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BbI26KUBAEMOCTb BOJIbHbIX MUENOAUCNNACTUYECKUM CUHAPOMOM
DE NOVO C AENELVEN del(5q)

C.B. Tpnuaes, N.C. MapTbiHKeBuY, E.B. MNeTposa, J1.C.MapTbiHeHKo, U./. KocTpoma, M.I1. iBaHOBa,
H.IO. LibibakoBa, M.A. Kosnosckas, A.H. Ceprees, C.A. TupaHoBa, H.A. [oTrxoHOBa,
K.M. AboynkagblpoB

OIrbY Poccninckunii HayuHO-UCCnefoBaTeNbCKMN MHCTUTYT rematonoruu n TpaHcdysmonorun ®MBA,
CaHkT-lMNeTepbypr.

Pe3tome. Jeneumnn del(5q) sBnaetcs ogHoM 13 yacTbix abeppaumii y 601bHbIX de novo MUenoancnnacTu-
yeckum cmHgpomom. CoyeTaHme € apyrumn abeppaumamy U pasHbIM KOMMYECTBOM ONaCTHbIX KIETOK B KOCT-
HOM MO3re ABUIIOCb OCHOBAaHUEM [Nsl 13yyeHus o6Lel BbikBaemMocTu (OB) 60MbHBIX MUENOANCINIACTUYECKIM
cnHgpomom (MIC) ¢ del(5q). bbinn otobpaHbl nctopun 6onesHn 40 60nbHbIX, MeraHa BPEMEHWN HabnogeHWs
3a KoTopbIMU cocTaBuna 11 mec. Mpu pacnpeneneHn 6onbHbIX B rpynnbl ¢ n3onupoBaHHoi del(5q), del(5q) ¢
OfIHOW AOMONHUTENIbHON abeppaumeit U He MeHee YeM ¢ ABYMA abeppaLimamm YCTaHOBNEHO 3HAUMMOe pasfinymne
8 OB; p = 0,000. BbkriBaeMOCTb 60IbHbIX B MEPBbIX rpynnax He pasnuyanach. Mpu o6beanHeHnn 60bHbIX B OAHY
rpynny v cpaBHeHun OB 60nbHbIx ¢ del(5q) ¢ He MeHee Yem ABYMA AOMONHUTENbHBIMY abeppaursamy pasnuune
0CTaBanocb 3HauMbIM — 17,2 1 6 mec; p = 0,000. MegmaHa OB 60nbHbIX, 06 beAMHEHHDBIX B FPYNMbl MO KONYe-
CTBY ONaCTHbIX KNETOK B KOCTHOM Mo3re (KM) go 5, 5—9 1 10—19%, CTaTUCTUYECKN 3HAUYMMO pasnnyanach; p =
0,001. B T0 ke Bpems He 06Hapy»keHOo pa3nnunsa B OB 6051bHbIX € 136bITKOM 6nacTHbIX KneTok. Mpu cpasHeHun OB
6051bHbIX C MeHee 5% 1 5% 1 6onee 6NacTHBIX KNETOK pasnunyre 6bi10 CTaTUCTYECKN 3HaUMMbIM — 18,8 11 9 mec;
p =0,000. B MHOrodakTopHOM aHas3e yCTaHOBJIEHO, UTO KapyOTW (ABe rpyrmbl) U KONMYECTBO 6/1acTHBIX KNETOK
8 KM (gBe rpynnbl) ABAATCA HE3aBUCUMbIMU MPOrHOCTMYECKM PpakTopamu y 6onbHbix MAC de novo c del(5q).

Kniouesble cnoBa: mueroducniacmudeckul cuHdpom, del(5q), sbixxusaemocme

SURVIVAL OF PATIENTS WITH DE NOVO MYELODYSPLASTIC SYNDROME AND del(5q)

S.V. Gritsaev, I.S. Martynkevich, E.V. Petrova, L.S. Martynenko, I.I. Kostroma, M.P. lvanova, N.Yu. Tsybakova,
M.A. Kozlovskaya, A.N. Sergeyev, S.A. Tiranova, N.A. Potikhonova, K.M. Abdulkadyrov

FSBI Russian Research Institute of Hematology and Transfusiology of FMBA of FMBA of Russian Federation, St. Petersburg.

Summary.Del(q)isoneofthecommoncytogeneticabnormalitiesin patients with denovo myelodysplastic
syndrome (MDS). Frequent combinations with other abnormalities and different bone marrow (BM) blast
counts suggested evaluation of overall survival (OS) in MDS patients with del(5q). Case histories of 40 patients
were selected, who were followed up during an average period of 11 months. Comparison of patient groups
with del(5q) alone, del(5qg) with one more abnormality, and del(5q) with at least 2 more abnormalities showed
a significant difference in their OS (p = 0.000). The OS of patients with isolated del(5q) and with del(5q) with one
additional abnormality was the same. Hence, these two patient groups were pooled and the OS of this united
group differed significantly from that of patients with del(5qg) with at least 2 more abnormalities (17.2 vs. 6.0
months, respectively; p = 0.000). The median OS of patients with < 5%, 5—9%, and 10—19% BM blasts differed
significantly and did not differ from that of patients with BM blast excess. The OS of patients with less than 5%
BM blasts differed significantly from that of patients with 5% or more BM blasts: 18.8 vs. 9.0 months; p = 0.000.
Multivariate analysis demonstrated that the caryotype (2 groups) and number of BM blasts (2 groups) were
both independent prognostic factors in patients with de novo MDS and del(5q).
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[IporrosupoBaHye BEHKUBAEMOCTH B PUCKa TpaHCHOp-
Mallui B OCTPbIi MuenounHblit jeriko3 (OMJI) smisiercs
00s13aTebHBIM YCIIOBHEM BEICHHUSI OOTbHBIX MUEIIOUCILIA-
cruaeckuM cunapomoM (MJIC) [1—3]. D10 00ycioBieHO
OMOJIOTUYECKOM TeTePOreHHOCTHIO 3a00JIeBaHMs, OTpasKe-
HHEM KOTOPOH SIBJISIETCS] MHOMOOOpa3He TeMaTolIorHYeCKUX
BAPHUAHTOB M MOJICKYJISIPHO-TEHETUUECKUX TTOBPEKICHUN U
KaK CJIe/ICTBUE BapHaOeNIbHOCTh KIIMHUYECKOTO TEUCHHSL.
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VYxy/uienne BbDKUBaeMOCTH 4acTu 0ombHBIX M/J[C
BBI3BAHO IPOTPECCUEH C YBEIMYCHHUEM COJICpKAHUS
ONMacTHBIX KJIETOK B KocTHOM Mo3re (KM) u Headdek-
TUBHOCTBIO MPOBOJMMOIO JieueHus. B npyrux cmyua-
SIX IPUYUHOM JICTAJTHLHOTO MUCXOJIA SIBJISIETCS YCHIICHUE
TSOKECTH I[MTOIICHUHU BCIICACTBUE IMPOTPECCUPYIOMICH
HeAPPEKTUBHOCTH KOCTHO-MO3TOBOTO KPOBETBOPCHUSI.
Hapacratomiee cHnxeHre KOHIIGHTPALMK TeMOTIIO0HA
COTIPOBOKJAETCSl CEPbEe3HBIMH HapyHICHUSAMH (DyHK-
MW BHYTPEHHUX opraHoB [2, 4]. JlomomHUTETHHOE
MOBPEXIAtoIee NeWCTBHE HA MUOKAp/ W MEYeHb OKa-
3BIBAIOT arpecCUBHBIE (POPMBI XKeles3a, MOSBICHUE KO-
TOPBIX BBI3BAHO WMHTEHCU(UKaUEH TpaHCPy3HOHHOH
Teparnuy, HalpaBISHHOW Ha TOJJIepXKaHUe IpHeMIIe-
MOTO KauecTBa *HU3HU [5, 6]. B cBoto ouepens TpomM060-
[UTOIICHHSI U HEHUTPOIICHUS CIIOCOOCTBYIOT Pa3BUTHIO
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TSKEITBIX TEMOPPArHIeCKUX U MHPEKITHOHHBIX OCIIOXK-
HeHuit [7, 8].

