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BcTaHoOBNEHO YacToTy i CNEKTP XpOMOCOMHMUX abepalin y AiTen Ta nignitkiB, XBOPMX Ha OCTE0APTPO3,
KM ccpopmMyBaBcst Ha Thi rinepmobinbHOro cvHapomy abo nicns nepeHeceHoro peakTUBHOMO
apTpuTy. AHaniz MopdodyHKLiOHaNbHNX OCOBMBOCTEN XPOMOCOM CBIAYMB, LLIO KApioTUM y XBOPUX Ha
OCTEe0apTpo3 BignoBigaB >iHovin abo 4onosivii crtaTi i craHoBMB 46,XX abo 46,XY. YactoTa
XPOMOCOMHMX MOpPYLUEHb Y AiTeN Ta NigniTkiB, XBOPUX Ha 0CTeoapTpos, cknagana 5,87%, wo B 5 pasis
nepesyLLyBano 4acToTy XpPOMOCOMHUX MyTauin y sgoposux aiten (1,15%). Cnektp XpOMOCOMHMX
nopyweHb 6yB npeactasneHun abepauigsmm XpOMOCOMHOIO Ta XpoMaTugHoro Tunis. BctaHosneHo,
wo cepen abepauii XpOMOCOMHOrO TWMY Yy XBOPMX Ha OCTE0apTPO3 MOPIBHSAHO 3i 300pOBMMMU
ofHoOMiTKaMy npesanoBany napHi parMeHTH, NONINMNOIAHI KNiTUHW Ta nepeAyvacHe PO3XOMKEHHS
LeHTpomep.

KntouoBi crioBa: ocrmeoapmpo3, Xxeopi, XpoMocomu, kapiomur, abepauil, noninmaoioHi KrnimuHu.

Bctyn

[ocnigpkeHHs npupoau 3axBOprOBaHb CyrnobiB Ha CbOrogHi HabyBae BENMKOrO 3HAYEHHS B YCbOMY
CBITi. YBara BYEeHMX Pi3HUX cneLjianbHOCTEN NPUKYTa NEPEBaXXHO 4O BMBYEHHS PEHTIEHOMONMYHNX, KNiHIYHKX,
natodisionoriyHmx, GioXiMiYHMX Ta iHWKX acnekTiB 0OCTeoapTpo3y y Ocib cepeHbOro Ta NOXUIIOro BiKy, LLUO
0B6YMOBMNEHO 3HAYHOK MOLUMPEHICTIO LbOro 3axBOPIOBaHHA Ta HeratMBHMMMK Hacrigkamu, OO SKOro BOHO
Npu3BOAMTb, — IiHBaNIgHICTb, 3HWXEHHA sKocTi xuTTa (KoBanewko, Ly6a, 2003; Llyba Tta iH., 2006;
BopTkeBuy, 2006). Bigomo, Lo 3aranbHa 3axBOpHOBaHICTb Ha peBMaTUYHi XBOpobu cyrnobiB B yCbOMy CBITi
popiBHioe 15-20 %, B Pocii — 8,26%, B YkpaiHi — 10,5%. bnuabko 40% ocib noxunoro Biky cTpaxgarTb Ha
0CTEe0apTpo3, AaHi MPO YaCTOTy LbOro 3axXBOPIOBAHHA Y AiTel i NianiTKiB BiACYTHI.

OcteoapTtpo3 (OA) — reTeporeHHa rpyna 3axBOpHOBaHb Pi3HOI €TioNorii, siki NposABMAAITECA MOSBOH
cumnTomiB 3 OoKy cyrnobiB, 06yMOBMEHUX MOPYLUEHHSAM LifOCTi CyrnoboBOro xpsiia, a TakoX 3MiHamu
KiCTKM, Wwo npuegHyetbea (Altman et al., 1986; Jlebeup Ta iH., 2006). 3a cy4yacHUMW YSABMEHHSMM,
BUHMKHEHHs OA MOXe iHilitoBaTuCa GaraTbMa haktopamu, 30Kpema TakMMU, sIK: FeHETUYHI, €BOJIHOLiViHI,
MeTaborniyHi, TpaBMaTU4HI Ta iH. atonorivyHi 3miHn npn OA xapakTepuaylTbCA HEPIBHOMIPHOK BTPAaTO
XpAWa, HanWyacTiwe Yy 30Hax MigBMLWEHOrO0 HaBaHTAaXEHHS, CKIepo30oM CyOXOHApanbHOI  KiCTKW,
hopMyBaHHSIM CybXoHAparnbHUX KIiCT, KiHLEBMX OCTeodiTiB, NigBuLEeHHAM MeTadizanbHOro KpoBOTOKY Ta
3ananeHHsaM cuHoBianbHOi 060mnoHkn. 3pewToid OA nposBnseTbca MopdonoriyHMmMK,  BioxiMivyHMK,
MOJEKYNSPHUMM 3MiIHAMW KITITUH Ta MaTpUKCy, L0 NPU3BOANUTL OO AereHepaldii i NoBHOI BTpaTu cyrnoboBoro
xpswa (ManonkuH, MeHwukoBa, 2005). Y poboTax psay aBTopiB AoBedeHO, o dopmyBaHHsA OA y giten Ta
nignitkie Moxe 3piicHioBaTUCA Ha TNi rinepmobinbHoro cuHpgpomy (FMC) abo nicnsi nepeHeceHoro
peakTnBHoro aptputy (Jlebeup Ta iH., 2004, 2005).

