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OKBITY MaKcaThbI
(xorapbl 1eHren)

TyKbIM KyaJIauThIH
aKmapartel Oepyze
XPOMOCOMAaJIap.IbIH
OMOJOTUSIIBIK MaHBI3bIH
TYCIHAIpeni

OKBITY MaKcaThI
(opTrama geHremn)

OKbITY MaKcaThl (TOMEHT IeHTrei)

TepMmuHaepre aHbikTama 0epeii: XxpoMocoMalap,
ayTocomasap, ’bIHBIC XPOMOCOMAaJIAPhI
(rerepoxpoMocoMaliap), KapuoTHIl, UIUOTpaMMa

XpoMocomasiapbIH
KYPBUIBICBIH KOHE

XpOMOCOMaHBIH KYPBUIBICBIH CHHaTTaﬁﬂBI

KbI3METIH TYCIHAIpEI1

XpOMaTvH KMHAKTaTybIHBIH (HYKJICOCOMAJBIK,
HYKJIEOMEPAJIBIK,XPOMOMEPATIBIK, XPOHEMAJIBIK,
XPOMAaTHH/I1) ICHTeHIIepIH CUIIaTTal bl
DyXpoMaThH MEH reTepoXpoMaTuH UHTepGa3abl
XPOMOCOMAJIAP/IbI aXKbIPATAIbI

JIHK monekynanapbIHbIH TeTOMEPIIl 0OIIKTEPIH
CUIATTalabl (YHBIMIACY KOHE PEILTAKAIINS )

XpoMocoMa (PYHKIMSICHIH CUTTATTal bl

XPpOMOCOMaHBIH JKIKTEIy
MPUHIMNTEPIH TYCIHAIpE i

Meradazansl XpoMocomManap TUIITEPIH KIKTE i
(MeTaleHTpIIIK, CyOMETaleHTPIIK,aKPOIIEHTPIIIK,
TEJIOLEHTPIIIK)

AJlaM XpOMOCOMAaCBhIHbIH JI€HBEPIIIK KIKTEIy1H
CHUIIaTTal bl

AJtlam XpoMOCOMBIHBIH [Taprx ik *KIKTeTyiH
CUIIaTTau bl




Iluroreneruka

- bym  reHermka  0eiiMl,  TE€HETHUKAJIBIK
MaTepHUaIIbIH >Kacylla ICHICUIHIE, HEr131HCH
XPOMOCOMaIapabIH KYPBUIBIMIBIK -
(byHKLIMOHAJIAbI VUBIMIACTBIPBLTYBIH

3EpPTTECUTIH OOIIMI.

XpomocomaJjiap- OyJad  TYKBIM
KyaJlayIIbUIbIK (AaKTOpbl HEMECE TeHAepl Oap
Kacyllla SIApOCBhIHAA KE3JICCETIH KIII Topl3Al
HEMECE TasKIa TOp13a1 ACHEIEP.



Ainpo e XpoMocomaiap

Xpomocoma

e OAPIIEIK
KacyuraiapabiH

AApOJIapbIHIA

OoJ1aabl

Crpyirypy AHK pacwudipo-
Banu & 1953 r. OpuTaHCKKE

| * OpOIp
yHeHbe Oppancnc Kpwk -4
- O XpOMOCOMa
Gy \ TYKBIM
AN KyaJlayIIbUIbIK
Wy aKIapaThlH
CaKTaun bl

Le30kCcHpHBoHYKNeRHO-
Ban kucnora (AHK)

Jee uenw [AHK 3akpyvens
8 ABOMHYID coupans



XPOMOCOMA - akybI3aapMeH 0aMJIaHBbICKAH
JAHK MoJieKyJ1achl.
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« Xpomocoma 2 Typimi Ooambr: = F’f//f

COMATUKAJIBIK (ayTocoMa) >KOHE é
KBIHBICTBIK (X  koHE YY) \

XpoMocomanap.
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AyTtocomaJiap

(rpek, autos — eo31M; soma — JIeHe) — Japa
’KBIHBICTBI KaHyapaap MEH OCIMIIKTEP
Kacymanapsl gaponapblHaarbl(rpek, autos — e31M;
soma — JEHE) — Jiapa >KbIHBICTHI JKaHyapjap MEH
OCIMAIKTEp  JKacyllajapbl SAPOJAPbIHIAFbI JKBIHBIC
XpOMOCOMaJIapbIHaH Oacka KYIT
IeHEe XpomMocomMasnapbl (;KbIHBICCHI3
XpoMocoMalap).

AyTocoMaliap CEpHSUIbIK HOMIPJICPMEH OCITICHEM].
CoHBIMEH, AUILIOWU >KUBIHTBIFBIHAAFEI aJaMHBIH 46
XpOMOCOMACHL 0ap, ojapablH 44-1 - ayrocoMamnap (22
Wlﬁ—ﬂeH 22-r¢ JEHIHI1 caHJapMEH OCITUICHEH1)
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/KBIHBIC XpOMOCOMAJIAPHI
(rerepoxpomMocomaJsiap)

/KBIHBICTBIK  XpoMocoMajap - OpPraHu3MHIH JKBIHBICTBIK
CPEKIICIIIKTEPIH AHBIKTAUTHIH T€HAEPCH TYPATHIH XpOMOCOMaJIap.

OMeNIEPAIH KBIHBICTBIK XpoMocoMajapbl - XX, all epiaep/iH
KBIHBICTBIK ~ XpoMocoMayiappl - XY. ©OMWen JI€HECl JKBbIHBIC
XpoMocoMaiapbl (raMoraMeTHKaIbIK OpraHu3M) Oap ramerajap, aj
EPKEKTEp ACHEC1 OpTYpOIpACH 1 KBIHBIC XpoMOcoManaphl (X KoHE
Y) Oap rameranap Ty3eml.

AnaMHBIH JI€HE >kacymanapbiHjga 46 xpomocoma Oap. Omap 23
Xy Ty3enl. OnapaeiH 44 xpoMmocoMachl (22 kyObl) €pKEKTEpAE JIe,
orienaep/ie 1€ MOJIIepl, KbI3MET1 >KaFblHAH O1pAckd yKcac OOJIBIII
kenenal. Omapasl ayTtocomaap Aen arauabl. Al 23-KYIITHI
KBIHBICTBIK XpOMOCOMAJIap AeH aTaubl.

0GOS
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COHABIKTaH YPBIKTaHY Ke€31HJE €K1 TypJll KOMOHHAaIMs
TY3UIe11.

1. X xpoMocoMacel ©0ap JKYMBIpTKa JKacymaHbl X
XpOMOCOMAachl 0ap CHepMaTo30M]l YPBIKTaHIBIpFaH >Karganaa

3uroraja xxyn XX xpomocomajnaap Oojiaapl. MyHaal 3urorajas
aHaJIBIK Japajap >KeTUIe/I].

2. X XpomocoMachl 0ap KYMBIpTKAa JKacymiaHbl Y
XpoOMOCOMachl 0ap CIEpPMaToO30MJ YPBIKTaHALIPFaH Ke3JIe,
3UroTrajga X koHe Y XxpomocoManap 0onaabl. MyHaal 3Uurorajas
aTanblK gapanap ketuiedal. COHBIMEH CYTKOPEKTLIEpJE aHaJIbIK
KBIHBIC —  TOMOTaMeTajbl Jla, aTallblK JKBbIHBIC —
rereporaMeTasbl 00JIabl.

Y xpoMocomaja arajiblK 0e3aepAl KaJIbIITACThIPAThIH I'€HICD
Oap. OCBIHBIH apKachlHJa >KbIHBIC OpraHJapbl MEH Oeiruiepi
KETUIE/I].



KAPUOTMII - punmouars! (2n) xpoMocomanap

KUBIHTBITBI.

Kapuotun —  6ip  Typre  JKaraTbiH
OpraHu3IMHIH COMAJIBIK KacylllajiapbiHa TOH
XpPOMOCOMAJIApJIbIH ~ HAKTBhl  CaHBIMEH,
KYPBUIBICEIMEH AKOHE TCHETUKAJIBIK
KYPAaMbIMEH  CHUNATTajJaTblH  JAUILIOUTHI
KUBIHTBIK.

23 KYINThl KYPAaUTBIH KEKE XPOMOCOMAJIAP
KoJieMAEpl  MEH  ILEHTpOMEpaapblHbIH
opHajacybl  OOWBIHIIA  EpPEKIICICHEII.
XpoMocomanap OJapAblH  KYpaMbIHJIaFbl
albIpMaIIbUIBIKTAPAbl AHBIKTAyFa apHaJiFaH
apHaiibl OostyIapMeH OO0sIIaIbl.

(A) cypeTiHAEe ajlaMm XpPOMOCOMAIAPBIHBIH
MeTadazalbIK IJIACTUHKACHI KOPCETIITEH.

