*®dunagenbdumckas
XpOMOCOMa



dunapenbdpmmckasn
XpOMOCOMaA

“3T0 XpOMOCOMA, KOTOPas MOXET BbIABIATHCA B

KOCTHOM MO3re NaluMeHTOB MpU XPOHMYECKOM
MMWENOUIHOM NENKO3E

“Pefiko 06HapyXM1BaeTCA y 60/IbHbIX
NIMM@OCTA3HbIM 1EMKO30M

%anHaﬂ,ﬂe}KMT K aHOMaJIbHbIM ABJIEHNAM.



*Hanunuue drnagenbdmmckoro nepemeLleHus
BbIIB/ISETCA B X0Je J1abopaTOpHbIX UCC/IeA0BaHMM,
XpOMOCOMbI - Monekynbl [JHK, B  KOTOpbIX
3aK/Il04EHA  reHeTu4vecKaa  MHMOpMauMuAa,  OHMU
HaxoAATCA B KaXJOW KJIeTKe OpraHM3sma, npu
JEeNEHNN KNETOK NpoUCXoamT X AedparMeHTaums.
Bo3HuKaloT brnagenbpumnckme XPOMOCOMbI
OLMOOYHO, 3TO CNeACTBUE TPaAHC/IOKAUMMU MeEXKAY
XpoMocomaMM 9 u 22 nap, nartoJsioruA
o6HapyuBaetca y 90% naymeHToB, CTpajaroLmx
MMENOJIENKO3OM.



«PnnagenbdUnNCKasa» XpoMmocoma

MamerenHan xpomocoma 9
Otpenerne
HopmansHan yMACTKa mueuenmn
X oMa 9 XpPOMOCOMa
pomoc XPOMOCOMbI ( g
HopmanoHan duncxan
Xpomocoma 22 XPOMOCOMa)
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IeHETUYECCKUN MaTepHall, pacIiojoKeHHbIA Ha 11-0M ydacTKe JUIMHHOIO IUIe4Ya 22 XpOMOCOMBI,
oOMeHHMBaeTCs Ha FreHeTHUECKUI MaTepuall 34-0ro y4acTKa JUIMHHOTO IUieda 9 XpoMOCOMBI, YTO
obo3HavaeTcs cieayromuM oopazoM: 1(9:22)(q34:ql1). B pesynsrate jJuIMHHOE ILIe4O 9-0M
XpOMOCOMBI yumunsieTest (9q+), a JIIMHHOE I1U1e40 22-01 - yKopauuBaeTes (22q-), T.€.
Outazensuiickas xpomocoMa - 310 Xxpomocoma Ne 22, B KOTOpOH JUTMHHOE IIJIEU0 YKOPOYEHO 3a
cuét oOMeHa ¢ xpomocomoit Ne 9. O6o3nauaercst O@unajensduiickass xpomocoma Ph.



«PunagenbGUUCKan» Xpomocoma
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 1960r. Hoyann u XaHrepdopa onucanu
"dunnapenbdunckyro" xpomocomy npu
XPOHUYECKOM MUEN0EeNKO3e, KOTopas
ABUACb UCTOPUYECKU NEPBOM
cneynduyeckom XpoOMOCOMHOM
MmyTaumen, obHapyKeHHOM nNpu
onpeaeneHHOM TUnNe paka.
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« 1972r. [xxeHet Poynun nokasana, 4to
obpa3oBaHue dunagenbdumnckomn
XPOMOCOMbI eCTb
cneacTeme TPAHCIOKauuu, B pesyabraTe
KoTopou xpomocombl N2 9 n Ne 22
MEHAKTCA CBOMMMU YaCTAMM.
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Philadelphia
Chromosome
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“CerogHa MHOMMX IOGUTENEN MeAMUMHBI MHTepecyeT
TemMa: dunagenbpumckaa XpomMocoma - YTO 3TO,
KakoBbl  AMArHOCTUYECKME U  TepaneBTUYECKHE

METO/Jbl, CYLLECTBYIOT JI1 NPOMOUIAKTUYECKME MEPHI,
no3BoJioLLMe yoepeubca OT JaHHOM NaToIormum?



“®unagenbduiickas xpomocoma (OX) 6bina oTKpbITa
YY4€HbIMM B OPunagenb@un, oHa nNpeacTtaBiadeT
coboM npenAaATcTBME K MpoLeccy arnontosa, T. €.
CAMOYHMYTOXKEHUA KNETOK, KOTOpble MPOLLJIM CBOM
¥M3HEHHbIN UMKII.

