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Background: Myelodysplastic syndrome (MDS) constitutes a heterogeneous group of hematopoietic stem cell disorder characte-
rized by peripheral blood cytopenia(s), in the presence of hypercellular bone marrow with features of ineffective hematopoiesis, and
susceptibility to acute leukemia (AL). Although the precise pathogenesis of MDS remains to be clarified, cytogenetic abnormalities
seem to be involved in its pathogenesis and are considered as an important factor in diagnosis and predicting clinical outcome.
Objective: To explore the cytogenetic features of Chinese patients with myelodysplastic syndrome (MDS). Methods: Conventional
cytogenetic analysis was performed in 88 MDS patients and among them, 34 cases were studied by interphase fluorescence in situ
hybridization (I-FISH) with precisely chromosome 8 centromere specific DNA probe and DNA specific probes for 7q32 , 5q31.
Results: Of the 88 patients, 45 (51.1%) showed clonal karyotypic abnormalities by CC at diagnosis, including numerical changes
(18 cases, 20.5%) , structural changes (12 cases, 13.6%) , and numerical and structural changes simultaneously(15 cases, 17.0%).
Trisomy 8, -5/5q-, and -7/ 7q- account for 20.5%, 15.9%, and 5.7% respectively. Complex karyotypes were observed in 17 patients,
the incidence being 19.3% in the whole series of cases. Among 34 MDS patients studied by I-FISH, -5/5q-, -7/7q- and trisomy
8 occurring in 4, 2 and 10 cases respectively for CC were confirmed by I-FISH. 5 cases in 30 cases who did not show -5/5q- by
CC displayed this abnormality by I-FISH. 3 cases without -7/7q- by CC presented this aberration by I-FISH. 5 cases with trisomy
8 for I-FISH was not identified this change by CC. Conclusions: The frequent abnormalities are trisomy 8, -5/5q- and -7/ 7q-.
FISH is very useful in detecting these alterations in MDS and it is an important complement to CC.
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Chromosome analysis of hematologic malignan-
cies and solid tumors has provided critical insights
into the genetic changes that underlie malignant
transformation of the cells. Chromosome abnormali-
ties are often specially related to particular subtypes
of leukemias and lymphomas. In addition, recurring
chromosome alterations are associated with distinct
subtypes of leukemia or lymphoma with unique mor-
phologic, immunophenotypic, and clinical features
such as response to therapy and prognosis.

Myelodysplastic syndrome (MDS) constitutes a
heterogeneous group of hematopoietic stem cell dis-
order characterized by peripheral blood cytopenia(s),
in the presence of hypercellular bone marrow with fea-
tures of ineffective hematopoiesis, and susceptibility
to acute leukemia (AL). Based on the percentage of
bone marrow and peripheral blood blasts, the percent-
age of bone marrow ringed sideroblasts, and the level
of circulating monocytes, MDS are classified by the
French-American- British (FAB) group into the follow-
ing groups: refractory anemia (RA), refractory anemia
with ringed sideroblasts (RARS), refractory anemia with
excess of blasts (RAEB), refractory anemia with excess
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of blasts in transformation (RAEB-t) and chronic myelo-
monocytic leukemia (CMML) [1]. Recently, the Word
Health Organization (WHO) classification proposed the
following groups: RA, RARS, refractory cytopenia with
multilineage dysplasia, RAEB, MDS unclassifiable, and
MDS associated with isolated del(5q) chromosome
abnormality [2]. Some MDS classified in the FAB clas-
sification are now classified into acute leukemia using
the criteria of the WHO classification. WHO classification
improves the predictive value of the FAB classification
[3]. Although the precise pathogenesis of MDS remains
to be clarified, cytogenetic abnormalities seem to be
involved in its pathogenesis and are considered as an
important factor in diagnosis and predicting clinical out-
come [4, 5]. MDS are not associated with any specific
chromosomal abnormality, but the following abnormali-
ties are characteristic of these disorders: deletion 5q,
monosomy 7, deletion 7q, and trisomy 8.