Briensror qe rpymnmsl (aKTOpOB, aCCOIMUPOBAHHBIX
¢ BepKHBaeMocThi0 OobHBIX MJIC. TlepBas rpymnma o0n-
eMUHSET (PaKTOPBI, XapaKTePH3YIOUIHe OHONOTHIEeCKUE
0COOEHHOCTH KJIETOK MaTOJIOTHYECKOTO KIIOHA, TIPUHITUITH-
TFHBIMA U3 KOTOPBIX SIBISFOTCS KOIMYECTBO KOCTHO-MO3-
TOBBIX ONACTHBIX KJIETOK M KapHoTHIl. Bropas orpaxkaer
COCTOSIHME OpraHu3Ma OOJIBHOTO U MPEAICTaBICHa TAKUMHU
TMOKa3aTesIMU, Kak OOLINii CTaTyc U KOMOPOHJHOCTb.

Coneprxanue OyacTHbIX KiieTok B KM Menee 5, 5—9
n 10—19% orpaxeno B kinaccudukanuu BO3 opra-
HOB KpOBETBOPHO# 1 TuMpOUIHOM TKaHei [9], a Tarxke
B mporHoctryeckux mxkamax IPSS [10], WPSS [11] u
MDASS [12]. Kapuotum kak ¢akTop prcKa IpeacTaB-
JIeH TIPEYK/I€ BCETO B MMPOTHOCTHYECKUX MIKaitax. B xmac-
cudpukamn BO3 1o IUTOreHETHYECKOMY NapameTpy
BBIJICJIEH TOJIKO OAMH BapuaHT. 910 MJIC ¢ uzomupo-
BaHHOM neneruert del(5q) wim Sq-cuHIPOM, XapakTep-
HBIMH [IPU3HAKAMH KOTOPOTO SIBJISIFOTCS. MAKPOLIUTApHAs
aHEeMUs1, HOPMaJIbHOE MJIM HECKOJIKO CHHKEHHOE KOJIU-
YeCTBO JICHKOIIUTOB, HOPMAJIbHOE MJTH MTOBBIILIEHHOE KO-
JINYECTBO TPOMOOIUTOB, OnacTHbIe KieTku B KM MeHee
5%, THUMOTIa3usi SPUTPOUTHOTO POCTKA M MEraKapHho-
IUTHI C THIONOOYISIPHBIM SIIPOM OKPYTIION MJTH OBaJlb-
Hoit hopmer [10, 13].

Heneuust mjMHHOrO 1ieda S5- XpOMOCOMBI OTHO-
CHUTCS K Han0OJIee YaCThIM [TUTOT€HETHIECKIM TTOBPEXK-
neansiM 'y 6opHBIX MJIC de novo [14—16]. BmecTe ¢
TE€M TaKoW OIarONpUATHBIA BapHaHT, KaK 5(-CHHIPOM,
BcTpedaercs He Oonee yeMm y 10% OGonpubIx [15—17].
Bo Bcex ocTanmbHBIX cydasx UMEETCs] U30BITOUHOE KO-
JMYECTBO O1acTHBIX KIeToK B KM u/mim BBISIBISIOTCS
JOTIOJTHUTENBHBIE XPOMOCOMHBIE abeppanuu. DTo Mo-
KET KOPEHHBIM 00pa3oM HM3MEHHUTH MpPOTHO3 3abole-
BaHMs M MOTpeOoBaTh OoJiee arpecCHBHOIO JICYCHUS
st peaynpexaeHus: Tpancopmarmn MJIC B OMII,
BKJIIOYAsi TPAHCIIJIAHTALIMIO AJTOTEHHBIX T€MOTIOdTHYE-
ckux cTBOJOBBIX KieToK (TI'CK).

YunuTeiBasi MHOTOOOpa3We BapHaHTOB COUYCTAHUS
del(5q) ¢ npyruMu XpoMOCOMHBIMH aHOMATTUSMH (I10 Xa-
pakTepy ¥ KOJIMYECTBY) U Pa3HBIM KOJIMYECTBOM OJacT-
HBIX KJIETOK B myHKTaTe KM, ocTtaercs HesICHBIM, Kakoit
13 TOKa3areiell UMeeT IepBOCTENICHHOE 3HAYeHUH NIPU
OIIpECNICHUHN MTPOTHO3a: KOJIMYECTBO OJIACTHBIX KIIETOK
WM BapUaHT KapUOTHIIA.

Lenb paGoThl — HW3y4eHHUE BIHMSHUS AOTIOJIHUTEIb-
HBIX XPOMOCOMHBIX abeppaluii v copep)kaHusi KOCTHO-
MO3TOBBIX OJTACTHBIX KJIETOK Ha OOIIYIO BBIKHBAEMOCTh
o6ombHBIX MJIC de novo ¢ nenenuel JIMHHOTO ILIeda
5-i XpOMOCOMBI.

MaTepI/IaJ'ILI n MCTOIbI

Kputepun BKIIOUCHHUS B UCCIIEN0BAHNE ObUIM CIEAYIOLIN-
MH: OTCYTCTBHE B aHaMHE3€ yKa3aHWs Ha MPEALIECTBYIOIIEE
MHEJIOUAHOE 3a00JICBaHUE W TIPOBEICHHWE INTOCTaTHYECKOI
n/umi aydeBort Tepanmy; Bepudukamms MJC wimm ero moa-
TBEpIKICHHE B TeMATOIOTHYeCKOH KiHuKe Poceniickoro Hayy-
HO-HCCJIE0BATEIILCKOTO MHCTHTYTA TeMaToIOTHH M TpaHchy-
suonorun (PoccHUUI'T) no pesynbraram Mop(onornaeckoro,
LUTOXMMHUYECKOTO, THUCTOIOTHYECKOro, MMMYHOIOTHYECKOTo
U, P HEOOXOMMOCTH, UMMYHOTUCTOXUMUYECKOTO METO/IOB
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HCCIIEZIOBaHUS. BBIMOTHEHNE CTaHAapPTHOTO KapHOIOTHYECKO-
TO UCCIIEIOBAHNS B MOJIEKYJIAPHO-TEHETHUECKOH J1Ta00OpaTopuu
PoccHUUNI'T ¢ u3yuenunem He meHee 20 metada3. OOHapyxe-
uue del(5q) He meHee uem B 3 MeTadazax.