*MNMaToNorMyeckme KNETKM MMEIT  BO3MOMXKHOCTb
BbITECHATb 30pOBble TKAHM U pPa3MHOXKaTbCH,
BO3HMKAET HOBbIM T[€H, BbI3blBAOWMMK MpoOLECC
CUMHTE3a HOBOro 6enKa, 3To BEAET K 06pa3oBaHUIO
3/I0KQ4YECTBEHHbIX KPOBAHbLIX KJETOK B KOCTHOM
MoO3re.

“3aboneBaHne He MMeeT reHeTMYECKOM 3TMOJIOTUM,
He HacsieayeTca.



“Cnepgyet ewé pa3 obpaTUTb BHMMaHME, 4YTO 3Ta

NaTo/IOrMs  XapakTepHa [Ana  MMEJIoONENKO3a,
3TUOJIOTUA Pa3BUTUA KOTOPOro JOCKOHA/IbHO He
BbIAICHEHA. XpOHMYEecKass onyxoneBas 600/1€3Hb
KPOBETBOPHOM CMCTEMbI OTHOCMTCA K rpymnne
JIEMKO30B, MpPU KOTOPbIX o0bpasyeTca 60JibLLoE
KOJIMYECTBO JIEUKOLMTOB, B npowecce
NPOrpeccupoBaHMA  HapyLUEHMA  Mopa*KarTcsA
3PUTPOLMTbI, TPOMOOLUTbI, FPaHYIOLUMTHI.



“3/10KayeCcTBEHHbIMN MPOLECC MepexoAuT Ha OCHOBHbIE
OpraHbl KpOBETBOPEHMUSA, Ha 3aBepllalolWen CcTaauu
OMyXoJ/lb MopaxkaeT /o6yl TKaHb, MPU MUEJIONENKO3E
MCCNIelyeTCA KOCTHbIM MO3r C LE/Ibl0 OBHApYXKeHUs
dunagenbdUMCKOM  XPOMOCOMbI, 3TO  MCC/ie[J0BaHME
npeAcTaBaseT cobom TECT - UMTOrEHETUYECKMM aHANU3.

*AHOMa/IbHble Ph-XpOMOCOMbI OMpefenalTca Takke C
MOMOLLbIO noJaumepasHou uenHou peakuuu,
dir0opecueHmHou in situ 2ubpudu3sauuu,
MOJIEKY/IADHO-TEHETUMECKME  aHaJM3bl  MO3BOJIAIOT
MccneaoBatb T€ MM MHbIE TEHbl, NPOBOAATCA ANA
PaHHEro obHapy»XeHusa peumamBa IEMKO3a.

“Ph-xpoMOCOMa, BO3HMKalOWAA M3-3a PeLynpPOKHOM
TpaHC/IOKaumMmu XpOMOCOM 9 U1 22, MeHALWNXCA CBOMMMU
3/IEMEHTAMM, NPOBOLUPYET OBOJIbLUMHCTBO  C/YYAEB
3a60/1eBaHMA MMEJIOJIEMKO30M Y B3POC/IbIX U AeTen, OX
OTBETCTBEHHA 3a pa3BMTME MMENONIEMKO3A Y YE/I0BEKA.



* leyeHue prnagenbdpumckom XPOMOCOMbI
NPOMCXOAUT B MpOLLECCE Tepanuu XPOHMYECKOIO
MUENIOUIHOTO JIEMKO3a, JaHHoe 3abojieBaHMe
MOXET  BO3HMKAaTb  M3-3a  NPMOBPETEHHOrO
NnoBpeXKAEHMS O4HOM CTBOJIOBOM KNETKU KOCTHOrO
MO3ra, npuM 3TOM  HapywawTca  dYHKLUM
XPOMOCOMHOro annaparTa.



“MeHHO aHOoManbHas Ph-xpoMocoma (XMMEPHbIM

6e10K) CNOCOOHa 3anyCcTUTb MeXaHU3M
HEKOHTPO/IMPYEMOIo  AEeNeHUA  naTaJlorMyecKu
M3MEHEHHbBIX K/IETOK, YTO NPMBOAUT K NerKo3y. OHa
AB/IAETCA HOCUTEJIEM MYTAHTHOro reHa bcr-abl,

KOAMpYOLWEro 6eslioK - TUPO3MHOBYH KMHa3y,
CMIHaNbl XMMEPHOro 6enKa MepemeLlalnTca B
LUEHTPA/IbHYlO  YacTb  remorno’3a,  OKa3blBas

HEeraTMBHOE BO3JEMNCTBME Ha CTBOJIOBbIE KIETKM
KPOBU M KJNETKM-NpeAecTBEHHULbI MMENOMN033a,
BO3HMKAIOT AedEKTHbIE NEUKOLMTHI.



