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This paper presents the modern molecular genetics diagnostics in hemoblastosis. Prospects for the development
of genetic researchers with a focus on hematological malignancies are shown.
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HecMmotps Ha To, 4TO MMeeTCs 3HAYNTEIBHOE KO-
JIMYECTBO pabOT, MOCBSIMICHHBIX B3aMMOCBSI3U 3THO-
JIOTHH TeMOOJIACTO30B C BO3JCHCTBHEM DA3IMYHBIX
SHIIOTCHHBIX U JK30TE€HHBIX (PAKTOPOB, B MOCIEIAHEE
BpEMsi aKLIEHT B OHKOJITUIEMHOJIOTHH JIEJIAeTCsl UMEH-
HO Ha MOJIEKYJIIPHO-TE@HETUYECKUE OCOOEHHOCTH HE
TOJBKO T'eMO0JIaCTO30B, HO M OOJBUIMHCTBA JPYTHX
nokanuzanuid. Mzo0peTeHne Mmeroja MOJEKYJSIPHO-
TEHETHYECKOr0 aHajIM3a MOKAa3auo, YTO B OOJIBIIMH-
CTBE CJydYaeB oOmyxoseBas TpaHc(opMaiusi KIETOK
MIPOUCXOJUT B Pe3yJIbTaTe KOMILIEKCa MyTaluil. I'ene-
THYECKHE aHOMAIWU HU3MEHSIOT (HU3MOJIOTHIO U OHO-
JIOTHYECKOE TIOBE/ICHHE KIIETOK, ONpENelsisi YPOBEHb
6noka ee nuddepeHnrpoBKU. BeneacTeue 3Toro
MHOTHE T'€HETHYeCKHue abeppaluu acCOLUUPOBAHbI
C OIpeACTICHHBIM HMMYHO(DEHOTHIIOM OITyXOJIEeBOM
KJIeTKH. B 1e0r0Te OCTPhIX JIEHKO30B pa3IMyHbIe XPO-
MOCOMHBIE aHOMaNNH BBIABIIOT B 40—60 % ciryuaes.

Eme B xonne 80-x — Hauane 90-x rogoB XX Be-
Ka OBLI CHIeJTaH BBIBOJ O TOM, YTO XPOMOCOMHEIH aHa-
JIU3 SBJISETCS OJHUM W3 BKHEUIIMX MPOTHOCTHYE-
CKUX METOJIOB MPH TeMo0IacTo3ax, B YaCTHOCTH MPH
OCTPBIX JIeiiKo3aX. DTOT BBIBOJ MOJATBEPIKACH AaHHbI-
MM OOJIBLIIMX MHOT'OLICHTPOBBIX HCCIEAOBAHUI CaMbIX
nocieaHux jer [1].

Tak, Hampumep, GuianenbpUiickas XpoMocoMa
(Ph-xpoMocoma) — IHUTOTeHETHYECKasi aHOMAIHS, KO-
TOpasi XapaKTepU3yeTCs Aeneuueil Win TpaHcaoKauuen
22q11 npu octpom ymmMpodaactHoM Jetikoze (OJIJI),
Win TpaHcnokanys t(4;11), BeisBisttomiasics y 68—-81 %

JeTeil B Bo3pacTe 70 Trojia ¢ MOMOIIBI0 MOJIEKYJISIpHO-
OMOJIOTHYECKUX METOJIOB, sBJsieTcs: (hakTopoM Helua-
ronpusATHOro nporHosa. CylnecTByeT dYeTKas CBS3b
HAOJTFOTATOIINXCS TIEPECTPOEK XPOMOCOM C (HopMoit
ocTporo Jeikosa: TpaHciokamuu 8;21 u 6;9 (p21-23;
q33-34) BcTpedaroTcs MpU MUEN00IaCTHOM JIEHKO3E;
t(15;17) (925; q22) — npu npomuenonutapaom; t(9;11)
(p21-22; q22-24) — ipu octpoM MoHOOIacTHOM; t(4;11)
(q21; g23) — mpu mmobacTHOM Jieiikose [1].

