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Beenenne. OnHOM 13 Ype3BBHIYAHO BaXKHBIX 1 CIOXHBIX ITPO0JIeM, KOTOpBIE IIPUBJICKAIOT BHUMAHUE
TEHETUKOB, SIBJISIIOTCS HACJIeACTBEHHBIC 3a00JI€BaHUSI, YaCTOTAa KOTOPBIX CYIIIECTBEHHO BO3pacTaeT B IIO-
ciaemHue necsatuiaetys. HaciaencTtBeHHBIE 3a00J1€BaHMSI MOTYT IIPOSIBJISITECSI B BUIE TIOPOKOB Pa3BUTUS WIN
IPYTUX IAaTOJOTUYECKUX COCTOSIHUI TETCKOTO Bo3pacTa. AHOMAaJIKs OMHOTO WIM HECKOJIbKUX JeTePMUHAHT
noJja, MoJoMKa KOMIUIEKCHOIO MEXaHM3Ma «3alyCKalollero» (pU3nyeckKoe U IMOJIOBOE pa3BUTHUE, MOTYT
MPUBECTH K MHOT000pa3unio KIMHUIEeCKUX (GOopM HapylleHUH 1on0Boi auddepeHINpOoBKU. Pa3nmaHbie
XpPOMOCOMHBIE adeppaliy, TeHHbIC MyTallliH, CIIOCOOCTBYSI HapyIlIEeHNI0 TOPMOHAIFHOIO OajaHca WIN 13-
MEHEHUIO peleIIIM TOPMOHOB B SMOPHUOHAILHOM IIEPUOAE, MOTYT OBITh IIPUYMHAMU BPOXKICHHBIX aHO-
MaJIMii TIOJIOBOro pa3BuTus. KpoMe Toro, BpoxaeHHBIE HApYIICHUS MOJIOBOI MM dOepeHIMPOBKH TaKKe
MOTYT OBbITh OOYCJIOBJEHBI Pa3IMUYHBIMU SMOPUOTOKCUYECKUMU (haKTOpaMu (MHTOKCHKaLel, MH(pEeKIM-
eil, TpaBMaMM, BO3IEHACTBUEM JIEKAPCTBEHHBIX IIperapaToB), HApylIeHUEM TOPMOHAIBLHOTO OaaHca y Oe-
PEeMEHHOI B OTBETCTBEHHBIE 32 (DOPMUPOBAHKE MTOJIOBOTO TPaKTa IMePUOAbl SMOPUOHATBHOIO Pa3BUTHSI.

Ieap uccnenoBanus — U3y4YUTh COCTOSIHME XPOMOCOMHOTO amrapara y AeTeil U ToAPOCTKOB C Moa03pe-
HHUEM Ha XpPOMOCOMHYIO MaTOJIOTHIO.

Marepuanbl 1 MeToabl. LlMToreHeTHYEeCKOE MCCIeIOBaHME ObLIO MPOBEIECHO Y 67 GOJBHBIX 000EeT0
nosa, oociaeqoBaHHbIX B I'Y «HCTUTYT oxpaHbl 310pOBbs aeTeil 1 nmoapoctkoB HAMH»: 17 mManbunkoB
u 50 neBouek. M3 Hux 7 gereit ¢ cuHapomoM Ilpanepa-Buiam (2 neBouku M 5 MaJabuuMKOB); 45 neBoyek
¢ cuHapomoM IllepeieBckoro-TepHepa; 15 ManbuukoB ¢ cuHapoMoM KiaitHdenbrepa. KoHTpobHYIO
rpymniy coctaBuin 40 31o0poBbIX MpodaHaoB (29 neBouek U 11 MaJbUMKOB) B Bo3pacTe 7-18 Jjiet, KoTopble
ObLIM OTOOpPaHBI IPU MTPOBEACHUU SIUAEMUOIOTMYECKUX MccaeaoBaHuid. I1pu nccaegoBaHMM CIOHTAHHO-
ro MyTareHe3a KoJm4yecTBO MeTadas cocTapisiio: 3524 — B KOHTpoIbHOM rpyrmne v 2210 B rpymme 00JbHBIX
JeTeit 06oero moja (13 HuX 238 — y 60nbHBIX ¢ cuHapoMoM [Ipanmepa-Buim; 506 — B rpymmne MaJIb4uKOB
ccunapomoM KiaitHdensrepa; 1466 — Brpyiiie eBouek c iucreHesuneii rodan (cuaapomom Lleperresckoro-
TepHepa)), KOTOpble U3YYaIUCh C MOMOIIBIO OMHOKYJISIPHBIX MUKPOCKONIOB «Leica Galen I1l», «Ergovaly
U «Leica CME», okynsap 10x18, oobektuB 100x, OMHOKY/IsIpHAas Hacaaka 1,25x.