(b) CypeTiHje aJlaMHBIH
XPOMOCOMaJIapbIHBIH OpHaJacyhbl
KOPCETIITeH (XpoMocoMaJtapIbIH

MOJIIIEPiH, IIEHTPOMEPAHbIH OpHAJIACybIH

R



ATaMHBIH KAJbINTbHI KAPUOTHIILI
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AxaM KapuoTuil 2 re :KikTeJemi:

* AyTOCOM/IBI * JKbIHBIC
(22 xyIr) XpOMOCOMAJIAPbI
(XY ep agamaapaa)

(XX onien agaMaa)



Upuorpamma — byln xpoMocoMaaapablH KOJIEMIHIH
a3arobl OOMBIHIIIA OPHAIACATHIH KYNEJIICHI€H KapUOTHIL.

['anJiouaThl KUBIHTBIK — XpPOMOCOMAJap KUBIHTBIFbI,
OUIIOUJATH  KUBIHTBIKTBIH ~ JKapTBICBIHAH  TYpPAaThIH
TOMOJIOITapAbIH, 9p >KYOBIHAH O1p XpoMoOcoMachl Oap
XpoMocomarnap.

JIMIJIOUATHI KUBIHTBIK — 9pOIp XpOMOCOMa JKYII
rOMOJIOTTap/IaH TYpaTbIH XpOMOCOMAJIap KUBbIHTHIFBI.

Af3ajiapabIH COMAJIBIK KacylajgapbiH/ia
NUIUIOUATHI  (3KYII) XpOMOCOMAJIAp JKUBIHTBIFBI, all

raMeTajgapaa - ramjiouaThl (TaK) )XUBIHTBIK O0IaIbI.

COOGOS
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XpoMocoMa epe:xeiepi

XpoMocoMasiap CaHbIHBIH TYPAaKTBUIBIK epeskeci: op Typrerl
ara3lIapJplH COMAJBIK JKacylIajapblHIa XpOMOCOMAaJIap[blH KaTaH
OenrijeHreH canbl 00a1bl (MbICaNbl, agamaapaa-46, npo3odunama-8).

XpoMocoMaJIaAPAbIH KYNTHIK (TOMOJIOITHIK) epexeci: TUIITOUITHIK
KUBIHTBIKTAFbl OpOIp XPOMOCOMAaHBIH TIaMOJOTHSIIBIK MOHI Oap -
MOJIIIIEP], IEHTPOMEpPAJAP/IbIH, OPHAIACYBl KOHE TEHIIK KYpaMbl
’KarbIHAH YKCac.

XpoMocoMasiap/JbIH JKeKe JdapajblK epeskeci: XpoMocoMalapabIH
op KyObl 0Oacka JKynTapjiaH  eJIIeMIMEH, IEHTpOMEpaHbIH
OpHaJaCybIMEH KOHE TeHAEP/I1H KYPBUIBIMBIMEH €PEKIICICHETI.

XpoMocoMaiapabIH Y3OIKCI3aiK epesKeci: TEHETUKAJIBIK
MaTepUaiIblH €K1 ecejieny npouecinae eckl JJHK monekynacel Typalibl
akmapar Herigge xaHa JHK — Monekymacel  cuHTEe3aenendl
(MaTpHULIATIBIK CHHTE3 PEAKIIUACHI - 9pOIp XpOMOCOMa XPOMOCOMAaJIaH).



XpoMocoMa KYPbLIbICHI

* XpOMOCOMaHbIH
meTadaza MUTO3
KE€3CHIHET1
CXEMAacChI:

|—xpomaruaa;
2—IIEHTpOMEDPA;

3—KBICKA
XKITIIEIIED;

4—y3BIH XKITIIIEEP




XpomocoMa

Hngepi

LleHTpOoMepa

Ek1 xpomaruia

Tenomepanap
| (yIITapsl)




XPOMOCOMAHBIH KIKTeJYi

9p XpOMOCOMa/Ia KeJIeCl OOMIKTED
AHBIKTAJIBIHA/IBI:
- llenTpomepa (O1pIHIITIIK TAPTHLUIYHI)
- Minjgepi (XpoMOCOMAaHBIH LEHTPOMEPAHBIH, 2
’KarblHJa OpHAJIaCKaH OOJIIKTEPI;
- TeromepJiep- niHACPIHIH COHFBI OOIKTEPL.



Mop}os1orusiiibIK TYPFbIIaH XPOMOCOMA
AXKbIPATHLIA/AbI

1.bipiamm pETTI TapPTHLIY-
[IeHTpoMepara (KHUHETOXOp) OeliHy
YPIIBIKTaPbIHBIH, XKIMIIEISp] OCKHU/I1
2. XpoMococa uiHaepl (UbIKTaphl)

3. Ex1H1I1 pPETTI TapPTHLIY
(SIAPOLIBIKTHI YHBIMIACTHIPYILIHI)

4. CriyTHHK (CaTeJlInT)

0,2-20um

COOD <
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IHHEHTPOMEPA (opransik + rped. meros - oemri) - JIHK-HbIH
apHalibl OeJIri, ’KacyllaHblH OelliHyl mpodaza XoHe MeTodasza
KEe31HAET1 AYIUIMKALKS HOTHXKECIHAE €K1 XpOMaTHIaHbIH O1pIryl

LlenTpomepa XpoMocoMaJiapibiH
MeTada3aiablK IJIaCTHHKA TYPIHJEC
OpHaJIaCyblHJa MAaHBI3Abl  POJl
aTKapaabl.

Ex1H111 pETTI (mo4YepHUX
XpOMOCOM)  XpOMOCOMaJap/ibIH
Kacylia MOJIOCTEpPIHE OelIHYl

IIPOLIECIH/IE [IEHTPOMEPAHBIH
KOMETIMEH opOlp  XpomaTujaa
OeJIIHYy YVPIIBIFBIHBIH

KIMIIEIePIMEH OaiaaHbICaIbl. Op
[IECHTpOMEpPa XPOMOCOMAaHbI €Kl
A1HTE OOJIe .




IlenTpomMepa

Muto3abpiH  OacTamkbl CaTBICBIHAA KOPIHETIH
XpoMoOcoMayiap €K1 a0COJIIOTTI O1pAeH KYPbUIBIMHAH
TYpaThiH, yKcac XpOMATHAAJIAPAbI
(CeCTPUMHCKMMHU XpoMaTujaamMu) OIpIHIIl PETTI
TapThbUIbIC ~ OalmaHbIcThIpanbl. JIHK-HBEIH  ek1
€celIeHOereH  Oenr:t  HEMeEcC LEHTPOMEPACH],
MHUTO3bIH, aHada3za OacblHIA €Kl €CEJCHEe].
Kuneroxop —Oyi1 MHUTO3IBIH €pTe Ipoda3achl
K€31HAC Op LEHTPOMEPAHbIH op  JKarblHJA
OpHaNacCKaH >KOHE MMTOTHMKAJIBIK OeJnHynae (0elHy
VPIIBIFBIHBIH) MUKPOTYTIKIICIEPIH TY3yre KaXKETTI
TyOyJIUH TMEPJICPIHIH ITOJIMMEPHU3ALASCHIH
KEHUIACTETIH OpraHesia.

COOHO S
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* EKIHIII perTi TapTblLIy — SIAPBIIBIKTEI YWUBIMIACTHIPYIIIEI,
pPHK renngepinen Typanpl, Olp Hemece €Kl XpPOMOCOMAaHBIH
T€HOMBIHIIA 00JIaJIbI.

* Temomepasiap —xpoMocoMaaap/blH YIIbl (KOHIIEBBIE YYaCTKH) ,
10 MbIHFa ACHIH HYKJIOTHH XynTapblHaH TyparbiH, TTAITT
KahTajdaHaThIH peTTUIIrl. TemoMmepanapaa reH 0oJMaiabl, oap:

* 0Jap XpoMocCOMaJIapAbIH YIITApbIH HyKJIea3adapabiH - JIHK-HbI
Oy3aThiH (DePMEHTTEPIH SCECPIHECH KOPFaIbl;

* XpOMOCOMAaJIApAbIH YINTAPbIH 1K1 KaFbIHAH SIPOJIBIK KaOBIKKA
OEK1yl1H KaMTaMachI3 €TE/l;

* TEHAEpJl COHFbI pEILUIMKALMsIIaHOaynaH Koprauabl (KOHIIEBOM
HEJIOPETIINKALIMHN ).

Kuneroxop — ueHTpoMepa allMarbIHIAFbl (QUOPUILISAPIIBI JICHE,
OFaH ’kacyuia 0eJIIHY YPIIbIFbIHBIH JKIIIIEIEP]l OCKUII.

Uingepi (MbIKTApbl) — XPOMATHAAHBIH LICHTPOMEPA KOHE
TeJIOMEpa apachIHAAFbI OOJIIri.



@® Xpomaruabl - peIIMKAIUS apKbUIBI  TY3UITCH
XPOMOCOMAJIBIK KOLIIpMETIep.

® Xpomomepa — KapKbIHABI OOSITFaH TYHIPIIIKTEP; OHEI
Ocarun Olp »KaFaanyiapjia XpOMOCOMAaHBIH Kypamjac
OeJIIr1 PEeTIHAEC aXKbIpaTyFa OOJIagpbl.

