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MONEKYNAPHO-TEHETUYECKAA XAPAKTEPUCTUKA XPOHUYECKOIO
MUENONENKO3A

PaxmaHoBa VY.Y

doueHm Kaghedpbl 80eHHO-0s1€80U Mepanuu u 2emamosozuu Yp2eH4CcKo2o
¢unuana TMA

Ocynos LW.3

maaucmp Kageopbl 0eHHO-M0s1€800 Mepanuu U 2eMamosoauu Yp2eH4CcKo20
¢unuana TMA

baxoaguposa 4.4

-cmydeHmMKa neouampu4yeckoz20 akysnbmema

YpeeHuyckozo ¢punuana TMA

BBEAEHUE
XPOHMYECKMA MWUENONENKO3 — 3TO KJOHaNAbHOe onyxosesoe 3abonesBaHue,
BbI3BaHHOE 3/10KQ4YeCTBEHHbIM nepepoxaeHmem NONMUMOTEHTHOWN CTBOJIOBOW
reMornoaTUYeckor KneTku npoandepaums n anddepeHUMpoBKa KOTOPOM NPUBOAMUT K
PacWMpPEHUIO POCTKOB KPOBETBOPEHUA, NPEeACTaBAEHHbIX NPEMMYLLECTBEHHO 3pesbiMU U
NPOMEKYTOUYHbIMW GPOPMaMU MUENOUAHbBIX KNeTok [1,2,3].

XM/1  asnaetca Haubonee  yvacto BCTpevatoLemnca Pa3HOBUAHOCTbLIO
MmuenonponndepatMBHoro 3abonesaHua, Ha ero gonato npuxogucsa oT 15 go 20% Bcex
Nenko3oB., ¢ 06s3aTeNbHbIM BbiABEHUEM PUNafebOUNCKOM XPOMOCOMbI -TPAHCIOKALLUK
t(9;22) (q34;q911) [7,8].

Ycnexu [OCTUrHYTble YYEHbIMM B MOHUMAHWMKM naToreHesa w Tepanuu XMJI
NO3BO/IMNN 3HAYMMO M3MEHWUTb MPOAONKUTENBHOCTb M KAuyecTBO KM3HM OO/bHbIX, @ B
HacToslLee BPemMsa Y)Ke paccmaTpuBaeTca Bonpoc o6 wmx msnedyeHuu [Mahon F. 2015,
MoHoBsa T.U. 2021]. OgHaKo, HECMOTPA Ha BCE AOCTUXKEHMUS, OcTaeTca npobaema pa3BuUTUA
PE3UCTEHTHOCTU U Nporpeccun gaHHoi natonorum [Lysaes B.A., 2015, AbaynkaabipoBs
K.M. 2016]. B cBA3K C 3TMM BCe Yallie BCTpeyatoTca paboTbl MO U3YYEHUIO MOJIEKYNAPHO-
reHeTnyecknx ocHos XMJ1, nporHo3a 3¢pPeKTUBHOCTU TApPreTHOM Tepanunu Ha OCHOBAHWUM
MOIEKYNAPHO-OMONOrMYECKMX MEXAaHU3MOB Pa3BUTUS PE3UCTEHTHOCTU ieyeHns [CaBYEeHKO
B.l., 2017, TuxoHosa B.B.2018].

CnepoBaTenbHO, [AaNbHeNLWee W3yYeHMe 3NUAEMMUOIOTMYECKMX MOKasaTenen
XMJ1 B pa3nnyHbIX pernoHax, B TOm yncne B Xopesmckonm o6nactv, no3BOANUT BbIABUTD
MeCTHble 0COBeHHOCTM pa3BUTUA U TedyeHMa XMJ1, cpaBHUTb UX C NMOKasaTeNAMM APYruUX
CTpaH. BbiAaBNEeHME YACTOTbl BCTPEYAEMOCTU PA3/IMYHbIX MyTaUM U UX KOMBMHaUMI Ha
pPa3HbIX TEPPUTOPUAX [ACT BO3IMOXKHOCTb MPOrHO3MpPOBATb TeyeHue 3aboneBaHMA M Ha
PaHHMX 3Tanax nepekat4vaTbCcA Ha 6onee s3dpdeKTMBHbIE npenapaTbl. A UccaegoBaHue
nonMmopdmama reHoB, NO3BOAUT YTOYHUTb HEKOTOPbIE MEXAHM3Mbl NaToreHesa AaHHOM