Kpurepun uckmoueHns u3 uccienoBanus: cmydan MJIC,
BepudummpoBarable 10 2001 T., KOIMIECTBO ONACTHBIX KIle-
Tok B KM ne menee 20%, T.e. pedpaxrepras anemust (PA) c
n30bITKOM OnacTHeIX KieTok (PAUB) B TpaHchopManmu 1o
FAB-knaccu¢ukanmum; XpOHHYECKHH MHEIOMOHOIUTAPHBIN
JIEHKO3 HE3aBHCHMO OT KOHIICHTPALIMH JICHKOIIUTOB B TIepude-
puueckoii kpou (I1K); Tpancnokarms t(8;21) u uaBepcun 16-i
xpoMocoMbl inv(16), qake eCliu KOJTMYECTBO OIACTHBIX KJIETOK
B Mop(onorndecknx npernaparax KM Osi10 menee 20%.

OOHapyKeHHe TpeX He3aBHCHUMBIX XPOMOCOMHBIX abeppa-
i 1 Goree B OTHOM KJIOHE OBLTO OCHOBAHHEM IS OTIperierie-
HUsI KOMITIEKCHOTO KapruoTuma. Cirydan ¢ AByMs ayTOCOMHBIMHU
MOHOCOMMSIMH U 00JIee MM OMHOYHOH ayTOCOMHOM MOHOCO-
MHel B KOMOMHAIMK OoJiee ¢ YeM OTHOM CTPYKTYpHOH aHOMa-
nvel Bepu(UIMpoBaI Kak MOHOCOMHBIH Kaprotuit [ 18].

[Iporpeccuro 3a0oseBaHusl YCTaHABIUBAIM MIPU yXy/IIIe-
Hun nokasareiedd 1K n KocTHO-MO3roBOro KpoBEeTBOpEHHUS,
COOTBETCTBYIOIMX MEHee OJIaronpUsITHOMY BapUaHTy B paM-
kax MJIC. B ciyyae nporpeccupyomiero HapacTaHusl KOJIH-
yecTBa OJACTHBIX KIIETOK U MPEBBIIICHHS IIOPOTOBOIO YPOBHS
B 20% koHcTaTrpoBasu Tpanchopmaruo B OMJIL.

Craructiueckyo 00paboTKy MaHHBIX MPOBOIWIN C TIO-
MOIIIBIO CTaHAAPTHRIX porpaMM Microsoft Excel u Statistica
6.0. O6myto BeDKHBaeMocTh (OB) paccunThIBa M OT MOMEHTA
nuarHoctukd MJIC 1o aTel cMepTH HE3aBHCUMO OT €€ MpH-
YMHBI I MTOCIIEAHEr0 HaOMIONeHUS OOIEHOTO BPAvuoM.

PesyasTatrel mu obcyxaeHue

B cooTrBeTcTBUM C KpUTEPHUSIMU BKIIOUCHHS U WC-
KITIOUEHUs ObIIM 0TOOpaHbl uctopun 0osne3nu 40 0omb-
HbIX M/IC de novo B Bo3pacte ot 28 10 84 mnet, odciemno-
BaHHBIX B remaronorudeckoit knmanke PHUUIT ¢ 1995
mo 2011 r. Mennana BpeMeHH HaONIONEHUS COCTaBHIIA
11 mec (1—59 mec).

Ha mepBom »srtame ObIIM MpoaHATH3UPOBAHBI pe-
3yJBTaThl KAPUOJIOTHYECKOTO HccieoBanus. [l aToro
OOJIBHBIX paclpeieNii Ha TPHU TPynmbl: 1-s rpymnma
(n = 20; menuana Bo3pacra 67 JET) — C OJUHOYHOUN
nenenueit del(5q); 2-s rpynna (n = 4; MeauaHa Bo3pac-
Ta 70 neT) — c OJHOM JOMOJHUTEIHLHOW XPOMOCOMHOM
abeppanueit; 3-1 rpynmna (n = 16; mMenauana Bo3pac-
Ta 64 TOIa) — HE MEHEE YeM C JIByMsS XPOMOCOMHBI-
MU abeppanusiMu. Y OONBHBIX 2- TPYIIIBI C TBOMHOM
abepparueit nomomHUTENbHBIC K del(5q) muroreneTnye-
CKHe TIOJIOMKH ObuTH mpezactarieHsl del(20q), del(8q),
del(1q) m moHOCOMHEI 18-if Xxpomocombl. B 3-if rpymme
C KOMIUIEKCHBIM KapHOTHIIOM Y 14 OOJIbHBIX KOJTMYECTBO
abeppauuii Obl10 OoMICe 3.

B 1-ii rpynmne 00abHBIX ¢ U30JIMPOBAHHOM Jenenuen
del(5q) pacnpenenenue MJIC no BapuanTam ObLIO Clie-
JIYIOIIUM: C 5q-cuHAPOMOM — 9 OoJibHBIX, ¢ PA — 3,
PAUB-1 — 5, PAUB-2 — y 3 GonbHBIX. Y OOJNBHBIX €
OJTHOM JIOTIOJTHUTEILHON abeppaliueii ObUTH AMarHOCTH-
posansl PA (n=2), PAUB-1 (n=1) u PAUB-2 (n=1). U3
16 GOJBHBIX ¢ KOMITJICKCHBIM KapHOTHIIOM Y 15 B myH-
krate KM BBISBICHO M30BITOYHOE KOJMYECTBO OIacT-
HBIX Ki1eToK: 7 6onmpHBIX PAUB-1 1 8 60mpHBIX PAUB-2.
U tonmpko y 1 6ompHOTO BepuUIIMpOBaH BapuaHT C KO-



lematon. v TpaHcdyauon., 2013, 1. 58, Ne 1

1,0
0,9
0,8
0,7
0,6
0,5
0,4
0,3
0,2
0,1
0,0
-0,1 = T T T T T T

0 10 20 30 40 50 60 70

Bpewms, mec

p=0,000; log-rank

OB, %

del(5g)+1 pononHutensHas abeppauusi, Me 17,2 mec
del(5g)+>2 pononHutensHas abeppauus, Me 6,0 mec

Puc. 1. OGmast BBKHBaeMOCTb M BAPHAHTHI KAPHOTHIIA.

JMYECTBOM OJIACTHBIX KJIETOK MeHee 5%: pedpakTepHas
LIUTONEHHUSI C MYJIBTHIIMHEHHOMN AUCTUIa3uei.

Mennana OB 00nbHBIX B TpyIIax ¢ M30JIMPOBAHHOMN
del(5q), del(5q) B cocTaBe mBOIHOI abeppannuu U KOM-
IJIEKCHOTO KapuoTtumna cocraBuina 17,5, 10,3 u 6 mec co-
orBercTBeHHO (p = 0,000).

[Ipu cpaBHUTENTHFHOM aHaNM3€ TIOKA3aTenel OTHeIb-
HBIX TPYMII HE YCTAHOBJICHO 3HAYMMOT0 Pa3jInuus B Me-
muane OB 6obHBIX ¢ n3onupoBanHoi del(5q) u 1BoitHOM
abeppanueit (p = 0,819). [lanHast Haxo/Ka MMOCITYKUIa
OCHOBaHHUEM [Tl 00bEANHEHHSI OOJIBHBIX U3 YKa3aHHBIX
rpymnn B ogny. Meanana OB 6oibpabix MJIC de novo ¢
n3onupoBaHHoil del(5q) u nBolHON abeppanueii ObluIa
CYIIECTBEHHO Jy4Ille, YeM OONIbHBIX, Y KOTophix del(5q)
BXOJIHJIA B COCTaBE KOMIUIEKCHOTO KapuoTtuma: 17,2 mec
npotuB 6 Mec cooTBeTcTBeHHO; p = 0,000 (pmc. 1).

st OOBSICHEHHSI pa3udusl B BBDKUBAEMOCTH OOJIb-
HBIX C Pa3HBIMHU BapHaHTaAMH KapUOTHIIA JIOTIOITHUTEIb-
HOMY aHaJH3y TOJIBEPINIA TaKue KIMHUKO-TeMaTOJIOTH-
yeckue nokaszarenu, kak [PSS-BapuaHThl, MOHOCOMHBIN
KapuoTun u Tpancopmarusa B OMJL.