Some studies thatincluded large series of patients
with MDS and cytogenetic results demonstrated the
prognostic influence of cytogenetics. An international
study group on MDS proposed a score, the Interna-
tional Prognostic Scoring System (IPSS), to stratify
patients according to the percentage of blasts in bone
marrow, the number of cytopenias and the karyotype
[6]. The IPSS can be used for clinical decision-making
in patients with cytogenetic data available. Three cate-
gories of karyotype were proposed: group with a good
prognosis; group with a poor prognosis; and group
with an intermediate prognosis. Bernasconi et al. [7]
showed that the WHO classification was associated
with a more homogeneous cytogenetic pattern than
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the FAB classification, and WHO classification in com-
bination with IPSS cytogenetic categories were much
more effective than IPSS for predicting MDS clinical
outcome. In this report, we describe the cytogenetic
findings in a series of 88 patients with MDS.

MATERIALS AND METHODS

Patients. From January 2000 to March 2006,
88 consecutive patients with primary MDS were inclu-
ded in this retrospective study. Thorough morpho-
logical review and immunophenotype studies were
performed and the diagnosis was established accord-
ing to the FAB criteria. All patients provided informed
consent and the University and Institutional Review
Boards approved all research studies.

Conventional cytogenetics. Cytogenetic
analyses from bone marrow cells were available from
88 patients. Chromosomes were identified by R-band-
ing technique after 24 h culture without stimulation.
Karyotypes were classified according to International
System for Human Cytogenetic Nomenclature. An
abnormal clone was identified as two or more meta-
phases displaying either the same structural abnor-
mality or the same extra chromosome or at least three
cells with the same missing chromosome. Karyotypes
were described according to the International System
for human Cytogenetic Nomenclature (ISCN 2005)
guideline [8]. > 20 metaphase cells were analyzed in
most samples, unless not enough metaphase cells
were found on 4 slides in a few samples.

Fluorescence in situ hybridization. Interphase
FISH was perform using SpectrumRed directly labeled
DNA specific probe for 7932, 5931, and chromo-
some 8 centromere specific DNA probe (gifts from
Dr HervéAvet-Loiseau, Laboratoire de Cytogenetique
Hematologique, Centre Hospitalier Universitaire de
Nantes, France), which were directly labeled by Nick
Translation with SpectrumGreen, SpectrumRed, Spect-
rumRed, respectively.

Slides were made and stored at —70 °C for future
use. They were thawed and treated with 100 pug/ml
RNAse for 30 min at 37 °C followed by 2 x SSC wash-
ing for 5 min x 2 and treated with 0.005% pepsin for
5 min at 37 °C, then washed twice for 5 min each in
phosphate buffered saline (PBS) and dehydrated in
increasing concentrations of ethanol (70%, 85%, and
100%) at room temperature for 1 min in each solu-
tion. The slides were denatured in a 70% formamide
solution at 72 °C for 2 min, dehydrated in an ethanol
series and air-dried. Probes (3 ul) were mixed well with
hybridization buffer (5 ul) and denatured at 72 °C for
5 min. Probes were applied immediately to slides and
hybridized at 37 °C overnight. After hybridization, slides
were washed at 72 °C for 2 min in 0.4 x SSC/0.3%
NP-40 and in 2 x SSC/0.1% NP-40 for 1 min at room
temperature. Slides were then air-dried and mounted
using 10 pl of 4’,6-diamidino-2-phenylindole (DAPI I1)
(Vysis, Downers Grove, USA) counterstain for 1 h.

Fluorescentimages were captured with epifluores-
cence microscope (Leica DRMA2, Germany) equipped

with CCD camera (Al company), and using appropriate
filters. Five hundred nuclei were analyzed for each
probe. The cutoff levels for positive values were de-
fined by adding three standard deviations to the mean
of normal control, which determined from samples of
5 cytogenetically normal persons.

Statistical analysis. Age according to FAB sub-
types was compared using one factor ANOVA analysis.
¥° tests were used to compare the percentage of positive
cells detected by the two methods: CC and I-FISH.

RESULTS

Patients. Bone marrow samples from 88 patients
with MDS were collected from Department of Hematol-
ogy of the First Affiliated Hospital of Nanjing Medical
University and Jiangsu Institute of Hematology during
Jan, 2000 to Nov, 2006 period. There were 51 (58.0%)
males and 37 (42.0%) females and the median age was
42 years (range: 4 to 74). Of 88 patients, the propor-
tions of patients with FAB subtypes were as follows:
46 (52.3%) cases of RA, 8 (9.1%) cases of RARS, 19
(21.6%) cases of RAEB, 14 (15.9%) cases of RAEB-T,
and 1 (1.1%) cases of CMML. The age distribution of
the patients according to FAB subtype except CMML
has no statistic discrepancy (P > 0.05).

