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OCTPbIi HENUM®OBJIACTHbIH NIEHKO3:
OCOBEHHOCTH LWMTOTEHETUYECKUX AHOMAJHI
H ObYCJIOBJIEHHOE UMHU RJIUHUYECKOE TEYEHUE 3ABOJIEBAHUA

A.M. Bakyapuyk', H.H. Tperak', C.E. Kamununa?, A.W. Kosamp', T.I1. IlepexpecTeHko’
'Tocydapcmeennoe yupescdenue « Mncmumym eemamonoeuu u mparncgysuonroeuu AMH Yxpaunor», Kues;
?Hauuonanvhutit meduyunckuil ynusepcumem um. A.A. boeomosvya, Kuee

Y 106 60avHbix 0cmpbim Heaumgpobaracmuwvim aetikozom (OHJIII) nposeden ananrus yumoeeHemuveckux usmeHeHull Kaemox KoCmHo2o
M032a U KAuHu4ecko2o meverus 3abonreeanus. C yuemom bl8AEHHbIX PeAPAHICUPOBOK XPOMOCOM NAUUEHMbl pacnpedeieHsl Ha mpu
epynnul. B nepeyto epynny eouinu 601vHble, umeroujue aHOMAiuy Kapuomuna, munu4tsle 045 onpedesennvix eapuanmos OHJIJI. Bmo-
pas epynna 00se0unsna 601bHbIX ¢ PeOKOl RAMoA02Uell XPOMOCOM, KOMOPAsl He AcCOUUUPYemcs ¢ Kakum-aubo eapuanmom 3a601e6a-
Hus. Tpemvlo epynny cocmagunu 60abHble ¢ YHUKAAbHOIMU PeapaHICUpO8Kaml XpOMOCOM, UMEHOUUMU OCOOEHHbLI MEXAHUZM 00pa30-
6AHUS KAPUOMUNUYECKUX UsMeHeHUll. B amy epynny eowau 3 nayuenma, y KOmopuix onpeoeisiiuch CA0NCHble AHOMAAUU KaAPUOMUna:
nepeuiii 6oavnoil 46, XY,1(2;15)(q37,p13),+12,add(13)(q14),add(13)(21), emopas 6oavnas 42, XX, -4, 1(6;,17)(p25;925), -8, -15,
i(17q),-18, +mar/ 44, XX, -4, t(6;17)(p25;q25), -15, i(17q),-18, ++mar[2]/ 44, XX, -4, t(6;17)(p25,q925), -15, i(17q),-18, +mar, +
min/ 46, XX, -4, 1(6;17)(p25;925), del(8)(q21), -15, i(17q), -18, +mar[4]/44, XX, -3, t(6;17)(p25;q25), -15, i(17q),-18,+ mar, +
min, mpemuii 6oavroul 51, XY, t(12;18)(p13;p11.3), +8, +10,-14, der17,+ mar[5]. Ocobennocmu peapanicuposok t(2;15)(q37;p13),
1(6,17)(p25;925), t(12;18) cocmosau 6 mom, umo OHU CIAAU GNEPEbIE GbISBACHHbIMU MPAHCAOKAUUIMU MENCOY IMUMU XPOMOCOMAMU,
a makdce mo, YMo 6 00PA308AHUU FIMUX MPAHCAOKAYUIN NPUHUMANU YHACHUE Ueable XPOMOCOMbL, d He UX (pacmMeHmbi.

Karouesvie caosa: ocmpbu? /leMVIC03, uumoeeHemuka, kapuomun, aHomaiul Xxpomocom

ACUTE NON-LYMPHOBLASTIC LEUKEMIA: CHARACTERISTICS OF CYTOGENETIC ANOMALIES
AND THEIR INFLUENCE ON CLINICAL COURSE OF THE DISEASE

A.M. Vakulchuk, N.N. Tretyak, S.Ye. Kalinina, A.1. Koval, T.P. Perekhrestenko
State Enterprise «Institute of hematology and transfusiology of AMN of Ukraine», Kiev A.A. Bohomoltz National Medical University, Kiev