Huszkuit u npomexyrtounsiii-1 IPSS-Bapuants! ycra-
HOBWJIH Yy MOIaBJisiroliero oonpmmHcTBa— Yy 19 (79,2%)
u3 24 6obHBIX ¢ m3onupoannoit del(5q) u del(5q) B co-
cTaBe JBOWHOI abepparuu. B To e Bpems y
Bcex (100%) GompHBIX HE MEHee YeM ¢ 2 110-
MOJTHUTEIFHBIMH XPOMOCOMHBIMU abeppa-
[ASIMH BEPUPHUITUPOBAH ITPOMEKYTOTHBIH-2

1,0
0,9
0,8
0,7
0,6
0,5
0,4 1
0,3
0,2
0,1+
0,0
'0,1 T T T T T T T

p=0,000; log-rank

OB, %

Bpewms, mec

Bnactbi<5%, Me 18,8 mec
bnactbli>5%, Me 9,0 mec

Puc. 2. O01mas BEDKABAEMOCTH U KOJMUECTBO OJIACTHBIX KJIETOK B KM.

TPECCHIO C YBEIIMYCHUEM KOJIMYECTBA OIACTHBIX KIIETOK
B KM 1o menee 19% u y 2 (14,3%) O0NbHBIX KOHCTATH-
poBaH JeiKko3HYI0 TpaHcdopmariuio (Tadu. 1).

Ha BTOpom »3Tare mccriemoBaHUs aHAIW3y TIO/ABEP-
raly JaHHble W3ydeHUs: MOPQOJOTHUECKHX Ipernapa-
toB KM. [ly11 3TOTO OBLITH CPOPMUPOBAHBI TPH TPYTIITHI
OOJIBHBIX: C KOJIMYECTBOM OJIACTHBIX KJIETOK MeHee 5%
(n = 15; menuana Bo3pacta 70 ner), 5—9% OnacTHBIX
KJIeTok (n = 12; meaunana Bozpacta 66 jer), 10—19%
OnacTHBIX Ki1eTok (n = 13; menuana Bo3pacrta 64 rona).

Meauana OB OOJIBHBIX C KOJIMYECTBOM OJIACTHBIX
KkineTok menee 5% — 18,8 mec, 5—9% OmacTHLBIX Kile-
ToKk — 8,5 mec u 10—19% — 8,7 mec (p = 0,001). Ha-
psay ¢ 3tuM OB 00JIbHBIX ¢ H30BITOYHBIM KOJIMYECTBOM
omactHeIX KIeTok B KM He pazmmuanacek (p = 0,909).
DTO TO3BOIMIIO OOBEAMHUTH BCEX OONBHBIX C KOJIHYE-
CTBOM OJacTHBIX KJIETOK 5% u Oojee B OOHY IpyIILy.
Mennaga OB OOIBHBIX ¢ KOJIAYECTBOM OJIACTHBIX KJIE-
Tok 5% u Oonee OblIa 3HAYUTENBHO XyXKe, YeM O00Jb-
HBIX C KOJIMYECTBOM OJACTHBIX KJICTOK MeHee 5% (9 u
18,8 mec coorBetrcTBeHHO; p = 0,000; puc. 2).

[To pe3ynbraraM CpaBHUTEILHOTO aHAJIM3a OTIEIb-
HBIX XapaKTEPUCTHK OOJIBHBIX C KOJTHMUECTBOM OJIACTHBIX
kietok B KM menee 5% u He MeHee 5% yCTaHOBIICHO,

Tabnuia 1

XapaKTepl/lCTl/IKa rpymnm 60.]'1]>HI>IX, BbIJACJICHHBIX 110 BADUAHTY KapuHoTHIIa K KOJIUYe-

CTBY 0/1aCTHBIX KJIeTOK B KM

¥ BBICOKHHU IPSS—BapI/IaHT. Kapuorun Bnactuele kierkn 8 KM
V)
¥ 11 (68,8%) u3 16 GombHEIX c del(5q) Bapuant MSOIMPOBAMHAA 1|y \mnexe- | menee 5% | 5% n Gonee
U HE MeHee 4YeM C 2 JONOJHUTEIbHBIMH nBoitHas abeppa- © = - -
Y el (n=16) | (n=15) (n=25)
abeppaunsiMu XapakTep LUTOTeHETHYECKUX s (n = 24)
MOBPEKJCHUN COOTBETCTBOBAJ KPUTEpHUSIM  bractubie kierkn menee 5% 14 1
MOHOCOMHOI0 KapuoTtuna. Hampotus, cpe-  Bractubie kinerxu 5% 10 15
au OOJBHBIX C JBOMHOU a6eppauHeI/I TOJIBKO  Hyskuii u npoMeskyTou- 19 (79,2%) _
y 1 (4,2%) c nuarnozom PANB-1 Bropas mo-  mwrii-1 IPSS
JIOMKa ObLIa IMPEeICTaBIeHa MOHOCOMHUEH. TIpoMesKyTOUHBIH-2 1 BBICO- 5 (20,8%) 16 (50%)
Tpanchopmanuss B OMJI umenach y 8  xuit IPSS
(50%) OONBHBIX C KOMILUIEKCHBIM KApPHUOTH-  MoHOCOMHEI KAPHOTHIT 1 (4,2%) 11 (68,8%) — 12 (48%)
oM. B vrpygne C M30IMPOBAHHOH del(5q) Tporpecens 2 (14.3%) _ 167%)  1(4%)
ABOMHOM aOCPPALMCH YXYAUICHNC TCUCHUA — p o4 oovawms & OMIT 2 (14,3%) 8 (50%) —10(40%)
MJIC 0Opu10 OoJiee peAaKuM COOBITHEM: Yy
Menuana OB, mec 17,2 6 18,8 9

2 (14,3%) 60onpHBIX 3apETUCTPUPOBAIIH IIPO-
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yto y 12 (48%) 13 25 OOMBHBIX C U30BITOUHBIM KOJTHYE-
CTBOM OJTACTHBIX KJIETOK IIUTOT€HETHYECKHE N3MEHEHHS
COOTBETCTBYIOT OIIPENEICHUI0 MOHOCOMHOTO KapHo-
Trma. B TO ke Bpemst HH y OZHOTO W3 OONBHBIX, Y KO-
TOPBIX B MHUEJIOTPaAMME CONIEpKaHUe OIaCTHBIX KIETOK
Obu10 MeHee 5%, He 3aduKcupoBaHo MoHOcoMuil. IIpo-
rpeccust M/IC nmenacey y 1 GombHOTO ¢ MeHee 5% u 'y
1 GONBHOTO C KOMMYECTBOM ONAaCTHBIX KIETOK HE MEHEE
5%. Onnako Tpancopmanus B8 OMJI Ob11a 3apeructpu-
pOBaHa TOJNBKO Cpeiu OOJBHBIX C U30BITKOM OJIaCTHBIX
kietok: y 10 (40%) u3 25 6onpHBIX (cM. TaduI. 1).