Cytogenetic abnormalities in MDS. Of the 88
patients, 45 (51.1%) showed clonal karyotypic abnor-
malities by CC at diagnosis, including numerical changes
(18 cases, 20.5%), structural changes (12 cases, 13.6%),
and numerical and structural changes simultaneously
(15 cases, 17.0%). Higher incidence of cytogenetic ab-
normalities was found in RAS (6/8, 75%), RAEB (11/19,
57.9%) and RAEB-T (9/14, 64.3%) patients than that in
RA patients (20/46, 43.5%). The frequency of the diffe-
rent chromosomal abnormalities and their relationship
with the FAB classification are shown in Table 1.

The most frequent abnormalities were trisomy
8 (18/88, 20.5%), monosomy 5/del(5q) (-5/5q)(14/88,
15.9%), monosomy 7/del(7q) (-7/7g-) (5/88, 5.7%)
and del(20q)(5/88, 5.7%). Complex karyotypes were
observed in 17 patients, the incidence being 19.3%
in the whole series of cases and 37.0% among those
patients with abnormal karyotypes.

Fluorescence in situ hybridization. To further
pinpoint these chromosome changes, we have per-
formed a detailed I-FISH analysis with precisely chro-
mosome 8 centromere specific DNA probe and DNA
specific probes for 7932, 5g31 in 34 cases with MDS
and 5 normal controls. 500 cells were scored for each
case. The cut-off point for the identification of these
alterations based on the results using these probesin
5 normal controls were set at 3, 6 and 7%.

Among 34 MDS patients, -5/5q-, -7/7qg- and tri-
somy 8 occurring in 4, 2 and 10 cases respectively
for CC were confirmed by I-FISH. 5 cases in 30 cases
that did not show -5/5q- by CC displayed this abnor-
mality by I-FISH. 3 cases without -7/7qg- detected by
CC presented this aberration by I-FISH. 5 cases with
trisomy 8 by I-FISH was not identified this change by
CC. No statistic discrepancy (P > 0.05) was found
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ber Sex Age FAB Karyotype

1 F 35 RAEB 47XX,+8[8]/46,XX[16]

2 M 74 RAS 42)XY,-5,add(6)(p23),dei(8),add(17Xpl2),-18,-19,-20

3 M 26 RAEB 45XY,-5,-7,-11,-13,-17,+marl x2, + mar 2, +mar3[cp] [200

4 M 42 RAS 45XY,-5[10]

5 M 64 RAS 45)XY,-9,del(I 1Xq?),-20,+marl [20]

6 M 64 RA 45 XYt(3 5)(77), deI(5)(q|3q33) S7,4(17;19)( 7;7)[cp][20]

7 M 49 RAEBT 46, XY, 79q<q22) [10]/46, XY[10

8 F 35 RA 46,X,Xq-[12]/46,XX[8]

9 F 23 RAEBT 46,X,-Y,+8?[3]/46,XX[16]

10 F 50 RA 46,XX,20q-p5]/4S XX[6]

11 F 46 RA 46,XX,209-[3]/46,XXp9]

12 F 47 RA 46,XX,5q-[19]/46,XX|T]

13 F 64 RA 46,XX,59-[19]/46,XX[l]

14 F 63 RAS 46,XX,5q-(3/4S,XX,5q-,-18,4marp]/46,XX[15]

15 F 40 RA 46,XX,add(3)(p24),add(9)(p22),4dd( 1 4)(q32), add( 1 7)(p 1 3)

16 F 44 RAEB 46,XX,delC3)(qg?),del(5)(ql3g33),8ddI3) (p 10),+dmin

17 F 16 RAEBT 46,XX,lq+,3q+,7qg-, 20g-[6]/46,XX,lq+,3q+,79-[9]/46, XX, lg+, 39+, 79-,99-, 1 49+,20qg- DQ /47,XX,3q+,7q+,7q-
,+21[2]/47°X lq+,39+,70-,+8[I]