BusHavatoTe cnagkoBui Ta BTOPUHHMI OA, BUMHUKHEHHSI SIKMX 3YMOBJIEHO Pi3HUMU MpUYMHaAMMU.
CnagkoBun OA 0OOYyMOBMIOETBCS MyTauisiMU TEHIB, sIKi KOQYHOTb MakpOMOSEKYSIN BHYTPILUHbOKOSIHHOIO
MaTpUKCy CyrrnoboBOro xpsilla, WO MOPYLUYE LiMiCHICTb XPSLWOBOrO MaTpUKCy, a TaKOoX perynsuit
nponidepadii xoHapouuTiB Ta ekcrpecii reHiB, BTOpuHHUA OA — pi3HMMKM cnagkoBMMM Ta HabyTumm
3axBOplOBaHHAMMW. BucnoenoeTbca gymka npo Te, wo geski opmm OA MOXYTb yCnagkoByBaTUCS 3a
3akoHamu MeHgens, To6To obymosrnioBaTuUca AedekToM oanHOYHOro reHa. lopsag 3 UMM, po3rnagarTbes 1
iHLWI TOYKK 30pYy, B AKknx goBoauTbes, Wwo OA Moxe ycnafkoByBaTUCS 3a MOnireHHow mogenno (JaHwniok,
AweHko, 2005).

3a OCTaHHIMW [aHUMW BCTAHOBMEHO, WO B ciM’ax npobaHaiB, xBopux Ha OA, 3axBOpOBaHHSA
peecTpyloTbCs Yy ABa pasu YacTiwe, HixX y nonynsauii. BusHayeHo 3B'd30k MixX MyTauieto reHa npokonareny |l
TMny, HasaBHicTio rannotuny HLA A1B8 Ta nosiBoto o3Hak OA y obcTexyBaHumx ocid (Lawrence et al., 1983).
3aranom y CBiTi BUSIBMEHHSI reHeTnyHMX ocobnueocten npy OA CkepOBaHO MEPEBAKHO HA BU3HAYEHHS
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MOIEKYNSAPHNX NMOLUKOKEHb (NOLUYKW TUNY MyTaLii, a came: 3aMiHM OCHOBMW, BCTaBOK, Aeneuin, siki KoayloTb
CMHTE3 NOBHOLIHHOIO KomnareHy i npoTeornikaHiB Ta iHwux 6inkis) (Qanuntok, AweHko, 2005).

Ha cborogHi npakTuyHO BiACYTHi OaHi MPO UUTOreHeTMYHi O0coOnMBOCTI y AiTenm Ta nigniTkis npu
3aXBOPIOBAHHAX Cyrrnobis. Bigomo, WO OfHiel0 3 BaXIMBMX KiNIbKICHUX XapakTEPUCTMK MyTareHesy
COMaTUYHUX KNITUH OpraHiamy JogMHM € YacTtoTa CHOHTaHHMX XPOMOCOMHMX MyTauin. [lposigHmu
LUMTOrEHETUYHNMKN TlabopaTopiasMn  CBiTY BCTAHOBMEHO psii MEBHUX 3aKOHOMIPHOCTEW CMOHTaHHOrO
XPOMOCOMHOIO MyTareHe3y B COMaTUYHUX KNiTUHaxX niognHu. BuaHayeHo, Wo BUHMKHEHHS XPOMOCOMHUX Ta
reHOMHWX MyTaui — cknagHun, 6aratoctyneHeBnii NpoLec, NoB’a3aHUI 3i 3pOCTaHHAM Ta MeTaboniamom
KNITWH, 3 aKTUBHICTIO (hepMEHTIB, sIKi BKMOYAOTLCSA Yy npouecu pensikadii, penapadii Ta pekombiHauii AHK,
i3 B3aeMogieto aaepHux Ta yutonnasmatudHmx reHis (Yebotapes, 2001). 3 ogHoro 60Ky, MyTaLii XpoMOCOM
MOXYTb MaTtu cnagkoBy npupogy Ta OyTy NPUYUHOK PO3BUTKY XPOMOCOMHUX 3aXBOPIOBaHb, a 3 iHLIOro, OyTu
€ni3ofioM B OHTOreHesi NMoAuHNM i BUHMKATU BHACMiQOK BMNMUBIB Ha MOro reHoM pisHuMX dhakTopis (paaiadi,
XiMiYHMX PEYOBWH, BIpYCiB i Take iHWwe). BnpoBagKeHHS MOMNEKYNAPHO-LUTOTEHETUYHNX METOAIB BM3HAYNUIO
BENUKY KiNbKiCTb CMOHTaHHUX YywkomxkeHb OHK, aki BUHMKaOTL Nig BNAMBOM €K30rE€HHUX Ta eHOOreHHUX
UYMHHUKIB, HEBEeNMKa 4YacTvHa SKUX MOXeEe peanidyBaTUCsA y KiHUEBi uuToreHetuyHi aHomanii (Marnett,
Plastaras, 2001).