MHorogaxkTopHbIi aHAJIN3 TIOKA3aJl, YTO KAPHUOTHIT —
n3onmpoBanHas del(5q) u del(5q) ¢ omuHOYHOH 10O-
TIOJTHUTENRLHOW abepparueit nmpotus del(5q) B coctase
KOMITIEKCHOTO KapuOTHIA — W KOJMYECTBO OIaCTHBIX
kietok B KM (menee 5%, a Takxe 5% u Oomee) sIBISIOT-
CSl CAMOCTOSTEIHHBIMHU TIPOTHOCTHYECKUMU (haKTopamMu
(»p = 0,000 u p = 0,044 cOOTBETCTBEHHO).

Bri0op Taktuku snedenust 6onpHbIX M/IC, Tepanes-
TUYECKOI0 TIOCOOUSI M €r0 MHTEHCHBHOCTH 3aBUCHUT OT
MHOTHX (DaKTOpPOB H, MPEKAE BCEro, OT MPOTHO3a, T. €.
BEpOsITHOCTH TpaHcopmanuu 3adoneBanust B OMJI u
0KHUJ1aeMOH MPOIOJIKUTETHLHOCTH JKHU3HH.

[IporunozupoBanue Tteuenuss MJIC HaumHaeTcss Ha
JTame JUArHOCTUKH 3aboneBanus. Bepuduxarmus on-
HOTO W3 BapuaHTOB To kiaccudukarmuun BO3 yxe mo-
3BOJISIET OTHECTH OONBHOTO B TPYIILY C OTPEIEICHHBIM
PHUCKOM TIPOTPECCHH M BEPOSITHOCTHIO BEIKHBAEMOCTH.
Baxxnyro poinb mpu 3TOM Hrpaer aHaiau3 MopgoIoruie-
ckux npenaparoB [IK u KM, no3Bossitoliuii OLlEHUTH
Ka4eCTBEHHBIC WM3MEHEHUS KJIETOK U TIOACYUTATh KO-
JIMYECTBO OJACTHBIX KJIETOK. YBETHMUEHHE COACPIKAHMS
OnacTHBIX KIeTok B KM compsbkeno ¢ yxyamenuem OB
W BBICOKMM puckoM Tpancgopmanuu B OMJI [11, 17,
19, 20]. U. Germing u coasr. [17], npocieauB TeueHUES
oone3nu y 1095 OONbHBIX, BBISIBUJIM, YTO BEPOSTHOCTb
MIPOTPECCUU B TeUEHHUE 5 JeT mocie nuaraoctuku MJIC
pasznuvaeTcs MpH pa3HbIX BapHaHTax. TpaHcopMarius
B OMJI 6pu1a KOHCTaTHpOBaHA MeHee 4eM y 2% 06oIb-
HeIX PA n PA ¢ xombrieBeiMu cuaepoOmactamu, y 10%
OONBHBIX pepaKkTepHON ITUTONICHHEN ¢ MYIBTHINHEH-
HOW amcruiazueil u 5q- cunzpomom, y 11% OonbHBIX
PANB-1 n'y 40% Gomnbubix PAUB-2.

He menee cuiIbHBIM NPOTHOCTUYECKUM MOTEHLIMA-
JIOM, YeM KOJIM4YeCcTBO OnacTHbIX KieTok B KM, obnana-
et kapuotui [17]. CornacHo mikane PSS, y GombHBIX
MJIC de novo BBIIENAIOT TpU BapuaHTa KapUOTHUIIA:
HU3KUH (HOpMaJbHBINM, M3onupoBanHas — Y, del(5q),
del(20q)), moxoit (mobast abeppanus 7-i XpOMOCOMBI,
MTOBPEX/ICHNSI HE MEHEe TPEX XPOMOCOM) M TPOMEXKY-
TOUHEIH (Bce ocranmbHbie) [10]. MnentudunnpoBaHabe
B IIKaJIe IUTOTEHETHYECKHEe TTOBPEXKICHUS HE OTpaXka-
IOT BECh CIIEKTP XPOMOCOMHBIX abeppanuii, BCTpedaro-
mwxcst y 6ompHBIX MJIC. Tem He MeHee TpeyIoKeHHOe
MoJIpa3/ieIeHne KapruoTHIIa B COBOKYITHOCTH C OIEHKOH
KOJIMYECTBA KOCTHO-MO3TOBBIX ONACTHBIX KJIETOK U YHC-
na nuroneHuii B [1K mo3Bossier ycTaHOBUTH OIMH U3 Ye-
ThIpeX MporuocTuyeckux [PSS-BapuanTos.

Pesynbrarel oOcienoBanus OOJBIIOTO KOJIMYECTBA
OOJIbHBIX, BBIMOJIHEHHOTO HECKOJIBKUMHU HCCIe0Ba-
TENBCKAMH TPYIIIAMH, CIOCOOCTBOBAIU YTOUHEHHIO
MIPOrHOCTHYECKOTO 3HAYEHHUS LENOT0 psa OAMHOYHBIX

6

U MBOMHBIX abepparuii [14, 15]. D. Haase u coasr. [15]
YCTaHOBWIM, YTO JIeJIeNUsl JJIMHHOTO Tjieda S-i XpoMo-
COMBI SBIISIETCSl IIUTOTEHETHYecKoH Haxoakor y 30%
OONMBHBIX C HapyIICHUSAMH Kapuoruma. Mennana OB
0ompHBIX ¢ u3onupoBaHHO# del(5q) cocramser 80 mec.
DTO CyIIeCTBEHHO MPEBOCXOIUT MOKa3aTelu OONBHBIX,
Yy KOTOPBIX OOHAPYXHBAIOT OJHY JOTOJHUTEIBHYIO
abeppauuio WiM KOMIUIEKCHbIH kKapuotun ( 47 u 7 mec
COOTBETCTBEHHO).

3HAYUTENBHBIA HHTEPEC FeMATOJIOTOB K CITy4asiM C Jie-
nenueit del(5q) oObsCHsIETCS HECKOIBKUMU MPUYUHAMHU.

Bo-niepBbIx, 3T0 01HO U3 HauboJee YacTo BCTpeyae-
MBIX TOBpEXJIeHUN Kapuotuna y OompHbIXx MJIC [14—
16, 21, 22], BO-BTOPBIX, YHUKAJICH OMOTOTHYCCKUN (PeHO-
UM 5q- cuaapoMa [23, 24]. Y Bcex OOMBHBIX 5q- CHHAPO-
MOM UMEETCS TaK Ha3bIBAGMBIH OOIIIHIA TeTeTHPOBAHHBII
peruoH (common deleted region, CDR). Pazmep CDR co-
crapisier 1,5 MO, pacnionoxkeH oH B paiione 5q32—5q33
Mexny renamu D5S413 u GLRAI u conepxut 44 reHa.
BosHukaromas BeieicTBHeE 3TOT0 TarIOHE0CTaTOYHOCTh
reHoB SPARC u RPSI14, a taxxe mukpoPHK miR-145 n
miR-146a mpuBoauT K (HOPMUPOBAHHIO THITUYHOU ISt
5q- cuHIpOMa KIMHUKO-TEMaTOJOTMYECKOH KapTHHBI.
B-Tperbux, 310 00bsicHICTCS PPEKTUBHOCTBIO JICHAH-
nomuna y 6onmsHbIX M/IC ¢ del(5q) ¢ Hopmanu3arueii mo-
kazareneit 11K, 3HaunTenbHBIM CHIDKEHHEM TTOTPEOHOCTH
B [EPEJIMBAHUSIX SPUTPOILIMTHON MacChl U CYIIECTBEHHON
penyknreil oo0beMa MaToNIOTHIECKOro KIIOHa BIUIOTH 0
TIOJTHOTO MCYEe3HOBEHMs abeppaHTHBIX MeTtadas [24] wu,
HaKOHell, — BapualOelbHOCTBIO TEYCHHUSI.