® Xpomonemnsl (rped. Chroma- Tyc, 6051y ko0HE nema —
KIMIIE) JKIMIIEN KYPbUIBIM, JKacyllla alHaJIbIMBIHBIH
OapibIK KE3CHAEPIHACT1 XpoMocoMaliapAa OOJIaThiH
KOHE HYKJICOIIPOTEHH TY3LIICTEP1, XpOMOCOMaIapAblH
KYPBUIBIMJIBIK CyOO1pIIKTEPIH OLITIpE].

@® XpomoueHTpPbl - KYPBUIBIMILIK T€TECPOXPOMATHH/II
arperanysachl HOTHIKECIHJE mHaijga OoJraH jKacylla
SAPOCHIHBIH (ha3albIK KYPHUILIMIAPHL.

@® Xpomocomasap KapTachl - XpoOMOCOMaJia TCHACPIIH
OpHaJacy >KocHapsl.

COOOS

semeymedicaluniversity SSMU official
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AKacymanapabiH 06/1iHYI Ke3lHaerl
XpoOMATHAAJIAPABIH KYHi

eKi ecerneny (eki xpomartmaanbl) XacyLaHblH eKi eceneHbereH €Ki ecernieHreH xpomocoma
BeniHy angblHAarbl XpoMocomManap (6ip-xpomatungans) Xacywa 6eniHy anablHOarbl
(1HyCKa: (2 HyckKa: XpomMmocoma (1 Hycka —eki X.pOMIaTVI,EI,a aHbIK
eki xpomatuga  XpomaTtuaanap KacyaHblH KepiHeni)
aHbIK KepiHin Typ) apacbiHAa GeniHyiHeH Kedinri
XpoMocoma

Luekapa

0 @ ﬂ @ & KepiHBenai)

semeymedicaluniversity SSMU official



Xpomacomaaarsl JIHK

e XpomMocomaza JIHK
aKybI31aphl -
THCTOHIapMEH
OaliTaHBICKAH.

e I'ucronmap men JIHK-HBIH
Olp KelIeHl HyKJIeocoMa
JICTI aTanaabl.

* Hyxkneocomamapabiy
T130er1  OlpHeme  per
CIIUPAJIbIaHA/IbI.
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XPOMATHH YUBIMIACYbIHBIH
HeHrenJIepiHiH PeTTLIIrI

bucnmpans JJTHK 1 2
1. HykneocomambIK, HyKJICOCOM/IbI JKIITIIIE 6-7 11
2. Hykiieomepiti, XxpoMatuHal pudpuiia, 25-30 30

HYKJICOCOMAJAPAbIH ThITbI3JaJdybIHAH TYPaldbl

3. XpoMmomepasblK HEMeCEe UIMEKTI-IOMEH/II, 680 300
XPOMOTHUH/I1 (PuOpuIaIapAbIH 1JIMEKTEpPI

4. XpoMmoHem/Ii, MeTada3aibiK 1600 700
XpOMOCOMaJIapbIH KOHJCHCUPJICHTEH 06Iirl
(O1p XpOMaTHHHIH)

5. XpoMaTtuaisl, TOJIbIK MeTada3abIK 7000-10 000 1400
XpoMOcoMa (€KIHIII PeTTi KacylaiapbIHbIH
€K1 XpOMaTUJACbIHAH TYPaIbl)



JIHK-HbIH YUBIMJIACYbIHBIH OIpPiHIII
HeHremi - HYKJIe0COMAJIbIK

JIHK ThIFbI3aybIHBIH O1piHIII ACHIEH1 - HyKJIeocoMalbiK. Erep XxpomaTuH HyKjeas3a
ocepiHe ymubipaca, JIHK-HbIH yHeM1 KaWTajdaHAaThlH KYPBUIBIMIAPHIZAA bIJIbIpayFa
YIIbIpAnIbl. byJl KaWTallaHAThIH KYPBUIBIMAAD - 8 THCTOHABIK aAKYbI3 MOJIEKYJIACHI
(okTamepJiiep) xoHe oOcChl OKTaMmepaiH aiHanaceiHAaa JIHK opaneiaran. MyHpait
KYpJel HYKJICONpPOTeHHAl OeJIIeKk Hykjeocomasnap Jen araianabl. OHAa TUCTOHIAP
aKybI3 KYpEKIIeciH Ty3eal, oHblH O0eTinae JJHK-abIH 2 opambl O01aabI.

HyxkneocomanapabiH apacbinaa JIHK-HbIH rucToHaapMeHn OaliaHbICHI KOK OeJIiri -
JUHKEp OpHajacaabl, €Kl KacblHJarbl HYKJICOCOMaHbl 0OocaTa OTBIPBINT Kejecl
HykieocomanblH JIHK-Ha eTei.

MyHpaali ThIFBI3AAY JCHICH1 KEHJIe «OKIITErl OMcep» JACI aranajbl, MOHIIAKTap -
HyKkiieocomanap, an ximme - oyn JIHK. Hykneocomanwsiy guamerpl mamamed 11 HM
Kypaiabl. bipiHiil, HyKJI€ocOMalbIK, XpoMaTuHAl Thirbi3aay aeHreri JIHK-HbIH opary
TBIFBI3JIBIFBIH 6-7 €Ce KAMTaMacChl3 €TETIH PETTEYII KOHE KYPhUIBIMJBIK POJI aTKApaJIbl.

IT'uctonawl kabarTel 4 Typmi - H2A, H2B, H3, H4 ructonasl akyb3nap Kypauisl.
['uctonasl kKabarka 145 xxyn Hykneotua-repaeH typarbid [JHK opananel. H1 ructonsl
muakepmik JIHK-ra (y3biHabiFbl op typiaepae 10-150 xynm HykiI€eoTwn) >KajaraHapbl.
JIluakep — HyKIIeocoManapAbl KalFacTelpylibl OybiH. HykaeocoMalbIK KIMIICHIH
nuametpl — 10 HM.



Benku-
MMCTOHbI
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NINHKEp

semeymedicaluniversity

O

SSMU official



* OpOoIp XpOMOCOMaJIa JTHK KIIIIIECI
HYKJIEOCOMAaJapabl KYPaUTHIH CETl3 «CAKTAYIIbI
aKybI31apaaH»» (TUCTOHIAPOAH) TYpaTbIH
OKTaMep KEIICHIHE €K1 peT opajfaH, al
KYPBUIBIMBI <GKII TOP13/1 OHCEPTe» YKCAN/IBI.

HykneocomaHblH ~ KaObIFBI  (©3€r1)  TOPT
T'MCTOHHBIH OPKAMCHICHIHBIH €Kl
MOJIEKyJacbIHaH Typansl - H2A, H2B, H3, H4.



JJHK-HbIH YUBIMIACYbIHbBIH €KIHIIII
nenreui - HyxkiaeomepJik

Exinmn pedreit - 30 M ¢ubpuna. MuTO3abIK XpoMocoMaliapaa koHe HHTepdasa
sanposiapbinga guaMerpi 25-30 HM OoaThlH XpOMATUHII PUOpHILIANIAp aHBIKTaIaIbl.
HyxkiieocoManblH OYKTETyiHIH COJICHOMATHI TYpl epekiieneHeni: auamerpi 10 HM
OOMaThIH THIFBI3 OpajFaH HyKJIeOoCOMallapAblH Ti30eri miamameH 10 HM cOupasibabl
KUEKNeH alHananpl. MyHaal cynepcnupaib/iH Oip opalibiMblHa 6-7 HyKjieocoma
kenenl. OcbiHall KanTaMaHbIH HOTHXKECIHJIE OPTalbIK KYBICHI Oap Cvpasib TOPi3fi
¢ubpria maiiga Oomanpl. AaponapasiH KYpaMbIHIAFBl XPOMATHHHIH KypambiHaa 25
HM (pubpmtanap Oonanbl, ojgap Oipjaeit MeIIepaAe ThIFbI3 OpalifaH IIoOynazapaaH
TYpazibl - HykiaeoMepAeH. bysl HykieoMepriep KorapFbl MOHILIAKTap (CBEpXOyCHHBI)
Aen aTajgaasl («CynmepouaTep»).

Huamerpi 25 HM OonarblH 0acThl XpOMAaTUHHIH (UOpUIIachl, HYKIEOMEPIEP/IiH
kommakTineHren JJHK mosekynacblHbIH OOMBIMEH CBHI3BIKTBIK aybICYbIH KOPCETE/II.

HyxkiieomMep KypambiHAa Hykieocoma (UOpUIIIHIH €Ki alHadbIMbl Taiga Oomiaisbl,
opKarchIchl 4 HyKJIeocoMa. XpoMaTuHAl OYKTeydiH HykieoMepaik jneHreni JJHK-Hb
40 ece ThIFBI3AAYBI KamTaMmachi3 erefl. XpomatuH [IHK-HBIH ThIFbI3AATYBIHBIH
HYKJI€OCOMAJIbIK ~ OHE€  HYKJIEOMepiik  (cymepOuaTi)  JACHreiyiepi  TUCTOH
aKybI3JIapbIHBIH apPKACBIH/IA )KY3€Te aChlphLIA/IbI.