naTtonornu.
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Llenb mnccnepgoBaHua: M3yyeHne anuaemumonormm, KAMHUKO -remaTtosIorMyeckomn
XapaKTepUCTUKN 60nbHbIXx XMJ1 B Xopeamckon obnactm, ¢ mM3yvyeHnem noammopduama
reEHOB W QaHANIM30M K/IMHUKO-TEHETUYECKMX aCCoUMaLMM, YTO NO3BOJIUT YTOYHUTL
HEKOTOpble MexXaHW3Mbl MaToreHesa AaHHOW MaTO/JIOTMW, PA3BUTUA PE3UCTEHTHOCTU K
Tepanuu, 1 B CBOK o4yepeb NMOMOXKET Npu Bblbope nevyebHOM TaKTUKM U onpeaeneHun
nporHo3a 3aboneBaHuA.

MaTtepuanbl U1 meToabl UccnenoBaHuA: M3yyeHbl pe3ynbTaTbl OTEYECTBEHHbIX U
3apyberkHbIX UccnefoBaHUM No aNUAEMNOIOTUU, STUONOTMKN, NATOrEeHe3y, ANArHOCTUKE U
neyeHuto 6onbHbIX ¢ XMJ1.

Bce 6o0nbHble MO COBOKYMHOCTM OCHOBHbIX KJAMHWUKO-TEMATONOrMYECKUX
NPU3HaAKoB, CBOMCTBEHHbIX XMJ1, 66111 nogpasaeneHbl Ha 2 rpynnbi.

Mepsyto rpynny coctaBuam 28 6onbHbix XMJ1 B Bo3pacte oT 20 po 70 net c
AANTEeNbHOCTbIO 3aboneBaHnsa 1 mecaua Ao 6 net. M3 HUX y 19 60/bHbIX YCTaHOB/EHA
XpoHU4YecKkaa ctagua - 1-nogrpynna; y 6 ¢asa akcenepauum 2-a noarpynna; ny 3 ¢asa
6nacTHoOro Kpmsa 3-a nogrpynna. Y Bcex 60/bHbIX 4aHHOM rpynnbl UCCNeA0BaNCA KapuoTumn
NIENKO3HbIX KNETOK.

Bo BTOpYyto rpynny Bownu 22 60nbHbIX B BO3pacTe oT 19 Ao 77 neT ¢ ANNTENbHOCTbIO
3aboneBaHnA oT 2 mecALeB A0 9 NeT KAMHUKO-TeMaToN0rMYeCcKMMM npmsHakamu XMJ1 n ¢
HenccaeL0BaHHbIM KapPUOTUMOM.

B paboTte NCNoab30BaANUCh anunaemuonornyeckme, KNMHMYECKMe,
WMHCTPYMeHTabHble, nabopaTopHble, B TOM YWUC/AE TFEHETUYECKME U CTAaTUCTUYECKME
MeTOAbl UCCNeA0BaHMA.