brnaronpusiTHBIM TeUeHWEM OTIMYaeTcs 5q- CHH-
JIpOM: JIeHKO3Hash TpaHcoOpMalus SBISETCS KpalHe
penkum cobbiTuem, OB G0nbHBIX accolMUpoBaHa Ipe-
MUMYIIECTBEHHO C BO3PAcTOM, 3aBUCHMOCTBIO OT TpaHC-
(Gy3uii DOHOPCKHUX DJPHUTPOLHUTOB M KOHLEHTpaIuen
tpomboruToB B 1K [17, 25, 26]. HeoOx0numMo y4uThI-
BaTh, 4TO 5qQ- CHHIPOM IPEICTaBISCT JIUIIb HEOOIb-
uryto yacte MJIC ¢ usonuposannoi del(5q).

Hawnxynmme mokaszarenun 3auKCHPOBaHbBI Y OOIBHBIX
C KOMIUIEKCHBIM KapHUOTHUIIOM, T.€. TIPH COUYETaHHUH Jielie-
mmu del(5q) ¢ aByms u Gosee JOTMOTHUTENFHBIMU XPO-
MOCOMHBIMHU abeppanusMu. B aTom ciydae Takoit Mop-
(homornveckuil mokasarelb, Kak co/iep:kaHue OIacTHBIX
xietok B KM, Hepenko Tepser cBoe MPOrHOCTUYECKOE
3HaueHune. Ecin menunana OB GonbHBIX ¢ M30IMpOBaH-
Hoii del(5q) u komudecTBOM O1acTHBIX KiIeTok B KM Mme-
Hee 5% cocraniser 24 Mec, TO 'y OOJIbHBIX C KOMILIEKC-
HBIM KapUOTHUIIOM M KOJMYECTBOM OJIACTHBIX KJIETOK B
KM menee 5% — Tonbko 7—S8 mec [27].

Uro kacaercs ciydaeB ¢ del(5q) ¥ omHOM IOMOIHH-
TEIBHON abepparuei, To omyOIHKOBaHHBIC TaHHBIC HO-
CAT HEOMHO3HAYHBIN Xapakrep [25, 28—30]. M. Mallo
1 coaBT. [25] He oOHapyxwmm pazauunst B OB 0onbHBIX
MJIC de novo ¢ nzonuposannoii del(5q) u del(5q) B co-
cTaBe J1BOHOI abepparun (69 u 55 mec; p =0,131). B 1o
ke Bpemst A. Giagounidis 1 coaBT. [28] BBISIBUIIH yXy/IIIIe-
Hue OB OoybHBIX C JTBOWHOMW abepparueii: 45 Mec mpo-
tuB 145 Mec y 6ombHBIX ¢ n3omupoBanHoi del(5q). Co-
miacHo AanHbiM H. Kantarjian u coasrt. [29] BhIfeneHue
TpeX BapUaHTOB KapHoTHIla — u3oupoBaHHo# del(5q),
del(5q) ¢ omHO¥ U ¢ ABYMSI TOTIOJTHUTEILHBIMU abeppariu-
MU 1 00JIee — TI03BOJISIET CTPATU(UIIPOBATH OOITBHBIX
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Ha TPYMIIBl ¢ Pa3HOM BbDKMBaeMocThlo. Meauana OB B
rpymmax cocrasuna 33, 17 u 12 mec (p < 0,001), a 2-net-
w11 OB — 64, 40 u 34% cootBerctBenHo (p < 0,001).

B nvoBoi#1 pemakmmm PSS (revised, R-IPSS) [31] ciry-
gau ¢ m3onupoBanHoi del(5q) n del(5q) ¢ ogHOMN HOTTOIN-
HUTENbHOW abeppalireii 00beAMHEHBI U BKIIFOYEHBI B CO-
CTaB TPYNIBI XOPOIIETO MPOTHO3a, B KOTOPOW MeTuaHa
OB 06onbHBIX cocTaBisieT 4,8 Tona (Tadu. 2).

Pesynbrarel cOOCTBEHHOTO HMCCIIEAOBAHUS MOATBEP-
xnart rereporenHoctb MJIC de novo ¢ del(5q). Cuy-
yau ¢ del(5q) MoryT OBbITh IpeCTaBICHBI pa3HBIMH MOP-
¢donornyecknmu Bapuantamu. [emenust del(5q) wacto
coyeTaercs C OJHOW JOMOJNIHUTENbHOW abeppareil u
6oee. Bo MHOTHX citydasix XapakTep JOMOTHUTEIbHBIX
[MTOTEHETHYECKUX TTOJIOMOK COOTBETCTBYET OIpesiee-
HUI0O MOHOCOMHOTO KapuoTuma. BepknBaeMocTh 00Ib-
HBIX BapbUpyeT W 3aBUCUT OT BapHaHTa KapHOTHIIA U
KOJIMYecTBa OacTHBIX Ki1eToK B KM.

OxugaeMoil HAXOAKOU CTaNI0 Pa3IMyuKe B pacmpese-
JieHnW BapuaHToB Kapuotumna u IPSS cpean GonbHBIX ¢
KOJIM4eCTBOM OJylacTHBIX KiieTok B KM menee 5%, a Tak-
ke 5% u 6onee [15]. denenus del(5q) B Buae uzonupo-
BaHHOU U JIBOIHOM abeppaiuu okasaaach 0ojiee 4acToi
Haxonkol y OonbHBIX PA, a B cocTaBe KOMIUIEKCHOTO
kapuotuna — y 6ompHBIX PAUB. Ciaemyer oTMETHUTS,
YTO B OOJBIIMHCTBE CIY4aeB C TPEMsI XPOMOCOMHBIMU
abepparusaMu 1 601ee IMEIICS MOHOCOMHBIN KapHOTHII,
KOTOPBIA, Kak OBUIO YCTAaHOBJICHO paHee, aCCONMUPOBAH
¢ Kpaitae HeOmaronpusaTHeIM TeuenneM MJIC [22, 32].
B mkane R-IPSS MoHOCOMHBIN KapUOTHI CHELIMAIBHO
HE OTOBOPEH, HO BBIIETICH BapHAHT OYCHb IJIOXOTO Ka-
puoTuna JUTst Cy4YaeB ¢ YeThIPbMS IIUTOTEHETHYECKUMU
oJIOMKaMu u 6onee. B To sxe Bpems y 01HOro 60IbHOTO
MOHOCOMHBIH KapUOTHUI OBbLI MPEJICTABICH ABYMS XPO-
MOCOMHBIMU abepparusamu [18].

