IMTPAKTHUYHA POBOTA Ne 6
Tema: JlocnikeHHsT KapiOTUITY JIFOIUHH

TEOPETUYHA YACTUHA

XpOoMOCOMHI XBOPOOH - CITaIKOBI 3aXBOPIOBAHHS, 3yMOBJICHI 3MIHOIO YKCiIa a00 CTPYKTYPH XPOMOCOM
(reHoOMHHX 200 XPOMOCOMHUMH MYTAIlisIMU BiJIIOBIJTHO).

XpOMOCOMHI XBOPOOM BHHUKAIOTH B PE3YJbTaTi MyTallill B CTaTEBUX KIIITHHAX OJHOTO 3 OaThKiB. 3
MIOKOJIIHHS B MOKOJIHHS NepenatTbes He Outbiie 3-5% 3 HuX. XpoOMOCOMHUMH MOPYIIEHHSAMUA 00yMOBIIEH1
npuban3Ho 50% croHTaHHUX a00PTIB 1 7% BCIX MEPTBOHAPOKEHB.

JIJ1si HOPMAJTBHOTO KAPiOTHITY XapaKTePHO HACTYIIHE: IPUCYTHS HOPMaJlbHA KUIbKICTh XpPOMOCOM,

BCl XpOMOCOMH MpEJCTaBJICHI MapaMyd TOMOJIOTIYHUX OJHA IHIIH XPOMOCOM, KO)KHAa XpOMOCOMa Mae
HOpMaJIbHY OYyJIOBY: XapakTepHe JJIsl Hel po3TallyBaHHs IEHTPOMEPH, CITIBBITHOIICHHS 1 Oy 10Ba IJIeuei,
BIJICYTHI XpOMOCOMHI MyTaIiii.

Kapiorpamma - 11e 300pakeHHsI BCiX XpOMOCOM JIUIUIOITHOTO Ha0OpY KIIITUHH, SIKI PO3MOALIEH] O
rpymnax i po3TanioBaHi OJHa 332 OJJHOIO y MOPSAKY 3MEHIIEHHS pO3MIpiB 3 ypaxXyBaHHSAM iH/AWBITyaTbHUX
0COOJIMBOCTEH KOXKHOT XPOMOCOMH.

Po3pi3HAIOTH TaKi TUITA XPOMOCOM JIFOMHHU:

1. Memayenmpuuni, piBHOILIEY1 XpOMOCOMH: IIEPBUHHA MEPETHKKA (LIEHTPpOMEPA) po3TallioBaHa B IIEHTP1
(TocepeuHi) XpOMOCOMH, TUIEY1 XPOMOCOMH OJTHAKOBI.
2. Cybmemayenmpuuni, Maiike piBHOILICYHI XPOMOCOMHU: IIEHTPOMEpA 3HAXOJUTHCS HEJTATEKO Bijl
CepeIMHU XPOMOCOMH, TUICYl XPOMOCOMH HE YK€ BIIPI3HIIOTHCS 32 JIOBKUHOIO.
3. Axpoyenmpuuni, ny)Ke HEPIBHOIUICYHI XpPOMOCOMH: IICHTPOMEPA 3HAXOAUTHCS TyKE AICKO BiJI
HEHTPY (CepelnHI) XPOMOCOMH, IIJI€Yi XPOMOCOMH ICTOTHO PO3PI3HSIOTHCS 32 JJOBKUHOIO.
Tunu XpoMocom JIKJIUHN:

E Meradasaa xpomocoma

MeTaneaTpHUHA (CKIaJa€ThesA 3 ABOX
XpomMocoMa OMHAKOBHX XpOMATHI
Kopotke Kopotke
CHTpOMCPA — R CyOMeTanedTPHIHA 15 yoBre Ta A0BTe
(6ixst nentpy) XpomMocoMa Laeui miedi
mepoi apyroi
XpOMATHIH IPOMATHAN,
Henrpovepa, ~A AxponenTpmuna
(mamexo Bil MeHTPY) XpoMocoMa

Pimnennsimu koudepenniit B Jlenepi CLLA (Denver conference, 1960), y Jlounoni (London conference,
1966) 3anponoHoBaHo 22 napu ayTocoM po3MIlyBaTH Bia 1 10 22-1 3r1THO 3MEHIIEHHS 1X JOBXHHH, I1apa
CTaTeBMX XPOMOCOM IO3Ha4YeHa cuMBojaMu X 1 Y. Ayrocomu (22 napu) po3auieHi Ha 7 TpyI, MO3HAYEH1
mitepamu Big A no G.

Koxna rpyna mae oco0imBOCTi:

I'pyna A mictuts 3 mapu n1oBrux xpomocom (1-3). Xpomocomu 1,3 € MeTareHTpikami, Xxpomocoma 2 -
cyOMeTaneHTpivHa;

I'pyna B wmictutrs aBi mapu xpomocoMm (4-5). Bonu kopoTme xpomocoM 3 Tpynu A 1 €
cyOMeTareHTpUKaMU;

I'pyna C wmictute 7 map ayrocoM (6-12), Bci XpomMocoMu 3 cyOMemiaJbHUM pO3TalllyBaHHSIM
LEHTPOMEPH, CEPEIHIX PO3MIPIB, iX BaXKKO 1HIMBITyani3yBaTH. o 1iei rpynu 3a po3MipoM BIZHOCUTHCS X-
XpOMOCOMa, sIKa BIAPI3HAETHCS TUM, 1110 3aKkiHuye cuHTe3 JIHK mi3nime iHmmx;