Pe3ynbTaTbl MccnefoBaHWMN: INUAEMUONOTMYECKUX AaHHbIX O 3ab0sieBaemocTy,
pPacnpoCcTpaHeHHOCTH, rpynnax u ¢akTopax pucka passutms XMJ1 B Y3bekuctaHe A0
nocnegHero BpemMeHu ObiN0 HE [OCTAaTOMHO U OHM MMENM Pa3pPO3HEHHbIM XapaKkTep. B
3KOHOMMWYECKU Pa3BUTbIX CTPaHaX OMbIT cObopa 3NNAEMMONOTMYECKUX AAHHbIX B PaMKax
Pas3INYHbIX pernctpoB bbin ropasgo wwupe [2,4]. Tak Kak NAaHUPOBAHME KOMMEKca
NneyebHO-ANArHOCTUYECKMX UM NPOPUNAKTUYECKUX MEPONPUATUIA ANA NAUMEHTOB C 3TUM
3aboneBaHnem npegnonaraet HeO6Xo04MMOCTb He TO/IbKO BeAeHUA pernctpa 60bHbIX, HO
N 3NNAEMUONOTUYECKUX, TEHETUYECKUX UCCIe40BAHUM B KaxKA0oM permoHe [5]. Mo gaHHbim
MUPOBOM NNTepaTypbl pernctpmpyeman 3abonesaemoctb XMJ1 coctasnsaet 1,0-1,5 Ha 100
000 HaceneHua u 3aHMMaeT 5 mecto cpeau remobnactos3oB [2]. 3abonesaHune
BCTpeyaeTca y ntoaemn ntoboro Bo3pacta n oboero nona, Ho peako y aeter maagwe 10 ner.
Muk 3aboneBaemocTn npmuxoamutca Ha Bo3pacTt 30-50-net, okono 30% - cocTaBAaslT
6onbHble cTapwe 60 net. LLeHHOCTb 3NMAEMMONOTUYECKMX WUCCNefOBaHMM BO3pacTaeT,
Korga npenocTaBnAeTca BO3MOMHOCTb MX CpPaBHEHWA. YCTAHOBJIEHO, 4YTO MeaumaHa
BO3pacTa coctasndAet 55 net, gona 6onbHbix XMJ1 penpoaykTuBHoro Bo3pacta go 40 ner,
coctaBnfet 29-30%, 13 Hux 39-54 % ¥eHLWmHbl, NMK 3aboneBaeMocTn NPMUXoAnTbLCA Ha 50-
59 net - 3T0 Hanboee coLumManbHO aKTMBHAA YaCTb HAaCeNeHuUA .
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3NnaemMmnonormyeckne uccreaoBaHuA nNpoBeseHHble B XOpe3MCKOM obnactn 3a
nepuog, 2021-2023rr nOKasannM, 4YTO KOAMYECTBO MNAUMEHTOB C XPOHUYECKUM
MUENIONEMKO30M B pPEerMoHe 3HAYUTeNIbHO YBEAMYMAOCb 3@ CYET [MOBbIWEHUA
3aboneBaemocT B 2 pas3a M pOCTa PACNpPOCTPAHEHHOCTM B 5 pas nocne BHeapeHus
COBPEMEHHbIX METOA0B WMCC/e[0BaHMA, YTO YKa3blBaeT Ha MNOBbllweHMe 3PpPEeKTUBHOCTU
AMNArHOCTUKM N nevyeHnAa 3a 3ToT nepuog. MNokasatenn cmeptHocTn oT XMJ1 3HaUMmo He
N3MEHUNUCD.

KAWHMKO-remaTonornyeckas XapaktepucTuka 6onbHbix ¢ XMJ1 B XopesmcKom
06/1acTM MO CpaBHEHWUIO C AAHHbIMM APYrMX aBTOPOB HE BbIABWUAA CyLLECTBEHHbIX
pernoHasnbHbix ocobeHHoCTen 3aboneBaHuA.

B pamKax gaHHOro uccnegosaHUA NpoBeAeH aHaNU3 MONEKYNAPHO-reHeTUYeCKUX
OCHOB Pa3BUTMA XPOHMYECKOTO MMUEI0IENKO3a MPOXKMBAKOLWMX B YCNOBUAX XOPE3MCKOM
obnactu.

Mpn UUTONOrMYECKOM UCCNeA0BaHMM NaUMEeHTOB nepBoi rpynnbl y 23 (82,1%)
13 28 6blna BbiABMIEHA Knaccuyeckana TpaHcnoKkaums t (9;22) (q34; q11) -dunagenbdpuinckas
Xpomocoma. Mpu pasgenbHOM aHanmse No noarpynnam 6bi10 OTMEYEHO cregytollee: B
nepsoi noarpynne ¢unagenbPpuiickas xpomocoma onpegensanacb y 16 (84,2%) 60nbHbIX U
B TOM 4Yncne y ogHon 60nbHOM OOHapyrKeHa Tpucomma no xpomocome 8; y B60onbHbIX
BTOpoI noarpynnel Ph xpomocoma BbisiBneHa y 5 (83,3%) u3 6 obcnepoBaHHbIX, ay 1
(17%) - obHapyxeH Kapuotun 2n=47,xy +22 c nepecTtpoiikoi ¢pparmeHta BCR no tuny
B2A2. Mexay Tem, y OONnbHbIX TpeTber noarpynnbl, Hapagay ¢ Ph-xpomocomoi B
onyxo/sieBblIx KneTkax, y 1(33,3%) 6onbHOro HaliaeHa nsomepusa xpomocombl 17.