Cytogenetic changes in bone marrow cells and their influence on clinical course of the disease were analyzed in 106 patients with acute
non-lymphoblastic leukemia (ANLL). According to rearrangements of chromosomes the patients were divided into three groups. The first
group consisted of patients with anomalies of karyotype typical for particular variants of ANLL. The second group comprised patients with
chromosome anomalies, which are not associated with any special variant of disease. The third group included patients with unique
rearrangements of chromosomes characterized by special mechanism of formation of karyotype changes. Overall, three patients with com-
plex karyotype anomalies formed the third group: first patient with 46, Y,1(2;15)(q37,p13),+12,add(13)(q14),add(13)(21), second patient
with 42, XX, -4, 1(6,17)(p25,q925), -8, -15, i(17q),-18, +mar/ 44, XX, -4, 1(6,17)(p25,925), -15, i(17q),-18, ++mar[2[/ 44, XX, -4,
16, 17)(p25,425), -15, i(17q),-18, +mar, + min/ 46, XX, -4, 1(6;17)(p25,;q25), del(8)(q21), -15, i(17q), -18, +mar[4]/44, XX, -3,
1(6,17)(p25;925), -15, i(17q),-18,+ mar, + min, and third patient with 51, XY, t(12;18)(p13,p11.3), +8, +10,-14, derl7,+ mar(5].
Among peculiar features of - t(2;15)(q37,p13), 1(6;17)(p25,q25), t(12;18) rearrangements were the primary character of translocations
between these chromosomes, and participation of whole chromosomes, but not their fragments, in the formation of translocations.
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B rpymnny ocTpbix HeauM@OoOIaCTHBIX JIEIKO30B
(OHJIJI) BXomsAT neiKo3bl, BO3HUKIIME W3 KIJIETOK-
MPEAIIECTBEHHUKOB MUEJOUIHOIO MU MOHOLMTAp-
HOro pocTKOB KpoBeTBopeHus [1]. Jleiiko3bl, pogoHa-
YaJIbHUKaAMU KOTOPBIX SIBJISTIOTCSI KJIETKU 3PUTPOIIM-
TapHOU U MeTaKapUOLIMTAPHOU TIPUPOJIBI, TAKXKE OTHO-
CATCST K 3TOI Kareropmu remob6jacto3oB. Kpurepum
DADB xmaccudpuxkamum 1991 1., ocHOBaHHBIE Ha MOp-
osornyecKrx M MMTOXUMHUIECKUX JAaHHBIX OJIACTHBIX
KJIETOK, OCTAIOTCSI OCHOBOIIOJIaraloluMu 151 Bepudu-
Kanuu pasznnuHbix BappantoB OHJLJI [2]. OgHako pa3-
BUTHE JICKO30JI0TUM, a TaKXKe MOTPEOHOCTU MPaKTH-
YeCKOI TeMaTOJIOTUM OOYCIOBUJIM HEOOXOIMMOCTh
BBEJIEHUS TOTIOJIHUTEbHBIX MapKePOB Isl OoJiee ToJI-

HOW OMOJIOTMYECKOI XapaKTepPUCTUKU JIeMKeMUUEeCKO-
ro npoiiecca. Mcnonb3zoBaHue hyHIaMEHTAIbHBIX Me-
TOJOB HWCCJENOBAHUS, B MEPBYIO OYEpPEIb IE€HETUYE-
CKMX, MO3BOJIMJIO TIJIy0Ke MPOHUKHYTh B MaTOr€HETU-
YeCcKue OCHOBBI pa3BUTHS TeM00J1acT0o30B. MaeHTuu-
Kalusl XxpOMOCOMHBIX aHOMaJIMii B 3HAUUTEIbHOM CTe-
MeHUW CchocoOCTBOBajla MOHUMAHUIO MOpdoJoruye-
CKOM BapuabesbHOCTU OJIACTHBIX KJIETOK U KJIMHUYE-
ckoii rereporeHHoct OHJIJI. Bouto yctaHOBIEHO, UTO
MMEHHO XapakKTep MYTAallMi B 3HAYUTEJIbHON CTENECHU
ornpenesisieT MOphOJOTUI0 OMYXOJEBbIX KJIETOK, YpO-
BEHb HX 3JIOKAYECTBEHHOCTU U UYYBCTBUTEJIbHOCTb
K MpoBoAMMOil monuxumuotepanuu [3]. B HacTosiiee
BpeMsl MepeuyeHb M3BECTHBIX aHOMaIuil XpoOMOCOM
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y 6oabHbIXx OHJIJI HacuuTeiBaeT 6osee 5000 paznuyu-
HBIX peapaHXNPOBOK, IIPU 3TOM KOJIMYECTBO UX IIPO-
JOJKaeT HOMOMHATHCS [4]. COOTBETCTBEHHO PEKOMEH-
naraM BO3 maHHBIE TeHETUYECKUX MCCIENOBaHUN
CTaJli BaXXHOI COCTaBJISIONIEH KOMIUIEKCHOTO 00cie-
noBaHus 6oabHbBIX OHJLI [5]. Bepudukauus usmene-
HUII XpOMOCOM SIBJISIETCSI HEOOXOMUMOM JIJIST YTOUHE-
HUS AIMarHO3a, TTPOTHO3UPOBAHMS TeUeHUs 3a00JIeBa-
HUsI, BEIOOpA TAKTUKU JICUCHUS U KOHTPOJIS eTo 3hde-
KTuBHOCTU [6]. Ha ocHOBaHMU CPaBHMUTEILHOIO aHa-
JIN3a BBISICHUJIOCH, YTO JUISI HEKOTOPBIX aHOMAJINIA XPO-
MOCOM XapaKTepeH CBOIi reorpadudecKuit apeas mnpe-
UMYIIECTBEHHOTO pacrnpocTpaHeHus [4]. OTtmeueHa
TakKe pa3jiMyHasi YacToTa BBISIBJICHUST OINpeneeHHbIX
peapaHX1POBOK XPOMOCOM B IpyTiiaxX OOJbHBIX, OTJIU -
yampuxcs mo Bo3pacty [7]. Bce 3To yka3piBaeT Ha He-
OITHOPOJTHOCTh PE3YJIBTaTOB KapUOTUITMUECKOTO aHa-
JIN3a B PA3IWYIHBIX MCCIEIYeMBIX TPYIIIax OOJbHBIX
OHJIJI, a Takke HEOOXOAUMOCTb MPOIOJIKUTH HAKOIT-
JICHHEe MaTepuaja, OTOoOpaKalwlIlero pasHooOpasue
LIMTOTEHETUYECKMX HapyILICHUA.