MyTaujii XpOMOCOM BUHMKAKOTb BHACMIOOK 3MiHM IX CTPYKTYPU, MPU SIKUX 30iIMCHIOETECS ab0 NOPYLUEHHS
il HenepepBHOCTI (bparmeHTn), abo nepekombiHaLisa AiNSFHOK XpOMOCOMM abo OEKINTbKOX XPOMOCOM (OBOMiHWN)
(An International System ..., 1995). BoHn noginstoTbca Ha ABi rpynu abepadin 3a xapakrepom po3puy abo
OO6MiHY eneMeHTIB MOLIKOMKEHUX XPOMOCOM, a came: abepauil xpomaTtugHoro Tumy, MpU  AKUX
MOLUKOMKYETbCA TifMbKM OAHa 3 XpomMaTug XPOMOCOMW (OAMHOYHI dhparMeHTn, XpomatuaHi obmiHu), Ta
abepalii XpOMOCOMHOrO TUMy, NPU KOTPUX 3LINCHIOETLCS YLLKOMKEHHS iAEHTUYHUX NOKYCiB 060X XpomaTtug
OfHi€i XpoMocoMM (NapHi oparMeHTH, KinbLeBi Ta AULEHTPUYHI Xxpomocomu). Psg obmiHHMX abepadin cnig
iHTepnpeTyBaTu sk abepadii 3MilLaHOro Ty, Npu SKUX CMOCTEPIraeTbCA B OAHIA 3 XPOMOCOM YLUKOKEHHS
nviwe ofHiei xpomMaTuan, a B iHLWIN XpOMOCOMI, Ska 3any4yeHa 4o 0OMiHy, € ylKomkeHHA o6ox xpomaTtung
(BoukoB un gp., 1972; Boukos, 2001). MNepenbavaeTbes, WO po3nagn meTaboniamy, sKi BUHMKAKTb Y XBOPUX
3 Pi3HO NaToMOrieln, TAaKOX MOXYTb CNpuATM hopMyBaHHI0 nepebynoB xpomocoM. Lle miaTBepaxeHo npu
LMTOreHeTMYHOMY OBCTEXEHHI XBOpuX 3 gesknmmn xsopobamm (KpbpkaHockui, 2001; OypHes, CepeneHuH,
1998), wo, B CBOK 4Yepry, Aano aBTopaM 3MOry oxapaktepu3yBaTu Taki nepebynoBu siKk HecneuudidHi Ta
OpYropsaHi BigHOCHO A0 3aXBOPHOBAHHS.

My6nikauii Npo UMTOreHeTUYHi 0COBNMBOCTI MPU 3aXBOPHOBAHHAX CYrnobBiB HEYUCNEHHI i nepeBaxHo
CTOCYIOTbCH 4YaCTOTM XPOMOCOMHMX MyTauin y AiTerd Ta nigniTkiB, XBOPUX Ha IOBEHINbHUI peBMaToigHWN
aptput (lOPA) (Baraukas, 1991). ABTOpOM BCTaHOBMEHO MNiABMLLEHY 4acTOTy XPOMOCOMHMX abepauin
(2,14%) y xBopux i3 cyrnoboBo-BicLuepanbHo dopmoto KOPA, siki oTpuMyBanuM ropmMoHasnbHy Tepanito.
Cepen XpOMOCOMHUX MyTaUi npeBantoBany abepauii XxpomaTugHoro Tuny, pigwe — napHi pparmeHTn Ta
ONLEHTPUYHI XPOMOCOMM.

TakuM YMHOM, OOHMM i3 HaMNPAMKIB, SKUA OOCHIAXKEHO HeOOCTaTHbO, € BUBYEHHSA LUTOrEHETUYHUX
0CcobnMBOCTEN NpY 3aXBOPHOBaHHSAX CyrnobiB, a came ocTeoapTpo3y y ocid monogoro Biky. Lie 1 o6ymoBuno
METY AOCTiAKEHHST — OOCMIONTU LMTOreHeTMYHi 0coBnMBOCTI y AiTen Ta nignitkie, xBopux Ha OA.