ITpumensu guddepenumnanbHoe GTG- okpaliuBaHue U, B HEKOTOPBIX ciiydasix, C- 1 Q-okpacky.
B otnenbHBIX caydasix 60abHBIM nTpoBoawin Metoauky FISH Ha nHTepda3HbIX 1 MeTada3HbIX XPOMOCO-
Max. CTaTMCTUYECKKE pacyeThbl BBHIIIOJHEHBI C KMCIOJb30BaHUEM IMPUKIAAHOTO MmakeTta mporpamm Excel,
SPSS Statistics 17,0. ]I BbISIBASHUSI 3HAUMMOCTU Pa3IMuUil MEXIy CpaBHUBAeMbIMU T10KA3aTeJISIMU MC-
moJib3oBasii Kputepuit CThlogeHTa 1 ¥>2.

Pe3yasrarsl ucciaenosannii. Cpeaqy MaJIbuMKOB ¢ HApYIISHUSIMH TIOJIOBOI CUCTEMBI peryisipHast pop-
Ma cuHapoma KiaiiHdenbTepa 6buta yecTaHOBIeHA v 46,7 % ManbunKoB, Mo3anyHas — Yy 53,3 %. YpoBeHb
abeppalnii XxpOMOCOMHOTO THIIA B TpYIIIe OOJbHBIX MAJIBUMKOB PETMCTPUPOBAICS 3HAYMMO dYallle, IeM
y 3I0pOBBIX CBepCcTHUKOB (5,71 u 4,39 % cootBeTcTBeHHO, %> = 7,79; p<0,01). OuteHnBast OOIIyIO YacTO-
Ty abeppalliii XpOMaTHUIHOTO M XPOMOCOMHOTO THIIA Y OOJBHBIX MaJbYMKOB, YCTAHOBWIIM TOBEHIIIICHUE
aTux mokaszateneit (3,36%) B cpaBHeHUU €O 310poBbIMM Manbuukamu (1,63%; y? = 4,46; p<0,05). Bme-
CTe C TeM, YacTOoTa BCeX HapylIeHHI XpOMOCOM y OOJBHBIX ¢ cmHIpoMoM KiaiiHpensrepa cocraBuia
3,56%, uTo MOYTH B 2 pa3a MPEBLIIIAIO YPOBEHb HAPYIICHUI XPOMOCOM Y 3I0POBBIX CBEPCTHUKOB (1,95%;
> =1,85;p>0,05). ¥ omHoro 60pHOTO ¢ cHApoMoM KitaiiHbensTepa KapuoTHUTT UMeJT TPU KJIIOHA KJIIETOK —
mos 45,X / 46,Xder(Y) / 47, XXY.

