OKWUCNEHWUS NUMWUAO0B B NaToreHese XpPOHUYECKUX
[lepMaTo30B U MeTodbl MX Koppekuun: C6. Hayu.
Tp./Mog pen. B C MonkaHoBa. Ceepanosek: M3a.
CIrMu, 1987. C. 30-41.

3 KynakoB B.. AkTyanbHocTb npobnemsl 6ecno-
oua B 6pake// PenpofyKTuBHas (pyHKUWS B cynpy-
Xeckoii  nmape: Te3.gokn.  pecny6n.  nayyHo-
NpakTHY. KOH(. EkaTtepmHbypr, 1994. C. 60-61.

4. Ocagunii M.B.. KysHeuos H.B.. YapywHukos I A
Ponb akTuBauun MNepPeKUCHOro OKWUCMEHUA NUNn-
[l0B B MaToreHese HapyLlleHUn penpoayKTUBHO
(DYHKLMW Y XXEHWWH, MOABEpraloLmxcs BO3AencT-

BUIO COeAMHeHU A XxpoMa //PenpoayKTuBHas (yHK-
Lusa B cynpy>keckoun nape. Tam xe. C. 79.

5. fuyxa M.B. becnnogHble 6pakn 1 60ne3Hun, nepe-
flaBaeMble MNosoBbIM nyTem//  Bonpockl juarHo-
CTWKW, neveHms n npodunaktuku 3MMM un gepma-
t030B: C6. Hay4yHO-MpaKT. KOH(. PsaszaHb, 1995. C
15-16.

6. Bera! V., Polfs R., Joesocf M.R. et al.Primary
infertility: characteristics of women in North
America Community Health. 1994. Vol.48. N 6
P. 576-579.

NEANATPUA

YK 616.155.392.-07:577.21

A.l". Ceprees, M.B. Ctpuranesa,
P.A. BaHoB, J1.I'. ®eunHa

BbIABTEHVNE MWHNMANBHOIO YPOBHA
OKCIMPECCUW BCR-ABL F'EHA TPU
“ADULT” TUME XMN Y AETEN

MexpernoHanbHblii AeTCKUA OHKOreMaTonornyccKuii
ueHTp OAKBE Nel, r.EkatepmHbypr

MopaBnatowee 60MbWNHCTBO CNy4YaeB XPOHU-
4yeckoro MuenoumTapHoro neiikosa (XMJ1) xapakTe-
pu3yeTcs Hanumumem B OMYXOMEBbIX KfeTKax YKOpo-
YeHHOW 22-oi (Punagenshuiickoit nam Pli) xpomoco-
Mbl, KOTOpas 06pa3yeTcs BCNeACTBME PeLMNPOKHON
TpaHcnokaumm t(9;22). Pe3ynbTaTOM [aHHOW TpaHc-
nokaumm sensetca (opMupoBaHue xumepHoro BCR-
ABL reHa, 3Kcnpeccus KOTOPOro urpaeTt Bedy Luylo
ponb B natoreHese XM/ [7].

XPOHWYECKNIA MUEeNounNTapHbIA Neliko3 y AeTel
ABNAETCA OTHOCWUTE/IbHO PefKUM  Mwuenonponudgepa-
THBHbIM 3a60fieBaHNEM C Heb6naronpuMaTHbIM MPOrHO-
30M. Tak HasblBaeMblil “B3pocnblit” (adult) Tun XM/
accollLWpoBaH C HanM4mem B OMYXONeBbIX KneTkax Ph
XPOMOCOMbI, B TO BpeMS Kak npu “HBEHUNbHOM"
(juvenile) Tune Ph xpomocoma u gyl oLy oL uii
BCR/ABL reH He o6HapyxwuBawTca. [lnarHoctuka
XM/ y peTeid 3aTpyfHeHa, NOCKOMbKY [Aaneko He
BCerfa rno AaHHbIM LUTONOTUU W LUUTOXUMUU MOXKHO
0[JHO3HalLO MNOATBEPAUTb WAN OTBEPrHYTb [MArHo3.
3a60neBaHNAMN, MMeEWUMKN cxogHble ¢ XMJT knu-
HUKO-nabopaTopHble MNPU3HAKWU, SBASKOTCA XPOHUYe-
CKUIA  MWENOMOHOLHTapHbI neliko3 (XMMJI), oT-
[leflbHble cnyyay MWUenogmcnnacTuyeckoro CUHApoma,
a TakxXe PpsAfj Natonoruii, ConpoBOXAatoLMXca nei-
KEMOWHbIMW peakumamn. BaxHeihwum auddepen-
LManbHO-ANarHOCTMYECKUM npu3HakoMm “adult” Tuna

XMJ1 B aTuX cnyyasx fBAseTca 06Hapy>XKeHue B ony-
X0/ieBbIX Knetkax Pli XpOMOCOMbI LUTOreHETUYECKUM
MeToZOM unu xumepHbix BCR/ABL TpaHCKpPHNTOB C
MOMOLLLI MOMMepasHoi LenHoi peakuyun (MLP).