Marepuanbl u MeToAbl

Ha npotsskennu 2000-2005 rr. o6enenoBano 106
6osbHBIX ¢ mepBuYHbIM OHJIJT (54 XeHIWHBI U 52
MYXUYMHBI) B Bo3pacTHoil kateropuu ot 20 go 70 yet
(MenmnaHa 65 jer). st ycTaHOBJIEHUSI AMArHO3a U Be-
pucdukanun tia OHJIJI ucronb3oBaimch KpUTepun
DAB-k1accudukanmu. Marepuaaom st IPOBEICHUS
ucciaenoBaHuit obu nepudepuyeckass kKposb (ITK)
u kKocTHbIE Mo3r (KM) 6GonpHbix OHJIJI (mryHKTaTt
U TPEIaHOOMOIICHS IPeOHS MOAB3MOIITHON KOCTH).

B nHamMuKe HAOTIOACHUS 3a TTALIMEHTAMK YIUThI-
BaJIUCh TaHHBIE aHAMHE3a, OIIEHUBAJINCH KITMHUYECKUE
CHMIITOMBI I CHHAPOMBI, TIPOBOIMIINCH IIUTOXUMMYC-
CKOE M KapHOTUITNIECKOE MCCIeToBaHUs KieToK KM.

Llutoxumuyeckoe ucciaenoBaHue kKiaetok KM
u 1K nmpoBoauioch B OTAEICHUN IUTOXUMUU U UMMY-

Hosoru MHCTUTYTa SKCIIe pUMEHTAIBHO TTaTOIOTHH,
oHKoJyiorun u paguodbuosornun umMm. P.E. Kapeunkoro
HAH YkpauHsbl.

AHaM3 XpOMOCOM OCYIICCTBIISICS B OTHCJACHUM
3a00JieBaHUI cUCTeMbl KpoBU [ocymapcTBEHHOTO yupe-
KaeHuss «MHCTUTYT reMaTosiorMu U TpaHChy3UOJ0Tur
AMH YkpauHbl» B COOTBETCTBUM C MOAUMPULIMPOBAH-
HBIMM METOIWKAMH LIMTOTCHETUIECKNUX MCCIICIOBAHMUIA,
npemioxxeHHbIXx Ram S. Verma et Arvind Babu [8]. TTpe-
TapaThl XpOMOCOM B MeTadase IOoIyJaad B Pe3yJIbTaTe
KyJasTUBUpoBaHusI KieToKk KM B Teuenun 24-48 9 mipu
temmneparype 37°C 0e3 npuMeHeHUs] (PUTOITeMarIioTh-
HUHA. [ 3TOro MCMOJIb30BAIM MUTATEIBHYIO CPEdy
RPMI-1640, 5MOpHMOHAIBHYIO TEJISTYBIO CHIBOPOTKY, aH-
TUOMOTUKU. KJIeTOUHBIN LMK HA CTaIMU MUTO3a OCTa-
HaBJIMBAJICS PACTBOPOM KOJIXMIIMHA B KOHIICHTPALIMHI
0,05 mr/mia. Kynsrypa kietok obpabGarteiBaiachk 0,56%
pacTBOpOM xJIopraa Kanus rmpu Temrepatype 37°C. Ou-
KCaIIMIO KJIETOK IIPOBOMIJIA PACTBOPOM METaHOJIa U Jie-
JISTHOM YKCYCHOI KUCIOTHI B cooTHoIeHuu 3:1. dudde-
PEHILIMAJIBHYIO OKPacKy XpoMocoM Ha G-IHMCKU TIPOBO-
i ¢ iomortbio 0,25% pactBopa TpuricuHa 1 2% pac-
TBopa Kpacutens Iumza. MpeHTudukaumnio BbISIBIEH-
HBIX peapaH:KMPOBOK ITPOBOIMIIN C TTOMOIIBIO KOMITBIO-
TEepHO cuctemsbl «MeTtackaH-2» (YKpanHa), a UX UHTep-
TIPETAINIO OCYIIECTBIISUIA B COOTBETCTBUY ¢ MexKmyHa-
POITHOI CHCTEMOI HOMEHKIIATYPHI AU bepeHINATEHO
CerMEeHTUPOBaHHBIX XpoMocoM desoBeka (ISCN) [9].