[penamonaraembiM ctano u yxyamenue OB 0omb-
HBIX, Y KOTOpBIX B KM OBLIO BBISIBICHO H30BITOYHOE CO-
nepkanne OmacTHeIX KieTok [11, 17, 19]. Omnako pas-
manst B OB OOMBHBIX ¢ KOTMYECTBOM OJACTHBIX KIETOK
B KM 5—10 u 10—19% He BbIgBIIeHO. BO3MOXHO, 3TO
pe3ynbTar HeOONbIIOro Yucia OONBHBIX, BOIIEANINX B
WCCIIEZIOBAHUE, XOTS HEJb3s UCKITIOUYUTH 3HAUCHUE TshKe-
CTH COCTOSTHHSI OOJIBHBIX, KOTOPast HE3aBUCUMO OT KOITH-
4yecTBa OJIACTHBIX KJIETOK MOTpeOoBalia He3aMeIUTEb-
HOM rOCIUTAIHM3AIMY B TEMATOJIOTUYECKYO KIIMHUKY.

Hu3skasi BEDKMBaeMOCTh OOJNBHBIX C KOMILJICKCHBIM
KapHOTHUIIOM BIIOJIHE 3akoHOMepHa. OHa 0oOBsCHSAETCS
BBICOKOH yacTtoTol Tpancopmarmu B OMJI u3z-3a Ha-
JIMYMS BTOPOTO HETraTUBHOTO (pakTopa (M30BITOYHOTO KO-
JMYEeCTBa ONACTHBIX KJIETOK), UMEBIIETOCs B OOJBITNH-
cTBe cimydaes [33].

BrpkuBaeMocTh 00TBHBIX ¢ M30HpoBaHHON del(5q)
u del(5q) ¢ ogHOM AOTTOTHUTETHLHON abeppartueii 3Haun-
Mo mipeBbitiana OB GOJIBHBIX € TpeMsT XPOMOCOMHBIMHU
noJoMkaMu 1 Oonee. JlaHHas HaXofKa COOTBETCTBYET
JIAHHBIM ONHUX aBTOPOB [25, 30, 31] u He coBnagaer ¢
coobOmenusmu Apyrux [15, 28, 29]. [Ipuuun 1j1st 3T0T0
HECKOJIbKO. Bo-T1epBbIX, pa3HOe KOIMYECTBO OONBHBIX B
Pa3HBIX HCCIEOBaHUSAX. BO-BTOPBIX, HEOTHOPOIHOCTH
cocraBa OONBHBIX IO BO3pAcTy, MOP(OIOTUIECKUM U
MIPOrHOCTHUYECKUM BapHaHTaM, JIOKAIU3allui MeCTa I1o-
BPEXICHHSI JUIMHHOTO IJIe4a 5-i XpOMOCOMBI, HAJTUYHIO

Tabnuma 2
Bapuantsl kapuoTuna nmo mxaje R-IPSS [31]

Menna- | Tpancdopmanust
na OB, B OMJI (25%
TOJIbI OOJIBHBIX ), TOJIBI

-Y del(11q) 5.4

Bapuanr npo-

Bapuant xapuoruna
rHO3a

Oyenb X0po- He nocturnyra

I

Xopoumit HopmanbHblit 4,8 9,4
del(5q)
del(12p)
del(20q)

JlBoitHas abepparusi ¢

del(5q)

IIpomexyrou- del(7q) 2,7 2,5
HBII +8
+19
i(17q)
JIrobas npyras oxn-
HOYHAs WIH JBOMHAS

abeppanus

ITnoxoit -7 1,5 1,7
inv(3)/t(3q)/del(3q)
JlBoitHas abepparusi ¢
-7/7q-
KomruiekcHblit kapuo-
tur (3 abepparun)

QueHb 110~ KoMmruiekcHBbII KapuoTHIl 0,7 0,7
X0l (6onee 3 abepparimii)

WM OTCYTCTBHU HOpMaJbHBIX MeTada3. E. Estey u co-
aBT. [34] B 2000 r. onmyOnmuKOBaj M NaHHBIE, COTJIACHO
KOTOPBIM OOHapy>KeHHE XOTA Obl OJHONW HOpPMalbHON
MeTadasbl yBeIHMYUBaET BKMBAEMOCTb 001bHBIX MIC
u OMJI ¢ moBpexxaAeHUAMH S5-1 W/ 7- XpOMOCOMBI.

OpHako, MO MHEHHUIO aBTOPOB CTAaThH, XapakTep Te-
yeruss M/JIC ¢ del(5q) B cocraBe nBoiHON abeppanuu
3aBHCHT TPEXKJIEe BCEr0 OT XapakTepa JOMOIHUTEIHHON
[IUTOTEHETHYECKON TOJIOMKA M CTETIeHH BOBIICUEHUS
BO3HUKAIOIINX TMPH 3TOM MOJEKYISIPHO-TEHETHIECKUX
MTOBPEX/ICHNH B TIPOTIECC AeCTaOMIN3aIK TeHOMa T1a-
TOJIOTHYECKOTO KJIOHA, T.€. CTIOCOOHOCTH JIOTIOTHUTEIb-
HOW abeppanuy CHpOBOLMPOBATh MIM YCKOPUTH TEMII
nporpeccun MJIC.

VYeranosneno, yro OB 6onbabIx ¢ del(5q) u moBpex-
JIEHUSIMU 7-i1 XpOMOCOMBI HE OTJIIMYAEeTCsl OT TOKa3aTenen
OOJIbHBIX C KOMIUIEKCHBIM KapuoTurioMm [29]. OnHako, co-
miacHo R-IPSS, nanHblii BapuanT ABOWHOM abeppanuu
cienyer 0003Ha4YaTh Kak "-7/7q- ¢ IONOJHUTEILHON abep-
patmeil" ¥ OTHOCUTDH K TPYIIIE TUIOXOTO MPOTrHO3a, BKIIO-
Yaroliel B TOM YHCIIE M CIIyYau ¢ TPEMSI XPOMOCOMHBIMHU
abeppammsivu. Memnana OB OONBHBIX B JTAHHOW TpyTITIE
cocraBisieT 1,5 roga (cM. Tadum. 2). Jpyroii muroreHeTn-
YECKOM ITOJIOMKOM, CITOCOOHOI OKa3aTh HEraTMBHOE BIIM-
saue Ha tedenne MJIC c¢ del(5q), moxer ObITh MOHOCO-
MU JIOTIOJTHUTEITBHOM XPOMOCOMBI, 32 HCKIIOYEHHEM
Y-xpomocomsl. Kpaiine HeOnaronpusTHoe TeUEHUE OTME-
4eHo y OonpHOro PANB-1 ¢ nononnurensHol abeppanueit
B BHJIe MOHOCOMUH 18-i1 Xxpomocomsl: uepe3 10 Mec nocre
nmuarHoctukr MJIC GonbHOM yMep OT OCIOXKHEHHI, pa3-
BUBILHXCS B pesyiibTare Tpanchopmaryy B OMJIL.