MaTepianu Ta meToau

LintoreHeTnuHunii aHania nposegeHo y 26 xsopux Ha OA obox craten y Biui Big 12 go 17 pokis (18
gisyaT i 8 xnonuig), ski 3BepHynuca y 103N AMH Ykpaiin. Cepen obctexeHux xsopux y 16 nignitkis OA
dopmyBaBcs Ha Tni rinepMobinbHOro cmHgpomy; a 'y 10 — nicna nepeHeceHoro peakTMBHOrO apTpuTy.

MaTtepianom Ans LMTOreHeTUYHOro aHanisy crnyrysanu npenapatm XpoOMOCOM, OTPUMaHi 3 KynbTypu
nimdgoumnTie nepudepunyHol kposi. MeToamka BUKOHyBanacs 3a ctaHgapTHUM mikpomeTtoaom (Moorheed et
al., 1960). MNocTaHoBKa KynbTypu nimdounTis nepndepunyHoi KpoBi Nnepeabadvana BMKOHaHHS psgy eTanis:
KyNbTUBYBAHHS NiMOUNUTIB  NepudepryHoi  KpOBi, CTUMYNbOBaHMX ditoremarnmioTuHiHom (“Sigma”,
HimeuuunHa), y cymiwi noxumeHoro cepegosuia RPMI 1640 Ta eMOpioHanbHOi cupoBaTku NpoTarom 72 roguH
y TepmocTaTi npu t +37°C. 3ynuHKy MiTo3iB npoBoaunu Ha 70-My Yaci KynbTUBYBaHHS BHECEHHAM KOMNXILMHY
y KoHueHTpauii 0,1 mkr/mn. [licna rinoToHiyHoi 06pobkn KCI (0,075 M) npoTarom 12 XBUIMH KITITUHK
dikcyBany CyMiLLLLIIO €TaHOMy Ta KpwpkaHoi ouToBoi kucnotu (3:1). KniTuHHY CycneHsito Kkananum Ha MOKpi
OXOSOMKEHI NPeAMEeTHI CKemnbusa Ta BUCYyLyBanu Hag nonym’sMm. lgeHTudikauiio XpoMocoM nNpoBOAWMM Ha
romoreHHo 3abapsneHunx 6apsHukom NiM3a npenaparax.

Mpu Bigbopi meTadhasHUX NNACTUHOK AN XPOMOCOMHOrO aHamnidy KepyBanucs 3ararbHONPUNHATUMM
kputepiamn (boukos un ap., 1972; ISCN, 1995).

[ns BMBYEHHS YacToTu i cnekTpa abepadinn xpomocoM y xBopux Ha OA aHanizyBanu Big 50 go 100
MeTadasHux NnacTUHOK. Beboro npoaHanisosaHo 1892 meTadasHMxX NNACTUHOK Yy XBOPUX XIONLUIB Ta Aisyat
i 608 meTacpasHmnx nnactuHok y 10 3qopoBUX OAHOMITKIB (KOHTPOMbHA rpyna). BpaxoByBanu BCi CTPYKTYpHI
abepalii XxpoMaTugHOro Ta XpOMOCOMHOTO TUMiB, YACMNOBI abepadii (NoninAoigHi KNiTUHWM) XPOMOCOM.

BicHuk XapkiBcbkoro HauioHanbHoro yHiBepcutety imeHi B.H.KapasiHa. Cepis: 6ionoris



m LinToreHeTU4Hi 0COGNMBOCTI y AiTeN Ta NiANITKIB, XBOPUX Ha OCTE0apTPO3

AHaniz mMeTadasHuMx NNacTMHOK XPOMOCOM NPOBOAWMMM 3a OOMOMOrow GiHOKYNApPHOro Mikpockona
“Ergoval” dipmu Karl Zeiss Jena (Hime4yunHa).

CratuctnyHa obpobka pesynbTaTiB [OCHiIKEHHA BUKOHyBanacsd Ha PC IBM. [Ons BusHadeHHSA
3Ha4YyLOCTi PO30DiKHOCTENW MK O3HakamMu, LLO MOPIBHIOBAaNMCb, BUKOPWUCTOBYBanu kputepii CTblogeHTa
(MmaHu, 1999).

PesynbTtatn Ta 06roBOpeHHs

3a AaHUMKU UUTOreHeTUYHOro OOCHIAXEHHS, KapioTun y BCix obcTexeHux ctaHoBuB 46,XX (KiHOuni)
abo 46,XY (yonosiuun). PiBeHb xpomMocomMHux abepauii (XA) popisHioBaB 5,87%, wo BiporigHO
nepesuwyBano piseHb XA y giten koHTponbeHoi rpynu (1,15%, p<0,001). YactoTa abepadin Ha 0aHy KNiTUHY
ctaHosuna 0,059, wo y 5 pasis nepesaxarno 4Yactoty XA y sgoposux aiten (0,012, p<0,001).