Bonpocbl natoreHesa XMJ1 y pgeTteid  npeg-
CTaBNAT 0COObIi MHTEpeC B CBA3WM C MMEHLWMMUCA
COOOLLEHMAMN O pasIMYHOM YpOBHE 3KCMpeccuu
BCR/ABL reHa, BblIBNSIeMOM C MOMOLLbIO MOaAMMe-
pasHoli LenHomn peakumun, npu XMJT B oCTpoOil 1 Xpo-
HMYeckoi asax 3abonesaHus [3, 4, 6, 8].

B paHHoii paboTe npeAcTaB/eHbl pe3y/bTathl
KapuoTunmposaHua n MLIP-4MarHoCTUKN TpaHCc/oKa-
UHH 1(9;22) y 12 nauveHTOB C HampaBWTeNbHbIM fM-
arHozom XMJ1 B Bo3pacTe oT 1roga fo 14 net. B
KaX[oM cry4yae WcCnefloBan HeCcKosbko 06pa3Los
KOCTHOTO MO3ra, MOflyYeHHbIX B pasNnyHble CTaguu
3aboneBaHus. LiutoreHeTnyeckunii aHanu3 MpoBOAUAN
no CTaH4ApTHON MeToauKe AuddepeHunansHoli G-
oKpackH xpomocom [5]. ML P-aHann3 PHK, BbigeneH-
HO M3 NpPo6 KOCTHOro Mo3ra, NPOBOAWAW MO paHee
onucaHHoM}' metogy “rHesgHoii” OT-MLP (o6paTHas
TpaHCKpMNuUua ¢ nocneaytoweii gyxatanHoi [MLP).
O6paTHYI0 TPaHCKPUMLMIO OCYLLECTBASAN C UCMONb-
30BaHueM “random” npaiimepa [1].

TpaHcnokauHa 1(9;22)(ql3;934) 6bina o6Ha-
pyXeHa LMUTOreHeTUYeCKUM MEeTOOM Yy LecTW nauu-
eHTOB. Y Tpex 60MbHbIX XPOMOCOMHble abeppaLun He
66NV BbISABNEHbI. B Tpex cnyyasx kapuoTun onyxone-
BbIX KNEeTOK OMpefenunTb He yAanoch.

XumepHble TpaHckpunTel BCR-ABL T1una
b3a2. HanMume KOTOPbLIX CBUAETENLCTBYET O paspbiBe
reHa BCR B 60/1blUOM KnacTepe Touek paspbiBa (M-
ber), 6binv BbIABMEHbI Yy CEMW NALHETroB. Y MATK
60/bHbIX He 6bl1I0 0OHAPYXXEHO XUMEPHbIX TpaHc-
Kpuntos. PesynbTathl MLP ¥ uMTOreHeTU4eckoro
nccnefosaHns coBnanu BO BCeX ciyvaax. Y natu Ph-
HeraTuBHbIX W/mnu BCR/ABL-HeratuBHbIX nNauueH-
TOB AuarHo3 “XMJ1” B nocnegytoueMm 6bl1 CHAT
(tabn. 1).
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Tabanua |

Pe3yabTaThl WITOICHETINECKOrO Hecne 0Banua i TTLIP-1MarHOCTHKH TPancIoKaLKH t(9:22).y 6onbubix XMJ1

Hausent KapuoTun Pesvastar IIOP Jmaruo3 XMJI
B.H..3 roma 46, XX, 1((9:22)(q3+:q11) BCR-ABL” MOITBCKIACH :
3.A..10 aer 46, XY, 1(9:22)(q34q1 D) BCR-ABL” NOATBEPIKACH ]
P.C..3 roaa 46. XY, t(9:22)(q34:q1 1) BCR-ABL™ NOITBEP:KICH
C.I',10 ner 46, XY, t(9;22)(q3+:.ql 1) BCR-ABL™ NOATBEPACIEH
FH.. 12 aer 45. XY, 1(9:22)(q34:,qL . -17 BCR-ABL™ MOATBEPKACH
C.M.. 9 1er 46. XX, 1(9;22)(q34:q1 D) BCR-ABL' NoJTBEPKICH B
B.IL, 6 ster He onpeaencH BCR-ABL’ MOATBEPAUICH
JLA.. lrox 46, XY BCR-ABL" CRAT
COX.. 11 ner 40, XY BCR-ABL CHAIT
A 12 aer He onpeae.IcH BCR-ABL CHAT
M.E., 14 ner HE ONpeae/IcH BCR-ABL’ CHAT -
KE., 11 ner He onmpeac/IcH BCR-ABL" CHIIT i