18 M 52 RA  46,XY,+21[3]/46,XY[17J

19 F 40 RA 46,XY,+8[18]/46,XY[3]

20 M 65 RAEBT 46,XY,20q-[14]/46,XY[6]

21 M 31 RAS 46,XY,20g-p0]

22 M 56 RAEBT 46,XY,-5,-(€,8q-, -18, +marl[4]/47,XY,-5,+8,+8,8q-[2] /46,X Y,48,8q-,- 1 7 [0 /46,X Y,- 1 7,+marl[l] /48,X Y,-5,+8,8q-,-hnarl,
4mar2[2]/47,XY,-5,+8,8q-, -17, -Hmarl, -Htnar2[l]/46,XY,-hnar2,-17[1)/46,XY,8q-,-9,-18,-hmarl,+rtBr2[ll/46,XY[3]

23 M 56 RAEB 46.XY,-5,-t€,del(8)(q22),- 1 7,- 1 8,-Hmarl ,-Hmar2 [cp]

24 M 16 RAEBT 46,XY,-5,deK9)(q?),t(9;19)(qI3;pl3), +14,del(16)(pl 1),-17,-18,add(21)(p ?),+22,-Hmar ?t(I $)( ?;?)[cp]

25 M 32 RA 46,XY,-74xier(l;7)(qlO;pl0)[12]

26 M 68 RAEB 46,XY,derC2),del(5)(ql3g33),del(ll)(ql4),der(17),-19,-Hmarl

27 M 38 RAEB 46,XY,Ip-,-4p-,-4[14]/46,XY,idem,17p+p]/46,XY[4]

28 M 24 RAEB 46,XY,t(3"(q21H23)p0]

29 F 28 RA 46~49,XX,add( 1 )(p?) der(2),-4,del(5Xql3q33),del(6)(q?),+8,der(13),-1 7,+r,-Hmarl ,+mar2,+mar3 [cp] PO]

30 F 51 RAEB 47, XX +8P5]/46 XX[5

31 F 36 RA 47,XX,+8PQO

32 F 33 RAEB 47,XX,+20PO]

33 F 54 RA 47)XX,+8P5]/46,XX[2]

34 F 58 RAEB 47XX,+8[8]/46,XX[12]

35 M 52 RA 47XY,+16[18]/46,XYP]

36 M M RA  47,XY,+8 PO]

37 M 32 RA 47,XY,+8[10]/46,XY[10]

38 M 4 RAEBT 47XY,+8[18]/46,XY[12]

39 M 50 RA 47,XY,+8[3]/46,XY[17]

40 M 34 RAEBT 47,XY,+8[5J/46,XY[15]

41 M 24 RA  47XY,+8[3/46,XY[ll]

42 M 20 RAEB 47XY,-5,4S,-Hmarp5]

43 M 41 RAEBT 47XY,-5,-17,+21,+marl,+inar2pQ]

4  F 41 RA 47, XX+8[11]/46,XX[5]

45 M 63 RA 48, XY, +17, -20, -20, marx3p01]/ 46, XY[9]

Table 2. Clinical, cytogenetic and I-FISH data for 34 patients with MDS
Num- -5/5q- -7/7q- 8 trisomy

ber Sex Age FAB Karyotype %) (%) (%)

1 M 49 RAEBT 46, XY, 79-(q22) [10]/46, XY[10] 75 425 N3

2 F 39 RAEB 46, XX [20] 75 K3.9 NO

3 M 72 RAEE 46,XY[20] 75 N47 NO

4 F 41 RA  47,XX,-»«[1 1]/46,XX[5] 10 N3.5 655

5 F 42 RA 46 X[20] 13 N1.0 N1.0

6 M 41 RAEBT 47XY 5,- 1 7,42 1 ,+marl,-*Biai2p0] 22.5 N4.4 NO.5

7 M 24 RAEB 46 XYt(3 SXq21 q23)[20] 25 9.5 N2.5

8 M 56 RAEBT 46,XY,-5,+3,80- ,—18 -Hnarl[4]/47,XY,-5,+8,+8,8q-[2] /46,X Y,+8,8q-,- 1 7 [Tj /46,XY,-17,+marl[l]/ 71.5 N3.2 7
48,XY,-5,+8,8q-,-Hnarl, - +mar2[2]/47,XY,-5,-t«,8q-, -17, -Unarl, -Hnar2[TJ/46,XY,-Hmsi2,-17|Tj/
46,XY,8q-,-9,-18,-nnar],-KHiai2[l)/46,XY[3]

