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Klasicka cytogeneticka analyza
zachyit aberaci u 30-507 nemochych

Viysetireno 140 pacientit s mnohocetnym myelomem
(Uspesnost kultivace 90%, zachyt aberaci 25%)

Normadlniinalez 95 pacientd
Patiologicky ndlez 31 pacient
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Limitujici faktory:
1. snizena proliferace plasmatickych bunek in vitro (ziskané mitosy
hereprezentuji maligni bunecny klon)

2. Krypticky charakter chromosomovych prestaveb
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Princip imunoznaceni
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Viysetreny soubor pacientu s MM
metodou I-FISH

Celkem vysetreno 1401 pacientis s MM
Zen 58
muzii 82

Vekove rozmezi pri prvozdchytu 27-89(59)
Infiltirace plasmocytilve vysetrovane KD 0,2-100%

Isotyp
kappa 75
lambda 1l

kappa/lambda; 3
neurceno 11



LSI 13(RB-1)/13q34 (Abbott-Vysis)

Celkem vysetireno 1401 pacientt s MM
Zdchyt aberaci 13q u 81 pacientu (587%)
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LSI IGH (14q32) Dual Color, Break Apart
Probe (Abbott-Vysis)

Celkem vysetireno 133 pacientt s MM
Zdchyt prestaveb lokusu TgH u 82 pacientit (637%)

Zlom v IgH genu 33
Delece IgHi genu 25
(v.8. -14; Delece V' segmentu IgH genu;Delece 3° konce IgH genu)

Zlom v IgH! genu + dalsi nalezy 15
Jiiné nalezy 9
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14q52) Dual Color, Break Apart
Probe (AJJJfPV/ iS)
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14q32) Dual Color, Break Apart
Probe (Abbott-Vysis)
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LSI IGH (14q52) Dual Color, Break Apart
Probe (Abbott-Vysis)

PoCetni zmény




LST CCND1/IgH +(11:14) Duall Color/Dual
Fusion Probe (Abbott-Vysis)

Celkem vysetreno 38 pacientiu' s MM
Zdchyt t(11;14) u 18 pacient (47 %)
Pozitivni 18
Negativni 20
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LST IGH/FGFR3 1(4:14) Dual Color/Dual
Fusion Probe (Abbott-Vysis)

Celkem vysetreno 7 pacientia s MM

Zdachyt 1(4:14) u 4 pacientt (57 %)
Pozitivni 4
Negativni 3
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Mnohobarevna FISH - mFISH

> Pacienty s rozsahlymi zménami v karyotypu vysetrujeme metodou
mFISH. Tato metoda umoziuje identifikovat dalsi pocetni i
strukturni odchylky v karyotypu, které nam neodhalila klasicka

I-FISH.

- U9 pacient, u kterych byly klasickou cytogenetikou-nalezeny
komplexni prestavby. (RZK) - u techto pacienttl byla provedena
mELSH

RZK:....Rozsdhlé Zmény Karyotypu



Klasicka
cytogentika

> 46 XY[3]
46,XY RZK[19]

» n=53-55 chr.RZK[18]

> 46,XX[1]/n=41/43
chr.,RZK[7]

> 48-49 XY RZK[22]

mELSH

46 XY[1]
46 XY der(13)t(1;13)(p21;p11.2) der(14)t(11:14)(?:q32) [12]
47 XYidem +7 [1]/49,XY idem +7 +8 +9[ 5]

46 XY[4]/ 47 XY +Y[1]

54-55,XY der(1)t(1;15),der(1)1(1.X) +2,
+der(3)ins(3;19),der(4)t(4:11),del(5)(q) +del(5),+der(5)t(5:15),
der(6)1(1;3:6:18;19),der(7)t(1:3:7:18;19) +9,+del(11)(q),
-13,der(14)t(12;14),+17 +18 +der(19)t(19;20),+der(19)t(19;20)der(20)
1(3.5,;20),der(20)t(6;20),-21, der(21)1(21;21), der(X)t(1;X) [3]