Pe3ynbratbl HGCNE0BaHNA H UX 00CY:KACHHE

KnuHuyeckass kapTiHa HaOJII0IaeMbIX OOJIBHBIX
OHJIJI cBunmerenbcTBOBaza 0 HecomHeHHoM OHJIJ,
KIIMHWYIECKUMU TPOSIBJICHUSIMU KOTOPOTO OBIIA aHe-
MUWYECKUM, TeMOPPArNICCKI M MHTOKCUKAITMOHHBII
CHHAPOMBI. Y 9acT! OOJbHBIX 3HAUNTEJIHHOE BIMSHUC
Ha TeueHHe 3a00JIeBaHUs OKa3bIBajla COITYTCTBYIOIIAS
MaToJIOTHS, KOTOpast 4acTo 000CTpsIach Ha (pOHE OC-
HOBHOTO 3a00JIEBaHUSI.
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LuToreHeTnyeckoe Mccaeno-
BaHMe OOJIbHBIM TIPOBOIMJIN 10 Ha-
3HAUCHUs  TMOJUXUMHUOTEepPATTUN
(ITXT). MetadazHble MIaACTUHKH,
KOTOpBIC COOTBETCTBOBAJIA TpPeOO-
BanuaMm ISCN, monydens! y 60 ma-
mueHToB. [laTomoruss Xxpomocom
BbIsiBJieHa B 35 (58%) ciyuasx,
HOpMaJbHbIA KapuUOTUIl OMpene-
qsies y 35 (42%) 6onbHBIX. BhIsB-
JICHHBIE peapaHXUPOBKU XPOMO-
COM pacIipene/ Iy Ha TPY TPYIIIIHI:

— TUNWYHBIC aHOMAaJIMU Ka-
pUOTHUIIA, XapaKTePHBIC IJII OIpe-
neneHHbIX BapuanToB OHJLT;

— peaKue aHOMaJIMU XpPOMO-
COM, KOTOpbIE HE aCCOLUMPYIOTCS
C ompeAcIcHHBIMU BapuaHTaMM
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Puc. 1. boasnoit M., duaenoz OHJIJI M5. Kapuomun: 46, XY,

12:15)(q37:p13),+12,add(13)(q14),add(13)(21)

3a00JieBaHUs;
— peapaH:KHPOBKU XPOMO-
COM, UMeIOIKe OCOOEHHbBIN Mexa-



HU3M 00pa30BaHMsI KApHMOTUIINUECKUX W3MCHCHUMA
1 paHee He OIMCaHHBIC.

Kimmnanueckoe teuenne OHJIJ, a Takke ocobeH-
HOCTHM aHOMaJIMii KapuOTHUIIa OOJIbHBIX 3-ii TPYIMIIbI
MPEACTABISIOT (haKTUUECKYI0 OCHOBY JaHHOI CTaTbH.

bonbHoii M., 45 net. Bo BpeMs rocrutanu3anyuu
COCTOSIHME OOJIbHOTO OLIEHMBAJIOCh KaK TSXKeI0e
B CBSI3M C BBEIPAXXEHHBIM T€MOpPpPAarndecKuM M WHTOK-
CHKAIIMOHHBIM CUHIPOMOM. OOBEKTUBHO OIIPEICIsI-
JIOCh YBEeJTMUCHNE TICYCHN Ha 3 CM U CeJIC3eHKU Ha 4 CM
HIDKe pebepHoil ayru. OOmMii KIMHUYECKU aHan3
kpoBu ot 22.04.2003: remor;iooun (Hb) — 92 r/n, spu-
TpouuThl — 2,4 x 102/, 1BeTHOM noka3areiab — 0,88,
JneikounTel — 24,5 x 10°, 61actHble KieTku — 15%,
CerMeHTOsIIepHBbIE HeUTpOoDMITel — 9%, TMMOOIUTE —
23%, MoHOLUTHI — 52%, 503uHOGUIL — 1%, TPOMOO-
mTel — 41,8 x 10°/1. COD — 30 mMm/4. B runepxire-
touHoM KM omnpenensuinch: 6J1acTHbIE Ki1eTKU — 58%,
Mueaouutel (M) — 1%, meramuenouutsl — 3%, mna-
JIOUKOSsIIepHbIe HelTpoduiabl — 1%, cerMeHToOsIaep-
Hble HeiiTpodwibl — 8%, 203uHOMMIBI — 2%, TUMbO-
IUTEl — 6%, MOHOUMTHI — 8%, HOPMOLMTHL: 0a30-
dunbHBIe — 7%, TONMMXpoMaTobuabHble — 4%, OKCU-
nuibHble — 2%.