Tabnnua 1
Pe3ynbTaTbl UMTOrEHETMYECKOro aHan3a
Pasa Ph Ph Obuwee
60ne3Hu NONOXUTENbHbIE HeraTuBHble KONNYecTBo
(n=28)
XpoHuyeck 16 (84,2%) 3(15,7%) 19
an
AKkcenepal, 5(83,3%) 1(16,7%) 6
ns
BnacTHbIM 3 (100%) 0 3
Kpu3
CpegHee 24 (85,7%) 4 (14,2%) 28
3HauyeHue B
rpynne

Taknm 06pa30M, nony4yeHHble AdaHHbleé OCHOBHbIX K/AUHUKO-TEMATONIONMYECKUX
NPU3HAKOB, NMPUCYyWKNX K XPOHUYECKOMY MVIGJ'IOJ'IEVIKOBY, BblABUIN OOQHOPOAHOCTb UX B
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nccnegyemsbix rpynnax 60nbHbIX (NepBaa rpynna ¢ obHapy»eHHoi Ph-xpomocomoit unu

nepectponkonn ¢parmeHta BCR, BTOpas - C HEM3BECTHbIM KapuOTMMNOM, AeTeKuus

nepectponkn ¢parmeHta BCR He npowusBogunacb) KanMHUKO-remaTonornyeckume
napameTpbl 0beux rpynn 6binnM 6AM3KM B aBCONOTHOM BbIPAXKEHUMU U NpeTepnesanu
napannenbHble U3MEHEHUA MO Mepe MNPOrPeccCUPOBAHMUMN  KINHUKO-TreMaToIorMYecKumx
nokasartenein. OcobeHHO 3TO aKTyanbHO AnA 60AbHbIX B XPOHMYecKon ¢a3e 3aboneBaHus,
B KOTOPOWM, BONbLIMHCTBE CNYYaEeB U ocyLWecTBAAeTcAa gnarHoctnka XMJ1 (tabaumua 1).
KnnHunyeckaa cumntomatnka XMJ1 Becbma pasHoobpasHa. Kak WM3BecCTHO,
XapaKTepHbIM MpU3HaKoM 3aboneBaHUsA ABASETCA YBE/IMYEHWE PA3MEPOB MNEYEHU WU
ceneseHkU. lMpuyem HayvanbHble MNPU3HAKM OONE3HM HepeaKo CBA3aHbl MMEHHO C
yBennyeHnem pasmepos ceneseHkU. MNpu paccnpoce n 06bEKTUBHOM OCMOTPeE HONbHbIX
XMJ1 BbisiBNeHa cneayowas KAMHUYECKas KapTMHa obcnepoBaHHbIX B 3aBUCMMOCTM OT

CcTaauu 3abonesanHua (tabaunua 2)