Jpyrum (akTopom, CrIOCOOHBIM CYIIECTBEHHBIM 00-
pa3oM MOBIHUATE Ha ecTecTBeHHOE TeueHue MJIC, sBiis-
eTCs KOM4ecTBO OmacTHBIX Ki1eTok B KM. OcHoBanmem
JUTSL TAKOTO 3aKJTIOYCHHUS CITy’KaT Pe3yJIbTaThl MHOTO(aK-
TOPHOTO aHaJIH3a, CBUICTEIbCTRYOIINE O TOM, YTO U Ka-
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PHUOTHI M KOJIUYECTBO OacTHBIX KiIeTOK B KM sIBIISIIOT-
Csl HE3aBUCHUMBIMU MapKepaMmH IpOTHO3a, T. €., aHaJlu-
3upys naHHbIe oOcienoBanus 60mpHBIX M/JIC ¢ del(5q)
B COCTaBe JABOWHOU abepparuu, HeOOXOIUMO OJHOBpE-
MEHHO OIICHWBaTh pe3yJbTaThl ITUTOTCHETHYECKUX U
MOpP(OIIOTHYECKUX METOJIOB HcciienoBanus. MimocTpa-
1uei MoXKeT OBITh UCTOpHS Oose3Hu O00BbHOM 70 JeT ¢
muarno3oM PA u kapuortunom del(5q)(q13q33);del(20)
(q12), koTopas moy4aeT peryispHble TpaHCPY3UU IPpH-
TPOLIUTHOW MAaCChl U DMH30JMYCSCKU XEJIaTOPhI Kele3a,
y HEe HE OTMEYAaeTCsl MPOrPEeCcCUU OOJIe3HU B TECUCHHUE
48 mec. YnoMuHas 3Ha4Y€HUE KOTUYECTBA KOCTHO-MO3-
TOBBIX OJIACTHBIX KJIETOK, HEOOXOAMMO 3aMETHTh, YTO
B R-IPSS mpemnokeHo BeImensTh 4 MPOTHOCTHYCCKUE
TPYIIBI TI0O COAEPKaHUIO OJMACTHBRIX KiIeTok B KM: mo
2%, 2—5%, 5—10% u 60m1ee 10%, KOTOPBIM TIPHUCBOE-
vE1 0, 1, 2 1 3 6amra cootBeTcTBeHHO [31]. DTO eme pa3
MOTYEPKUBACT 3HAYCHUE, KOTOPOE MPHUIACTCS JaKe He-
OOJIBIIIOMY YBETMUYEHHIO 00beMa KIIOHATBHBIX KIETOK.

[Iporuosupys Teuenne MJIC c del(5q) HeoOxomumo
MIPUHUMATh BO BHUMaHHE U TaKOW BaXKHBIM (pakTop, Kak
3¢ dekT MmpoBoAMMON Teparnuu. PerynspHble nepenuBa-
HUSI JIOHOPCKHX 3PUTPOLIUTOB, CBOCBPEMEHHOE IPHUCO-
SIMHEHNE XEeNaTOPOB JKeje3a, Ha3HAuYCHUE DPHUTPOI0I3-
CTUMYJTUPYIOIIUX MM THIIOMETHIMPYIOIIUX TPEapaToB,
npoBenenue amwtoreHHod TI'CK mo3BOiAIOT HE TOMBKO
VIAYYIIUTh BBDKABAEMOCTH OOJBHBIX, HO B psifie CIydaeB
KOPEHHBIM 00pa3oM HM3MEHHTH XapakKTep eCTECTBEHHOTO
TedeHus 3abonesanus [2, 35—38]. Hebompimoe xommde-
CTBO OOJIEHBIX B WCCIICIAOBAHUM, JIJIS JIEUEHHUS KOTOPBIX
OBUTH TIPUMEHEHBI pa3Hble BApUAHTHI TEPAITEBTUYECKOTO
ocoOusi, He TIO3BOJIMJIO OLIEHHUTH BIMSHUE JaHHOTO (pak-
Topa Ha OB 0OJIBHBIX B TIPOBEJICHHOM UCCIICIOBAHUMY.

Takum oOpa3om, HeCMOTps Ha To uto ciaydau MJIC
c del(5q) u onHOM HOMONHUTENBHOM abeppanuneil B pam-
kax R-IPSS mpencraBieHsl OMHUM BapHaHTOM XOPO-
IIETO MPOTHO3a, PE3yNIbTaThl COOCTBEHHOTO HCCIIEIOBA-
HUS B COBOKYIHOCTH C J@HHBIMH JIPYTHUX aBTOPOB [25,
28—30] 3acTaBIAIOT MPOSBIATH 0COOYIO0 HACTOPOXKEH-
HOCTB K OTOU Tpymre OONBHBIX. BO3MOXHOCTH coueTa-
Hus del(5q) ¢ m0OBIM BHIOM TIOBPEXKIECHUS OIHOW W3
23 XpOoMOCOM JIeJIaeT WLUTF030PHOH 3a/1a9y HAKOIIUTh Ta-
KOif 00beM KIMHHYECKOTO Marepualna, KOTOPBIA T03BO-
JIWIT OBl OIIEHUTh IPOTHOCTHYECKYHO 3HAYMMOCTh OJTHON
13 BEpPOSTHBIX KOMOUHAIMi. TeM caMbIM OnpaBIaHHBIM
MIPEJICTABIISICTCS TIOUCK JIOTIOTHUTEIBHBIX KIMHHYECKUX
1 JIaOOpaTOPHBIX MAapKEPOB PUCKA, U3 KOTOPBIX HanOO-
Jiee MPUBJICKATCILHBIMU MPEJCTABIISIFOTCS IOKA3aTeH,
XapaKTepU3yroIue OHONOTHYECKUH (eHOTHIT OnacT-
HBIX KJIETOK. [lepcreKTUBHBIMU (haKTOpaMH MPOrHO3a y
601pHBIX MJIC MOTYT OBITH HEKOTOPBIC W3 OOHAPYIKEH-
HBIX MYTAIlMil W HapyIIeHUs SKCIIPECCHU T€HOB, TAaKUX
kak RUNXI, TP53, EZH2, NRAS, CBL, IDH?2 [39, 40].
Kakue n3 3TuX MONEKyISIPHO-TeHETHYECKUX TeHeTHYe-
CKUX ToBpexIeHni npumeHuMbl it MJIC de novo c
del(5q) B Buae n301MpOBaHHOM abeppauny WK ¢ OOJHON
JIOTIOJTHUTEIILHOU IIUTOTeHETUYECKON aHOMAJTUEH, IpeJI-
CTOWT eIle YTOUHUTH [26, 41, 42].

B 3akitoueHre HEOOXOAMMO eIe pa3 MOAYCPKHYTH,
YTO OICHKA MPOTHO3a BEDKUBAEMOCTH U BBIOOD TeparieB-
tuueckoro nocodus comeHEIM MJIC ¢ del(5q) momkHbI
ObITh OCHOBAaHbI HAa aHAIU3C KIMHMYCCKUX JAHHBIX M
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pe3ylibTarax KoMIuieKCHOro uzydenust kinetok 11K u KM.
[IpuHIMnIMaIpHOE 3HAYEHWE TIPH ATOM MPHOOPETAET KO-
JIMYECTBO KOCTHO-MO3IOBBIX OJaCTHBIX KJIETOK, a TAKXkKe
XapakTep W YHCIO ITOMONHUTENBHBIX K del(5q) xpomo-
COMHBIX abepparuid, T.e. MOp(HOJIOTHISCKUIH BapHaHT 110
knaccupukanuu BO3 u BapuaHT KapHOTHIA T10 IIKaJe
R-IPSS. BapuaGensnocts Teuenust M/IC y GonbHBIX ¢
del(5q) siBisieTcs OCHOBaHUEM ISl IPOBEICHUS PETYIISIp-
HBIX MOP(OJIOTHYECKUX M LUTOT€HETUYECKUX HCCIIEN0-
BaHWI B paMKax TIIATEIbHO CIUIAHMPOBAHHOTO KIIMHHU-
KO-J1a00paTOpHOr0 MOHUTOPUHTA, 0COOCHHO B CIy4YasiX C
OJTHOH JIOTIOJTHUTEIILHON XpOMOCOMHOM abeppariyeii.
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