Ha ocHOBaHNY IUTOXMMUYECKOTO MCCICTOBAHUS
I[IK 1 KM ycranosneH nuarno3 OHJIJI M5 coriacHo
kputepusm PAb-knaccudukamun. [1pu nuroreHeTn-
4ecKoM ucciienoBaHuu kiaetok KM BbISIBIEH MaToso-
ruueckuit  kiaoH 46, XY, t(2;15)(q37;p13),+12,
add(13)(ql4), add(13)(21), npeacTaBieHHBIII Ha
puc. 1.

B mepeuHe M3BECTHBIX aHOMAIMA KapWOTHUIIA
6osbHBIX OHJIJI 1aHHBIE OTHOCUTEIBHO y4acTUs 2-i
u 15-1 xpomocombl B TpaHciokamuu t(2;15)(q37;p13)
OTCYTCTBYIOT [4]. I[loaToMy  TpaHCIOKaLMIO
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aputpormTsl — 2,2 x 10'2/71, iBeTHO# Ttokazarens — 0,8,
neikouuthl — 40%, GnactHble KIeTKu — 14%, M —
16%, metamuenonntbl — 20%, asoukosinepHble Hell-
Tpoduibl — 14%, cerMeHTOsIIepHbIe HEUTPOGDUIbI —
18%, mumdanutsel — 13%, MoHoLUTH — 5%, TPOMOO-
1uthl — 30 x 10°/1, COD — 60 mm/4. [Tpu uccnenoBaHuu
KM omnpenensinch: 6aactHbie KieTKu — 43%, i — 2%,
MEeTaMHUEIOLMUTH — 8%, MajJouKosiAepHble HEUTPOdu-
nbel — 3%, cerMeHTosiaepHble HeiTpodwisl — 9%,
nmuMmbounutsbl — 7%, MOHOUUTH — 8%, HOPMOLIMTHIL:
GazoduibHbie — 4%, noauxpoMaroduibHbie — 9%,
OKCUTIWIIbHBIE — 5%.

Ha ocHOBaHMY IUTOXMMUYECKOTO UCCICTOBAHUS
ITK u KM ycranosnen auarHo3 OHJIJI M4 cornacHo
DAB-kIaccupuKanm.

ITpy OUTOTeHETMIECKOM MCCIICIOBAHUN OTIpe/Ie-
JISITIOCh HECKOJIBKO TTaTOJOTMYECKUX KJIOHOB: 42, XX, -
4, 1(6;17)(p25;q925), -8, -15, 1(17q),-18, +mar/ 44, XX,
-4, t(6;17)(p25;925), -15, i(17q),-18, ++mar[2]/ 44,
XX, -4, t(6;17)(p25;925), -15, i(17q),-18, +mar, +
min/ 46, XX, -4, t(6;17)(p25;q25), del(8)(q21), -15,
i(17q), -18, +mar[4]/44, XX, -3, t(6;17)(p25;q25), -15,
i(17q),-18,+ mar, + min. Ha puc. 2 npeacrapieHa mMe-
tadasHag IUIaCTMHKA ¢ KapuorturmoM: 46, XX, -4,
t(6;17)(p25;925), -15,i(17q), -18, +mar|2].

HaHHEBIX, OIMMCBHIBAIOIINX  TPAHCIOKAIIMIO
t(6;17)(p25;q25) y 6onbabix OHJLJI, B mocTymnHoO Ha-
YYHOM JIUTEpaType HE HAMIIEHO, II0OATOMY TaKyl aHO-
MaJIUIO CJIEAyeT CUUTATh BIIEPBbIC YCTAHOBJICHHOIA.