Jns ocrporo mmenobimacTHOro Jelko3a MpH-
MEpPOM DA3NIMYHBIX TpaHcIoKanui spisercs t(8;21),
xapakTepHas ais Bapuanta M, t(15;17)-M,, inv(16)-
M;M,, t(9;22)-M;M,, t(6:9)-M;M,, t(9:1)-M;M,,
t(8;16)-M,, inv(3)-M ;M ;M_;M., 1(3;5)-M;M, (N.
Mauritzson, 1999, M.A. Frenkel, 1994). B nactosmee
BpeMsl K M3MEHEHUSIM KapHOTHIIA, MMEIOIINM Oiaro-
MIPUATHOE MPOTHOCTUYECKOE 3HAYCHUE, OTHOCST XPO-
MocoMmHbIe TpaHcimokanuu t(8;21)(q22;q22), t(15;17)
(922;q921), t(16;16)(p13;922) u MHBEpCHIO XPOMOCO-
Mbl 16 — inv(16)(p13;q22). B rpynmny uutorenernye-
CKUX HM3MEHEHHH, MMEIONINX HeONIaronpusTHOE Ipo-
THOCTHYECKOE 3HAYEHHE, BKIIOYAIOT TPAHCIOKAIUH
1(6;9)(p23;q34) u t(9;22)(q34;q13), paznuunble TIepe-
CTPOWKH KOPOTKOTO IJIeYa XPOMOCOMBI 17 U CIOXKHBIE
N3MEHEHHS KapUOTHIIA, T. €. JISHKO3BI C TpeMst Wiiu 0o-
Jlee XpOMOCOMHBIMU HapylIeHUsIMH. Bce ocTanbHble
Cllydad TONaJaloT B TPYMITy HMPOMEXYTOYHOTO IIPO-
rHo3a (E.B. ®nefimman, 2001).

Hamnbonee 49acTbIM CTPYKTYypHBIM XPOMOCOMHBIM
HapyLIEHUEM, BBISBISIEMbIM IPH LUTOI€HETHUECKHX
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IHpogunaxmuueckas meouyuna

WCCIICIOBAaHUAX  XPOHHYECKOTO  JMM(oJeiKo3a
(XJIJI), sBnsgercs memerus Ha ydactke 13ql4. Ipm
XpOHHYECKOM B-kieTouHoMm nmmdoseikose, BCTpe-
qaroreMmcst mpuMepHo y 90 % OONBHBIX XPOHUYECKUM
nuM(pONeKo30M, aHOMAJIMK XPOMOCOM OOHapy-
)kuBatoTcs B 50 % ciiyuaeB, yaiie B BUJE TPUCOMHUU
xpomocoMbl 12 (+12). IlepBuuHble THUM(OMBI KOXH
MPEACTABISIIOT COO0OM CBOCOOpa3HBIM MOATHUI 3KCT-
paHOJANBHBIX JUM(OM, OHH YacTO OTIMYAIOTCS OT
COOTBETCTBYIOUIMX MM HOJAJbHBIX T'MCTOJIOTHYECKUX
aHaJIOrOB HE TOJIBKO 110 XapaKTepy TeYeHHs U MPOTHO-
3y, HO ¥ HaJW4YHeM CHEeUU(PHUIECKNX XPOMOCOMHBIX
TPAHCIIOKAIMH M 3KCIIPECCHEH Pa3TMYHBIX OHKOTECHOB.
Tak, mepBUYHas aHAMIACTHYECKass KPYIHOKIETOY-
Has TuM¢poMa KOXKH UMeeT OJIarONpUsATHBIN IPOTHO3
1 B OOJBUIMHCTBE CilyyaeB He dKcrpeccupyer ALK-
NPOTEMH — XUMEPHBIH OENOK, BO3HHKAIOUIMH B pe-
synbrate t(2;5)(p23;q35) U OTBETCTBEHHBIN 3a MaTo-
reHe3 OoJiee arpecCHBHON aHAIUTACTHYECKOW KPYITHO-
KJIETOYHOH JTMM(OMBI HOJATBHOTO MPOHCXOXKICHUS.
B GonpmmHCTBE HOZANBHBIX (DOJUTUKYIISIPHBIX JIMM-
(oM TPOHCXOANT peapamwXHpoBKa bcl-2-oHKOreHa,
Koaupyromiero Oenok-cynpeccop amontoza BCL-2,
TOT/Ia KaK MepBUYHas TMM(pOMa KOXKHU U3 KIETOK (oII-
JIMKYJISIPHOTO LIEHTPa XapaKTepH3yeTcs OTCYTCTBHEM
JTAHHOH peappaHXUpPOBKH [2].