9 M 20 RAEB 47,XY,-5,+8,-«inar[25] 78 12.7  69.5

10 F 33 RAEB 47XX,+20[20] N1.5 N2.0 M1

1 M 28 RA 4 N1.5 N4.5 19

12 M 24 RA 47XY >«[9]/46 XY[I1] N2.0 N1.5 54

13 F 22 RA 46 20] N2.0 N1.9 NO.5

14 M 56 RAEBT 46 XY[20] N2.0 N2.0 MI

15 M 67 46,XY[27] N2.0 N2.5 K0.5

6 F 35 RAEB 47,xx,-K3[S]/46,:0£[16] N2.5 NO0.5 34.5

17 F 51 RAEB 47, XX 4«[15]/46 XX[5] N2.5 N3.2 12

18 M 32 RAS 46 XY[18] N2.5 10.4 8

19 F 56 RA 46X [2Cg N2.5 N4.4 N3

20 F 54 RA 47XX,-t« [25] /46,XX [2] N3 N1.0 75.5

21 F 58 RAEB 47,XX,+6 [8] /46,XX [1 2] N3 N6.7 285

22 M 32 RA 47XY,-f6 [1 0] /46,XY[1 0] N3.0 NO0.9 17

23 F 44 RAEBT 46, XX [7] N3.0 N4.3 N3.5

24 M 59 CMML 46 XY[20] N3.S KO0.5 NO

25 F 22 RA 46,X N3.5 N1.5 NO.5

26 M 34 RAEBT 47XY t« [5] /46,X Y[I 5] N3.5 N3.0 52

21 F 34 F& 46 20] N4 NI 1 N

28 F 16 RAEBT 46, XX Jlg+,3q+,7g-, 20g-[6]/46,XX,Ig+,3q+,79-[9]/46, XX, lg+, 3q+, 79-,99-,14q+,20q-UJ/ N4.0 41.6 N3
47,XX,3q+,7q+,79-,+21 [2]/47,XX,lq-*-,3q-«-,7q-,+8][l]

29 M 38 RAEB 46, XYIp- -Hp-,-4[l 4] /46,XY, |dem 17p+p] /46 XY[4] N4.0 NO.5 75

30 F 52 RA 46, XX [20] N4.5 N2.0 N

31 F 43 RAEB 46, XX[21] N4.5 N3.6 9

32 M 44 RA 46,XY[19] N5.5 N3 12

33 M 35 RA 46,XY[18] N5.S N45 N1.5

34 F 19 RA 46, XX[30] N6.0 N5.0 NI
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about these chromosome alterations by x? tests. Seven
patients with normal karyotypes revealed -5/5qg-(3/7),
-7/79- (1/7) and trisomy 8(4/7).

DISCUSSION

MDS is a highly heterogenous disorder and karyo-
type analysis is helpful for its diagnosis and prognosis
estimation. Acquired clonal chromosomal abnormali-
ties are found in about 30-50% of primary MDS [9].
These abnormalities are predominantly characterized
by total/partial chromosomal losses or gains and rarely
by balanced structural aberrations. Loss of specific
chromosomal regions like 5g-, 7g- and 20g- are usu-
ally the secondary cytogenetic abnormalities associ-
ated with MDS. Trisomy 8 represents the most com-
mon chromosomal gain [10]. In our results, the overall
incidence of chromosomal abnormalities was 51.1%,
which was similar as reported in the literature [11].
Our study confirmed that RAEB and RAEB-t subtypes
had higher frequencies of chromosome abnormalities
(57.9% and 64.3%, respectively), and RA the lowest
(43.5%). However, it shows that RAS had the highest
rate of chromosome abnormalities (75%), which was
different from the reported by Chen et al. [12]. We think
it maybe the factor of fewer RAS cases.