IMpoBonumoe neueHue no cxeme IXT «7+3» He
TpUBEJIO K YIydlleHuto coctostHus. [locie mepBoro
Kypca Tepanuu KojindecTtBo OjactoB B I1K ymeHbIIM-
JIOCh HE3HAYMTETbHO, HAOJTIOaI0Ch HapacTaHUE SI3BEH-
HO-HEKPOTUICCKUX TOPAKCHUI M TEeMOPPArmIecKOTo
CHHIIpOMa, BCJICACTBUE KOTOPHIX OOIBHAS yMepIIa.

paHee He OIMMCAHHOW peapaHXu-
POBKOI XpOMOCOM. YCTaHOBJIECHO,
yTOo B Jokyce 13q14 HaxomsTcs re-
HBI-CYMPECCOPbI 3JI0KA4eCTBEHHO-
ro pocra [10]. C yuerom 3TOTO
y 60JIbHOTO M. yCTAaHOBJIEHO OTHO-
BPEMEHHOE BOBJICUCHUE B MATOJIO-
TMYECKUIA MPOLIECC AJUIETbHBIX Ie-
HOB-CYIIPECCOPOB, PACTIOJIOXEH-
HBIX Ha 13-i1 XxpoMocoMme.

Bo Bpemst mpoBeneHus Tiep-
Boro kypca [IXT mo cxeme «7+3»
YCWIWICS TeMOPPAarnyecKuii CUH-
JIIpOM, 4YTO TIPUBEJIO K CMEPTHU
0O0JIbHOTO.

bonbhas C., 62 roga. Hauano

t(2;15)(q37;p13) MOXHO CUMTaTh

3a0oyieBaHUsT MaHUDECTUPOBAIO 19 20

TUNEPTEPMUEH, SA3BEHHO-HEKPO-
TUYECKUM TOPAXKEHUEM TIOJOCTU
pTa, NBYCTOPOHHEW ITHEBMOHUEM.
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O0muii KIMHUYECKUI aHalu3
kposu ot 21.05.2002: Hb — 51r/71,

Puc. 2. boavuas C., duaenoz OHJLJI M4. Kapuomun: 46,
XX, -4, 1(6;17)(p25;925), -15, i(17q), -18, +mar[2]
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bonbHoii T., 58 net. 3aboneBaHue MPOTEKAIO ar-
PECCUBHO C IMPOSIBACHUSIMU TUMIIEPTEPMUM, BbIPAXKEH-
HOI'O FeMOPParn4eckoro CUHAPOMa, YBEJIMUYEHUEM Iie-
YeHHU 10 3 CM M YBEJIMUYEHMUS CeJIe3€HKM 10 4 CM HIKe
pebepHoii ayru. OOLIMi KIMHUYECKUI aHaIu3 KPOBU
ot1 2.05.2004: Hb — 47 r/n, sputpoumtsl — 1,6 x 10'/11,
1BeTHOM mokasateiab — 0,9, neiikouutel — 2,3 x 10°,
GyactHble KiIeTKu — 38%, TpoMbouuTel — 27 x 10°/71.
COD — 60 mm/u. UccnegoBanue KM : GiacTtHbie

KJIeTKU — 86%, M1l — 2%, cerMeHTOsIIepHbIE HEATPO-
dwnsl — 4%, mumdonutsl — 1%, MoHOIMTEL — 1%,
HOPMOLIUTHL: OazodwibHble — 1%, MOJIMXPOMATO-
dunbHBIE — 5%.

Ha ocHOBaHMM LIMTOXUMMYECKOTO UCCIICIOBAHMS
MK u KM ycranoBnen auarHo3 OHJIJI M4 cornacHo
kputepusm PAb-knaccudukamm.

Kaprotunmaeckuii aHaJIM3 BBISIBIJI CBS3aHHEIC
Mexay coboil marojornueckue KioHbl: 51, XY,
t(12;18)(p13;p11.3), +8, +10, -15, +
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mar[5]/50, XY, t(12;18)(p13;p11.3),
+8, +10, -15, +mar|3], +min/50,
XY, t(12;18)(p13;p11.3), +8, +10, -
15, + mar[4]. Ha puc. 3 npeacranie-
Ha MeTada3Has TJIaCTUHKA ¢ Kapro-
tunoM: 51, XY, t(12;18)(p13;p11.3),
+8, +10, -15, der17, + mar[5].

B nmoctynHol Hay4HOU JATe-
paType HaHHBIX OTHOCHUTEIHHO
t(12;18)(p13;p11.3) He HaitneHo [2].
C yuetom atoro t(12;18)(p13;p11.3)
cJIelyeT CUMTaTh paHee He OMuCcaH-
HOW peapaHXUPOBKOKH XPOMOCOM
y 6osbHBIX ¢ OHJLJL.

20 CocTosiHMe OOJBbHOU mocie
nposeaeHus [1XT mo cxeme «7+3»
IIPOTPECCUBHO YXyIIIAI0Ch. B cBs-
31 C HU3KOM YYBCTBUTEIHHOCTBIO
omactHbIX KJeToK K I[TXT xonuue-
ctBo OnactoB B I1K He ymeHIu-
Jock. BenrenctBue nporpeccupoBa-
HUS TIATOJOTMYECKOTO Ipolecca

It
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Puc. 3. boasnoit T. luaenoz OHJIJI M4. Kapuomun: 51,
XY, t(12;18)(p13,p11.3), +8, +10,-15, derl7,+ mar[5]

00JIbHOI yMep.
TakuMm 06pa3oM, oInumcaHHbIC
BBIIIIC AaHOMAJIMU XPOMOCOM OOJIb-
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HeIXx OHJIJI 00BbeIMHSIIOT HECKOJIb-
KO OOIIIMX MPU3HAKOB.