“Nog BO3JEMCTBMEM bepMeHTa noJik/1lacca
MPOTEMHKMHA3 TMPO3MHKMHA3bl XMMEPHbIM  BENOK
dopdopmanpyetca,  pas3BMBAETCA  XPOHMYECKMM
MMENOUAHbIM Nnenko3. Ph- xpomocoma BcTpedvaetcs
TO/IbKO B KPOBETBOPHOM TKaHW, OHa CMJIbHO B/MAET
Ha OTBETHYH PpEaKUMI0O OpraHM3aMa Ha Tepanui M
BbI’KMBAEMOCTb, MOCKOJIbKY COAEPHKMT XUMEPHbIM
OHKOT€EH.



“TMaTonornyeckMe  M3MEHEHWs,  NpoBOUMpYOLWME  pa3BUTME
brnagenbPMMCKoM XpPOMOCOMbI, 6blIM NMPeAMETOM MNOAPO6HbIX
MEJMUMHCKMX  UCCNeAOoBaHMM B pasHblX CTpaHax MMpa,
NPOBOAMJICA aKTMBHbIM MOMCK CpPeACTBa, KOTOPOE CMOrao Obl
OCTAHOBMTb  BbICOKOE  MpPOAYLUMPOBAHME  KOCTHbIM  MO3rOM
NOBPEXAEHHbIX IEMKOLMTOB.

*CeroAHsA OAHUM M3 FNaBHbIX CMNOCOGOB YCTPAHEHUA XPOHMYECKOTO
MMENONENKO3A CUYMTAETCS TapreHTHas TepanuMss C  MOMOLLbLO
MHIMOUTOPOB  TUPO3MHKMHA3bl, K HWMM OTHOCAT MMATUHUO,
Aa3aTuHUG, HUMAOTUHMO. [lpenapaTbl CTUMYJAMPYIOT  anonTo3
K/JIETOK, npeACcTaBAAOT cobou NPOTMBOJIEMKO3HbIE
UMTOCTAaTUYECKME MEAMKAMEHTbl, KOTOpble BO3JEUCTBYIOT Ha
KNETKMU C reHEeTUYECKUMM AedeKTaMn n3bupartesibHO, NoAaBAAIT
MX POCT U pPa3MHOXXEHUE, MONOKMTENbHO BAMAIOT Ha MOKasaTesm
BbI)KMBAEMOCTU NALUEHTOB.



“Mpn  xopolmx  MnoKasaTenax  PemMUCCUMM  NPOBOAAT
3aKpennsLWy Tepanuilo, KoTopas MOJIHOCTbIO yJanset
OCTATKM MaTo/I0rMYE€CKMUX KNIETOK, CMOCOBHbIX
CNpoBOLMpPOBATb peumamB. Ha3HavatoTcH TaKxe
noAJepXKHMBalOLLME METOAbI, KOTOPblE NMPOBOASTCA B TEYEHME
NJIMTENIbHOrO nepuoja C LUENbld KOHTPOASA HOPMAJsIbHOro
JleIeHNA KJIETOK M COCTaBa KPOBU 60JIbHbIX.

“NMpu  HeaddEKTUBHOCTM  AaHHOMO BMZA TepanuMu o
NOKa3aHMAM TMPOBOAAT MepecajKy CTBOJIOBbIX  KJIETOK
KOCTHOrO MO3ra, OHM MMEKT BO3MOXHOCTb  A0JIr0
pPa3MHOXaTbCA, ABNATCA NpeAlecTBEHHMKAMM BCEX KJIETOK
MMMYHUTETA 1 KPOBU, MPU Nepecajke peunnueHTy oT JoHopa
BOCCTaHaB/IMBAlOT KPOBETBOPEHMUE.

*TMoCKOMbKY 3TMONOrMA XPOHMYECKOTO MMEIOMAHOrO JIEMKO3a

JO KOHLUA He M3y4YeHa M MpPMYMHbI  BO3HMKHOBEHMUS
3a60/1€BAHUA TOYHO HE YCTAHOBJ/IEHbI, TO CreLMasbHbIX
NpodUNAKTUYECKMX  MEep  He  NpeAyCMOTPEHO,  HO
PEKOMEHAYETCA MCKJ/IIOYEHME NPOCTYAHbIX 3a60/71EBAHUM,
MHCONAIUMM, TaKKe NoAJEepKUBaOLLAS TEPANMS.