ComaH KEWlH Oucep TOpI13/l KII CIHpaIbIaphl
COJICHOMJIKE HEMECE 5-6 HYKJIEOCOMAJaH TYPAThIH
3ur3ar crnupajbblHa (Y3bIHABIFEI 30 HM (huOpuiIre)
arviHanagbl. COHBIMEH KaTap, OHBIH, KYPBUIBIMBI O1p
HykJIeocomara O1p H1 MoiekyinackiHaH Typapbl.
COJICHOMATHL  KAJIBIITACTBIPY  KE31HJECI1 Opay
KOX((PULIMEHTI IIaMaMeH S5, Oy ©3 KE3€TIHJE
KUBIHTBIK opay Kod(gduuueHT: S0-A1 Kypausbl.
OcChl KYMJE€ OBpPOMATHH TEHICP KOPIHOCUTIH
Xepuepae nHrepdasza Ke31HAe opHanacagbl JIEreH
OoKaM Oap.



JITHK-HBIH JIMEKTi 1oMeHaepi — XpoOMaATHH
VU BIMIACYbIHBIH YUIIHIII JeHIeHi - XpoMoMepJti

MonHocTbro
KOHAEHCUPOBaHHanR
CTPYKTYPa

YacTuuHo
KOMAEHCHMPOBAMHARA
CTRPYKTYpa

COOHD <

semeymedicaluniversity

* XpoMaTuH/Ii

VUBIMIACTBIPYBIH ~ €H  JKOFaphbl
neHreinepinae HakTel akybizaap JHK-abiH Oenrii
Oip OesmimaepiMeH OalnaHbIcalbl, OJiap VJIKEH
IJIMEKTEp Hemece JOMeHjiep/il OalaHbICThIPATHIH
xepirepae Tyseni. Keitbip xepiiepiie ThIFbI3 IEHTPre
KocbltraH, 30 HM-QuOpwIIanapablH KOINTEereH
UIMEKTepIHEH  TypaTblH,  KOHJEHCAlUsJIaHFaH
XpOMaTWH, pO3eTKa TOpi3al Ty3UIIMAEp Taiina
0omnazael. Pozetkanapabia oprama mesmmiepi 100-150
HM-T€ KeTeJll. XpoMaTuHal GuoOpuiIal po3eTKanap -
XpoMomepiiep. Opoip Xpomomep Oip OpTajbIKTa
KaJraHraH OipHellle HyKJeocoMa 0ap 1LIMEKTepJeH
Typaabl. Xpomomepiiep Oip-OipiMeH HykKjieocoma
XpPOMATUHIHIH  aliMakTapbIMeH  OaljIaHbBICAIbI.
XpOMaTUHHIH OCHI IUKIAIK-TOMEHIIK KYPBLIBIMBI
XPOMAaTUHHIH KYPBUIBIMJIBIK TBHIFbI3IATYbIH
KaMTaMachl3  €Telll  JKOHE  XPOMOCOMasap/IbIH
GYHKIMOHANABIK OIPIIKTEPIH - pervimkajiap MeH
TPAHCKPUIIUSIUIAHFAH TeHIePl YIUBIMIACTHIPAIbI.

SSMUofficial



MuTO3 K0HE MEHO03 KE31HIE XpOMOcoMaaap OfaH
da THIFBI3 0o0ja  Oacranabpl, ajd  aJJIbIHFbI
ACHIenIepre KareICThl opay kodddunuenti 100, an
kanmbl KodgduiueHt S000-Fa xKeTyl MyMKIH.

Opl Kapai, XxpomMatuHal GuOpUiLIagap CO3bLIFaH
LIMEKTEpre >KuMHalaapl, OHBIH Herzigae JIHK
MOJICKYJIaChIHbIH OOMBIMEH [AIIBIPAHKbI
OpHanackaH Oeiarunl Olp HETI3OIK TI30EKTepre
KalracaTblH THUCTPOHJBI €MEC XPOMOCOMAJIbIK

aKybI3JapAblH KaHKackl (cxaddoia) opHaIacKaH.

Ckaddong - Oy kacymajlap OFaH >KaObICHII
KaJy YIIIH KOJJaHbLIAThIH YaKbITIIA TIPEK.



Kemeci KE3CHJIC XPOMATHH/I]
GuOpHIIAIbl AWHAJIBIM CIHAPAJIbIAPhL
rmammaa 0O0JIaJIbI, HOTHKECIHIIE
KacyIllIaHbIH Oe/1HY1 KE31HE
XpPOMOCOMAaHBIH ~ KypamMblHa KIPETIH
TBIFBI3JAJIFAH TETEPOXPOMATHH Manuaa

OoJ1aIbl.



4-5 neHred XpoMaTuaaJabl 5KOHE XPOMOCOMAJIbI

 JIHK-HBIH TBIFBI3 Opalybl (XpOMaTHUIAIbl XOHE XPOMOCOMAJIbIK

JCHIe) XpOMOMEpJIEpIIH OJaH opl THIFbI3AATYBIHBIH apKachblHAA
Ky3ere acalbl KoHe OeJIIHETIH »Kacyllajapaa Oalkaiaabl - ojapja
XpPOMOCOMAJIap THIFBI3ABIFBI COHIIANIBIK, OJap KEKE TY3UIIC PETIHIE
KapblK ~ MHUKPOCKOIIBIHAA  KOpIHEAl.  besmHOeWTIH  Kacyliaaa
XpoMocoMajlap  Aeclupaiv3alusiianFad  (JIeKOHJICHCAIUsIaHFaH),
OJIapJbIH, apachlHAAFbl IICKapajap KopliHOCHI1 JKOHE oJIapAbIH
i Qy3usIbIK MaTepUalibl XpOMAaTHH JCI arajiajbl.

* OCIMJIIK KaCyIIaChIHJAFbl JJIEKTPOHABI MHUKpoQoTOorpaduscChiHAA
reTepOXPOMATUHHIH ~ Kapa  KOHE  TBhIFbI3  alMakTapbl  KOHE
JYXPOMATUHHIH  alllbIK, OOpHbUIAAK  alMaKTapbl  KOPCETLIrEH.
DyXpOMaTHUH TPAHCKPUMIHUAIBIK OCJICEH/I1, TETePOXPOMATUH HET131HEH
JIHK-HBIH YHCI3 aiiMakTapbl, ajl TejioMepajlap MEH ILIEHTpOMEpIIEp
TEHJCPJCH TYPAThIH XPOMOCOMAalapAblH KYPBUIBIMIBIK 3JIEMEHTTEPI.
[leHTpoMepalibl KoHE TEIoMEepaibl aiiMakTap OOJUrarThIK (MIHJIETTI)
reTepoXpoMaruH jen araidanabl. DakynbTaTUBTI TIE€TEPOXPOMATHUH
oenrunl O1p xacyma typiHaert JIHK-HeiH Oenrum Oip aiiMarbIHAA
TV3UIV1I HEMECE TY3UIMEY1 MYMKIH.



XPpoMoCOMAJIAPABbIH KYPbLIBIMABIK
VUBIMIACYbIHBIH JACHIeljIepi

1 -HyKJI€OCOMAIEIK ACHIen
2-HYKJI€OMEPJIiK AeHIren
3-XpOMOMEPJIIK JeHIeH
4-XpOMOHEMAJIBIK JACHICH
5-XpOMaTHAANBIK ACHIeH

' mnpmmran *&\:’XW\W 22 m

. XiNKe Ti3UIreH

~ (myxiecomainap) %

 XpoMaTHHRIX

. (aomennep)

AHK-HEI

xoc m6¢n

MOHIUAKTap

$hubpunna

KenaeneH
UIMEKTep




2 xabartel cnimpanpal JJHK-
H KBICKA aliMarbl

JKinTeri MoHIIIaK Topi3aec
dhopMaaarsl XpoMaTUH

Kanranran HyKJIeOCOMHaH
TyparbiH 30 HM XpoMaTHH/II
dbudpuIa

XpoMartuaal GuOpUILTaHbIH
1IMEKTep1

)
XpomoHem/i, MeTada3abiK = % I .
XpOMOCOMaJIap/IbIH & &
KOHJICHCUPJICHICH aliMaFbl =2 =1
\| r .....
Meraca3anblk xpomMacoma W I 1400 Hm

Xpomamunnin yyumoacy oenzeinepi. bacmanywvi-oucnupane /IHK




XPOMATMH - 6yn unrepdaza sapochHBIH Herisri

34dThlI.

e XpOMATHHHIH
kKypambiaa /IHK,
PHK, akybI31ap,
0eHOPraHuKAJbIK
HOHJAP Kipei.

e Kacyma 0esliHreH
ke3ae JTHK
CIMPpATM3ANUATIAHAIbI
KOHE XPOMATHH
XpoMocoMaJiapra
alHaJaabl.

COGOS
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XPOMATHH KYPbLIBIMBI

opoilp  xpomocomanma  JHK  ximmect

HYKJICOCOMAJIapAbl KYPAUTBIH CET13 «CAKTayIIIbI
aKybI3JIapIaH» (rucTOHAAP/IaH) TYpaThIH
OKTaME€p KCIICHIHE €K1 PEeT oOpallFaH, ai
KYPBUIBIMBI <CKIIT TOP13/11 Oucepre» yKCauabl.