B xmaccupukxarmmun REAL (Revised European-
American Classification of Lymphoid Neoplams,
1994 1.) nnst 3TO¥ HO30JI0TUU OBUI NMPEIIOKEH TEPMUH
“nmumdomMa n3 KIeTOK MapruHaJIbHOW 30HbI CEIe3eHKH
(+/- Bopcunuarsle nmMmdonuTsl)” (splenic marginal
zone lymphoma — SMZL). B 1993 r. D.G. Oscier
U COAaBT., IPOAHATH3UPOBAB KapuoTul y 31 GompHOTO
SMZL, ucnosib3ysi KynbTypbl TUM(QOLUTOB mnepude-
PUYECKOH KPOBH, CTUMYJIMPOBAHHBIX B-KIeTOYHBIMU
MHUTOTCHAaMH, HE BBISIBIIN CIEIU(UIECKUX XpO-
MOCOMHBIX a0eppaumii. Tpancmokamust  t(11;14)
(q13:;932), xortopas xapakTepHa UII JUMQPOMEI U3
KJIETOK MaHTHHHON 30HBI, BcTpewaercs mpu SMZL
y 18 % OonbHBIX. MONEKYISPHBINA aHaIU3 CIydyaeB
SMZL c tpancnokanueii t(11;14) BeIABUI peapaHKu-
poBky BCL-1/PRAD reHa ¢ HM3KMM ypOBHEM 3KC-
npeccuu nUKIMH-D1-TpaHckpunTa, 4TO Ccorjacyercs
C JTaHHBIMH HIMMYHOTHCTOXHMHH O PEAKOCTH IUKJIHH-
DI1-no3utuBHBIX (opM. V3MeHeHus, HaOIogaeMble
npu XpoHudyeckoMm numMdorneiikose (Tpucomus 12-i
xpomocombl u aenenus 13ql4), peaxu. He ommcano
HHU oJHOTrOo ciydas TpaHciokanmu t(14;18)(q32;q21),
XapakTepHO! I QOIITUKYIApHOH IuMQOMEI [3, 4].

Jlmmpoma bepkurra (JIB) — rereporeHnas rpymma
MPEUMYIIECTBEHHO 3KCTPAHOAAIBHBIX BBICOKOArpec-
CHBHBIX B-KieTouHbIX JUM(OM C BBICOKOH (hpaxiu-
eit npormepupyronmx kietok (Ki-67 okono 100 %)
W TUIWYHBIMH XPOMOCOMHBIMH aHOManusiMu (t (8;14)
(924;932), t(2;8)(p12;q24) wm (8;22)(q24;q11)), pas-

JMYAIOIUMUCS 1O KIMHUYECKNAM TIPOSIBICHUAM U MOp-
(honormueckoit kapTuHE. TpaHCIOKAIMS C ydacTHEM
nokyca 8q24 BerBisioT B 100 % cirygaes JIb. Hanmtane
JIAHHOM TPaHCIIOKAIMHU — OJTMH M3 TJIaBHBIX JIMarHOCTH-
YEeCKHX KpUTepHeB 3Toro 3adosieBanus. B 80 % ciyda-
€B IIPOMCXO/IUT TPAHCIIOKAIINS C TTAPTHEPCKUM JIOKYCOM
H-nerm ummynornoOynuHa t(8;14)(q24;932), B 20 % —
¢ Jokycom A-tieru 1(8;22)(q34;q11)6, B 5 % — ¢ noky-
coMm Kk-mieru t(2;8)(pl1;q24). B OonpmmHCTBE CirydaeB
OIIPE/ICIISIFOTCSl TYTUTMKALUH WIM TPHCOMHH XPOMOCOM
1 u 7 u nenenun xpomocomsl 6. [lepectpoiiku ¢ ydac-
THEM 64, 7q, 13q SBISIFOTCS IPOrHOCTHYECKH HebJaro-
MPUATHBIMU |5, 6].

Kpome BblmenepeyncineHHbIx (akTOpoB pHCKa
MHOTUMH J1Ta0OPaTOPUSIMH BEJETCS aKTUBHBIM IOMCK
MOJIEKYJISIPHBIX ¥ TEHETUYECKUX (PaKTOPOB Y OOIBHBIX
muMpomoii X0KKHHA, KOTOPbIE MOTJIH OBl ITpezcKa-
3aTh OoJiee arpeccHuBHOE TeueHHe 0OJIE3HU U Oomperie-
JIUTH TPy OOJBHBIX, HYKJAIOLTYIOCS B HHTCHCH(H-
Karuy Tepanud. OZHAKO, KaKHe M3 HCCIEIyeMbIX ce-
TOJIHS MapKepOB HAWIYT NPUMEHEHUE B KIMHUYECKON
MPaKTUKE, TIOKKET OyayIiee.