Cpenu neBouek ¢ aucreHe3ueii roHan y 31,1 % 6blia ycTaHOBIIEHA PEryasipHast MOHOCOMUS X — CUH-
npowm IllepemeBckoro-TepHepa; y 68,9 % neBouek — Mo3anyHas ¢opMa cuHApoMa. B ob1eit rpyre neBo-
YeK 4acToTa XPOMOCOMHEIX abeppaliuii coctaBuia 3,14 %, uto B 1,5 pa3a Bblllle, 4YeM Y 300POBBIX CBEPCTHUII
(2,26 %, p < 0,05). Y neBouek ¢ peryasapHoil popMoii CUHIApOMA YPOBEHb XPOMOCOMHBIX abeppalyii ObLI
3,96 %; y neBoueK ¢ MO3aMUHOI (hopMoii cuHapoMma — 3,42 %. Y Bcex 00CaeI0BaHHBIX PETUCTPUPOBATIUCH
abeppally XpOMaTUIHOTO (OMMHOYHBIE (PparMEeHTHI), XpOMOCOMHOTIO (ITapHbIe (pparMeHTHI, Pa3phIBHI IO
LIEHTpOMepe, TePMUHAJIbHBIC IeJIeMN) U TeHOMHOTO (IIOJUIIOMAHbBIC KIeTKH) ThItoB. Cpeau mHTEpec-
HBIX IMTOTeHETUYECKNX HAXOA0K CIeAyeT OTMETUTD HaJIM4Ke MO3aMYHOTO KApHOTHIIA C U30XPOMOCOMOI —
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mos 45,X/46, Xi(X)p/46,XX; kapuotuma mosd5,X/47,XXX/46,XX; KapuoTUma C paguaJbHOU
X-xpoMocoMmoii — mos 45,X/46,XX, r/46,XX.

V 6onpHEBIX ¢ cuHapoMoM Ilpanepa-Bwmmu (CIIB) 66U ycTaHOBIEH MO3aMYHBIN MYXKCKOM 1 KEHC-
KUl KapUOTHUII ¢ MUKPOJIEIeeld TIMHHOrO 1ieda 15 xpomocoMbl — mos 46,XY,del (15)(ql11-13)/46,XY;
mos 46,XX,del (15)(q11-13)/46,XX. CrIOHTaHHBII YPOBEHb XPOMOCOMHBIX HAPYIIEHUI Y GONIbHBIX C CUH-
npomoM IIpanepa-Bummm cocraBun 2,52 %, uro B 1,5 pa3a BhILIE, YeM B TPYIINE 3T0POBBIX CBEPCTHUKOB
(1,95 %). Y 601bHBIX MaJBYMKOB 3HAYMMO 4Yallle PETMCTPUPOBATIOCHh YBEJIMUYEHME YACTOTHI MpekXaeBpe-
MeHHoTO pacxoxnaeHust eHtpomep (0,42% y 6onbHBIX ¢ CIIB; 2 = 4,77; p < 0,05) 1 nemennm KOPOTKO-
ro tuteva (0,42 % y 6onbHbix ¢ CIIB; ¥ =4,77; p <0,05) Tpy MOJTHOM OTCYTCTBMM JaHHBIX HapyIICeHUH
Y 3IOPOBBIX JIMII.

Beisoapl. Takum 06pa3oM, IIpoOBeIeHNE IINTOTCHETUIECKOTO MCCICIOBAaHMS ITO3BOIMIIO YCTAHOBUTD Ka-
PUOTHII ¥ YPOBEHb XPOMOCOMHBIX abeppalinii 00caIeI0BaHHBIX ITAIIEHTOB.

NCHOJIb30BAHUE KOMIIJIEKCHOI'O LIMTOTEHETUYECKOI'O UCCJIEIOBAHUA
ITPU TUATHOCTUKE OCTPBIX JIEMKO30B Y JIETEN

baanosa M. @., Kamaauesa b. 0., 2Kymaxcanosa Jl. K., Myaeean JI. U., Abuavounoea I. 2K.
Hayuonanwvubiii Hayunwiii yenmp mamepurncmea u dememea, Acmana, Kazaxcman

Beenenne. OrnpenencHue criennPUISCKUX TeHETUISCKUX M3MEHEHUM JIGMKO3HBIX KJIETOK II03BOJISICT
CYIOUTH O THUIIE JICAKO3HOTO IIPOoIecca U IMPOTHO3MPOBATh TEUCHME OCTPBIX JICHKO30B Y IETei.

