;q34:q1 1)[20]

N
[\S]

CML228|46,XY,(9;22;13)(q34:q1 1;q14),inv(1 1)(p15q12)[20]

(3]
(%)

CML229|46,XX,der(9)(9:22)(q34;q1 1)t(17:22)(q13;q21).der(17)t(1722)(q13:q21).der(22)(9:22)(q34;q1 1)[20]

[\
N

CML230[46,XY,der(9)t(9;22)(q34:q1 1)1(9;22)(q22;q13),der(9)(9:22)(q22;q13),der(22)t(9;22)(q34:q 1 1)[20]

[ o)
W

CML231[46,XY,der(1)t(1:9)(p12:q33)t(9;22)(q34:q1 1),der(O)t(1;9)(p12;q33),der(22)(9:22)(q34:q1 1)[20]

e}
N

CML23245,XX,der(9)t(9;11)(q22:q23),der(1 )t(9;11)(q22:923)t(9;22)(q34;q11),rob(13;21)(q10;q10),der(22)t(9:22)(q34:q 1 1)[20]

Trong nhém NB CML mang NST Ph khong
dién hinh thi 2 truong hop ¢ kiéu chuyén vi bat
doi xting caa t(9;22) déu ¢ trén NST 22 (Hinh
2A). Trong khi d6, kiéu chuyén vi phtic tap gitra
NST 9, 22 v6i cac NST khac thi da dang va t(1; 9;

22) la pho bién nhat vé6i 5 truong hop (Bang 3 va
Hinh 2B).

Trong nhém NB CML c¢é NST Ph di kem
ACA thi ¢6 1 treong hop mang 2 NST Ph (Bang
4: CML233) va 3 truong hop cé cac ACA khac

154 Chuyén Dé Chin Poan Hinh Anh - Sinh Hoc Phin Tt



Nghién cttu Y hoc

khong lién quan NST 9 va 22, trong do6 2 truong
hop c6 chuyén vi khac t(9;22) (Bing 4: CML234-
235) va truong hop con lai ¢d bat thuong trén
NST khéc (Bdng 4: CML236).
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Nhu vay, nhom NB CML c6 NST Ph di kem
ACA 6 thé chia thanh 3 kiéu la ¢4 2 NST Ph
(Hinh 3A), c6 thém 1 chuyén vi khac t(9;22) (Hinh
3B) va c6 bat thuong trén NST khac (Hinh 3C).

88 B 83 A B fe
§% 83 38 X8 58 38 Wk

NN
56 58 s Of
06 28 a8

& X 5o

Hinh 2: Két qua NST do ciia NB CML c6 NST Ph khong dién hinh, gom kiéu chuyén vi bat doi xiing ciia
£(9;22) (A) va chuyén vi phirc tap giita NST 9, 22 v6i cdc NST khic (B). A: chuyén vi bt doi xieng trén NST 22
v6i kiéu NST la 46,XY,der(22)1(9;22)(q34;q11)[20] (CML208); B: chuyén vi phikc tap gitta NST 1, 9 va 22 v6i
kiéu NST la 46,XY,#(1,9;22)(q21,934;q11)[20] (CML212)

AQfF 00 o A ca 2
ae 98 &5 QR ne
== == == === 22 =
E2'ds == B == %% e2 .- C =2 Wi
B 22 238 38 5 22 e || RE %2 £2 €& s %% 32
28 80 8%  &E Xm 43 ||6p 49 B0 3% %3 @8
T -

Hinh 3: Két qua NST d6 NB CML c¢6 NST Ph di kem ACA, gom kiéu c6 2 NST Ph (A), cd thém 1 chuyén vi
khdc t(9; 22) (B) va ¢d bit thuong trén NST khac (C). A: 2 NST Ph vdi kiéu NST la
47,XY,19;22)(q34;q11),+der(22)4(9;22)(q34;q11)[20] (CML233); B: chuyén vi trén NST 1 va 4 v6i kiéu NST la
46,XX,1(1,4)(p36;431),1(9;22)(q34;,q11)[20] (CML235); C: mat doan trén NST 7 véi kiéu NST la
46,XY,del(7)(p12),19;22)(q34:q11)[20] (CML236)
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Bang 4: Dic diém cic ACA ciia cic NB CML ¢ kiéu bat thuwong NST don dong

STT Ma NC NST dé
1 CML233 47 XY 1(9;22)(q34:q11),+der(22)t(9;22)(q34;q11)[20]
2 CML234 46,XX,t(1;3)(q21;921),(9;22)(q34;q11)[20]
3 CML235 46,XX.t(1;4)(p36;931),1(9;22)(q34:q11)[20]
4 CML236 46,XY,del(7)(p12),t(9;22)(q34;q11)[20]

Bang 5: Dic diém cidc kiéu NST Ph khong dién hinh va ACA ctia nhém NB CML c6 kiéu bat thiong NST da

dong
STT Ma NC NST dd

1 CML237 46,XY,1(9;22)(q34;q911)[13]/46,XY,1(9;22;17)(q34;911;921)[7]
2 CML238 46,XY,1(9;22)(q34;q11)[17]/47 idem, +der(22)t(9;22)(q34;q11)[3]
3 CML239 46,XY 1(9;22)(q34;q11)[16]/46,idem,del(5)(q31)[4]

4 CML240 46,XY,1(9;22)(q34;q11)[18]/46,idem,del(8)(p21)[2]

5 CML241 46,XY1(9;22)(q34;q11)[17]/45,idem,-7,der(8)(7;8)(q11;q24)[3]
6 CML242 46,XX,1(9;22)(q34:q11)[17]/47 idem,+del(1)(q12)[3]

Nhém BN CML mang kiéu bat thuong NST
da dong gom mot dong mang NST Ph, dong con
lai thi hodc 1a mang NST Ph khong dién hinh (1
NB, Bing 5: CML237) hodc ACA véi nhiéu kiéu
bat thuong NST da dang (5 NB, Bang 5:
CML238-242).

