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XPOMOCOMBI

FnybokoyBaxaemblin akagemuk A.M. Actpe6os,
yBaXkaemble Konneru, fjambl u rocnoga!

MpurnaweHne BbICTYNUTb B «cepaLe» Poccun
6onblias yecTb A8 MeHA. S Bpay-negmatp, U Mos
NeKuMa MocBflleHa NI0BMMOMY npeameTy: «Xpomo-
COMbl W NeiiKo3». B 3Toi nekuun O6yaeT MHOro ny-
HOro. M3BnHUTe TaKxe, ecnu s 6yay rosoputb o cebe
N CBOEl Hay4HOl [fesTeNbHOCTU. Pe3ynbTaTbl MOei
pa6oTbl, HauasLelica okono 30 NneT Has3af, OTpaXKeHbl
B MHOro4uc/eHHbIX ny6nunkaumax. OfHa u3 nocnep-
HuX paboT 6bina onybnvkosaHa B 1997 r. [1]. B Heit
NPUBOJATCA pe3ynbTaTbl KIOHMPOBaHMA reHa AFX,
XapaKTepucTVKa HOBOrO XMMEPHOrO reHa npw Neiko-
3ax u ero 6eN1KoBOro npogykra. O6paTuTe BHUMaHWe,
A3bIK 3TOM Ny6ANKaLMWN aHTINIACKWIA, a XypHan - Me-
XAyHapofHoe n3faHue «Oncogene» C O4YeHb BbICO-
KUM PeATUHroM. Y cTaTbW [eBATb aBTOPOB, OHa fB-
nseTca MpoAyKTOM COTpyfHWYecTBa AByx nabopato-
pwii 1. FncceHa v BeHbl.

M3yyaTb  XpOMOCOMbI NEKO3HbIX KMeTOK £
Havan 30 net Hasag [5). Aymaio, yto nocne 3sepwu
CaHpbepra us CLUA [13], A 6bin1 nepBbiM Bpayom B
FepmaHun 1 gaxe B EBpone, MpoBOAMBLUMM PYTWH-
HOe LMTOreHeTWYeckoe MWcCneAoBaHWe npenapaTos
KOCTHOrO Mo3ra AeTeld, CTpafjatoLwnx neikosom. Mos
*.:pBast cTaTba 06 3TOM nosBunacb B 1968 r. A3blk
TOW Mybnukaumm HemeuKui, xypHan «Virchow’s Ar-
chiv» (0gnH ©3 cTapeiilnx XypHanoB, A0OCTaTOYHO
M3BECTHbIW 3a npegenamu FepmaHum), a 1 6bin eANH-
CTBEHHbIM aBTOPOM CTaTbu. B TO Bpems s paboTan B
ABYX nabopatopusx: B dpnaHreHe n Mmccexe.

BepHemca K Moeli nepBoii n06BU, K 3TUM
MWKPOCKOMWYECKMM COKPOBULLAM - XPOMOCOMaM.
3TN CKPYYeHHble BbITAHYTbIE Tefbla, pasMepoM OT
0fHOro A0 10 MKH, MOryT 6bITb 06HapY>XXeHbl B MUK-
poCKON BO BpeMs KNeTOYHOro fefleHns ToNbKO nocne
cneunancHo 06paboTKM M oKpawmBaHus. OHU AB-
NATCA HOCUTENAMM TeHeTUYeCKoro martepuana B
KaXA0M KneTke. [eHbl B XpOMOCOMax pacnonararTcs
B NIMHENHOM/IOPAAKE OAUH 3a APYTUM B OYeHb ANH-
HOl «MH(opmaymoHHoW» monekyne [AHK. KoHubl
XPOMOCOM HasblBalOTCA TefloMepaMu, a LieHTpanbHas
4acTb, Kyfda MPUKPenNsloTCA HUTU BepeTeHa feneHns
- UeHTpomepamu. LleHTpomepa pasfenser Xpomoco-
My Ha KOpOTKOe mneyo (p) v gnavHHoe (q).

Ha3BaHue «xpomocoma» (rped. - «OKpalleH-
HOe Tenblie») OblNI0 BMEPBblE MNPESIOXEHO 6GepnuH-
CKUM aHaTomMOM Bwunbrensmom Banbgeiiepom B 1888
r. [18]. MuTo3, geneHune agpa, BMepBble OnucaH npu
HabNOAEHNN KETOK AOMAalHUX YepBeil 300/70roM
AHTOHOM LUIHaiigepom B 1873 r. [15].

F0fAOM  pOXAEHWs  COBPEMEHHOW  uuTore-
HETUKW YenoBeka, nocne LANTENbHOTO «TEMHOr0o ne-

M NEMKEMWNSA

puoga», 6bin 1956 r., unau, TouHee, 2 Yaca Houn 22
nekabpsa 1955 r., korga Ao XuH TXKWO B UHCTUTYTe
reHeTMKM YHuBepcuteta ropoga JlyHg (LUseums)
noAcynTan, 4yto B AUNJOUAHOM Habope Yenoseka co-
nepxutcs 46 xpomocom (a He 48, Kak cumTanoch pa-
Hee) [17]. OH pab6oTan C Ky/nbTypoli YenoBe4ecKux
hnbpo6nacToB ¥ roToBUN MNpenapaTbl XPOMOCOM C
MCNOMb30BaHNEM HOBOW TUMOTOHWYECKOW TEXHUKM
(n306peTeHHon B 1952 r. B Texace KMTalCKUM uC-
cnepoBaTenem T.Xcy [3]) c go6aBneHnem B KynbTypy
KONXuuuHa - ankanouga, 610KMpYIOLLEr0 BepeTeHo
feneHvs. Ymcno Xpomocom y KaXfAoro CyLlecTByio-
LLero BUAa ABSAETCA MOCTOAHHbIM. 3TO YMCNO MOCTO-
SHHO Cpefin KNeToK OfHOro opraHu3Ma Wy pasHbiX
WUHAMBULYYMOB HE3aBUCMMO OT pacbkl. Ymcno xpomo-
COM, OfIHaKO, He OTpaxaeT YPOBEHb PasBUTUA UK
ouddepeHunposkn. Hanpumep, nyena u rony6b
MMelT B AUNNOUAHOM Habope 16 Xpomocom, KapTo-
tenb 1 WnmnaH3e - 48, kowka - 38, Mbiwb - 40 (MH-
TepecHo, 4To y 6ecnnofHOro Myna KonnyecTBO Xpo-
MOCOM 63, Torja Kak ero poguTenu, nowagb 1 ocen
UMetoT 64 1 62 XpPOMOCOMbI COOTBETCTBEHHO).