TlpH HHTOTrEHETIHUECKOM AHAMI3E 00PA3UOB KO-
cTHOro mo3ra Ph-nosuTuBHBIX nauneHToB ®iinaiens-
(HilCKYI0 XpOMOCOMY OOHAPY)KHBAIH KAK B OCTPOIl,
TaK H B NDOHH4ECKOIi cTamwix 3aboacsannsa. Ognako
} TPCX MAUMEHTOB B XpOHI‘icCkod (ya3c npu mapai-
AeasHoM Hccaeaosanni B TTLP He yaanoch BbuBuTh
xumepHbrx BCR-ABL TpaHckpHOTOB,

B nocaeanee BpeMs B AHTEPATYpE MOABWIHCL
COOOIUCHHA O TOM, YTO KO.MIMMECTBO XivepHbix BCR-
ABL tpaHckpunToB y aetcii, 60asHsIx XMJI, MoseT
BADBHPOBATL B UIMPOKHX npedenax. [lo AaHHBIM
M.C.Malinge et al. [8], komriecrso BCR-ABL
TPAHCKPHIITOB B XPOHMeckoii dase Ha oHe serienna
HHTEPAEPOHOM PE3KO CIUDKAETCA M MOXET COCTAB/ITL
THICAMHBIC JOTH NPOUCHTA OT KOIMECTBA TPAUCKPHI
ToB HHTAKTHOrO resa ABL. A. Gaiger et al. [3] vcra-
HOBH/IH, 'ITO HM3KOE KOJIIECTBO MPOAVKTOB XHMEp-
HOFO TeHa B XPOHIMECKkoif (a3ze H yBeaMucHHE HX
KOHLGHTPALpH MPH HACTYN/IEHHH ©;JACTHOro KpHia
OTPMKAET HE CTO/BKO PA3TINIHYIO JOMO OMyNOIIEBbIX
KIeTOK B 00pa3uax KOCTHOTO MO3ra K nepuepinie-
CKOH KPOBH. CKOJILKO H3MCHEHHE YPOBHA 3KCIPECCHH
xuMmepioro  BCR-ABL rena. B ceasd ¢ atum Haymt
ObLI0 BBICKA2AHO NMPEATIONOIKEHHE O TOM, ‘ITO MpPOBE-
AeHue 0OOPaTHOH TPAHCKPUMIUDI B TPAAMUMOKHOM
BAPHAHTE C HCMOb30BAHHEM “random™ npafimepa He
NO3BOJIACT OMPEACTHTh MHHMMAAbHBIC KOHUEHTPALUIH
XHMEPHOTO TPAHCKPHITA B HCCCAOBAHHBIX 06pa3uax.

Cumnraetcs.  uTo  nposescHue obparHoit
TPAHCKPHILIMH  CO  creuH(piyecku™  mpaiimepo.
KOMIUICMCHTAPHBIM OMpeAe.ICHHON 061aCcTH Xumep-
Hoit M-PHK. no3Boaser suaunte1bHo yseumnts ys-
craurenbrocts ITP. Hamu 6sn nposeaen cpasmi-
TEIbHBL aHAMM3 YyBCTBHTC.ILHOCTH OT-ITLP ¢ me-
nose30BaHHeM “random™ 1 cneum@HYECKOro BHEHE-
ro 3° npaitvepa 1A HHAMKALMM MAJIBIX KOJNHNCCTS
BCR-ABL Tpanckpunios (1a6:1. 2). B kauectse o6-
Pa3uUOB, COACPKAUMX PA3HOE KOJIHMECTBO MPOIYKTOB

XHMEPHOTO TEHA, HCMOABL3OBAJNH CEPHHHBIC pa3Beae-
HiUE KC1eTOMHON KyabTypel K-562, Hecywed Tpascno-
kaumo 1(9:22). Kiaerxn K-562 cmewnsaau ¢ meiiko-
LUHTIMH 3A0POBOI0 JOHOpa B COOTHOWEHHAX OT 1:10
1o 1:107. U3 kasknoro o6pa3ua BBLICAAAH CYMMAapPHYIO
M-PHK, nonosuny o6Besma KOTOpod MCNONB30BATH B
kavectse MaTpuubl Anma OT ¢ “random” mpaitmepon.
a apyryro nososHHy - aa1 OT co cnemndurieckinm
npaitmepom. PesynsTatel nocnexyrowei INLP mokasa-
JIH, YTO HCMO.130BAKHE CIEUH(IHECKOro npaiiMepa B
OT no3BoBIET HA MOPAZOK NOBBLICHTH ‘IyBCTBHTEh-
HOCTh PEAKUHH M OOHAPY)KMBATH MPHCYTCTBHE OIHON
OMyXOACBOi KICTKH cpean 10° HOpPMANBLHBIX neiiko-
LIHTOB.