Tém lai, theo két qua phéan tich NST d6 thi
trong s0 36 NB (14,57%) CML duoc phat hién c6
NST Ph khong dién hinh hoac NST Ph di kem
ACA thi ¢ 27 NB (10,93%) c6 NST Ph khong
dién hinh va 9 NB (3,65%) c6 ACA.

BAN LUAN

Két qua khao sat trén 247 NB CML ltc mdéi
chan doéan bang ki thuat NST d6 xéc dinh ty 1é
NB khong mang NST Ph la 9%. Két qua nay phu
hop v6i cac nghién ciru trude dé vé ty 1&é NB
CML khéng phat hién NST Ph chiém khoang 5-
10%(219), Trong nghién ctru nay, bang ky thuat
NST d6 chang t6i xac dinh ¢6 10,93% NB c6
NST Ph khong dién hinh va 3,65% NB c6 NST
Ph di kem v6i cac ACA. Theo két qua nghién
cttu cua Alhuraiji va cong su thi c6 52% NB
CML 6 giai doan man (chronic phase-CP) mang
NST Ph di kem véi cadc ACA®). Nhu vay cd su
phu hop vé ty 1é cac ACA gitra nghién ctru nay
v6i nghién ctru khéc trén thé gidi. Trong khi do6,
theo mot nghién ctru ctia Marzocchi G va cong
si trén 559 NB CML ¢ giai doan CP v6i NST Ph
(+) thi 30 NB (5%) c6 NST Ph khong dién hinh?.
Nhu vay, ty 1é NB CML c6 NST Ph khong dién

hinh trong nghién cttu ctia chiing t6i cao hon cho
véi nghién cttu cua cua Marzocchi G. Sy khac
nhau vé ty 1é phéat hién NST Ph khong dién hinh
gitta 2 nghién cttu ¢6 thé 1a do sy khac nhau vé
cach chon mau NB CML.

Két qua phan tich NST d6 trén cac NB CML
c6 mang cac bat thuong NST trong nghién ctru
cho thdy nhém c6 NST Ph khong dién hinh véi
27/36 NB (75%) chiém ty 1é cao hon nhom NST
Ph di kem véi cac ACA. Trong khi theo nghién
ctu trén 134 NB CML cta Safaei A thi nhdm c6
NST Ph khong dién hinh véi 9/22 NB (41%)
chiém ty 1¢ thap hon nhém NST Ph di kem véi
cac ACA®). Nhu vay, ty 1€ gitta nhom c6 NST Ph
khong dién hinh véi nhém NST Ph di kem véi
cac ACA c6 thé khac nhau gitta cac quan thé NB
CML khéc nhau.

Trong cac kiéu NST Ph khong dién hinh thi
kiéu chuyén vi phuec tap gitta NST 9, 22 v6i NST
khac chiém ty 1é cao nhat 25/27 NB (92,6%). Két
qua nay phu hop vdi nghién cttu cia Marzocchi
G 1a tat ca 30 NB (100%) c6 NST Ph khong dién
hinh déu mang kiéu chuyén vi phtic tap gitta
NST 9, 22 v6i NST khac?. Ngoai ra, trong sd cac
NB ¢6 NST Ph khong dién hinh thi nhém mang
bat thuong NST der22 chiém ty 1€ cao v6i 8/27
NB (29,6%). Tuwong tu, trong s6 cac kiéu NST Ph
khong dién hinh dugc bao cdo boi Alhuraiji va
cong su thi kiéu bat thuwong NST der22 ciing
chiém ty 1€ cao (24,1%)1.
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Nghién cttu Y hoc

Ky thuat NST d6 c6 d6 bao phu rong, xac
dinh duoc kiéu hinh cta toan bd 22 cap NST
thuong va cap NST gidi tinh nén c6 thé phat
hién dwoc ca cdc ACA khong lién quan téi NST 9
va 22. Nho ky thuat nay ma ching ta c6 thé xac
dinh dwoc cac treong hop NST Ph khong dién
hinh gdém cac chuyén vi t(9;22) bat do6i xung,
chuyén vi phtic tap gitta NST 9, 22 véi cac NST
khac; cac ACA gom 2 NST Ph, chuyén vi trén cac
NST khac khong lién quan NST 9 va 22 hay cac
ACA Kkhac; va cac kiéu hinh da dong gom mot
dong mang NST Ph véi mét dong con lai mang
NST Ph khong dién hinh hodc cac ACA véi
nhiéu kiéu hinh bat thwong NST da dang.

KET LUAN

Két qua cua nghién ctu cho thay viéc thuc
hién xét nghiém NST d0 tai thoi diém chan doan
1a quan trong va can thiét d€ giap xac dinh duoc
day du thong tin vé ddc diém di truyén t& bao
ctia NB CML. Trén co s6 do, cd thém dir liéu dé
bac si danh gia tién luwong bénh duoc chinh xac
hon va cAn nhic lya chon phéc do6 diéu tri phu
hop cho ting treong hop NB CML.
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