Knioyesoe cobbiTue, cBfA3aBllee, B MOEM MoO-
HUMaHUW, NaToONOrMI0 XPOMOCOM U  fIEKO3, Mpo-
nsowno seyepom 21 ¢eBpans 1968 r. H 6bl1 Ha HOY-
HOM [eXYypCTBe B [ETCKON KIUHWKe YHuBEpcuTeTa
ropofia 3pnaHreH, rae NpUHAN YeTblpHaAUUTUIIETHE-
ro manbuymka. Co CnoB ero poauTeneil, B BO3pacTe
Tpex neT y nauueHTa MOABMAWCH LiaTKas MOXOAKa W
HeBHATHas peyb. CO BpeMEHEM HEKOHTPOAUpYeMble
XopeenofobHble ABMXeHUA HapacTanu. [Mpubnansu-
TeflbHO B BO3pacTe 6 NeT MOABUINCL TefleaHrnaKTa-
311, B 0CO6EHHO 60/bLIOM KOMUYECTBE Ha KOHbIOHK-
TVBe rnasHbix A6710K. B Bo3pacTe 13 neT u3-3a npo-
rpeccupyloLleii MO3XKEUYKOBOM aTakCUU OH He 6bin
CMocobeH CTOATb WM XOAMTb 6e3 MOCTOPOHHENR no-
MOLL.

MayuneHT pogmnca B Toi vacTu Yexocnosa-
KUW, U3 KOTOPOI BCe HeMLbl 6binn BbiBE3eHbl nocne
BTopoii MUpOBOi BOWHbI. B 3TUX HeMeUKUX Aepes-
HAX KPOBHOPOACTBEHHbIE 6paky OblnM 06bIYHBIM [e-
nom. W xota 3To oTpULanoch PoANTENAMU NauueHTa,
A NPeAnonioXuna Haauyme KpPOBHOroO PoAcCTBa Mexay
HUMW, NOCKOMbKY Y 6avXKaiwmnx poAHbIX coBnaganu
oTyecTBa. B uctopuu cembu 6611 BbISBNEH NpUMeYa-
TeNbHbIA akT. CTapwwuii 6paT Hawero nauueHTa
ymMep B TpW rofa OT OCTPOro nMM@obnaacTHOro nei-
Ko3a. 3a TpU Hedenu [0 MOCTYMNEHUA B KNUHUKY Y
nalueHTa MosBUANCL CUMNTOMbI OCTpPOro 3abonesa-
HUA: NMXopafKa, OTCYTCTBMe anneTuTta, 60/b B XU-
BOTe W Xaxga. Npy nepBuYHOM OCMOTPE KpOME HeB-
PONOrMYecKNXx CUMNTOMOB 6blna 06HapyXeHa rcna-
TocnneHomeranua ¥ numdoageHonatua.  O6wwmi
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AHATH3 KPOBH MOKA3aNn BLICOKHH JCHKOLMTO3
(121200 nefixormToB B Muxpoantpe). Ha 82% omn
COCTOSUTH H3 OKPYT/Ibix GacTHBIX knetox [na moa-
TBEPXKACHHA AMar#osa ocrporo mamdobracruoro
aerko3a (OJUT) 2 caenan NMyHKUMIO KOCTHOrO Mo3ra
H3 KPbLIA NOJB3ROMHEON KOCTH H YBHIE1 B Mpenapare
CKOIUIEHHE GIACTHBIX KIETOK, MOJTHOCTBIO IOJABHB-
MHX BCE POCTKH KpoBeTBOpeHHA. HecmoTpa Ha mo3a-
Hee BpeMs, A PEIIHI MPHTOTOBHTb LHTOr€HETHYECKHH
npenapaTr 3 KIETOK KOCTHOTO MO3ra m0 METOZHKE,
H3YYCHHOH MHOI0 B GH3jcHalIEM HHCTHTYTE IeHe-
THKH uenoBeka. K 0,1 M acrmipara KOCTHOro mosra
6bno go6aeneHo 10 1 pacteopa, coaepxamero 5
MJ1 CHBIBOPOTKH 4€0BEKa H 5 M1 KyJIbTYpasbHO# cpe-
el TCM-199, a taxke 0,004 mr xonuemuaa. [ocne
30 munyT HHKy6aumuu opu 37 rpanycax no Lleasciro,
KICTKH 65LTH OTUEHTPpH(YrHpOBaHbl H 06paboTansl B
teyeHnu 15 mun 1% pacTtBopoM uMTpara Harpua —
THIOTOHH YeCKHM PacTBOPOM, B KOTOPOM KJIETKH Ha-
6yxam. 3aTeM OHH ObUDM BHOBbL OTLEHTPH(}YTHPOBA-
HEI H H30BITOMHAA XKHIKOCTH YAANEHA, @ K KICTOYHO-
My ocamky gobasnen Hxcupyrommi pactsop (3Ta-
HOM. yKCycHas kucnota 3:1). Knerka neckonbko pas
LUEHTPHYTHPOBaTH B CBEXXHX NOpLMAX (HKCATOpa, a
33T€M pacKafbIBAIH HACTCPOBCKOH MANETKOH HA XO-
N0/IHOE BIIKHOE mpeaMeTHoe creiuro. Yepes nmapy
IHEH A OKPACHJ CTCKIA AUETOPCEHHOM H CTal H3y-
4aTh NMpenapaThl B NOHCKAX META(a3HBIX IUIACTHHOK
¢ XOpomHM PazbpocoM XpPOMOCOM T4 MOACYETa MX
# Gororpaduporarma. Ilocne mpocyumus CHIMKOB 5
BBIPE3AJT KKAYIO XPOMOCOMY H Pa3/IOKHI (10 IApaM,
COCTaBHB KapHorpammsl. Bcero ymanock cocraButs
nesaTs MeTadasHbIX MIACTHHOK Bo Beex mnacTumax
6111 0OHApYEH HOpMAMBLHLIH AHIUIOMIHBIA HAOOp H3
46 xpomocoM. OmHako 0OJHA H3 XPOMOCOM IPYTINbI
«G» 6bU1a HEMHOTO YKOPO4EHA, BO3MOMKHO ITO 6hlna
22 xpomocoma (B TO BpemA, B 3py «OpeSeHIAHra»
61110 TpyaAHO oTaMpdepEeHIHPOBATL KAXNUIYIO XPOMO-~
coMy).