Tabnnua 2
"anobbl 06cnenoBaHHbIX 6ONbHbBIX B 3aBUCMMOCTU OT cTaanm XMJ1
MpusHak XpoHunyec Pa3BepHyTa TepMHnHanbH
Kan cTaamsa | a ctagua (n=14) as ctaams (n=8)
(n=28)
MoxyaaHue 13 (46,4%) 12 (85,7%) 8 (100%)
MNoHuxKeHue
4 (14,2%) 10 (71,4%) 7 (87,5%)
anneTuTa
TowHoTa, pBOTa 4 (14,2%) 8 (57,1%) 8 (100%)
Bonb B 06nactn
14 (50%) 10 (71,4%) 6 (75% )
cepaua
Cepauebunenune 13 (46,4%) 10 (71,4%) 8 (100%)
fMNoToHUA 3(10,7%) 9 (64,2%) 8 (100%)
OApbiwkKa npv
. 10 (35,7%) 9 (64,2%) 8 (100%)
dn3nYEeCKOM Harpyske
bonb u TAXKECTb B
6 (21,4%) 12 (85,7%) 8 (100%)
nesom nogpebepbe
YacTble
2(7,1%) 11 (78,5%) 8 (100%)
nHdekLnn
femopparnyeckm
. 3(10,7%) 3(21,4%) 5(62,5%)
N cMHApPOM
CumnTOMbI
. . - 2 (14,2%) 4 (50%)
HEeMposenKosa
Nenkemunapbl - 3(21,4%) 6 (75%)
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MaumeHTbl B XpOHUYECKON CcTaaum 3aboneBaHua Yawe (46,4%) *kanoBanucb Ha 6e3
NPUYMHHOE NoxygaHue. bonbHbIX 6eCcnoKouan Kanobbl CO CTOPOHbI CEPAEYHO-COCYANCTOM
cuctemMsl, 3To 6oamn B obnactm cepgua y 14 (50%), cepauebmenune y 13 (46,4%), a Tak xe
oApllWwKa npu ¢usmnyeckon Harpyske y 10 (35,7%) naumneHToB. MNoHUKeHMe anneTuTa, pBoTa
M TowHOTa Oecnokounn 4 (14,2%) 6onbHbiX. YyBCTBO 60/AM U TAKECTM B /IEBOM
nogpebepbe otmevann 6 (21,4%) 6onbHbIX. ChegyeT OTMETUTb, YTO CRAIEHOMEraausa npu
XMJ1 o6baAcHAETCA HECKONbKMMK daKTopamu: 1) neko3HoM MHOUNBbTPALMEN CENE3EHKN;
2) pa3sutnem muenodpubposa napannenbHo ¢ ubposnMpoBaHMEM KOCTHOrO Mo3ra; 3)
BTOPMYHbIM MNOBPEXAEHUEM CENE3EHKW, CBA3AHHbIM C TOKCMYECKMM TrenaTuToMm,
UMPPOTUYECKMM NEPEepoOXKAeHNEM MNeYeHn W nopTanbHOW runepTeHsven [2]. Mpu
3HAYUTENIbHOW CNAeHOMEranmMm, ocobeHHoO NP BbICOKOM IEMKOLMTO3€e M TpombouunTose, y
60nbHbIX XMJT BO3MOMHO BO3HMKHOBEHWE WHPAPKTOB cene3eHKU. Y  BoNbHbIX
BK/IFOYEHHbIX B UCCNEA0BaHNE Mbl HE BbIABUIM 3TOFO OCNOXKHEHUA. CneayeT OTMETUTb, YTO
NMOHUXEHHOe apTepuanbHOro AaBneHus BblaBneHo Yy 3 (10,7%) nauMeHTOB.
femopparnyeckMm CUHAPOM B BMAE HOCOBbIX M OECHEBbIX KPOBOTEYEHWUM OTMeYanu 3
(10,7%) obcnepoBaHHbIX. Manobbl HAa NOpaXKeHMe HEePBHOM CUCTEMbI, BbICbINMAaHWSA Ha KOXKe
B BUAE Nermkemnaos He 6ecnokonnm naumeHToB B 3TOM CTaAun 3aboneBaHums.

OTANYNTENBHON OCOBEHHOCTbIO KAMHUYECKOW KapTUHbI OO/IbHbIX B pPa3BepHYTOM
CTagum 60/1e3HU - 3TO NporpeccupoBaHMe Bcex H6e3 mckntoueHus xKanob. Tak, cnepyet
OTMETUTb BbICOKMA MPOLLEHT BCTPEYAEMOCTM Kanob Ha noxygaHue y 12 (85,7%),
renatocnseHomerannio y 12 (85,7%), uvactble uHdpekumm 11 (78,5%) naumeHTOB.
MoHuxKeHMe anneTuta bHecnokouno 10 (71,4%) 6onbHbIX, 60Nb B 0b6nacTn cepaua u
cepauebueHne otmedann Tak e 10 naumeHTtoB (71,4%). B KAMHMYECKOWM KapTuHe
HapacTaan »Kanobbl HAa TMNOTOHUIO U OAbIWKY NPU Maneuwen GU3NYecKkom Harpyske vy
64,2% 60nbHbIX. [eMOpparMyeckmn CUHAPOM U NOABNEHME NEMKEMUMAOB Mbl Habaoganu y
3 (21,4%) nauyueHTOoB. [opa)keHWe HEpBHOM cUCTeMbl B BUAE HeNposielikosa 6bino
BblABNEHO Y 2 (14,2%) 60nbHbIX XM/1.