T1po6e! KOCTHOrO MO3ra NAUHEHTOB, y KOTOPHIX
B XPOHM'ECKOH (pa3e NMPH HAMMMMH LHTOMGHETHUECKH
obHapyxusaemoit Ph xpomocoMmsl He yaaBanoce Bbi-
asute BCR-ABL TtpanckpunTsl, uccaeaosam s OT-
HLIP ¢ mpuMeHeHHeM Ha ITane o6paTHOH TPAHCKpPHII-
uui  cneundirieckoro npaiiMepa. TTonoskfresbHbIC
Pe3y/NbTATLI, CBMACTEILCTBYIOLIME O HAMHMHM B 00-
Pa3uax MPOXYKTOB XMMEPHOTO TeHa, ObUM MMy EeHbI
BO BCEX TpeX CIyuasx (1aba.2).

Taxum 06pazoM, L1 THATHOCTHKH MHHHMASIb-
HOH petuayatbHoit Gonesvu npu “adult” Trne XMJI
HEOONOAMMO MCMOTE30BAHHE HANGONEE YBCTBUTE -
Horo sapuanta OT-TILIP. yro MoxeT 6bITh DOCTHIHY-
TO NMPHMEHCHHEM HA CTAIHMH OOPATHOH TPAHCKpHTI-
UMK creuitgurieckoro 3’ BHemrHero npaiimepa kak
AIbTCPHATHBbL HCMOIL30BAHKMIO “random”™ mpaiimepa.
TTonyreHHbie pe3yIbTaThl CBHACTEMLCTBYIOT, HTO YPO-
BCHb 3rcnpeccHst XunepHoro BCR-ABL rena B ne-
puox XpoHirieckoii hasst XMJTy nereit B HekoTopsIx
CAYUAAX 3HAMHTEMLHO CHIDKACTCA. TToCcKoAbKy panaHM
NPeJBSCTHHKOM OaCTHOTO KPH3a  MOMKET ABMTHCA
TMOBBIMICHHE KOHLEHTPALIH XHMEPHBIX TPAHCKPHITTOB
B OMYyXOJIEBBIX KIETKAX, MPOBEACHHE KOIHMECTBEHHO-
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Tabmoma 2

Pesyasrarst OT-TTLP ¢ nenonsiosannesm B oBpaTHOM TPAHCKPHMLIHM cneundirreckoro u “random” npatimepa

Odpasen “Random” upaiimep NEeCKHH iime
e . I I Crneundmn wc)ur uii_npaiimep
K-562 1:10° + +
K-562 1:10* + +
K-562 1:10° + +
K-562 1:10° + +
K-562 1:10 N "

K-562 1:10° - -
3.A.(6nacTHeIii KpH3) + H.H.
3.A. (peMuccis) - +
P.C. (bnacTubIii kpu3) + H.H.
P.C. (pemuccus) - +
C.I'. (baacTHsiii kpH3) + H.H.
C.I'. (pemuccus) - +

INpmveuanue:

“+” - o6Hapy»enbn BCR-ABL Tpanckpuirrsi
=" - He BeuABJienbl BCR-ABL TpaHckpHNTHI
“H.H.” - HE HCC1e10BATH

ro TMI[P-anann3a MOKET cTath 3QPEKTHBHBIM CPeacT-
BOM OOHAPY>KEHHA IKCNAHCHH ONYXONEBONO KJIOHA
3200110 A0 0B60CTpeHIL 3aboNneBaHIA,

Asmoput evipascarom iickpennworo 6aacodap-
HOCMb HAYYHOMY pyKogodumenio pabomel npogec-
copy ®. Jlamncpmy, Oupekmopy Jemckoli Kaunu-
Kku [uccenckoco ynugepcumema, 3a 60161101 6KAAO 6
cozoanue nabopamoputi  MORCKYASPHON  SCHEMUKU
Hemckozo onxocemamonocusieckozo yenwmpa . Exa-
mepunbypza, @ maxxce ¢2o KOAEcam 3a KOHCYAbma-
MUBHYIO U MEMOOUYECKYIO NOMOUYb.
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