I'pyma D wmictute 3 mapu xpomocoM (13-15). Xpomocomu cepenHiX poO3MipiB MaiOTh Mailxe
TEepMiHAJIIbHE PO3TAllyBaHHs ILIEHTPOMEPHU - aKPOLEHTPiKi. Bci BOHM MaioTh CynmyTHHKH, MOP(}OJIOTidHO
CXOXi;



I'pyna E cknanaetses 3 3 nmap kopotkux xpomocoM (16-18). Xpomocomu 16-i mapu € meTanieHTpUKaMu.
Xpomocomu 17-i 1 18-1 mapu, cxoxki Mi>K 0000 1 € CyOMeTalleHTPUKAMU;

I'pyna F mae 2 mapu KOpOTKMX MeTaleHTpUYHUX xpomocoM (19-20), ski He BIAPI3HAIOTHCSA OJHA BiJ
OJIHOI;

I'pyna G cknanmaersest 3 2-x nap xpomocoM (21-22). Ile my»e KOpOTKi aKpOLIGHTPUYHI XPOMOCOMH 13
cynyTHUKaMu. Jlo HUX NpUMHKae Y-XpOMOCOMa, siKa JIEIlO JOBLIA 1 Ma€ Ha JOBrOMY ILIedl BTOPUHHY
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KnacudgikoBaHi XxpoMocomMu 310pOBOI JIIOIMHU

[Ipu pytunHOMY (apOyBaHHI MOXKJIMBA JUIIE TPYIOBa iACHTU(IKALIL XPOMOCOM, TOMY LI METOA
BUKOPHUCTOBYETHCS JIJIsl OPIEHTOBHOI'O BU3HAUYEHHS YMCIOBUX aHOMaii kapiotuny. CTpyKTypHI XpOMOCOMHI
aHoMaJtii (Jenerii, TpaHcIoKallii, IHBepcii), 0 BUSABIAIOTHCS 1] YaC pYTHHHOI'O 3a0apBIIeHHS, OBUHHI OyTH
11eHTU(dIKOBaHI 32 JOTIOMOTOI0 TU(epeHIianbHoro GapOyBaHHS.

B nanwuii yac g iaeHTUdIKALT XpOMOCOM BUKOPUCTOBYETHCS AudepeHuiaibie GpapOyBaHHs, AKe Ha
XpoMOCOMax J1a€ CMYTH MONEPEYHOi CMYracTOCTI, 3aBASKN SKUM MOKHA OUIBII TOYHO 1A€HTU(]IKYBATH Mapu
romodori. KoxHa xpoMocoma XapakTepu3yeTbesl Crieln(iyHUM KOMIIEKCOM CMYT .
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KanacudikoBani xpomocomu 310poBOi JTHOIMHI



AHaJI3yI04H KapiorpaMmy, 3BepTal0Th yBary Ha HACTYIIHI il 03HAKH:
— 3arajibHa KUIbKICTh XpOMOCOM;
— mapHicTh a00 HENAPHICTh TUX UM IHIIUX XPOMOCOM;
— KUIBKICTh Ta BUJ CTATEBUX XPOMOCOM;
— HasSBHICTb THUX YH IHIIUX aHOMAJIiH YKCIIa XPOMOCOM.
SIkmio kapiorpaMma MiCTHTB 23 mapu XpoOMOCOM, 3HAUUTh NE€pe]] BAMU HOpMaJIbHA KapiorpaMMa JIFOHHH.

3aBnannsa 1: 3HalAITE HA KapiorpaMMi ayTOCOMH 1 ctareBi xpoMocoMu. CTaTeBi XpOMOCOMH 3BUYAIHO
pO3TalIOBYIOTh OKpeMO Bij ayrocoMm. HopmanmpHa kapiorpamma MicTuTh 22 mapu ayrocoM i 1 mapy
CTaTeBUX XpOMOCOM. Bu3HauTe cTaTh JI0AMHU 32 HOro Kapiorpamoro. (s mboro yBa)kHO BUBUYITH CTAaTEBI
XpPOMOCOMH. SIKIIIO BCi BOHM OJHAKOBi, CEPEAHHOTO PO3MIPY 1 METallCHTPUYHI, OTXKE BCi BOHU - X-
XpOMOCOMH, a Iepe] BaMH KapiorpaMma >KiHOUOro Oprasi3my. SIKIIO cepea cTaTeBUX XPOMOCOM €
HEBEJIMKa aKPOIIECHTPUYHA XPOMOCOMa, 03HAYaE I1e - Y-XpoMOcoMa, a Iepe] BAMHU KapiorpaMma 40J0Bidoro
opranizmy. [TomuBiTECS, Y1 BC1 XpOMOCOMH TIPEICTABIICH] MTApaMHU.

3aBaannsa 2. PosrmsabTe MikpodoTorpadiro XpoMOocoM JIIOJUHH Ta BU3HAYTE THII XPOMOCOM
MMO3HAYCHUX IUdpamMu, 3po0iTh MAMKUCH 10 MATIOHKA.

Mertadazna rmacnmlca'
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3aBaaHHA

XPOMOCOMHUX XBOPOO y TabIHIIi, JaiiTe IM XapaKTEPUCTHKY.
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3: TlopiBHsiiTE KapiorpaMu 3I0POBHX 1 XBOPHX Jitojiel. O3HalOMTECs 3 KapiOTUIIAMH
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