Yro >xe ObUI0 HEOOBIMHOTrO y JAHHOTO MAIM-
eara? (K coxanemino, MaTbYHK YMEp uepe3 MATb
MECALICB NMOCNE YCTAHOBJEHHA OHArHO3a, MOCIE KO~
POTKOH peMHCCHH, KOTOpas ObUIa JOCTHIHYTa C DO-
MOMIBIO JIEHERHA AIpeIHA300HOM H 6-
MmepkanromrypaaoM). Kax oxasanocs, 6parss ymep:au
OT OMHOTO H TOTO ke 3a601€BAHHA - OCTPOTO JHM-
tdobnactaoro nefixosza [6). Huxorna pambme A He
BCTpe4as Cyyaes jeifko3a 6onee yem y ogHoro cub-
JHATa B CeMbE, 33 HCKTIOMCHHEM ONHOAMIECBBLIX
6m3HeLoB.

Yro e ABWIOCH MPHYHHOH TAKOH BBICOKOH
IPEAPACNONOKEHHOCTH K NEHKO3Y B JAHHOH cembe?
310 O6BUIO  pEaKOE BPOXKACHHOE  AYyTOCOMHO-
peueccHBHOE 3ab0neBaHHE MOA HA3IBAHHEM aTAKCHA-
TeNICaHIMIKTa3HA, BNOepBbie omucanxHoe B 1926 r, a
3arem, Oomee moapobuo, B 1941 r. Jlenncom Jlyu-
Bap. 3to 3a60oneBaHue BCTPEYaeTCa BO BCCM MHpE C
yacrotoit ot 1 Ha 40 Teica4 00 1 ra 100 THICAY HOBO-
POXKIEHHBIX, HO HAambONEe YacTo - MpA KpoBOCMeme-
Hiti. TIpH ONMHCAHHOM CHHOPOME HaCTOTa 3A0KAYECT-

BEHHBIX HOBCOOpaszosammit 8 100 pa3s yame, yem y
3A0pOBLIX fpOAeH 3TOro e Bosdpacra [16]. Or 10 mo
40% namMEeHTOB C QaHHBIM CHHAPOMOM 3aboneBaloT
paxoM. M3 BCex 310KkauecTBEHHBIX HOBOOODA30BAHHIT
80% y 3THX GOMLHBIX COCTABJIOT OIYXONMH THMQO-
HIHOH TKAHM. ATAKCHA-TCICAHTHIKTA3WA XapakKre-
pu3ycrca TaKKe HMMYHoZedmIrTOM, NpeKAeBpe-
MEHHBIM CO3PEBAHMEM, KNETOMHLIM CTAPEHHEM H. YTO
OCOGEHHO HHTEPECHO, YBEIAYEHHOH CIIOHTAHHOH
JIOMKOCTBIO XpOMOCOM.

MarpeHTH! ¢ AaHHBMM 3a00NEBAHAEM TOMO3H-
FOTHBI o MYTaHTHOMY redy aTaKCHH-
TeJNCAHIHOKTa3HH. JIAHHLOI reH pacHojiokeH B cer-
MexTe Q23 pmmiHOro ruteua 11-ff xpomocomm. He-
JABHO OH 6GbLI KIOHHPOBAH B ONPERENIEHA ero nocine-
DOBaTeMLHOCTE. ['€H aTAKCHA-TEICARTHIKTASHH, ITO-
ro penxoro 3ab0neBAaHMA, MOKET NPETEHIOBATh HA
poms HauGonee BAKHOro ORKoreHa. HopmanbHbiH
DPOQYKT 3TOTO TeHa MOXeT ObiTb KOMIOHEHTOM
COXHOA CHCTEMBI MEPEIAYH CHIHAJIA, KOTOpas OTBE-
YyaeT HA HOBPEXKACHHE pagnaipedi monexyms: JHK
KHIYUHPOBAHAEM 3KCTPECCHM pasmmaHerx 3ddex-
TOPHBIX MOJEKY/l, TAKHX KakK Oelok p33, mHTOKHMHBI H
Ap., KOTOpbI€ aKTHBHPYIOT BCE 3AIIHTHBIE CHCTEMBI H
mobmmsyror ¢epmenTsl penapammn JHK. Taxim
ofipasom, ITa CHCTEMA HIPaeT NEHTPATLHYIO pPOTL B
noagepaHuH crabwibRocTH reHoma f{4]. Hecra-
GHJILHOCTE XPOMOCOM, BBI3BIBAOIIMX 3JIOKAYECTBEH-
Hble HOBOOOpasoBaMmA, HabmoJaerca Taroke MpH
cunapome Bayma u anemun ®anxomn. Ho xpomo-
coMHbIE aBEPPALIH TAOKE MOYT ObITh JIErKO WHIY-
LMPOBAHBI in Vitro myremM N06aRjeHAs UATOCTATHKOB
B KYJILTYPY “efOBEHECKHX /M (POTHTOB.