HykneocomaHblH  KaObIFBI  (©3€T1)  TOPT

TMCTOHHBIH, 9PKANCBHICBIHBIH, €K1 MOJIEKYJIAChIHAH
typansl - H2A, H2B, H3, H4.

D T)
semeymedicaluniversity

SSMU official



NHTepda3aabIK XpOMOCOMAJIAPAAFbI
IYXPOMATHH KIHE IeTEPOXPOMATHH

* TerFeBpany gopexeciHe OalnaHBICTBI (Pa3zajiblK XPOMOCOMAalIap/IbIH
MaTepHaIbl SYXpOMaTHH KOHE T€TePOXPOMATUHMEH YChIHBLIFaH.

* DyXpOMAaTUHIEC THIFBI3JIAyJbIH TOMEH JIOPEKECIMEH €peKIICICHE/I],
COHJBIKTAaH XPOMOCOMAJIBIK MaTepHalliblH 00C «opanran». Ajgam
T€HOMBIH/IA OHBIH, €HIIICIHE IIaMaMeH 2,9 MiapA H.p. - 3,2 MIpI H.p.

* DyXpOMaTHUH HETI3IHEH €peKIle HYKJICOTUATIK epekmenirt 6ap JIHK-
MeH ycoiHbUIFaH. JIHK coupani MeH XpoMocoMachklHIa 9p Typal
KOJIJJaHy HYKTenepl Oap reHjaep OEJCEHIUIITIH PeTTEeYydiH OlpkKarap
MEXaHU3MIEpl OOJIFAaHBIMEH, OJIapJIbIH JYXpOMaTUH alMarbIHAA
opHainacybl JIHK y4ackenepiHiH TpaHCKPHUIILIUACHI MYMKIHIITIHIH
KaJIbl ~ AJFBIIAPTHI  OOJIBII  CaHAIaAbl. JyXpoMaTH3allUsJIaHFaH
aliMakTa HEMecCe€ OHBIH JKaHbIHJAa OpHAJACKaH XPOMOCOMAaHbBIH
SYXPOMAaTHH/I1 aiMarbIHAH IIBIKKAH TeHACP 9JICTTE NHAKTUBTEIIC].

COOOS

semeymedicaluniversity SSMU official



I'eTepoxpomMaTuH- >KOFAphl JOPEKEIl ThIFbI3IAIFaH,
SIFHU XpoOMOCOMa MaTepHUaJIbIHBIH THIFbI3
«KalTamMachkIMeH» epekiencHeal. OHbIH Kem 0edlri
opramia Hemece kKaurtananarelH JIHK Hykimeoruarep
TI30€TIMEH YCBIHBUIFAaH. bipiHII TONTarbkl THCTOHAAPFA,
pubocoMalbIK koHe TackiMangaymbl PHK-ra apHanran
MYJIBTUKONMSIIBIK TEHAEP KIpel.

I'eTrepoxpoMaTuH — TEHETHKAIBIK OCJICEHIlI €Mec
XpoMocoMajap YHEMl KOHJCHCAIMsUIaHFaH  KyHJIe
Ooadpbl.

JyXpoMaTUH — TETEPOXPOMATHHI  KOCHaraH]a,
MHTEep(daA3aNIbIK  SAPOHBIH,  OapiiblK  I'€HETHUKAJBIK
MaTEpUaJIbIH KYpanIbl.

COOOS

semeymedicaluniversity SSMU official



JyXpOMaTHH

yJackesepi JecrupaibIaHfraH,
SFHU TapKaTbUIFaH Kyiijae 0ojaibl,
COHJIBIKTAH OOSyIbl a3 CIHIpI,
Haiap 0osaIbl

['eHeTHKAIIBIK uHpOopMaIus
Ka3bUIFAaH CUPEK KalTajJaHaThIH
TeHJCPACH KypajFraH

NuTepdazanbik Apoja
TE€HETUKAJIBIK AKTUBTLUIIK
kepcetin, JIHK  Tapkarbuiran

KEpIIEPIHJIe TPAHCKPUMIUS KYPIIT
Karajbl

TYKbIM KyaJIaWUTbIH aKNapaTThIH
80-90% -bI MIOFBIPIIAHFAH.

I erepoxpoMaTuH

OTe KUl MUPATHUIBII ThIFbI3AAIFaH
['eHeTUKAJIBIK aKTUBTI EMEC

CTpyKTypajllblK JKoHE  (PaKyJIbTaTHBTI
OoJIBII OOJTIHETI
CTpyKkTypajblKTa KMl  KalTajJaHaTbIH

TeHJEp OpHAJlaCKaH, ayTocomajiap MeEH
KBIHBICTBIK X-XpOMOCOMACBHIHBIH
[IEHTpPOMEpPA MaHbIHAA, ¥Y-XPOMOCOMAaHbBIH
Y3bIH HIHIHIH TejJoMepachiHaa OoJjiapl,
KbI3METI1: SIAPOHBIH KYPBUIBIMBIH CaKTall
TYPY, XPOMaTUHJI SAPO KaOBIKIIaChIHA

OekiTy, MeH03 Ke3lHJI€ TOMOJIOITHIK
XPOMOCOMaJIapIbIH e3apa TaHYbIH
KaMTaMackI3 €TY.

®daKyIbTaTUBTI TOMOJIOTTHIK

XpoMocoMaiapAblH OipeyiHjae 0omajbl,
KbI3MET1: OHTOTE€HE3 OaphIChIHIA KeHOip
T'CHJICP/I1H MOJIIIEPIH a3auTy.




XpoMaTHH

JYXPOMATHH (durci3 I'erepoXpoMaTHH (karThI
KOH/IeHCHPJIEHI ¢H, AKTHBTI) KOH/ICHCHPJICHI'€H, AKTUBTI eMec)

DaKkyJbTATUBTI KoHcTUTYTHBTI
(renpepaen TYpajbl, (KYpBLILIMABIK)  KYpPaMbIHa
AKacymiaga oCbl  YyaKbITTa reH 00JIMalbI

OHJICEH/1i eMecC)

COHO e O
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e MakyJbTATHBTI  TIETEPOXpOMaTH3alMsi  TIPKECYy  TOOBIHBIH
(Xpomocoma), TeHOMJapAbl HeMece TeHACPAl OHTOT€HE3I1H OeruIi
KE€3CHJIEPIHJIE HEMECEe THUICT1 (PU3HOJOTHSIIBIK KaFaaiaapaa >KyMbIC
ICTEYIHEH IIbIFapyfra apHajaraH Kypall. XpOMOCOMAJIBIK JCHICH/IET]
(baKyJIbTaTUBTI reTepOXPOMATHUHHIH MBICAJIBI peTiHjie
roMoraMeTalIblK >KbIHBIC ~OpraHu3MjiepiHje (azampa - oiien)
Kacyiiajgapja Olp THITErl €Kl >KbIHBICTBIK XPOMOCOMAaHBIH OIpeyiH
MHAKTUBAIUsIAy caJlapblHAH Maiga OO0JIFaH >KbIHBICTHIK XPOMaTHH
nenec1 (bapp aeneci) mbican 6ona anaasl (X agamaa).

e (dakyJabTATHBTI reTepoxXpoMaTH3alius XpOMOCOoMaJjiap/ibIH
OeJliKTEpIHE acep eTel (FeHep aKybI3Jgapbl HEMECE JKEKe TeHED).
MyHnan arMaKTapaa TaHaay KacyurajgapabiH

niddepeHIanusaCbIHbIH 0arbITHIMEH OAMIaHBICThI: THCTOIOTUSIBIK
npemnaparrap OOWbIHIIA Op TypJl TIHAEP MEH  MYIIEIEp
’KacyliajJapblHbIH HHTEp(da3zablK SApOJapbIHBIH, —XPOMaTHHIHIH
OpHET1 EpEeKIIEIICHE/I].

COOGOS

semeymedicaluniversity SSMU official



* KoHcTuTyTHMBTI reTepoXpoMaTu3aLus
reTepoxpoMaru3alusiaHFad alilMaKTap/IbIH
XpPOMOCOMAJIAP/AbIH,  Y3BIHJBIFbI OOMBIMEH OpHAJIACYBIHBIH
TYPAKThUIBIFBIMEH JKOHE XPOMATHUHHIH aTajfaH KYWiHIH YaKbIT
OOMBIHIIIA CaKTaJdybIMEH CcHUMaTTajaabl, MbICAlbl, OlpKaTap
KACYIITAITBIK OybIHJApHIH/IA. Meican peTIH/IE,
XpOMOCOMaJIapAbIH KypaMbIH/a SAPOIIBIKTEHI
VUBIMJACTBIPYLIbLIAPD  OpHAalackKaH, KypambiHaa pPHK
reaaepidiy,  (JAHK) kemmipmenept ©Oap 1eHTpoMepasbIK
aruMakTapabl aramblk. Amamaapaa JIHK TopanrapbiHblH TOpT
Typl Oearui: OeJICeHAl TPaHCKpUILMSIIAaHFaH, MOTCHIMAJIbI
Ociacenal (Oenarunl Olp MaMaHAAHABIPBUIFAH JKacyllanapja
TpaHCKpUMILIMsJIaHOaFaH). OEJICEH Il EMEC KOHE «YHCI3.