It was reported that different cytogenetic profiles
were present between MDS patients of Chinese and
those of Western countries [12]. In Western population,
-5/5Q- and -7/7q- as single specific karyotype aber-
rations were more frequently reported (12.8-23.1%
and 3.1-19.4%) and applied to IPSS classification.
Chinese patients with these aberrations as a single
abnormality represented only small subsets of cases
and most of them had additional chromosome change.
In our study, the frequency of -5/59- and -7/7qg- as a
single specific karyotype aberrations were only 2.3%
and 1.1% respectively, which demonstrated the results
previously reported by Chen et al. [12].

The survival of patients with MDS is strongly affected
by chromosomal abnormalities. Cytogenetic abnormali-
ties are important prognostic factor. The presence of
del(5q), either as the sole karyotypic abnormality or as
part of a more complex karyotype, has distinct clinical
implications for MDS. The 5g- syndrome, a subtype of
low-risk MDS, is characterized by an isolated 5q dele-
tion and < 5% blasts in the bone marrow and can serve
as a useful model for studying the role of 5q deletions
in the pathogenesis and prognosis of myeloid malig-
nancies [13]. Complete or partial deletions of the long
arm of chromosome 7 (-7/7q-) are nonrandom abnor-
malities seen in primary and therapy-induced MDS.
-7/7g- may denote a dominant mechanism involving
loss of critical tumor suppressor gene(s), whose loss
of function contribute to leukemic transformation or
tumor progression. So it reveals the poor prognostic
significance [14]. Complex chromosomal aberrations
are present in < or = 30% of patients with primary MDS
or acute myeloid leukemia (AML) and are associated
with a poor prognosis [15]. Those with normal karyo-
type, deletion 5q or 20q as a single anomaly, or loss of

Y chromosome are good prognosis factors; those with
complex karyotypes or chromosome 7 anomalies have
poor prognosis; and those with all other abnormalities
are intermediate prognosis. In our study, patients with
karyotype of good prognosis was 56.8%, and patients
with unfavourable karyotype or with karyotype of in-
termediate prognosis was 21.6% respectively. While
unfavourable karyotype, especially complex karyotypes
are always involved in RAEB and RAEBT.

CC has some limitations in identification of chro-
mosome alterations. It can only analyze metaphase
cells and was affected by the quantity and quality of
metaphase spreads. In addition, it is labor- intensive
and time-consuming. In order to explore the value of
FISH in the detection of total/partial deletion of the
long arm of chromosome 5(-5/5q-), 7(-7/79-) and of
gain of chromosome 8 in patients with MDS, I-FISH
was performed in 34 cases of 88 MDS patients. 9
were -5/ 5q -positive for I-FISH, of whom 4 were posi-
tive and 5 were negative for CC. 5 cases presented
-7/7q- aberration by I-FISH, in which 3 cases without
-7/7qg- for CC. Trisomy 8 was identified in 15 cases by
I-FISH, but for CC only 10 occurring in this aberration.
Although the difference in the percentage of positive
cells detected by the two methods was not statistically
significant difference (P > 0.05) , I-FISH can detect
some aberrations not finding by CC. It is more sensi-
tive than CC for the detection of -5/5q-, 7/79- and
trisomy 8 in MDS.

On comparing the results of FISH and conventional
cytogenetics, a superiority of FISH over these karyo-
typic analysis was detected. FISH is highly sensitive
and specific, and it can be performed rapidly [ 16—-18].
Nevertheless, the FISH technique has limitations,
detecting only abnormalities specific for the target
FISH probe used. Thus, FISH is not a good screening
tool for cytogenetically heterogeneous diseases. In
clinical practice, conventional cytogenetics continues
to be the basic technique for MDS patient evaluation.
However, alarge number of metaphases, even those of
poor quality, must be analyzed in each case. The FISH
technique could be considered to be complementary
to achieve a more accurate analysis. Our results show
that both methods are important in diagnosis of MDS
patients. When used together, conventional cytoge-
netics and FISH can define accurate chromosome
abnormalities in MDS patients.
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HEKOTOPbLIE UAWTOFrEHETUYECKUE XAPAKTEPUCTUKHA
MUEJIOANCINNATUHECKOIO CUHAPOMA Y BOJIbHbIX B KUTAE