BepHesmcsd K KapHOTHITy MOEro NAIMEHTa ¢
neitko3oM. JeneTHPOBAHHAS XPOMOCOMA M3 TIPYTOILI
G, BO3MOXKHO, BO3HMIJIA B pe3y.JbTaTe pa3phiBa
IUTHHHOTO ILieya B jokyce ql1.2. 3toT paspems cer-
MeHTa 22ql1 Ha 22 XpoMocome, RUIH JeNeLMA [UTHH-
HOTO YUIeHa KAK pe3ynpTaT TPAHCJIOKAIMH MEKIY
[BYMA XPOMOCOMAaMH, CTa/l KpacyrOJBHBIM KaMHEM
FCHETHKH omyxoneil yenosexka. B 1960 roxy B ®una-
aemsguu Ilurep Hoyan [11] obmapyxmn 3ty kpo-
LIEYHYH0 XPOMOCOMY IPH XPOHHMECKOH I'PaHy/OLH-
TapHOH (MuenoumrapHoii) neitkemint (XMJI). A nos-
xe, B 1973 r., JHxener Poy B Ynkaro ¢ noMommsto
METOMHKH IH}PepeHUHATLHOR OKPAaCKH XPOMOCOM
CMOrf1a YCTaHOBHTDH, 4yTo PunancabdHiickas Xpomo-
COMa ABJIAETCA PC3yIbTATOM PELHHITPOXHOH TPaHCio-
KAIMY MEXKAY MTHHHBIMH I1e4aMH 9 H 22 XpOMOCOM
[12]. Bonce yem yepe3 10 aeT MM y3HATH, 4YTO B 3TY
XPOMOCOMHY10 abcppalHio BOBJICHEHBI ABA FeHa, C-
abl u ber. Jamwas MyTtaums seaerT K o0pasoBaHHIO
HOBOTO Oemxa, KOTOPBUA H OTBEYAET 33 3/10KAYECT-
BEHHYI0 TPAHCHOPMALMIO MOBPEKACHHOH KIIETKH.

Ounagemduiickas Xpomocoma 0OHApYKH-
BaeTCA MOYTH BO Beex cmydanx XMUJL, a Taioke BCTpe-
vaerca opu OJUT ¢ yactotoit okon0 30% y B3poc/sIx
1t 3% y aercit. OKa MoxeT OLITh OOHApY»EHA B Jeit-
KO3HBIX KJETKAX MECTOAAMH UHTOrC¢HCTHKH H MOJEKY-
napHoit reneruku [14]. TTockomeKy TpaHCAOKaLms
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ABAACTCA MPOTHOCTHYECKHM OJHHM M3 HauGosiee He-
SnaronpusrHeIx (PAKTOPOB, AC/ad 1EHKOZHBIE KIETKH
YCTOHYMBBLIMH K XMMHOTEPANHH, OYE€Hb BIKHO YCTa-
HOBHTD AMATHO3 /10 HA4A1A JTEUCHHA.

Bepuenmca k Mopdoaorun. S ObL1 mopaxcH
CTPaHHBIM MOBEACHHEM XPOMOCOM B NEMKO3HBIX
KIETKAX, 0COOCHHO B Mpenaparax ¢ FUnCpAMILIONI-
HBDM KAPHUOTHIIOM OIY XOJIEBBIX KIETOK, COAE DAL
Gonee 50 xpomocom. B KOCTHOM MO3Te AeTci ¢ yac-
THMHO# pemuccHeii MoxHO 6110 HabmoaaTs Xpomo-
COMBI KAK HOPMAIBHOTO, TAK H TeflKeMIMECKOro K10-
HA B OJHO M TO k€ BPeMA H B OOHHX H TEX XK€ YCl10-
BuAN. Tem He MEHEE, MOKHO ObLIO OTIHYHTE XOPOIIO
NPOKPAILEHHBIE TOJNCTBIE XPOMOCOMBI HOPMAIbHBIX
TAIUTOMAHBIN  MeTa(as, BEPOATHO, IPHTPOHOPMO-
0JaCTHYECKOTO MPOHCXOMKAEHHA., OT PACIUILIBHATHIN.
ILIONO MPOKPAIIEHHBIX XPOMOCOM M3 /IEHKO3HBIX
KJIETOK. 3TO pas ufuHe MO3BOJULIO 3AMOJO3PHTh, YTO
mpH MeHKeMIH MOXCT ObITh HAPYIIEHA BHYTPEHHSA,
MOIEKYJIPHAS ApXHTEKTYPa XPOMOCOM.

D10 nofymul0 MEHA HCCIEJ0BaTh YIbTpa-
CTPYKTYPY XPOMOCOM METOdAMHM KIYECTBCHHOH H
Jajke KOSIMYECTBEHHOMN 1EKTPOHHOA MHKDOCKOMHH B
AnmepHKC ¢ dy<IUIMH CTIEUHATHCTAMM B 3TO# 0b1ac-
TH B To Bpems, Jpuecrom [Jionpo u3 barruropa u
Tonrepom Baposm i3 Banummrrona. IToatoMy s BHOBB
C Moeii >keHOM M ueThIpbMA JeTbMu noexan B CIIA
Ha CTHIEHIMIO HEMEUKOH HCCIem0BaTe.IbCKOM acco-
uMaM. Pabota B HHCTHTYTE. KOTOPbLi Tora OsL1
BOEHHBIM - rocnyTats Yoarepa Praa 8 Bamumrroue.
Kctath, 310 ObL1 €IMHCTBEHHDI] KOHTAKT C BOCHHbI-
MH B MOCH >xu3HiL S nomyuun oQHIHATLHOE MUCHMO
OT aTBHOTAHT-reHepaia w3 MuHKCTepCTBA 060pOoHDLI C
MPHKA30M «IPOC/EA0BaTh OT HACTOALIETO MECTONpE-
Osmanns B HucTHTyT natonorun Boopykennnrx Cun
8 BammHrrose c uembt0 0Oy4YeHHA INEKTPOHHOM
smukpockomd ¢ 1 asrycra 1968 mo 1 asrycra
1969r.». ITicbMO 3aKAHYMBATIOCH YKA3aHHCM MPOBO-
iTh 0OYUeHHe Ha HECEKPETHOM MaTepHane. OgHako
B AQTbHelfeM, HAXOJACh MOA HAOMOACHHEM, A Mo-
MOral B MPOBEpPKE BCEX 4ACTEH HOBEHIDEro COBET-
CKOro MHKpOCKOMA.