COGOS

semeymedicaluniversity SSMU official



XpoMocoMa KbI3iMeTTep

1) TYKbIM KyaJIaWTBhIH aKIaparThl CakKTay, XpoMocomajap -
T€HETUKAJIBIK aKIapaTr TachIMaJlIaylIblIap OOJIBII TaObLIAIbI;

2) TYKbIM KyaJaWTbhIH akmapartel Oepy. TYKbIM KyaJalTbhIH
aknapar JIHK mMonekymachiHbIH pEIUIMKALMSACHI apKbLUIbI OepUICAL;

3) TYKbIM KyaJaWTbhIH akmaparThl ICKe acblpy. a-PHK-HBIH oCHI
HeMece 0acka TYpIiHIH KOOCIOIHE JKOHE, COMKECIHIIE, aKybI3AbIH OCHI
HeMece Oacka TyplHE, KJIETKaHBIH »KoHE OYKLI ar3aHblH OapibIK
OMIPJIIK OPOIIECTEPIH OaKbLIAY KY3€Tre achIpblLIabl.

XpomocoManap aKybI3 (bepMEHTTEpIHIH OacTarnkbl
KYPBUIBIMBIHBIH ~ CHHTE31H KaMTaMachl3 €TETIH TICHETHKAJIBIK
aKmaparka OaMJIaHBICTBI  JKacyllaJarbl  IMPOIECTEp/l  KEIICHII
YHJIECTIPYI )KOHE PETTEYAl KY3€re achlpajibl.



JTHK MouiekyajapbIHbIH TeJ0MepJIi 061iKTepiH
cunarramabl (YUBIMAACY KIHE PEeNIMKAIMA)

* KOHCTUTYLHSAIBIK T€TEPOXPOMATU3ALINS XPOMOCOMAaIapAbIH TEIOMEPJIl
(TepMUHAJIIBIK) aliMaKTapblH cuUOarTaiabl. byn  kKeciHAaUIepaiH
V3BIHJIBIFBI OPTYPJIl XKaHyapaap TypiepiMen epekienaeHeal: 10-15 MbiH
a.K. aJJaMHBIH 3MOpHOH >kacymajapbiHaa »koHe 100 MbIH a.K. THILIKAH
xacymanapbeiaaa. Anam JIHK-CBIHBIH TENEMEPUSIIBIK allMaKTapbl 3-
yinpiHaH ©Oactan TTAGGT Kkeicka TaHaemIl KalTajaylapbIMEH
KajblllTacajabl, COAAH KEWIH KEHEUTUIreH KaWTallaHAThIH Ti30€KTep
maiiga 0oyajbl, CoIaH KeW1H KalTajgaHaThIH T130eKTep OejiMil 0ap, oap
da op XpoMocoma YIIIH epekie. XpoMocoMalapAblH YIITapbIHIAFbI
oenru O1p akysizaapMmeH JIHK >KUBIHTBIFBI «TEIOMEpay» JAeM aTalaibl.

* Tenomeprep AaApOJBIK MaTPUIIAHBIH KYPBUIBIMBIHA )KOHE, MYMKIH, SIAPO
KOJIEMIHJACIT  XpOMOCOMaIapAblH  KEHICTIKTIK  OaraapiiaHybIH
KaMTaMachl3 €TETIH SIAPOJIbIK JaMUHara (ThIFBI3 IJIACTMHA) KOCBLIyFa
KaThICA/IbI.



JTHK Mouieky/1ajiapbIHbIH TeJ0oMepJIi 00JJiKTepiH
cunarramabl (YUbIMIACY KOHE PelIMKAaLUs)

* Mwurto3 MeradazacblHaa anajibl-CIHIUI XPOMAaTUATEP JKYI OOJBIII
Kajgaabl, OHBIH I1IIIHJAE TEIOMEPACPIIH ©3apa OpPEKETTECYylHE
OailylaHbICTEI. MuUTO31bIH, aHada3zacklHIa OyJI e3apa OpeKeTTecy
QJICIpEiIl KOHE XPOMATUATEP, €HJl TOYEJCI3 XpoMocoMajap peTIHE,
aHaJIBIK JKacyllanapra OeJHe/l.

 JIHK pennukanusiChbIHbIH «TEXHUKAIBIK» €PEKIICIIKTEPIH KOPCETETIH
tenoMepaiH o31Haik epekmenirt (PHK TykbIMAbIK IiporeciH Oacray
KKETTUIIr). Op peIUIMKalMs MUKIiHAE (MHTep(a3aHblH, S Ke3CHIH/C)
ara-aHa MeH KbI31bIH JHK MonekynamapbelHbIH yIITaphl OpTa €CENIEH
50 HYKJICOTHUTEH KbICKapaabl AeTeHAl OULIIpe/l.

* XpomocoManap/bIH YINTapbIHIAFbI JIHK-HbI Xacylanapaa
(bepMEHTATUBT1 OCJICEHAUIIIT 0ap MaKpO-MOJCKYIadblK KEIICHHIH
OoJTybIHA OAMJIAHBICTHI OJIIMIE JKEIMENI1. TeioMepasa. COHFBICHI Kepi
TpaHCKpunTa3a KeI3MeTIH artkapanabl, JIHK-HbIH penpeccusiianran
alMaKTapbIH asKTaKIbl.



 AMEpHUKaHIBIK FaiabiMaap . bmskoepn, C.
['perinep xone Jl.Illocrak 2009  bLibI
TEeJIOMEpajlap MEH TeaoMepa3a (PEepMEHTIHIH
KOMETIMECH XPOMOCOMAaHBIH KOPFaHBIC
MEXaHM3MIH alllThl. XPOMOCOMAJIAPAbIH YIITAPbI
KOO1HECE TETEPOXPOMATUHIC OANBITHLIFAH.

7§ L T

. " g

6 ' l ' XpoMocoManapablH KYPBUIbIMBI;
a - T - XpoOMOCOMalapAbIH TYpJepi;

B I ' T - Tetomep;

‘ /Bn C - neHTpomepa;

r ‘ l BII - xaliTanama KbICBLTY (HYKJICOJISIP

VUBIMIACTBIPYIIIbI )




XPOMOCOMAHDBIH MOP®OJIOI'UAJIBIK
TUIITEPI

o Ilenmpomepanviy opuanacyvina 0AUIAHLICHbL
XPOMOCOMANAPOBIH KeleCl mypaepl axcolpamoliaobl:

° menoyenmpnik (IPOKCUMAaIbbl YIIBIHIA OpHAIACKAH
TasIKIIa TOP1341 XpOMOCcoMaliap LIEHTPOMEPAChIMEH);

° axkpouyenmpiik (€KIHII H1H1 6T€ KbICKA, KOPIHOCHTIH TasKIIa
TOP13/1 XpOMOCOoMaJiap);

° cyomemayenmpix (MHACPIHIH Y3BIHABIKTAPHI O1pJICH €MEC,
(dbopmace! L opiniHe yKcanasl);

o memayenmpaix (V-Topi311 XpoMocoMajap, U1HJaepl TEH);
° cyoakpouenmpiix (MIHACP1 TCH €MEC).



MeTaneHTpJik  XpoMocoMa
(M)

CyOMeTaneHTpIIIK (Sm)
Cyb0akpoueHTpJik (Sa)
AKPOULEHTPJIIK (A)
Tenouentpaik (T)

(M) Ttunrert Xpomocomajap/ibl
TE€H UBIKTAP JICH aTau/ibl.

(Sm, Sa) THITI
XpOMOCOMaJlapJibl  TE€H €MeC
UBIKTap JIeN aTaiajbl.

(A, T) tunrert xpomocomajap
IIBIOBIK TOP13/11 ACI aTaladbl.

ANVHa XpoOMOCOoMbI (y.e.)

10.0

o
(3]

s
o
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@ MeTaLeHTpPriK
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MeTaneHTpPJIiK XpoMocoMa
LIEHTpOMEpa TE€H, OPTaChbIHAa OpHAJIaCKaH, €K1 U1HJepl J¢ TCH;
CyOMeTaleHTPJIIK XpoMocoMa

XpPOMOCOMAHBIH IIEHTPOMEPAChl OpPTAaChlHAH TOMEH OpHAJIACKaH,
WIHJEPIHIH Y3bIHJBIKTAphI O1pJIeii eMec;

AKPOUEHTPJIIK XpOMOCOMA

LIECHTpOMEpa XPOMOCOMaHBLIH Olp yIlIbIHA Kapalli OpHalacKaH,
HOTHIKECIHE O1p M1H1 EKIHIIICIHEH KbICKA.