Obocnosanue: muenomuciiactudeckuii cuanpom (M/IC) npencrasisier ¢000ii reTeporeHHyIo rpymmy 3a00/1eBaHmii FeMONIOITHIECKHX
CTBOJIOBBIX KJIETOK, XapAKTEPU3YIONIMXCsl UTONEHNEl nepidepudeckoil KpoBd HA (poHE MMNEPKIETOYHOCTH KOCTHOTO MO3ra ¢ Mpo-
sBJIeHnsMH He3(h¢eKTHBHOTO KPOBETBOPEHHS 1 MPEIPACIIOI0KEHHOCTBIO K Pa3BUTHIO 0cTPOro Jieiiko3a (OJI). Xors marorenes MJIC
MOKA He YCTAHOBJIEH, CYMTAETCS, YTO HUTONCHETHYECKHE AHOMAJIMM MOTYT MIPATH POJib B PA3BUTHH 3200/1eBanuii. OHI TAKIKE MOTYT
PacCMATPUBATHLCS B KAYECTBE HEOOXOIMMOTO 3/IEMEHTA TUATHOCTHKH U IPOTHO32 3a00.1eBanust. []e1b: MCCIIEI0BATH IMTOTEHETHYECKHE
xapakrepucTuku 601bHbIX ¢ M/IC KuTaiickoii nomyssian. Memoos:: y 88 namentos ¢ MIC npoBenieH CTAHIAPTHBIA IIATOTEHETH-
yeckuii anam3 (CLIA). B 34 u3 88 ciryuaes npumvenen Taxeke meton nntepdasnoii duryopecuentHoii ruopumusamuu in situ (I-FISH)
C MCI0JIb30BaHKE CrenM(PIIHBIX 30HI0B K HeHTpomepe xpomocom 8 u 7q32 , 5¢q31. Pesyavmamor: meronamu CIIA B 45 (51,1%) u3
88 ciryuaeB BbIsIB/IEHDBI KJIOHAJIBHbIE KAPHOTHIIMYECKHE AHOMAJIHH, B TOM YHCJIe KOImuecTBeHHbie u3Menenns (18 cayqaes, 20,5%) ,
cTpyKTypHbIe u3MeHenns (12 ciayqaes, 13,6%) 1 KOJMUECTBEHHBIE M CTPYKTYPHbIE N3MeHeHus oaHoBpemennHo (15 ciyyaes, 17,0%).
Tpucomus 8, -5/5q-, u -7/7q- eeisiziena B 20,5, 15,9, u 5,7% caydaes coorsercrBenno. KoMILIeKCHbIE H3MEHEHHS KAPHOTHIIA OTMEYATH
y 17 6oabbIx (yacrora BosunkHoBenus 19,3% misi Beeii 00cnenoBanHoi rpymmsi). 13 34 npoanam3npoBaHHbIX ciysaes -5/5q-, -7/7q-,
Tpucomus 8, eoisiBennbie Metonom CIIA cootercTeenHo B 4, 2 u 10 ciyyasx, Obuia noarsepxiaena nannsivi [-FISH. B 5 cywasx
u3 30, B koropeix Metoaom CLIA -5/5¢- ne BoisiBiena, meronom I-FISH takas anomams onpenensuiace. B 3 ciryuasix, HeraTMBHBIX o
-7/7q- npu anaim3e CIIA, meronom I-FISH eoisieiena Takas adeppamus. B 5 ciysasix ¢ Boiseiiennoi meroaom I-FISH Tpucomueii 8,
meTonoM CLIA HapymieHus: He ycTaHOBJIEHbI. Boi60odbi: yacTeivi anomMamsivu y 6ostbabIx MJIC sisstiores tpucomus 8, -5/5q-u-7/7q-.
Merton FISH sddexrnsen mis soisiBiienns Takux adeppamuii npu MJIC u smiasercsa BaxubiM aonoaHennem Kk CITA.

Katouegvle c106a: MUETOMMCILIATHIECKHUIA CHHIPOM, PYTHHHAS IIMTOTEHETHKA, MHTeP(a3Has (iyopecueHTHAS rudpuIM3amus in situ,
-5/5q-, -7/7q-, Tpucomus 8.

Table 1. Clonal karyotypic abnormalities of myelodisplastic syndrome
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