[NepBble Mecsub! paboTsl B HHCTHTYTE MpH-
HEC/TH Pa304apOBaHHE, T.K. BCE IKCHEPHMEHTH! ObLmit
HEYJAYHBIMH M A MOYTH CIOMAI ICKTPOHHBIH MMK-
pockon ¢upasl «Cinviene». ITodxke, B HauroransHoM
HHCTUTYTC_Paka, PacroaralomeMcs B HAXOAAMEHCA
nodnusoct beresae, s cayuafino BerpeTid XakiHu
Your-Ilenr, kurassHky no mpoucxoxiaeHuro. Oxa
MPE.LTOKH1A MHE MOCMOTPETh XPOMOCOMbI B OITYXO-
au BepkurTa. '

B 1962 r. anrmuiickitit xupypr Jewuc Bepkut
OMKCA1 OMYXO.1b, BCTPEUAIOUIYIOCA Y AcTeH B TPOMM-
HECKHX 001aCTAX AQPHKH H «32BHCAIYIO OT K/AHMA-
THYeCKHX (axropo». 18 naHHOH OmMyNosH Xapak-
TEPHA THCTOMIOTHYECKAR KAPTHHA «3BE3AHOro Heba»,
rie B KayecTBe 3BE3J BLICTYTIAIOT Makpodaru, Koro-
psle pa3bpocaHpl CPeaM TECHO YMAKOBAHHBIX JIHM-
(hobnacros. MHe nMOCYaCTANBHIOCH NMOMY HThL AOCTY M
K.KyIsType KIeTOK omyxonH Bepkutra, koTopas Obi-

na ycTaHoBJeHa narosorod HalmoHAILHOTO HHCTH-
TyTa paka 3m» PabcoHoM B 1964 r. u3 OMmyxomH 7-
NETHEr0 HHrepHiiCKOro MIb MK

B 6uormarax mnMgozb BeprinTa Gonrapcxo#
4eToif yuCHBIX ManoHOoBBIX 6bL1a OMHCAHA NAPAKTEP-
Had XpOMOCOMHan abeppatms 14q+ [10], 2 mo3xe, B
1976 r.. ¢ noMmoublo MeToaukn AHpPepesuHabHON
okpackn Jlopa 3eu u3 [lIseumu cyoria noxasarts. 4To
aaHMas aGeppauMa ABIACTCA PE3yTbTATOM PpeLti-
npoxﬂoﬁ TpaHCIOKALHH MEXTY 8 H 14 XPOMOCOMAMH
[19]. B koHue 80-x r. CTaji0 ACHO, “WTO NPH 3TOH
TPAHC/OKALMH HApymaeTcs CTPYKTYP2 MPOTOOHKO-
T2H2 C-MYC, KOTOPbIi pacmonoxeH mo6an3ocTH OT
061aCTH f€HA TDKEBIX UENCH Y€ TOBEUECKOTO HMMY-
HOT/OOY/MHHA Ha KOHLUC JUTHHHOTO ruieua 14 xpowo-
compl. 3ra XapakrepHas Lt mnuonmsl Beprurra
XpOMOCOMHAs  afeppaudst CTata OOBEKTOM MOHX
371EKTPOHHOMHKPOCKOMHMECKHX HCCIEIOBAHIIL.

S orumry caemaHHoe CTy4aifHO OTKPBITHE. pe-
3y bTATOM KOTOPOTO CTA10 MHOTO 3JIEKTPOHHBIX
MuxpodoTorpaduit BO MHOTHNX MyGIHKALMAX H YHed-
HHKAX, H KOTOpOe §bL10 OTMCUEHO HArpaloi Amepu-
KAHCKOH MeJMLMHCKOM accounauwny. Brocneacteuu
MHE YK€ HHKOFAa He yab16a1ack Takad yaaua ¢ 31ek-
TPOHHO# MHMKDOCKOMHEH. DTO C:IyMHI10Ch BO BTOPDHHK
16 centabpa 1968 r. IMepex 3TiM Beuepoy A Obul B
HalnoHasmsHOM HHCTHTYTe paxka B Beresne u noda-
BHJ HECKO.TbKO KANETb CHABHO DPAa3BCAEHHOrO pac-
Tsopa BMHOJACTHHA B aBa (PIakoHa C KyTeTYpOH
OMyxo07eBbIX KIeTok TuMponmbl Beprurra AL-1 ¢ ue-
b0 3a8epAKaTh GOJLUIHHCTBO KICTOK B MeTadhase.
Ha cnemyrouee yTpo g Beiexasn H3 HAIUETO MATEHBKO-
ro KoTremka B YuToHe, mrat Mepiwmua. S 831 J8a
MajleHBKHX (prakona u3 uHKYGaTOpa, MOIOKHN MX B
HArpyIHbI# KApMaH MOGTIDKE K TETy, 4TOObI OHH He
OCThLTH, M mpoexan 6oiee 5O MWL HA CBOEM CTapoM
«Kpaticnepe» mo crapomy xaisdto B Basrmnop. ua
kadeapy kietouHod Ouonorwx YmuuBepcurera Mod-
piwHaa. Tam, B nabopartopum, xarasHka Ben Jlywr,
accHeTeHT mpoeccopa Jpuut Jronpo, CKOHCTPYHpO-
BA.IA MPOCTOit anmmapar L14 .THOPHILHOH CYIIKH. no-
3BOJIABIMI TOTOBHTL pebeHbIE OHOMOTHMECKHC
05pasubl A1 SJMEKTPOHHOW MHKpOCKOmMH. S mpH-
cryroit K pabore, nodasus Ha 10 MHH. K CBOMM KJeT-
KM THIIOTOHHYECKHH pacTBOp H 1% rmTpaT HaTpHa.
3artem 1 OTMBLT X B pactBope Trpoaa u oueHb Oe-
P2KHO HAHEC HA BILKHYIO NNOBEPXHOCTb MAJEHBKOFO
»enoba, mpexkae ueM MOMECTHTh HX HeNOCpeICTBCH-
H3 Ha NOKPbIThIE YTAEPOI-(HOPMBAPON METHBIE CCTKH
1A 2TIEKTPOHHOM MITKPOCKOMHH pa3yepom 200 mern.
OTH ceTkH ObL1H BOIPY:KEHBI Ha Acp:KaTenu H3 Geo-
ro TeoHa - HIAWMNYIO H NPAKTHYHYHO Belb, KOTO-
PVIO MOIIH CIENAaTh TOMBKO MATEHBKHE MANBULI KH-
TaaHkH. [locie AerHapaTammH B BO3PACTAIOWMN KOH-
USHTPAUHAX 3TAHOJA M MEPCHOCA B AMILI0ALETAT,
TeaoHoBas ocHoBa ¢ 16 ceTkaMu OBLIH noMemeHa B
KAMEPY JHO(DHUTLHON CYymIKKH YTOOBL HACKOMBKO 3TO
BO3MOXXHO, CONPAHHTBL TPEXMEPHYIO CTPYKTYpy. 1a
CVIIKM HCMO/b30BAICA METOA KPHTHHECKOH TOMKYM C
MOMOLUBIO  KHAKOFO, a 3aTeM razoo6pasHOro miok-
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cuna yrnepoga. B TeyeHuu cywkum npuxogunocb me-
HATb BHELLHIO TeMnepaTtypy, yepefys MeLKu c fe-
[SHON u ropsyeid BOJOW, UTO BbI3blBas0 Maccy 3a-
TPYLHeHWA. N3 Tex e Knetok numdomsl BepkutTa.
3afepXXaHHbIX B MeTadase, f TaK)Xe NpUroToBuA npe-
napat XpoMOCOM A1 CBETOBOW MWUKPOCKOMWUMW U, YTO
6onee BaXKHO, TaKXXe 3aUKCMpoBan UX B rnyTapasib-
ferufie ocmus, 4ytobbl 0bpaboTaTh 3aTeM B annapate
«3NOH-812» C LeNblo NOMy4YeHUa YbTPaTOHKUX Cpe-
30B 1151 3NEKTPOHHO MWUKPOCKOMNWMW.