TesoueHTpIik XpoMocoma

XpoMoCOMaHbIH O1p M1HI FaHa O0ap, HEHTPOMEPA XPOMOCOMACHIHBIH
O1p LIETIHJIE OpHAJIacCadbI

0GOS
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Kopotkoe
Crythuk 11€40

[lerpomepa

/ \ AN b [entpomepa S

Hoxka
JlmnHOe

/ [1¢40

Teno- AKpo- Cybmera- Mera-
[EHTPHYECKHE UCHTPHYECKHE  LCHTPHYECKHE LEHTPHYECKHE

0O
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XpomocoMajiapabiH JIeHBepJIiK KIKTeyl

* 1960 xpuibl AMepHKaHBIH JleHBEp KajachIHJIA

aJITAMHBIH XPOMOCOMaJIaPbIHBIH AJTFALIKBI
[IUTONCHETUKAJIBIK HOMEHKJIATyPaJIbIK KyHecl
KYPBUIIBI.

* On agaMHBIH, IIUTOI€HETUKACHIHBIH, KaJbIITACYybIHBIH
aJFaIlKbl Ke3€HICPIHIAE XPOMOCOMaIap/bl 3€PTTEY/I1H
XaJIbIKapaJlblK CTaHAApPTTAyblH KaMTamachl3 €TE/Il.
OmnapablH, MOP(OJIOTUSIIBIK CUIIaTTaMalapbl aabIHIbIL:
MeJIIEpl, (POopMaChI )KOHE LIEHTpOMEPAaAaH O1PIHIIIIK
TAPThUIy Kargaubl. Xpomocomajiap PomMaHOBCKUH
00siyMEH OOSIJIFaH.



® 1960 xwuiel JlenBepae (AKII)
aJaMHbIH XPOMOCOMAaJIapbIHBIH
JleHBEp  JKIKTEyl  JKacaJiblIl,
KaOBLTIaHIEL. byn
KJIacCU(UKALUS XpoMOcoMajap
apachIHJarbl albIPMAaIIbLIBIKKA
HET13]ICJITCH:

1. Memep1
2. WbIKTapbIHBIH apaKaTbIHACHI
® JlcHBep KIKTEY1 opTYpIII
TOIITapra KaTraTblH
XpPOMOCOMaJIap/ibl HaKThI

aKbIpaTyFa MYMKIHJIIK O€pe/l.

0GOS
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AJaMHBIH KAJIBINThI KAPUOTHILI
(XpomocomanaapabiH JleHBepIIiK KiKTeayi)
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XpomocomMasiapabiH JleHBepIik KikTeyi

23 owcyn xpomocoma 7 yaken monka 0oninedi (A-oan G-2a Oeitin).
Xpomocomanapoovly  niwlini, UEHMPOMEPAHBLIH  OPHANACYbl, KaUmaiama
mapmol1)s1apvl MeH CRYMHUKmMepoin 001yvl eckepinedi. Knaccuguxkauusanayowt
HeeHii0ememin Manvl30ul Oenci - oyn yenmpomepa unoekci (LIH), on Kvicka uinnin
V3bIHOBIZbIHBIH, OYKL1 XPOMOCOMAHBIY Y3bIHObIRbIHA KamblHacvlHh (% -0en)
Kopcemeol..

A moowvt (xpomocomanap 1-3). byin ipi MeTaUEHTPJIK >XOHE CyOMETaleHTPIIIK
XpoMocoMaiap, OJapAblH I[EHTpoMepalblK uHAEKCl 38-meH  49-ra  JeiiH.

XpoMocomanapablH OlpiHIn kyObl - eH YyikeH MetaneHTpiaik (I[1-48-49),
[EHTpOMepara >KaKblH Y3bIH HIHIHIH HOPOKCUMAJIbJbl OOIIrIHAEC EKIHIIl PeTTIK
TapThUIy OOJybl MYMKIH. XpOMOCOMAJIAPJIbIH €KIHII XKYObl - €H YJIKEH

cyomeranentpiik (IL[1-38-40). XpomocoManapiablH YUIIHINL KYObl OlpiHIIIrE
kaparanaa 20% kbicka, cyomeTaneHTpiik (1{1-45-46) xoHe oHall aHBIKTaJIa1bl

B moour (xpomocomanap 4-5). byn yikeH CcyOMeTaleHTpJIK XpoMocomaniap,
oJlapJibIH ieHTpoMepa nHjaekct 24-30 kypaiiasl. Onap O1p-OipiHEH KalabIIThI 00STyMEH
epekieneHoen . R- xone G cerMeHTTepiHIH Tapaiybl ojlap YUIIH 9pTYpIl

C moowt  (xpomocomanap 6-12). Xpomocomanap opraiia, CyOMETaleHTpPIIK,
OJIapJIbIH LIEHTpoMEpa UuHAeKCl 27-35 Kypaiiasl. ExiHII peTTik TapThlly KebiHece 9-
xpomocomana kezzaecedl. byn Ttomka X xpomocomachl na skarajabl. OCbl TONTaFbl
OapJibIK XpoMocomanapasl Q- xoHe G-00slyMeH aHbIKTayFa 0onajbl.



XpomocomasiapabiH JleHBepiik xKikTeayi

e Ipynna D (xpomocomanap 13-15). Xpomocomainap akpoLeHTPIIK, aJaMHBIH
Oacka XpomMocoMalapblHAaH MYJIJEM 63Telle, OJapAblH ILIEHTPOMEPAbIK
HHACKCI IamMaMmeH 15 kypaiigbl. Y1 JKYNOTBIH Ja CIYTHUKTepi Oap. byn
XpoMocoMaiapAablH  y3blH  HiHgepi Q-  koHe  G-CcerMeHTTepiMEH
epEKIIeIICHE/I].

* Ipynna E (xpomocoManap 16-18). XpomocoManap caiabICThIpMaibl TYPIE
KbICKAQ, METAIICHTPJIIK HEMECE CyOMETallCHTPJIIK, OJIapAbIH LEHTPOMEPAIBIK
uHaekcl 26-gan  40-ka geiiin  (16-xpomocomama I mamamen 40,
xpomocoma 17-34, xpomocoma 18-26). 16-11161 XpOMOCOMAHBIH Y3bIH UIHIHJIC
10% »afraiiaa eKiHIll peTTl TAPThUTy aHBIKTAIabI.

e Ipynna F (xpomocomanap  19-20). Xpomocomamap  KbICKA,
CyOMeTalleHTPIIK, OJapJblH ILEHTPOMEPAIBIK HHACKCI 36-46 Kypaiasbl.
KaneinTel OossymeH omnap Oipaeit kepiHedl, Oipak auddepeHunanabl
OOsyMEH oJ1ap alKbIH a>KbIPaThIIAIbI.

e Ipynna G  (Xpomocomanap 21-22).  XpoMOCOMBI  MaJICHbKHE,
AKPOLICHTPUYECKUE, MX NEeHTpoMepHbIM uHACKC 13-33. K »sToM rpymnme
OTHOCSIT U Y-XpoMocoMmy. OHM JIETKO pa3iuuuMbl npu TuddepeHmaibHOM
OKpallliBaHUH.



@ AHann3a xXpomMmocom

| - { Tenomepol f
| Xpomocoma 7, paspelseHune 450, 550 } . KopoTkoe nne4o, p < '
| v 850 NONOCOK Ha OAMH raNOMAHBIA Ha6op. | 1

!
| KpopauHaTL! YKa3aHHOro y4actka 731,32 | ‘ ~——— LleHTpomepsl |
1

InuHHoe nneyo, q ] Xpomarugbi |
1 Tenomepb!

1
MeTaueHTpHYecKkan xpomMocoma

Carennutbl Ctebens
—— LUlenTpomepa —e-e

:

15 21 10
AKpOLEHTPHYECKME CybmerauenTpuyeckme |

XpoMocoMbl XpoOMOCOMbI

A-G — rpynnbi XpOMOCOM M — moHOCOMMS

%-22 — HOMEDpa ayTOoCOM P — KODPOTKOE Nneyo '
del — geneums q — ANTMHHOE NneYo 'l
der — aepusarHas r — KOMbLEBas XPOMOCOMA |
(npow3sogxan) xpomocoma t — Tpascnoxkaumna
dup — gynnukauus T — Tpucomms
| — »w3oxpomocoma ter — TepMuHanNbHBIA
Ins — uHcepumns (xoHUEBOW) !

s CM. TaKxe rnasy 54 |




XpomocomajaapabiH Hapuikaik KIKTEayi

* 1971 xwuiel Ilapmwxkne Anam T€HETHKACHI
xKeHiHAer1 [V XanbelKapadblK KOHIPECCTE
/f XpOMOCOMAJIAp/AbIH,  Y3bIHJBIFEl OOMBIHIIA

Qi CapallaHYbIlH €CKEpE OTBIPHIN, aJaMHBIH

XpOMOCOMaJIapbIH COMKECTCHAIPY/I1H
O1pbIHFal KyHneci KEJIICLIIJII.
Juddepenunanabl OosuIFaH azam

KUBIHTBIFBIHBIH opOIp XpoMocoMachl Kapa
TYCTl CETMEHTTEPAIH HEMeCe KOJIaKTapAblH
KECUIMETEH HeMecCe >KCHUIACTUINCH »KapbIK
. CeTMEHTTEPIMEH aJIMachlll TYPaTbIH €PEKIIIC
| yiimecimiMeH — cunarraiaabl.  Jlom  ocChl
‘ XpoOMOCOMara apHajfaH CeTrMEHTTEpPAlH
YHJICCIMAUIIIT OHbI HAKThl aHBIKTAayFa >KOHE
OackajlapiaH akKblpaTyra MyYMKIHJIK Oepel.

