XPOMOCOMHUM
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Ihxko XiH Tio (1919-2001)

— aMepuKaHCbKUU 2eHETUK, AKUU yrnepLue
PO3Mi3HaB HOpPMarbHY KINTbKICTb XPOMOCOM Y
KniTuHax nognHn. Lia nogia sinbynacsa 22

rpyaHS

1955 p. B IHCTUTYTI reHeTUKM JlyHOCLKOro

YHIBEPCUTETY B

BeLll,



XpoMmocomu

(BiO rpeL. xpomamoc — 3abapefieHuu, coma — mifibue) —
CMpyKmMypu KrnimuH eykapiomis, wo 3abe3srnedyoms
36epexxeHHs, po3rodin ma rnepedady criadkogor
IHgbopmaulr.

XpomaTuH (Big rpeu. xpoma — 3abaperieHHs1) — KOMI11eKC
LHK 3 6inkamu, wo ¢oopmye XxpomMocomu.

LLlinbHO ynakoBaHuin, abo KOHOEHCOBAHUN,XPOMATUH
Ha3nBalTb 2emepoxpoMamuHOM.

AKWwo xpomMmaTnH ynakoBaHUN HeLiNbLHO, Uoro
Ha3nBalTb JEKOHOEHCOBAHNUM XpoMaTuUHOM, abo
eyxXpoMamuHOM.

3a cmyneHsamu op2aHi3auii xpomamuH byeae:
HYKI/1€0COMHUU,HYKIIeOMEPHUU, XPOMOMEPHUL,
XpoMamuOHuUill ma XpOMOCOMHULI.



KAPIOTUIT NIOONHW

— Lle KINbKICHa U aKicHa BmaocneuymndivyHa
CYKYMNHICTb 0CODNMBOCTEN XPOMOCOMHOIO
Habopy coMaTUYHUX KNITUH NIOOUHWN.

KapiotTnn BuB4aloTb 3a JONOMOIoH
XPOMOCOMHOro aHanidy. JJocnigxeHHs
XPOMOCOM € OCHOBOK LIMTOr€HETUYHOIO
MeToay AOCNIOXXeHHS cnagKkoBOCTI



XPOMOCOMHUN aHani3

3a A0NOMOrolo XpPOMOCOMHOTO aHanisy B MeauyHin
reHeTuLi AoCNioKYoTb KapioTun NMoanHU B HOPMI 1
y pasi natonoril, y dinoreHeTuLi BUB4aloThb AesKI

3aKOHOMIPHOCTi MyTaL|iiHOro Ta eBOOLLINHOrO
npoLieciB.

BrMiptoBaHHS AOBXWHM TeNomep Ha KiHUEeBUX
AinsHKax XpoMOCoMM Aae 3mMory cnedianicram-
repoHTONIoram OLIHMTU LWBUAKICTb NPOLECy

CTapiHHA OpraHi3aMy NIOANHKU, OCKINbKM TENOMEPU
3MEHLLYHTbCH

3 KOXKHUM noninom KNITUH. Y cyOoBIiv MeauLuHI
XPOMOCOMHMM aHani3 3acTOCOBYOTbANA
BU3HAYEHHA CTaTeBOIl HaMeXHOCTI KPOBI.



[ig Yac BMroToBneHHa Mikponpenaparis XpOMOCOM [0
KynbTypy KNiTUH 0OAA0Th arnkarnoif KOnxiuyH, Wwo 3ynuHsAe
noain KniTuHM Ha ctagii metadasu.

[NoTiM KNiTHM 00POONAITL FINOTOHIYHUM po3dnHOM KClI, akniA
BiJOKPEMITHOE XPOMOCOMM OAHY Bif OAHOI, Nicns Yoro
IXQDIKCYIOTb | papOytoTh.

3aBOsKkn Takin 00poOLi KoxkHa XpoMocoma cTae BUOVMO Y
CBITNIOBOMY MikpocKoni. XpOMOCOMM Ha LK cTagil
CKIagaroTbCAa 3 ABOX XpomaTtug i matoTb X-noaioHy dopmy.

KoxkHa xpomocoma npw 3acTocyBaHHi Memody Krnacu4Ho20
KapiomurlygaHHsi 1o ¢eoill 008XUHI OUEPEHLIIETLCA Ha
TEMHi Ta CBIiTNni cMyru — ANCKK. MNocnigoBHICTb
po3TallyBaHHS UUX ONCKIB, IX hopma € cneunivyHMm ans
KOXXHOI XPOMOCOMM.
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Upunorpamma

Y 1960 p. 6yno po3pobneHo nepuwy [leHBepCbKYy MiXkHapoAHyY Knacudikauito Xpo-
MOCOM J1loAUHU. Y OCHOBY 11 OyNo NoKnagaeHo ocobnMBOCTI pO3MipiB XpOMOCOMMU Ta
po3TallyBaHHS LleHTpoOMepMu.
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[ pynn XpoMocom

'pyna 1-3 (A): BENuKi XpOMOCOMM, SKi HiTKO BiAPI3HAIOTLCA OAHa Bif OAHOI;
LEHTPOMEPU PO3TalLOBaHi NnocepeaunHi (MeTaueHTPUYHI).