UTto e CTano Harpafoil 3a HeckonbKO W3HY-
pUTEeNbHbIX 4acoB, MPOBEAEHHbIX B 3TOW MaseHbKOM
nabopatopumn B Bantumope? Ha cnepytowmii jeHb B
BallMHITOHE, B WHCTUTYTe natonorun BoopyxeH-
HblX CuA, Ha 371EKTPOHHOM MUKPOCKOMe (hupmbl
«CUMeHC» mocne HenpoAo/HKMTENbHOrO MNouckKa A
yBUAEN 1 3aneyatnen Hanbonee KpacuBy M XOPOLIO
COXPaHUBLLYHOCA XPOMOCOMY C ABONHbIMU (UBPUN-
namMm pasmepom B 250 aHrctpem. bbinv pasnnyumbl
faxe cyo6gmobpunnsl B 100 aHrcTpemM M HYKNeoCOMbI.
MposBMB 1 3aKpenus HOTONNACTUHKM, A NOKas3an of-
Hy M3 HUX MOeMmy yuuTento OpHu [ionpo. OH cKa-
3aN: «He WCKNIYEHO, YTO 3TO CaMas BaXXHas KapTuH-
Ka, KOTOpYI Tbl choTOrpadupoBan B CBOENA XU3HU».
370 6blNa NepBas [eMOHCTPaALUA MEXXPOMOCOMHbIX
BOJIOKOH, NOATBEPX/aBLlas rurnoTesy, 4Yto BCE XPoO-
MOCOMbIl Ye/I0BEKA CBA3aHbl TEMU e BO/OKHAMW, KO-
Topble 06pasyloT XxpomMatugbl. A faxe cMor onpefe-
NNTb CYXYl0 Maccy OTAeNbHbIX Yell0BEYECKUX Xpo-
MOCOM, KoTopas Bapbuposana ot 6 go 30 1013 r.
Mybnnkauns B XypHane «Cancen> no3xe 6bina oT-
MeyeHa B ExerofHoi kHure paka B 1980 r. kak nep-
Baf 3/IEKTPOHHas MUKpPOCKOMuYeckas AeMOHCTpauus
XPOMOCOMHOro Mapkepa npu numgome bepkutta [7].
MMo3xe, nocne MOABMEHNA MHOIMX 3/IEKTPOHOrpamm
TOHKUX BONIOKOH W nocfie Moeli paboTbl C MeTO40M
ondpakumm peHTreHoBCKMX fiyyeil B 1971 r. B AHr-
UK, A U3NOXWUN CBOW B3rNAfbl Ha YNbTPAcTPYKrypy
Xpomocom B nucbMe B XypHan «Nature» [8]. A fo
CUX MOp Bepro, YTO Cymnpeccus UAM aKTMBaLMA reHa
OCHOBaHa Ha MexaHW4YecKoM B3auMOAencTBuM 6en-
KOB, KoTopble npukpennawoTtcs K AHK. Ha atom no-
3BO/IbTE 3aKOHYMTb MOe MNyTellecTBUe B Cepfle ue-
NOBEYECKNX XPOMOCOM W MepeiT 0T KNeTOYHOro Ha
MONEKYAPHBIA YPOBEHb.

BepHemca K [eTCKMM neiiko3am, K Hallei
6opbbe 3a yBenuueHwe wusneynsaemMocru Haubonee
4acToro Tmna /feliko3oB OCTPOro num¢o6aacTHoro
neiikosa (OJUI). Kak cnegyeT u3 aHanusa uUCTOpuM
6onee yem 2000 geteit B FepmaHum ¢ OJ1J1, KoTopble
neynnnce no npotokony ALL-BFM 90, 80% wux us-
neumnocb. N3 11% 60MbHbIX, UMEKOLWNUX TaK Hasbl-
Baemble (DaKTOpbl BbICOKOr0 PpUCKa, W3NeYnBaeTcs
Tonbko 40% (puc. 1). Cpean 6Monormyecknx hakro-
poB, 06ycnaBnuBalOLWMX BbICOKUA PUCK peuugusa
BCMEACTBME YCTOWYMBOCTWM K XMMWOTEpanuu, BaX-
HYIlO poO/ib  WUrpalT XPOMOCOMHblE TpaHc/ioKaLuu
t(9;22) u t(4; 11).