COOHD S

WY 4Luwd © W



XpomocomajaapabiH Hapuikaik KIKTEayi

 Amam xpomocomanapbiHblH Ilapuaxaix skikreayl (1971 x.)
ollapAblH  apHaiibl auddepeHumanabl 00y  OAICTEpIHE
HET13ICAreH, OHJa opOlp XpoMocoMa TEK ©31HE FaHa ToH
KOJIJICHEH, aIllbIK JKOHE KOK CEIrMEHTTEPAIH KE3EKTeCy
TOpTIOIHEH Typajibl. CErMEeHTTEPAIH 9p TYpPJl TYpJIEpl OJap.ibl
HaKThl aHBIKTAJIFaH OJIICTEPre Colikec OenriieHeal. Mreicaisl,
Q-CerMeHTTEpPl JIETCHIMI3 - AKPUXUH-UIPUTIICH OOsIFaHHAH
KEH1H (bayopecueHIMsIIaHaTbIH XpOMOCOMaNapIbIH
alimakTapsbl; G-cerMeHTTEp1 - I MM3a 0ossyMeH aHbIKTalaabl (Q-
xoHe G-cermentrepl Oipjaei); R-cermMeHTTEpl OaKblLIaHATHIH
TepMUSUIBIK JACHaTypalMsjiaH KeliH »koHe T.0. byn omicrep
aTaMHBIH XpOMOCOMaJIapbIH TOII 1IH]IIE HAKTBI
g depeHnnanmsiayra axxeparyra MyMKIHJIK Oepel.

COOO S
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XpomocomajaapabiH Hapuikaik *KIKTEayl

* XpoMocoMaJIapAbIH KbICKA M1H1 P JIATBIH OPIIMEH, Y3bIH
H1HI - (| apKbUIbI OCIruIeHEa1. XPOMOCOMAHBIH 9P WIHI
LHEHTPOMEpaAaH  TEIOMEpre  JC€HlH  HOMIPJICHICH
aiMaKTapra OeinHeAl. AKWMaKTap IMIIHACT1 KOJAKTap
LEHTpOMEpadaH OacTtalm pETIMEH HeMipiaeHreH. Erep
TCHHIH OpHaJacybl 191 Oenrun 0oJica, OHBI KOPCETY
YIIIH JKOJIaK HHJEKCl KojaaHbuiaabl. Meicanbl, D
3Tepa3achlH KOATANTHIH I'€HHIH opaHaiacybl 13pl14 nen
OCAruICHE1, SFHHU. 13-XpOMOCOMAaHBIH KbICKA HIHIHIH
O1pIHIIN alMAaFbIHBIH TOPTIHIII KOJIAFBI.



XpomocoMasiapaa reHaep/aiH OpHAJIaACybIHbIH
MbICAJIAAPbI

= 13q — PeruHoOaacToma

= 2q37 — BDE, BMDR - bpaxugakruiaus

= 5q31-q33 — DFNAI1, LFH — Kepenaik

= 4928-q31 —- HCL2, RHC — Toxkcapsbl maiu
(PbIKHeE BOJIOCHI)

= 11923 — BRCA3 — Cyr 0e3iHIH 00bIpbI
« 19p13.1 - GEY - Cyp/keriaip ko3
= 19p13.1 - HCL1, BRHC - Kapa maiu
= 21q22.3 — DSCR — Cunapom /layna
= X(q 26.3-ADFN, ALDS — Anb0uMHU3M



® [laprmkaiKk XpoMacoManapbIH

KIKTEIyl MBIHaAJIapFa
Heri3IeiareH:  mMeTada3aiblK
XpoMacoManapblH 00sLTy

i depeHumanapl  9ICTEpl.
[Tapmxk  KOH(EepeHIUAChIHAA
agaM IUTOTCHETHKACHIHJIAFBI

HOMEHKJIaTypa OOMBIHIIA, .52 |&a i
KaHaal ga O1p KYpbUIBIMIBIK *i; S {: :
KanTa KypydaH OTKEH - ‘ ’
KQJIBINTBl XPOMOCOMAnap MeH 3L = |
XpOMOcOoMaJIapabiH 1?3 'lﬁ
CETMEHTTEPIH Genrimey "o
KYHMEC1 sKacallabl )KOHE Ka31prl Q[0 T P O
Ke3J1e [IUTOMCHETUKAJIBIK 4T " ?ﬁ B (g
Talgay TOXKIPHOECIH €HIeH
(1971).







Iapukaik KiKTey MbIHAJIAPAbI
AHbIKTAyFa MYMKIH/IIK Oepei:

1) Oy OenriHiH TYKbIM KyaJlaUThIHIBIFBI (TybICTapbIH/IA
KOP1HY1 apKbLIbI);

2) TYKbIMKyajay TYpl MEH CHIIaThl (JOMHHAHTTBI HEMECE
PELIECCUBTI, ayTOCOM/IbI HEMECE TOHOCOMAJIJIbI);

3) Illexipe TyiaralapblHbIH 3UTO3JbLIBIFEI (TOMO- HEMECE
reTepOo3UroTanap);

4) TeHH1H IICHETPAHTTHUIBIFbI (OHBIH I1aki1a 00y JKULIITT);

5) TYKbIM KyaJdaWThIH IAaTOJOTHICHI Oap OalaHbIH TYyy
BIKTUMAJIABIFbI (T€HETUKAJIBIK KayiIl).
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XPOMOCOMJIAP TYPJIEPI:
I'UTAHTTbBI XPOMOCOMAUJIAP

« KeniO1p »kacymanapaa >kacylla alHaJIbIMbIHBIH
Oearual 01p Ke3eHAEPIHAEC KOPIHE/].

* MbICcajibl, KOCKAHATTHI JKOHIIKTEPIHIH KEHOIp
TIHJICPIHIH KacylnaJlapbIHIa (DOJIMTEH/I1
XpOMOCOMAIAp) KOHE OPTYPJIl OMBIPTKAJIBI KOHE
OMBIPTKACBI3AAPJbIH ~ OOLIUTTEPIHIC (Iam
IEeTKACHI CHSAKTHI XPOMOCOMA).



NOJIUTEHJII XPOMOCOMA

At

JIAP

e

o Apramker D.I. 1881 skpuier o
banbanu aHbIKTaraH, ajaiima | O
OJApABIH IUTOrCHETUKAIBIK
pemiH  KocrtoB, IlelHTep,
["amir xxoHe baysp aHBIKTaBbI.

Cinexkeit Oe3AeplHIH,

1IIIEKTIH, TPaxesHbIH,

ICHeHIH >KOHE MAIBIOHTHI .

TaMBIPJIAPbIHBIH, Drosophila melanogaster

TP TEPUSIIBIK Jlpozoduna  MenaHaracTepiHiH  cinekeit
JIMYMHKaJIapaAbIH Oe3iHIH JKacyllajapblHaH ajlbIHFaH 1pi
»KacyIajJapbIHBIH xpoMocomanap. Canpap asrocomanapisl,

KYpaMBbIH/Ia 00115l a1 OpiNTEp UBIKTapPbIH KOPCETEII

(R - oH wbIK, L - coit UbIK),

X - X XpomMocoMma



[IAM HIETKAJIAPBI TOPI3/II
XPOMOCOMAJIAP

e Pykept 1892 KbLIbI allIKaH.

* Omap HMOJMTEHAl XpOMOCOMallapFa KaparaHja
V3arbIpaK >KoHE OOLUTTEpJC OIpIHII MEHO3
OellHYy  caTbICBIHAA  OalKallaabl,  OHBIH
OapbICBIHAA Caphbl YbI3BIHBIH ITalija OOJIybIHA
OKCJIETIH CHHTE3 MPOLECTEPl OTE€ KAPKBIHIbI
Kypenl.

» Kei0O1p KYHPBIKTHI KOCMEKECHILICPI1H
OOLIUTTEPIHAC OpHAJIACKaH XPOMOCOMAaHbBIH
KaNmbl Y3bIHIABIFBI 5900 MKM sKETE/].



‘ PacnneTesHoin xpomaTvu
8 neTne

YHACTOK @AMHIHOR ]

XPOMOCOMbE 10 um
€ COCTPUHCKVMIA
XPOMATAAAMA
— Ocb
TKEpLl MEXZY CMEXHBIMMA

( ma—— . Xpomocomu!, obpaacearibie

NPM CANLHOR (MNOTHOR)
CAMPanA3aLmMK XpoOMETANS

CxeMbl XxpoMocoM THNA
“naMnossix wertox”