1. BoisiBIeHHBIE peapaHKu-
POBKHU XPOMOCOM MMEIOT MHOXE-
CTBCHHBIC aHOMAJINM KapUOTHIIA,
YTO MOXKET YKa3blBaTh Ha BO3-
MOXHOCTh HaJIMIUSI B TIPOIIIOM
MUEIOAUCIIIACTUIECKOTO CUH-
JIpoMa, KOTOPBIN He ObLT AMarHo-
CTUPOBaH.

2. OTaenbHbBIE COCTaBJISIO-
M€ BBISBICHHBIX KapUOTUITYE-
CKMX M3MEHEHMI BCEX TPeX OO0Jb-
20 HBIX, a UMeHHO t(6;17)(p25;q25),
t(12;18)(pl3;pl1.3),
t(2;15)(p13;p11.3), OTHOCSTCS
K paHee HE ONMCAHHBIM peapaH-
JKUPOBKAM XPOMOCOM.

3. B uaeHTU(ULIMPOBAHHBIX
TpaHciokauusax t(6;17)(p25;q295),

Puc. 4. Kapuomun 53,

XY, t(12;18)(p13:p11.3), +8, +10, -14, der17, +r[2],+ mar[5]

t(12;18)(pl3;pl11.3),
t(2;15)(p13;pl11.3) npuHUMaIOT
yJacTue 1eable XpOMOCOMBI.



OOpa3oBaHUE 3ITUX PEAPAHKUPOBOK SIBIISIETCS
TJIABHOU OCOOEHHOCTBIO BBISIBIEHHBIX XPOMOCOMHBIX
anoManuii. Kak mM3BecTHO, TpaHCIOKALIMM XPOMOCOM
pasesisIioTcs Ha cOalaHCUPOBaHHbBIE, B Pe3YJIbTaTe KO-
TOPBIX HE MPOUCXOUT MOTEPsI TEHETUYECKOTO MaTepu -
aja, a Takxke HecOaJaHCHpPOBAaHHbBIE, MPUBOMASILIVE
K ToTepe hparMeHTOB XpoMOcoM. B KaxmoM M3 aTux
cly4aeB B TPAHCJIOKAIIAIO BCTYIMAIOT (hparMeHTHI IBYX
3aJeiCTBOBAHHBIX B MepecTpoiike xpomocoMm [11].
B o6paszoBanuu t(6;17)(p25;q25), t(12;18)(p13;p11.3),
t(2;15)(p13;p11.3) mpUHUMAIOT yUacTHE LIEJIBIC XPOMO-
COMBI, TTIOATOMY 3TOT MEXaHU3M aHaJOrM4yeH obpazo-
BaHUIO UIICHTPUKOB U KOJBIEBBIX XpoMmocoM. Kak
MPaBUJIO, TAKUE PeapaHKUPOBKU SIBIISIIOTCS CIEICTBU -
eM JIeJIelii KOHEUHbBIX OTAEI0B XPOMOCOM U TOCIeTy-
IOIIUM UX coeuHeHueM [12].

JIOTOTHUTENIBHBIM 10KA3aTeIbCTBOM TaKOTO Me-
XaHu3Ma 00pa30BaHUs TPAHCIOKAIUM CIYXWUT HaJu-
YUe KOJIBLIEBBIX XPOMOCOM, KOTOPBIE TAKXe SIBJISIOTCS
pE3yJbTaTOM COEIMHEHUS KOHILIEBBIX IEJICLANA OTHON
XpOMOCOMBI, Yy 6obHOrO T. (puc. 4).