Cnig, Big3HaunTK, WO cepeaHbOrpynoBuii piBeHb MeTadasHmMxX NnacTUHOK 3 abepauissMu XpoOMOCOM y
3[0POBMX OCI0 3HAXOAMBCSA B MEXaX, XapaKTEPHUX Af1S CMOHTaHHOrO XPOMOCOMHOIO MyTareHeay y uux ocib
(Bia 1 po 3,3%). 3a gaHumu MNiniHcbkoi | cniBasT. (MMiniHCbka Ta iH., 2004), YacToTa XPOMOCOMHMX abepauin y
3popoBux ocib gopisHioBana 1,20 Ha 100 meTadhasHMX NNACcTUHOK; a 3rigHO OOCHIIKEHb POCINCLKMX aBTOPIB,
yacToTa abepaHTHUX KNiTUH konmeanack Big 0 go 9,68 Ha 100 kniTwH i B cepeaHbomMy cknagana 2,13%
(BoukoB un coaBt., 2001); B TOM Yac sk 3a JaHuMMK AnoHCbKoro gocnigHuka Kasuo Othaki (Kasuo Othaki,
1992), cepenHboOrpynoBa 4yactoTa BCix TMniB abepauin cknagana 3,25 Ha 100 kniTuH.

Bpaxosytouu, Wwo cepen obcTexeHnx Hamu xsopux Ha OA Bynu xnonui Ta giByata, aHania 4yacToTu
XPOMOCOMHMX NOpYyLUEHb NMPOBOAMBCS 3 ypaxyBaHHAM CTaTi XBOpUX AiTen Ta nignitkis. KinbkicTe abepaHTHMX
KNiTWUH y AiByaT cknagana 95 Ha 1471 meTadasHux NnacTMHOK, WO CTaHoBMNO 6,46%. Cepen nopyLueHb
XPOMOCOMHOIo Tuny Yy AiByaT npesantoBanu napHi dparmeHtn (3,54%), posoni 4acto Bu3Hayanucs
noninnoigHi knitnHn (1,63%), y ABOX XBOPUX peecTpyBanucsa geneuii KOpoTKoro nneya 2-of XpoMOCOMMU
(0,14%), y ogHiei piBunHM — kinbueBa xpomocoma (0,07%). Cepen abepauit xpomaTtugHoOro Tuny yacroTa
OOVHOYHMX cparmeHTiB ctaHoBuna 0,75%.

Y xnonuiB, xBopux Ha OA, KinbKicTb abepaHTHWMX KMiTMH cTaHoBuna 16 Ha 421 meTadasHux
NNacTuHOK, Wwo gopisHioBano 3,8%. Ak B rpyni giByar, Tak i y XMonuiB nepesaxanu napHi dpparmeHTu
(1,66%), pigwe peectpyBanucs noninnoigHi knitnHim (0,95%), pospusm no ueHtpomepi (0,24%). XpomaTtugHi
abepaduii (oanHo4Hi po3pueu) peectpyBanuca y 0,48% xBopux. B uinomy, nopisHo4m YactoTy abepadin B
0box rpynax, cnig BU3HA4MTWU BiporigHe NMiABWLLEHHS 4acTOTU NMapHUX d)parMeHTiB y AiBYaT MOPIBHAHO 3
xnonusamu (p<0,05) Ta 3aranbHOro piBHA XpOMOCOMHUX nopylleHb (p<0,05). Pasom 3 Tum, npunmatoum 0o
yBaru, Lo BiporigHicTb po3bixHocTen gocsarae nuwe pisHs p<0,05, mn o6’eaHanu xBopux xnonuis Ta Agisyart
B OLLHY rpyny.

AHanisyoum 4acTtoTy XpOMOCOMHUX MYyTaUi Y 3anexHocTi Bi4 Tuny XA, MW BCTAHOBUNW, WO cepes
abepauin xpomaTugHoro Tuny y xeopux Ha OA OMHOYHI oparMeHTn BU3HavYanucs sik y xsopux (0,69%), Tak
i y 3gopoBux giten Ta nignitkis (0,82%) npakTuyHo 3 ogHakoBow yactoToto (p>0,05) (tabn. 1).