Hean. M3ydyenne 3¢pHeKTUBHOCT KOMIUIEKCHOTO MCIIOJIb30BaHUS CTAHAAPTHOTO IIUTOTeHETUIECKO-
ro (CLHN) 1 MoneKyIsipHO-LIUTOTeHeTHYeCcKOoro MeTonoB nuarnoctukul (FISH) mpu mmarHocTrke ocTphix
JIEWKO30B y JETEH.

Marepuanbl 1 MeTOIbl HccaeaoBaHMil. MaTepuaioM s MCCIEeNOBaHUS SIBUIUCHh KJIETKUM KOCTHOIO
MO3ra ITaleHTOB ¢ OCTPHIMHU Jieiiko3amMu. Ilpy KyIbTMBMPOBAaHMU KJIETOK KOCTHOTO MO3Ta IMPUMEHSII-
Cs CTAaHIAPTHBIN METOA KPaTKOYaCOBOIO KYJIBTMBUPOBAHMS C YIETOM ONTHMAIbHOM IIJIOTHOCTU KJIETOK.
MoIteKyJISIpHO-IIMTOTEHETUIECKIE MCCICIOBaHMS OBLIM IPOBENCHBI B aKKPSAMTOBAHHON JIaDOpaTOpuUH,
cootBeTcTBYIOlIero cranaapty CT PK MCO 15189-2008. MHTepnpeTalMio aHAIM30B OCYILECTBIISIINA T10
MexayHapoaHoit HomeHkaatype ISCN (2013).

Pe3syasrarnl 1 00cyxnenne. boum n3ydeHsl 344 KapuoTuIia KOCTHOIO MO3Ta JIeTeil ¢ OCTPBIMU JISHKO-
3aMu, cpeau KoTophix 80 % (275) mereii ObLIM ¢ OCTPbIMU JuUMboOIacTHRIMU Jieliko3amu (OJLJT) u 20 %
(69) ¢ octphiMu MHeTo0IacTHBIMU Jieliko3amu (OMJI). MiaMeHeHUsT KaproTUma 61acTHBIX KJIETOK KOCT-
HOTro Mo3ra ObLIM OOHAPYXKEHEI B 55 ciaydaeB, mpuueM 65 % cinydaeB xapakrepHble ajisg OJIJI. Crekrp xpo-
MOCOMHOTO MpOoGUIss OCTPBIX JIEHKO30B ObUI MpeACTaBlIeH CTPYKTYpHBIMU (82 %) u uuciaoBbiMu (18 %)
LIUTOreHETUYECKUMM HapyllleHUSIMU Kapuotumna. Cpenu Haubosee 4acThbIX HUTOTeHETUYECKUX aHOMAaTUIA
npu OJUJI 6b11u BhIsIBJIEHBI TpaHcaokauuu t(9;22)(q34;q11) B 12 cnyvasx, Tpancaokauuu t(4;11)(q21;q23)
B 8 ciyuasx, Tpucomus 21 xpomocomsl B 6 ciydassx. Haubonee yacroii mpuurHoit OMJI 6bl1M TpaHCIIo-
Katmu t(8;21)(q22;q22) B 11 caydasx, TpUCOMHUS 8 XpOMOCOMEI B 6 ciiydasix. MoJIEKYISIpHO-IIUTOI€HETH -
yeckuii Meton (FISH) 0p11 ncnonp3oBad B koMiuiekce co CLIM, ipu kotropom BCL/ABL 6b11 ompenesicH
B 35% ciyuaeB OJIJI, a RUNXI1/RUNXITI B 25% ciyyaeB ipu OMJI, Kak pe3yabTaT CIUSIHUSI KOAUPYIO-
11X 00JacTeil IByX reHOB.

BoiBoapl. TakuM 00pa3oM, UCHOJIb30BAHUE HUTOTEHETUYECKOTO U MOJEKYJISIPHO-LIUTOTEHETUYECKOTO
METOAOB ITMArHOCTUMKMU OCTPBIX JIEMKO30B I03BOJIsIeT AUGGepeHIIUpOoBaTh HE TOJBKO (opMy Jieiikosa,
HO U MOHUTOPUTH JieYeHHEe 3a001eBaHNSI.