B npouecce passutna XMJ1 y 601bHbIX B TEPMUHANBHON CTaauuK cnepyet OTMETUTb
pe3koe yxyalweHue Mx coctoAaHuA. Y Bcex obcnepoBaHHbix (100%) naumeHToB B ¢ase
6nactHoro Kpusa Habaganocb peskoe noxygaHue (UcToweHue), TOWHOTA, PBOTA,
cepauebneHune, rMNOTOHUA, OAbIWKA B NOKOe, YacTble MHEKUMN, renaTocnieHoMeranms.
femopparnyeckme CUHAPOM OTMeYasnca B BMAE HOCOBbIX, AECHEBbIX W MNOAKOMKHbIX
KpoBOU3AUAHUN Yy 5 (62,5%) 60nbHbIX. Helponenkos 6bia ANAarHOCTUPOBAH Y NONOBUHbI
naumeHToB. Jleikemungbl 66111 BbiABAEHbI Y 75% 60NbHbIX.

BoiBoa: Takum obpasom, cnepyeT OTMETUTb, YTO MpPWU pPa3BuTMKM 3abonesBaHuA
XMJ1, KnMHWYecKas KapTuHa y 06cnefoBaHHOrO KOHTUHIEHTa yXyAlwanacb. BonbHbIX B
OCHOBHOM  6ecrnokoman  Xanobbl Ha  rMNEPnIacTUYECKU,  WMHTOKCUKALLMOHHbBIN,
remopparMyeckMn CUHAPOMbI, @ TAK)Ke MNopaXeHue CcepaedvyHO-COoCyaAUCTOM U HepBHOM
CUCTEMDI.
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Mpn aHanuse conyTcTByOWMX 3a60N1eBaHUMA Y U3yYeHHbIX 60/IbHbIX Hamu Oblan
NosyYeHbl cneaytowme pesynbTaTbl. YUMTbIBAA, YTO OCHOBHAA macca obcnenoBaHHbIX 6bina
MO/104,0r0 BO3pacTa, TO M BblABNEHHble 3aboneBaHMA bblnn pacnpeseneHbl CneayoLmnm
obpasom. Tak, y obcnegoBaHHbIXx 60abHbIXx XMJ1 24% coctaBuan 3aboneBaHuUA
AbIXaTeNbHOM CUCTEMbBI, TAKME KaK OCTPbIA U XPOHUYECKUA NAPUHTUT, BPOHXUT, TPaxeuT,
NMHEBMOHMA U T.4. 3aboneBaHMA XKenyaouyHO-KUWEYHOoro Tpakta 6ecnokounu 20% (10)
60NbHbIX. B 3Ty rpynny Mbl BHECANM XPOHWYECKMA [acTPOAYOAEHWUT, MAHKPEaTwT,
XONeunCTUT, A3BeHHana 6one3Hb ABEHaALaTUNEPCTHOM KUWKKU. 3aboneBaHuUs cepaeyHo-
COCYAMCTOM CUCTEMbI TaKMe Kak apTepuanbHasa runepTteHsua (Arl), nwemmyeckaa 6onesHb
cepaua (MBC), cTeHOKapAuA HaNpPsAXKeHuA BCTPETUAMCb 7 pas, 3To cocTtaBuno 14%
obcnenoBaHHbIX. Pexke BCTPETUAUCH Takue 3ab60/1eBaHMA KaK OCTEOXOHA P03, XPOHUYECKNIA
6 POHXUT, GONNNKYNAPHAA aHIUHA - Y 3 60NbHbIX (6%). ACTEHOHEBPOTUYECKUIN CUHAPOM U
renatut C 6bin BbiABAEH Y 2 60/IbHbIX, YTO COCTaBWUAO NO 4% 06Ccnef0BaAHHbIX .
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