Tabnuusa 1.
YacToTa XpoMOCOMHMX abepauiil y XBOpUX Ha OCTEOapPTPO3 Ta 340POBUX oAaHOMITKIB (%)
XBOpi Ha KoHTponbHa | BiporigHicTb
Tunn abepauin 0CTEe0apTpos3 rpyna (P)
XpomaTuaHoro OAMHOYHI hparMeHTn
TUny 0,69+0,19 0,82+0,37 >0,05
napHi pparmeHTu 3,12+0,39 0,33+0,23 <0,001
nepegyacHe po3XOMKeHHs
LLEHTPOMEP 0,37+0,14 1,15+0,43 <0,001
MOMINMOigHI KNiTMHU 1,49+0,28 0,0+0,0 <0,001
XPOMOCOMHOTO "k LieBi XpOMOCOMM 0,05+0,05 0,0+0,0 >0,05
Tnny PO3PMB MO LIEHTPOMEPI 0,05+0,05 0,0+0,0 >0,05
[aeneuisi KOpoTKOro nneva 0,33+0,13 0,0+0,0 <0,05
yacroTa
Bcboro XPOMOCOMHMX abepallii 5,87+0,54 1,1540,43 <0,001

Cepen abepauin XpOMOCOMHOIoO TWMy crocTepiranocsa BiporigHe 36inblUeHHS 4acToTU NapHUX
dpparmeHTiB 'y xBopux Ha OA (p<0,001) nopiBHAHO 3i 3gopoBuMK ofHoMiTKamMn. CTOCOBHO MPUYUH
BVMHUKHEHHST MAapHMX XPOMOCOMHMX hparMeHTiB BBaXKaeTbCs, WO uUen Bua nepebynoB, Mmo-neplue, Moxe
eeKTMBHO iHOYKyBaTMCS B NiMmdouuTax nepngepuyHol KpoBi XiMiYHUMK MyTareHamu, ski yukoakytots OHK
Ha NPEeCUHTETUYHIN cTagii KNiTUHHOro UukKny, a, no-Apyre, BUHUKATU BHACNiAOK TpaHcdopmMaLii XpoMaTUaHMX
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OLMHOYHMX (pparMeHTiB, AKi YTBOPUINUCh B KIiTUHaX-NonepeaHukax Ta nepenwnu y AodipHi nimgouunTn y
Xo4i MITOTUYHMX noginie nimdountnpekypcopis. Npu KynbTUBYBaHHI 3pinux nimdounTtie 3 ycnagkoBaHUMU
BiJ KNITUH-NONepeaHuKiB XxpomMmaTugHumMmn cparmMmeHTamu Ui abepadii MoXyTb 34BotoBaTUCA Yy dhasi pennikauii
OHK i Ha cTagii miTosy OyayTe npefacTtaenatv Bxe napHi pparmeHtn (Masnuk, 2004). Ha Haw nornsag,
NPUYMHN BUHUKHEHHST XPOMOCOMHUX NepebynoB y nimdountax nepudepnyHoi KpoBi B rpyni xsopmux Ha OA
MOXYTb Monsratm B CaMOMy MNaTOreHe3i 3axBOPKBAHHS i 3amexaTu Big 3aCTOCOBaHOI NpoTu3anarnbHOi
HecTepoigHoi Tepanii.

Y OBOX XBOpMWX crnocTepiranacs feneuid KopoTkoro nneda 2-oi xpomocomu (p<0,05). BiporigHe
npeBantoBaHHA 4acTOTU MOMINMOIAHUX KMiTUH Bu3Hayanocs y 28 xsopux Ha OA (p<0,001). BucyBaetbcs
rinotesa, WO BUHWKHEHHSA NONIMMAOIAHMX KNITWH, SIKi € MPOSIBOM F€HOMHMUX MOPYLUEHb B OpraHiami nioguHu,
0B6yMOBNEHO eHpopeaynnikalieldo XpoMOCOM Yy KNiTUHax-nonepegHukax i MoXe BMHUKATU BHacnigok
opMyBaHHS aHadaszHUX OULEHTPUYHUX MICTKIB 3 HACTYMHMM 3MUTTAM MITOTUYHO ONOKOBaHUX OOYipHiX
s4ep Ta 30BOEHHHA XPOMOCOMHOro Habopy 3i Bcima abepaLisiMM XpOMOCOMHOTO Habopy B HACTYMHOMY MiTO3i
(Kaplan et al, 1997). Linkom WMOBIpHO, WO nNpM HOpManbHOMYy nepebiry HacTymHUX MITO3iB
nimdouUMTNPEKYPCOpPiB 3 €HOOPENIKOBAHNMN XPOMOCOMaMu LEen BWA FEHOMHWMX MopylweHb Oyae
TpaHcopMyBaTUCS B NOMINMOIAi0 B 3piNiux NepBUHHKX niMdouunTax.