Ecnn Mbl MOCMOTPUM Ha KpVBbIE BbDKWBAEMOCTU fe-
Teli ¢ OJ1/1 TO yBMAWUM, 4TO YpPOBEHb WX 6GespeLunams-

HOro BbIXMBaHWUA 0K0No 70% 6bln BO3MOXEH B [ep-
MaHuu y>xe okono 20 net Hasag. OH Obln JOCTUTHYT
3a CYET YBE/IMYEHUA MPOLO/IKUTENBHOCTU UHTEHCUB-
HOli XMMmoTepanuun B (hase MHAYKLUMW OT 4 Ao 8 He-
fenb 1 fobasneHns 6osee LHTOTOKCUYHbLIX areHToB,
BCEro A0 BOCbMW. B Hayane BOCbMWAECATbIX roAoB
TPeTb NauMeHTOB jieynniacb Mo NPOTOKONaM TaK Ha-
3bIBaeMOI «lMUHKeNb-Tepanun», KOTopble S NpuBe3 B
FepmaHunio n3 CLUA. OHM XapaKTepu3oBanucb cna-
60/, OTHOCMTENbHO HETOKCWMYHOW, (ha3oil MHAYKLUK,
HO 3((heKTUBHLIM MOAJEPXKUBAIOLNM  NeYEHNEM,
BKO4Yas o06ayyeHne uyepena. 3ITO ObIIO Mepsoe
MYNbTULEHTPOBOE UCCNefoBaHne B ['epMaHuun, KoTo-
poe MNpuBENo K CYLeCTBEHHOMY YNYULIEHUIO U3fe-
ynBaemocTu fgeteid ¢ OJ1N1 [9]. [do Toro BpemeHwu
YfaBanocCb TO/IbKO HE3HAYUTENIbHO MPOA/NUTb >XWU3Hb
3TUX [feTeid, NepuogMYECKN NPUMEHAs XMMMONpena-
patbl 6e3 ux kombuHauuu. fo 1960 r. Bce feTu c
OJ11 norn6anun B TeYeHNe HeCKOMbKUX MeCALIEB.

VILIKKC BbIKMBAEMOCTI B Pa3INYHbIX TPyNNax pucka npu neveLuiy
no npotokony ALL-BFM 90

Bpems (net
Hnkm* p*oc In-43i)

CpepHwii puc* (B-1201)
_ = Bbicokunii puck (n-243)

OnyxoneBblii KNOH, 06bIYHO HACUUTbIBAKOLLWIA
okono 1012 KkneTok, UAM OAUH KUOTPaMMm KNetou-
HOV Maccbl, MOXeT 6blTb MONHOCTbIO WCKOPEHEH C
MOMOLLbI0 LMTOCTAaTUKOB TOMbKO €CAKN BCE KNETKW
OyoyT YHUUTOXEHbl, Aaxe Te, KOTOpble He 06Hapy-
XUBAKOTCA MpWU MUKpockonuu. Mouyemy TakK BaXHO
3HaTb COCTOSIHWE XPOMOCOM OMyXO/MeBOro KoHa?
YT06bl Ha3HaYNTb CMELUPUYECKYD XMMNOTEPANUIO C
YUYeTOM FeHOTUMNa KNeTOK-MULLEeHeNR.

XPOMOCOMHbIe TPAHCNOKaL UK KOPPenupyT ¢
UMMYyHO(eHOTMNOM feiiko3a. Tak, Hanpumep, B-
KNeTouHbln OJ1/1 xapakTepusyeTca Haauumem TpaHc-
nokauun t(8;14), a npu T-knetouHom OJIN1 abeppa-
uMn Hambonee yacTo mopaxaloT reH peuentopa T-
AMMGOLMUTOB Ha AnnHHOM nnede 14 xpomocombl
KnuHnyeckn T-KNeTOUHbIA Neiiko3 MOXHO OTANYUTb
Nno YBENMYEHUIO CPEAOCTEHWS Ha PeHTreHorpamme
rPyfHOA KNeTkn W No MOMOXWUTENbHON peakuun B
6nacTax KOCTHOrO Mo3ra Ha kucnyto gocdarasy.
O6HapyXeHue 3TWX CMMMNTOMOB 3acTaBiseT HasHa-
4YnTb 60Nee arpeccBHYIO Tepanuio B MepUOj WHAYK-
umn. BepoATHOCTb 6e3peLnguBHOrO  BbDKMBaHMA
Bo3spactaet npu atom oT 13%p0 6onee yem 50%
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Tabnnua
eHeTHYECKAA KIACCH(PUKAITHA OCTPBIX IEHKO30B y ACTCH
Xposocomuas abeppawnia | Yactora | lensuaprrepst | Xapakrepubiit deHoTun
OcTpolii 1 obaacTustii aefikos (0JLD)
[mmepaumionmiua (>50) 25-30 ? c-/pre-B
unepanmionams (47-50) 10-15 ? pre-pre-B/pre-B/T
T(12:21)(p13.q22) 20-25 AMLI1, TEL - c-/pre-B
T(1,19)q23:p13) 3-6 PBXi, E2A pre-B/c-
T(9:22)(q34:q11) 3 ABL, BCR c-/pre-B
T(4:11)(q21;923) 3(60% 3011 AF4, MILL pre-pre-B
T(11;14)(pl13:ql 1) 2-3 RBTN-2. TCRo/B T-
T(8:14)(q24:q932) 2-3 MYC, IGH B-
OcTpuliit netumdolaactublii eiiko3 (OHJLT)
T(8:21)(q22:q22) 10-13 ETO, AML1 M2
Inv(16)(p13;q22) 5-10 CBFp. MYH11 M-eo
T(9;11)(p22;g23) 7-9 AF9, MLL M5
T(15;17)(q22;q11) 2-6 PML, RARa M3
T(1;22)(p13;ql3) <l ? M7
+8 6-8 ? OHJI
T/der(11q23) 5-8 MLL sropuuHbiit OHJUI
-5/del(5)(q13q34) 1-3 ? propuuHsiit OHJIJT
-7/del(7)(q22q32) 2-6 ? BropuyHbIi OHJUT

B nacrosmiee BpeMA HAameEH UETbIO SABAAETCA
MPOBCACHHE MOJEKYIAPHOTO CKPHHHHTA MCTOA0M
NO.IHMEPA3HOH LEMmHOil peaxumu nepectpoex JHK
apH ncriko3ax. M3 20-30 Tpancnokanmii, M3BECTHBIX
pH IEHKO3AX. TOBKO MEHEE JECATH HMEIOT Pedithb-
HOC KIHHMYeCKoe 3HayeHHe. Cpedy HUX ecTb M Xo-
POIIHE MPOrHOCTHYECKHE MPI3HAKH.