[pu numdpomax B-kierounoit npupoasl Hanbo-
Jiee 4acTod SIBIsETCS IepecTpoiika XpoMOCOMBI 14.
OHa MOXXET BO3HHMKaTh Takke B xpomocomax 1, 8, 10,
11n18.

HexoTtopble HEXOKKUHCKHE TUM(OMBI ¢ CBOEM
MaTOreHe3e TECHO CBSA3aHbI C MOJICKYJISIPHBIMHU Jie(eK-
TaMH, KOTOpbI€ MOTYT MMETh JUarHOCTUYECKOe 3Ha-
yeHue. [IpuMepoM IMarHOCTHMYECKH BaKHOW HeECIy-
YJaliHOW TpaHCIIOKAalWH, CBA3aHHOW ¢ MUMQoMaMu 13
KJIETOK 30HBI MaHTHH, MoxKeT ObITh t(11;14)(q13;q32),
B pE3ylbTaTeé KOTOPOH BO3HHKAET CBEPXIKCIIPECCHS
bel-1 (unknuu-D1/PRAD 1).

[pumepno 85-90 % Bcex (HOUTMKYISIPHBIX JIUM-
(oM XapakTepu3ylOTCs HECIy4yalHOW Te€HETHYECKOH
anomanuei-t (14;18)(q32; q21), anomanueii — t(14;18)
(q32; q21). B pesymbraTe HACTYIACT ACPETYIISAIHS
9KCTIPECCHH HOPMAIBHOTO T€HA, PacHOIararoierocs
Ha 18-ii xpoMocoMme, u3BecTHOro Kak bel-2. D1ot ren
koaupyeT 26 x/la Oenok smepHOW MeMOpaHbI M SH-
JIOTUIa3MaTUYECKOH CETH, KOTOPBIA C IOMOIIbIO He-
M3y4eHHOTO MEXaHW3Ma HE JaeT NMOTHOHYTh KIIETKE
myTeMm amomnro3a. CBepxakcnpeccus bel-2 B ximerkax
hommmKyIIpHOH TUM(POMBI 00eCTIeYUBACT yTHHEHIE
BPEMEHHU JKU3HH OITyXOJIEBBIX KJIETOK, MPENSTCTBYS
UX MporpaMMHUpoBaHHOM rudenu. TpaHcnokarus bel-
2 He sBISETCS MATOTHOMOHUYHOHN ISl (hOJUTUKYJISIP-
HBIX JTUM(OM M BCTPEUYACTCS] B HEKOTOPBIX CIIydasx
I dy3HbIX B-xireTouHpIX muMpoM. JIrarHoCTHIeCKI
U TIPOTHOCTHYECKH Ba)KHOM SIBISIETCS] TPAHCIOKAIIHS
1(2;5)(p23;935), xapakTepHas A aHAIIACTHYECKHUX
KPYIHOKJIETOUHBIX JHMGpoM. TpaHCIoOKalms BeneT
K cIusiHAIO TeHa HykiaeopocmuHa (NMP) u rena xu-
Ha3bl aHammactuueckod numdomsr (ALK1). Oro
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TIPUBOJUT K CHHTE3Y XMMEPHOTo OenKa, KOTOphIid 00-
Hapy>XMBaeTCsi B 3HAUWTEIBHOM YacTH CIlyyaeB aHa-
IUTACTUYIECKUX KPYTHOKIETOUHbIX JTUM(OM.

JpyruM TpUMEpoOM  SIBJISIIOTCS:  TPacyIOKaIusl
bel-3 t(14;19)(q32;q13), oOHapyxeHHas B JTUMOIIH-
TapHBIX JUMQoMax; mnepectpoiika bel-6 B muddys-
HBIX B-KJIETOYHBIX KpPYNHOKJIETOYHBIX JUMQOMax;
mepecTpoiika c-myc, cBsa3anHas ¢ t(8;14) (q24;q32)
B uMbpomax bepkurra; pax-5 Tpancmoxanus t(19;14)
(p13;932), BBIABNCHHAaE B JUMQOIUIA3MOIUTAP-
HbIX; bcl-10 mepectpoiika, BbisiBieHHas B MALT-
mumpomax mipu t(1;14)(p22;q32) wnu Apyroi reHeTH-
yeckuit nedexr MALT-mumdom- t(11;18)(q21;q921),
mumdoMm — t(11;18) B pe3ympTaTe KOTOPOTo 3KCIIpec-
cupyercst abeppantasiid nporend AP12-MLT [7, 8].