Cepeq iHWKMX MOpPYLUEHb XPOMOCOM MepenvacHe po3XOomKeHHs1 LeHTpomep (p<0,001) HanuacTiwe
Bifj3Ha4anoca y 3gopoBux fiten. Y ogHoro nauieHta 3 OA peecTpyBanacs KinbLeBa XpoOMOcoMa Ta po3puB
no ueHtpomepi. Llinkom BiporigHO, WO O3HaKM XPOMOCOMHOI LIEHTPOMEPHOI HecTabinbHOCTI (namkicTb,
MDKXPOMOCOMHI nepebynoBu Ta nepegyacHe po3fineHHs LeHTpPOMeEpP) po3rnsgaeTbes SK BiporigHUi edbekt
reHOTOKCUYHUX BMIMBIB.

PaHilwe BBaxanocb, L0 pPO3pUBM XPOMOCOMWU Ta IXHE BO33'€QHAHHS BMHUKAKOTb BUMAAKOBO 3a
JOBXMHOK XPOMOCOMM, a TX yacToTa 3anexuTb Big kinbkocti AHK y aaHin xpomocomi. B octaHHi poku
HaKoOMUYyTLCA AaHi Npo Te, WO 3anyyeHHs iHaUBIAyanbHUX XPOMOCOM Y LMTOreHeTU4Hi aHomanii MatoTb
Oinbw cknagHui xapaktep (AHgpeeB, Owgenbmad, 2001). Ha cborogHi npunyckaeTbCcd, LO Taka
HEPIBHOMIpHICTb  pO3Moginly  XpOMOCOMHMX  abepauin  no  iHAMBIQyanbHMX  XPOMOCOMax  MOXe
obymoBntoBaTNCA nokanisadieto NpoTooHKoreHis (Hou et al., 1999).

BpaxoBytoun, WO y XBOpUX AiTen Ta NigniTkiB ocTeoapTpo3 hopMyBaBCA Ha TNi rinepmobinbHOro
cnHgpomy (TMC) abo nicna nepeHeceHoro peaktuBHoro aptputy (PeA), My npoaHanidyBanm 4acTtoTy
XPOMOCOMHMX MOPYLUEHb B ABOX rpynax xBopux (tadn. 2).

Tabnuusa 2.
YacToTa XpoMOCOMHMX abepauin y xBopux Ha octeoapTpo3 Ha Tii 'MC Ta nicns PeA (%)
Tunn abepauin OAHaTtnifMC OA nicna PeA
XpomaTuaHoro TMny | OAMHOYHUI hparmeHT 0,52+0,23 0,52+0,37
napHun doparmeHT 3,124+0,56 2,86+0,85
nepegyvacHe pPo3XOMXKEHHS LeHTpomep 0,21+0,15 0,26+0,26
XPOMOCOMHOrO TUMy noninnoigHi KNiTuHn 1,66%0,41 1,82+0,68
KifnbLieBa xpoMocoma 0,10+0,10 0,0+0,0
pPO3pM1B NO LEHTPOMEPI 0,10+0,10 0,0+0,0
yacTtoTa
Bcboro XPOMOCOMHMX aBepallii 5,71+£0,75 5,47+1,16

Cepen abepauii xpomaTugHOro TNy YacToTa OOUHOYHMX bparmMeHTiB Oyna ogHakoBOK B 000X
rpynax (0,52%). Cnektp abepauin xpomocomHoro Tuny OyB pisHOMaHiTHUIA y xBopux Ha OA, sakui
PO3BUHYBCSI Ha TNi riNepMobiNbHOro CUMHOPOMY, TMOPIBHAHO 3 XBOPUMU, Y SKUX 3aXBOPHOBAHHS
cchopmyBanocsa nicng nepeHeceHoro peakTuBHOro aptpuTy. [aHi, HagaHi B Tabn. 2, ceigyatb npo
BiJICYTHICTb Oyab-AKMX BipOrigHMX pPO3OKHOCTEN Y 4acCTOTi XPOMOCOMHUX MOPYLUEHb XPOMAaTMAHOIMO Ta
XPOMOCOMHOIO TUMIB Y XBOPUX 000X rpyn NOPiBHAHHA. MNuTaHHS npo niasuweHni piseHb XA y xBopux Ha OA
notpebye noganbLIOro NornMbIeHoOro AOCHiAKEHHS.

BucHoBKHM

Taknum YMHOM, OOCHIMKEHHS UMTOrEeHEeTUYHMX OCOONMBOCTENM XPOMOCOM MoKasasno, Lo KapioTtun y
obctexxeHmx xBopux Ha OA BignosigaB HopManbHOMYy XiHodomy 46,XX abo yonosidomy — 46, XY. PiBeHb
XpomMocoMHux abepadin y gisyaTt, xBopux Ha OA, nepeBaxaB 4acTOTy XPOMOCOMHMUX NOpPYLUEHb Y XNOnuiB B
1,8 pasiB. 3aranbHa 4YactoTa XpOMOCOMHMX abepadin y xBopux Ha OA popisHioBana 5,87%, wWwo BiporigHo
nepesuLlyBano vactoty XA y 3goposux giten (1,15%, p<0,001) B 5 pasis. Cepeq CTPYKTYpHUX MOPYLUEHb
XPOMOCOM BIpOrigHi BigMIHHOCTI BU3HA4YeHO B 4acToTi abepalil XpOMOCOMHOro Tuny (napHux doparMeHTiB,