K 0cobeHHOCTSIM BBISIBICHHBIX peapaHKUPOBOK
y BCeX TpeX OOJIbHBIX CIeAyeT OTHECTU OOHapyKeHue 00-
IIUX HECTYJalfHBIX IIUTOTEHETUUECKUX U3MEHEHUH, KO-
TOpbIE WUTPalOT OMNPEIAEICHHYI0 pPOJb B IAaTOreHE3e
OHJIJI. Ob6pamaer Ha cebs BHUMaHHE ydacTme 15-if
XPOMOCOMBI B O0Pa30BaHUU DPA3TUUYHBIX AHOMAIBHBIX
KapUOTHUIIOB. JIBaXkabl BBISIBJIEHA MOHOCOMUS 15-11 Xpo-
MOCOMBI, B OTHOM CJTyyae TJaHHasi XPOMOCOMa MPUHUMA-
Jla yqyacTue B TpaHcaoKalu. OKOHYaTeIbHast pojib BCEX
pacnoioXXeHHbIX Ha 15-i1 XpoMOCOMe T'eéHOB B CTAHOBJIE-
Huu OHJUJT He ycraHoBieHa. OnHaKO Mpenarnosiaraercs,
YTO JIOKAJIM30BaHHBIN B JIoKyce 15q22 reH mpoMUeIoLu-
TaApHOTO JIEKO3a MOXET WUIrpaTh CYIIECTBEHHYIO DOJIb
B BOBHMKHOBEHUH KaK OCTPOY MPOMUETIOLIUTAPHON JIeH -
KEMUU, TaK U APYTUX JIEUKO30B. Jl0Ka3aTeIbCTBOM 3TOTO
CIIYXKUT YIy4IlIEeHWE Pe3yJbTaTOB JIEUEHUS OOJBbHBIX
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¢ paznuuHbiMU BapranTamu OHJLJI B pesynsraTte npu-
MEHEHMS TIPEapaToB TPAHCPETUHOEBOM KUCITOTHI [ 13].

Takum obOpa3oM, ompenesisieMble HaMU OCOOEH-
HOCTH IIUTOTCHETUYECKUX HM3MEHEHUN Yy OOJIbHBIX
OHJIJI, ocHOBBIBaIOTCS Ha Ka4eCTBEHHBIX XapaKTepu-
CTUKaX BBISIBIEHHOW MaToJioruyd xpoMocoM. Yacrota
TaKMX aHOMAaJIMI KapUOTHIIA MOKET JOCTUTATh 8 %, 9TO
yKa3bIBaeT HA HEOOXOAUMOCTb MPOAOJIKATH HAOJIIOIe-
HUS 3a TAIIMEHTaMU, UMEIOIIMMI aHAJIOTUIHBIC pea-
paHXKUPOBKU XpoMocoM [14].

CornacHO OOIIETTPUHSTHIM KPUTSPUSIM OOIbHBIC
OHJIJI ¢ HanmnuueM CJIOXHBIX U3MEHEHUI XPOMOCOM
OTHOCSITCSI K TpyIlNe HeOJIaronpusITHOTO MPOTrHO3a
[15]. BeisiBIeHHBIE B OMUCAHHBIX CIydasiX KOMILIEKC-
Hble aHOMAJIMM KaprOTUIIa 00YCIIOBWIIN TSKEJIOe Teue-
HUe 3a00J1eBaHNS M HU3KYIO YYBCTBUTEILHOCTH OJ1acT-
HBIX KJICTOK K TPOBOAMMOI Tepamuu. JIOCTUTHYTH
VIIYYIICHUST KIMHUKO-TeMAaTOJIOTMICCKUX ITOKa3aTe-
JIeH mocJie MPOBEIeHUs] CTAHAAPTHOM Tepanuu Mo cxe-
Me «7+3» He yaajaoch HU B OMHOM U3 ciaydaeB. [diu-
TEJbHOCTh TCUCHUs 3a00JIeBaHNsI Y MTallMEHTOB He TMpe-
Boimaza 2 Mec. CMepTh OOJBHBIX HacTymajaa OT Mpo-
IpecCUpOBaHMSI OCHOBHOTO 3a00JIeBAaHUSI U Pa3BUTHS
PA3IMIHBIX OCJIOKHEHUIA.

BesycnoBHO, 0fHa 13 OCHOBHBIX TTPOOJIEM, KOTO-
pasl ceifuac He TTO3BOJISICT PEIINTD BOIIPOC ITATOTeHETH -
YeCKOTo BIMSIHUS M3MEHEHMII XpOMOCOM Ha TEHOM
KJIeTKM B TIpoliecce MaJUTHU3ALMU, 3aKII04YaeTCs
B 3HAUUTEJbHOM KOJMYECTBE PA3TUYHBIX peapaHKu-
poBoK [4]. HeoOxoauM mouck U BblaeIeHUe KapuOTU-
MIYECKUX W3MEHEHWI, WMECIOIINX OIIpeIeIsionee
BIMsTHWE Ha oOpa30BaHME TATOJOTUYECKOTO KIIOHA.
C yueroM ycnexoB B jeueHur OHJIJI craHoBUTCS oue-
BUIHBIM, YTO M3yYeHHE TCHETHMYCCKMX MEXaHW3MOB
OHKOT¢He3a C IEJbI0 X MaJbHEHIIe KOPPEeKIIUN SIB-
JISIeTCST TIEPCIEeKTUBHBIM HampaBiIeHUEM B 0OOpbOe
C 3TUM TSKEJIbIM 3a00JIeBAaHUEM.
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