K 1996 r. MBI npoBeM CKPHHHHIOBOE 00-
cea0BaHHe 4 THIC. MAUHEHTOB. ITepBBIM OGBLEKTOM
HCCleq0BaHuA cTata PuianembpHACKas XPOMOCOMA,
KOTOpas ABLAETCSA MIOXHM NMPOrHOCTINECKHM (akTo-
poM, H ee HamHuHe 00yCnaBAMBAaeT HEoOXOAMMOCTHL
NEPECAIKH KOCTHOrO MO3ra OT HOIXOImEro CHo-
murra. [loceanse romel Mbl yaeaseM BHHMAHHE XO-
pomeny NpOrHOCTHYECKOMY (aKTOpy - TpaHCROKa-
was t(12:21), koTopas He MOXeET GBITH OGHAPYIKEHA
KIACCHUECKMM UHTOTEHETHHECKHM METOO0M, a TO.Th-
KO NMpH (MOOPECLEHTHOM OKPAIUHBAHIH XPOMOCOM H
serogom [TIP. 3Tta aHOMAIMA THIHYHA N8 ACTCKO-
ro OJUT [2]. ¥V B3pOCABIX OHA BCTPEUYAETCA MEHEE YeM
B 3% cayuaes. Ho, uTo ocoGeHHO BakHO, y aereit ¢
TAaKOH TPAHCIOKALHEH NPOrHO3 OYEHb XOPOLUMH.
Yposens u3newusaeMocTs y Hux Gomee 90%. B 6y-
OVIEM, BEPOATHO, Mbl MOSH(HLMPYEM MPOTOKO:
Je4YeHHs B 3TOH rpymmne, Moxet Obrrh, 3a cuyer Goiee
OMPOKOTO MPHMEHEHHA aHTHMETA00IMTOB H HCIGTO-
4YeHUA He6e30MmacHBIX ARTPALMKINHOB H A TKHJIH-
PYIOUIMX areHToB.

Sl 3aBepuIy NEKUHIO ABYMA Clailaamu
Ha nepsoy, cHaTom B 1985 1., 310p0oBblii 4-X Mecm-
Hblii peBEHOK, OTel KOTOPOro - MEpBBOT NALHEHT, -
Jeverustit B [uccene ot OJUI. Ceroams oM - opeyc-
NeBAOMIG JAHTHCT B YaCTHOH KIMHHKE. DTOT Caaiin
JOKA3bIBAET BO3ZMOKHOCTb IOJIHOTO HM3NEYECHHA OT
JefKO3a M MOMHOLEHHOro noromcTea. Ha apyrowm

cnaine - CTPOMKH CTHXOTBOpeHHA Bnaaumupa Bwi-
comukoro « Ecim xpyr okasancs BApyT...», HanmMcaH
upie Mue Taneit i3 Xadaposcka. B 1992 r.. B Bo3pac-
Te 15 ner, yMHPAIOUIyIO OT NefKeMHH AEBOMKY IPH-
Bc3nM B [[Hecer. OHa BbLIEWHNACh M ceffuac yduTICa B
XabapoBCKOM yHMBeEpCHTETE. B

Mhue kakeTcsa a1 TOro, YTo0BI BBIMIPaTh OHT-
BY C ACTCKHMH NEHKO3AMH, HYXKHO MMETh HACTOS-
IODHX Apy3eif He TOMBKO CpedH BpaueH M YMEHbIX B
CBOEH CTPaHe, HO M HCKATH HX NO BCeMy MHpY - B EB-
pone, Amepuxe, Poccun 1 Ha Ypane.

Baaroaapro 3a BHUMaHHeE.

Pesiome: B nekipi M3:10KeHBI pe3ysbTaTsl
¢O6CTBEHHBIX HAG/IONCHMH MAMHEHTOB M HAYMHBIX
DOOCTICKEHHIt Bo3rnassemoit mpod. . Jlammeprom
1a6opaTopuy, apryMEHTHPYIOUIMC CAEXYIOUME MO-
CTOXKEHHUA:

1. JlomkocTs XpoMOCOM (BpOXKIEHHAA MM
HHIYIHPOBAHHAA HOHH3HPYIOWEH panHauMel, uTo-
TOKCHYECKHMH CPEACTBAMM, XMMHKAJIHAMI, BO3pac-
TOM) MM HECTAOHILHOCTb TCHOMA, BHI3BAHHAA MYTA-
UHeH ONMPCACNEHHBIN TEHOB, ABAAETCA (PAKTOPOM,
NpeapacnoNaralouIMM K pasBHTHIO PakKa H JEHKeMHH
BC.ICACTBHE YBEMHUEHHA YACTOThl MYTaLMH BCEX re-
HOB.

2. XpoMocoMHbIC aBeppaur (KOMMMECTBeH-
HbIE WTH CTPYKTYpHbIE), TAKHE KAK JCELMH, TPAHC-
JOKALMM, HMHBEPCHHM, MNEpPEeMEICHHE WM MyTauHs
I€HOB, MOIYT MPHBOIMTbL K YTPaTe reHOB CyNMpecco-
POB, AKTHBAUHM NPOTOOKKOTEHOB HIM 06pa3oBaHino
HOBBIX XHMMEPHBIX [CHOB, B PE3YJbTATE 4€ro «Xopo-
AHC» reHbl HAURHAKT paboTarh ¢ OWHGKAMH H HH-

AYUHPYIOT HEKOHTPONHMPYEMYIO KJIECTOMHYIO MpOH-
tepawgo. "
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3. Tepamus feHKO30B A0 HACTOALIEFO Bpe-

MEHH HANpaBJEHA HA YHMYTOKEHHE BCEX KIETOK C
MPHIHAKAMH MATHIHH3AIMH B KIOHATBHOM JKCHAH-
cuM y naudeHTa. OQHAKO ITA LMTOTOKCHYECKAA XH-
MHOTEpamMs MOKET ObITh HampasieHa Oojiee cmei-
(pHYECKH MPOTHB reHETHYECKIN  (NPOMOCOMHBIX)
omKOG0K B ACHKO3ABIX KIeTKAX. BeneacTsun 3toro, B
AEKIMH JACTCA NTeHOTHITHYECKAA KC1aCCH(PHKALYLA OCT-
phIX JeTCKIX nefxo3oB (Tabn. 1) ¥ nomiepkupaercs
HeOOXOAMMOCTb JMArHOCTHYECKOrO CKPHHHHTA pe-
apparoxiposok JTHK B neiiko3nbix knerxax.
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