B 3akiroueHue cienyer OTMETHTh, YTO HEPEIKO
KJIMHUYECKAasl XapaKTEePUCTHUKA OITyXOJIEBOTO MPOLEC-
ca (B mepByIo ouepellb, JIOKaJIH3aLUs) MOKET UMETh
KIIIOUeBOE 3Ha4YeHUE B An(depeHInaIbHON AuarHoc-
THKE, ITOCKOJIBKY HE TOJIBKO MOP(OIOTHYECKHE MPHU-
3HaKd JTUM(GOM, HO U UMMYHO(QEHOTHI OITyXOJIEBBIX
KJIETOK Hecnelu(UUHbl, a MOJEKYJSIPHO-TeHeTHYe-
CKUI aHanuM3 HEBO3MOXKEH M3-3a paspymenus JJHK
IIPU TUCTOJIOTHYECKOH 00paboTKe OHOIICMpPOBaHHOM
TKaHW WIM HepocTyreH. HeoOXoauMo IMMOMHUTB, 4TO
CBSI3b MEX[Y LIUTOJOTMYECKONH XapaKTEePHCTHKOMN CO-
CTaBa OIyXonu (Tak Ha3blBaeMas TI'MCTOJIOTHYECKas
“CcTereHb 3J0Ka4eCTBEHHOCTH HEXOKKWHCKUX JIUM-
(oM) n TeueHuneM 3abos1eBaHHs OOHApYKeHa He ObLIa,
MO9TOMY KJIMHUYECKas NPaKkTHKa TpeOyeT TOYHOTO
HO30JIOTHYECKOTO JHMarHo3a OITyXOJIEBOW TKaHM Ha
OCHOBAaHMM HWHTETPHPOBAHHOTO T'HCTOJIOTHYECKOTO,
MMMYHOTHCTOXHMHUYECKOTO, @ B HEKOTOPBIX CIIydasx
U MOJIEKYJIAPHO-TE€HETHYECKOTO HCCIIEIOBAHUS OITy-
XO0JICBOTO cyoOcTpara.

VYcraHOBIIEHHE  MOJIEKYJISIDHBIX ~ MEXaHH3MOB
JEUCTBHS Pa3IMYHBIX ()EPMEHTOB, CTPYKTYpHI T€HO-
Ma YeJIOBEKa, )KUBOTHBIX M PAaCTEHHH SBUJIOCH OCHO-
BOTIOJIATAIOIIEH PEBONIOLUEH B OHMOJIOTHH, KOTOpas
OKa)XET pellaoliee BIUsSHUE Ha Pa3BUTHE MEIUIMHBI
XXI Bexa. OTKPBIBAIOTCS THICSIYM T€HOB, yCTaHABIIHU-
BalOTCAd WX (YHKIMOHAJIBHOE 3HAUCHHWE M POJIb TP
Pa3MYHBIX 3a00JIEBAHMAX, MOSBISIOTCS YHUKAIbHBIC
BO3MOXKHOCTH JUISl BBIAICHEHUS TIPUYMHBI MHOTHX Ha-
CJIC/ICTBEHHBIX M OHKOJIOTHYECKHX 3a00JeBaHUM, I
MOHHUTOPHHIa OKPY>KarOIel Cpeibl, 0XKUAAETCS CTpe-
MHTEJIbHOE pa3BUTHE (PapMaKOT€HETHKH M MPOTHOC-
THYECKOI METUIIMHBI.

B mpuMmeHeHMM K AMarHOCTHKE KaXKIOTO KOH-
KPETHOTO TAaIWeHTa, WHAWBUIYaIbHBII aHaJIM3 MHO-

JKECTBA T€HOB, OEITKOB KJIETKHU U KJICTOUHBIX CEKpennit
SIBIUICS OBl Upe3BBIYaiHO HWH(GOPMATHBHBEIM H (-
(EeKTUBHBIM, OIHAKO IPOBEIEHHE TaKOr0 MHOIOIa-
pPaMEeTPUYECKOro aHanu3a MPEACTABIACT B HACTOSIIEE
BpeMs CJIOXKHYIO ¥ JOPOTYIO 3KCIEPUMEHTAIBHYIO 3a-
nady. HeoOxomumo pa3BuTHE IPUHIUITHAIEHO HOBBIX
TIOJIXOJIOB JJIsl CO3/1aHHsI MHOTOTIapaMeTPUIECKONH MO-
JIEKYJSIPHOM TMAarHOCTUKY, KOTOpas OJDKHA CTaTh I10-
BCEMECTHO JOCTYIIHOU ISl HCCIICIOBATEIBCKHUX TPYII
U KJIMHHK.
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