56,XY der(1)t(1;X),der(1)1(1;15) +der(1)t(1; X),del(2)(p) ,+der(3)ins(3;19),
der(4)t(4:11) +del(5),der(6)t(1;6),+der(7)t(1:3.7;19) +9 +del(11)(q),
der(13)t(5;13;17),der(14)1(12;14),+17 +18,+der(19)ins(19;8)+der(19)
1(1;2;19),der(20)t(6.20),+der(20)t(5;20),-1,der(21)1(12;21),del(X)(p) [4]

n=43-44 XX der(1)t(1;16),del(2)(p).del(3)(q12gter),
-4 +der(5)t(5;15),der(6)t(6.7)t(7:16), der(7)t(7:19),+9,-10,-12,-13 -14,
-15,der(17)1(10;17),+der(18)1(14;18) +der(19)1(3;19),der(X)t(X;12)[5]

49 XY ,susp.del(1)(q41),susp.del(8)(q24),+del(11)(q13),del(13)(q14),der(14)
(11q14)(q13:a32),del(16)(q12),der(18)t(1.8;18)(q41;924;p11.3) +der(18)
1(1.8:18)(q41:q24;p11.3) +21[16]



23'5(;//[2&[10] )
AT, 48 XY, der(1)t(1;15),+del(3),+5,-8,-,+9,der(16)1(1;16),der(17)t(1;17), der(18)+(7:18
¢ egér)(z(l)ﬂ 21)e[(ll) er(16)t(1;16),der(17)t(1:17), der(18)t(7:18)
48 XY der(1)t(1;15),-+9, derg 6)‘rg1 :16),der(17)t(1;17),
der(18)f(7:18)+19,der(21)}(8:21), +der(21)t(8:21) [1]
49 XY ,idem,+5,der(17)t(1;11;17)[1]
47 XY der I)Tél 15),-1,+5,del(6),-8 +9, der‘()lé?‘r(l :16) -18, der‘éng‘rS7 :18),
+der(19)t(11;1 ) der'(21)’r(1 21) der(2)t( 22)+der'(22)’r 22)[1]

46,XY

8
46 XY[12]
n=51- LZK[H] h=28-39 chr. nahodne ztraty

57 XY +Y t(1:.14 21),+3 +del(5)( 14) +der(6)del(6)1(1,6:14)(q?q12;q?
der(8)1(8;1 § qll +12 der 13)T?13 14)(q32 2).der(16)H(7; Bég('ngqug +17,
+19 +19, der' 1)r(21)dic(21 E3g

53,XY +Y 1(1;15 1) 2, q223 +3

er( 3%1‘(1

+9+11,d 3:15)(p1i.2; 9)

g?),+der(7)ins(7.16)(q11.2;?
36 217 +1 219% X )

46 XX[15
48 XX RZK[2] 46 XX[16]

46 XY[20]
47'XY +mar[2] 46 XYI[O]

46 XX[2]/n=43
43chr.[,R]ZK[16] 43 X -X.del(60, der‘(9)’r%9 :10),+(9:1 C}edel(m) del(11),-12,-13 -14 der(14)t(11;14),

der(16)1(5:16), der(17)t(6:17),del(19) [3]
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Zaver I.

Imunologicke znaceni' plasmocytil je metoda, kterd umozninuje
zachytit buriky (plasmocyty)is chromoesomovymi aberacemi i pri
nizke infiltraci kostinil drene

Vsichni' pacientils diagnozou mnohocetny myelom v nasi
laboratori, jsoulvysefrenil I-FISHIpomociiLST 13g14/13q34,
LST 14932 ( pri pozitivnim ndlezu) nasleduje hledani
translokacniho partinera LST sondamilIgH/CCND1 a
IgH/FGFRS.

Patologicky nalez v klasicke cytogenetice byl nalezen ui25%
pacientu.



Zaver IT.

Metodou I-FISH' jsme prokdzali prestavby v oblasti 13q14: u 81 pacient
(58 7).

Metodou T-FISH' jsme prokdzali prestavby v 1432 u 82 pacienti
(63 7).

V sou¢asné dobé se snazime rozsirit soubor pacientl, v.rdmci grantu
Grant IGA NR-8183-4.

V' budoucnu chceme stanoviti vyznam molekularné cytogenetickych
metod pro strategii prillécbe pacientl s mnohocetnym myelomem.
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