BicHuk XapkiBcbkoro HauioHanbHoro yHiBepcutety imeHi B.H.KapasiHa. Cepis: 6ionoris



m LinToreHeTU4Hi 0COGNMBOCTI y AiTeN Ta NiANITKIB, XBOPUX Ha OCTE0apTPO3

Jernevuii KOpOTKOro nredva, nepeavyacHoOro pPO3XOKEHHs LeHTpoMmep Ta noninnoigHux KnitmH). Yactota
XPOMOCOMHMX MyTaUil y XBOPWX Ha OCTe0apTpo3 Ha Tni rinepMobinbHOro cvHapomy cknagana 5,71% i
BIpOriAHO He Bigpi3HANacs Bi4 4acToTM UMX MOpyWeHb Yy AiTer Ta nignitkis, xsopux Ha OA, saKkun
copmyBaBCs MicNsa NepeHeceHoro peakTnBHoro apTputy (5,47%, p>0,05).

Moasikn
ABTOpPU BMCIOBMOKTL MOASKY OOKTOPY Meau4yHux Hayk, npodpecopy [.C.JleGeupb Ta acnipaHty
0O.B.MaTBieHKo 3a HagaHy MOXIMBICTb NPOBECTU LIMTOrEHETUYHI OCNIAXEHHS Y XBOPUX HA OCTE0apTpO3.
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LinToreHeTu4yeckne oco6eHHOCTN y AIeTeN M NOAPOCTKOB, 60MbHbLIX OCTEO0APTPO3OM
H.B.Baraukas, B.E.HecdmpoBa

YcTaHOBMEHa 4acTtoTa WM CMNEeKTp XPOMOCOMHbIX abeppauui y OeTer M NoApOCTKOB, 6GOMbHbIX
0OCTE0apTPO30M, KOTOpbI cdopmupoBancd Ha OHe rMNepMobuNbHOrO CcUHApOMa wnM nocne
NepeHeCceHHOro peakTUBHOro aptputa. AHanuad mMopdodyHKLMOHANbHLIX OCOOEHHOCTEN XPOMOCOM
CBUAETENbCTBOBAN, YTO KapuoTun Yy OOMbHbIX OCTE0apTPO30OM COOTBETCTBOBAN >XEHCKOMY WIU
MyXCKOMY nony n coctaensan 46,XX unum 46,XY. Yactota XpOMOCOMHbIX HapyLleHWA y OeTen u
noapocTKoB, BOMbHbLIX OCTEOapTPO30M, cocTaBnana 5,87%, 4to B 5 pa3 npeBbilwano 4acTtoTy
XPOMOCOMHbIX MyTaumi y 3goposbix geten (1,15%). CnekTtp XpPOMOCOMHbLIX HapyLlieHui 6bin
npeactaeneH abeppaunsMv XPOMOCOMHOIO M XPOMAaTMAHOrO TUMOB. YCTaHOBIEHO, 4YTO cpeau
abeppauMini  XpOMOCOMHOrO Tuna Yy OOnbHbIX OCTE0apTPO3OM B CpaBHEHWM CO 300POBbIMU
CBEpCTHMKaMu npeBanuvpoBanu napHble dparMeHTbl, NOMUNIOUAHBLIE KNETKN W MpexaeBpeMeHHoe
pacxoxgeHne LeHTPoMep.

Knto4yeBble cnosa: ocmeoapmpoas, 6orbHbIe, XPOMOCOMBbI, Kapuomuri, aGeppauuu, ronunoudHble
Kremku.

Cytogenetic peculiarities in children and adolescents with osteoarthrosis
N.V.Bagatskaya, V.E.Nefidova

The incidence and spectrum of chromosomal aberrations are established in children and adolescents
with osteoarthrosis that has developed against the background of reactive arthritis and hypermobility
syndrome. Analysis of chromosomal morphofunctional peculiarities testified to the fact that the
karyotype in the patients with osteoarthrosis corresponded with normal female and male karyotypes
and was 46,XX or 46,XY. The incidence of chromosomal disorders in children and adolescents with
osteoarthrosis came to 5,87% which was 5 times higher than chromosomal mutations in healthy
children (1,15%). The spectrum of chromosomal disorders was represented by chromosomal and
chromatid aberration types. It has been established that among chromosomal type aberrations in
patients with osteoarthrosis as compared with healthy age-matching persons there prevailed pair
fragments, polyploidy cells and centromeres untimely divergence.

Key words: osteoarthrosis, patients, chromosomes, karyotype, aberrations, polyploid cells.
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