[pyna 4-5 (B): Benuki xpomocomu, ki Mano BiApisHATLCA odHa Big OAHOI;
LleHTpOMeEpPU 3MiLLIEeHI 40 OAHOrO 3 KiHLiB XpOMOCOMMU (CyOMeTaLEeHTPUYHI).

[pyna 6-12 (C): XxpomMocomMu cepeaHix po3mipis, Mano pPisHATLCA MK coboto;
LleHTpoMepy po3TalloBaHi brmkye 00 OAHOrO 3 KiHLIB (CyOMeTaLeHTpUYHI).
Hanbinblua 3a AOBXMHOLO 3 L€l rPYNn XPOMOCOM - 6-a, BOHa CXOXa 3

['pyna 13-15 (D): XpOMOCOMW CEPEAHIX PO3MIpIB; LEHTPOMEPU MalXKe NMOBHICTHO
3MiLLEHi O OAHOTO 3 KiHLIIB XPOMOCOMM (aKPOLIEHTPUYHI). Y BCIX TPbOX XPOMOCOM
BUSABIIEHI CYMYTHUKMN.

Mpyna 16-18 (E): KOPOTKi XPOMOCOMMY; y 16-1 XDPOMOCOMM LIEHTPOMEPA pO3TalLlOBaHa
Malbxe nocepeauHi (CybMeTaueHTpuyHi), y 17-i i 18-i XpOMOCOM LieHTpOMEpK
3MiLLEH.

[pyna 19-20 (F): ManeHbKi (KOPOTKi) XpOMOCOMMU; LLleHTPOMEPU PO3TalLOBaHi
nocepeaunHi (MeETaUEHTPUYHI).

[pyna 21-22 (G): HaMeHLUI XpOMOCOMMU; LLEHTPOMEPU 3HAXOAATbCA Ha KIHUAX
XPOMOCOM (aKpPOLIEHTPUYHI). 21-1a XpOMOCOMa Mae caTeniT Ha KOpoTKoMY nrievi. 3
XpoMocoMaMu Liel rpynn cxoxa
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KapioTun XiHKW

lpynna W306paxeHus xpomocom XapaKTepucTHKa XpoOMOCOM
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[locnigXyo4yn KapioTrun MOXHa
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[leaki 3axBoptoBaHHA NOOANHU, CNPUYMNHEH]
3MiHaMI B KaploTuni

47 XXY; 48,XXXY;

45X0; 45X0/46XX;
45,X/46,XY; 46,X iso (Xq)

A7 XXX; 48, XXXX; 49,
XXXXX

47 XX, 21+; 47,XY, 21+
47 XX, 18+; 47,XY, 18+

47 XX, 13+; 47 XY, 13+

46,XX, 5p-

CuHgpom KnanHdenstepa

Cungpowm Lepeluesckoro
— TéepHepa

[Monncomum no X
XpomMocome

Cungpom [layHa
CuHapom OaBapaca

Cungpowm Ilaray

CHUHIPOM KOLIAYbETO KPUKa

[Monncommsa no X-
XPOMOCOME Y MY>XYMH

MoHocomMua no X
XPOMOCOME, B TOM YUCIIE U
MO3auLn3m

Yare Tpucomus

Tpucomuna no 21-n
XpomMocome

Tpucomus B 18-

Tpucomuga rno 13-u
XpomMocome

aeneumst KopoTKoro nneva
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[lpoaHaniaynte kapiorpamy 1
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[IpoaHani3ynTe kapiorpamy 2
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AHanI3 cnig npoBecTn 3a TaknUm
NraHoOM B 30LUNTLI, HAZICNAaTW:

KapioTtun sikol ctarTi
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N NpegcTtaBreHi roMosoriYHi XpOMOCOMMU
K BUIMAOa€e cTaTteBa napa XpoMoCcoM
ne 36iNbLIEHHS KiINTbKOCTI XpPOMOCOM, B AKIN

napi, 4Yn Benuka AainsgHka 3amBol XpOMOCOMMU
3HanaiTb B Tabnuui CMHAPOM Takol MyTauii

3HanaiTb B Xeperax comatuyHi 03HaKu
NIOAVHU 3 TAKUM MOPYLLUEHHSAM B KapioTuni.



