10.3B TykbpIMKYya1aymIbLILIKIIEH
O3reprillTiK 3aHAbLIBIKTAPBI
XpoMOCOMAJIap CAHBIHBIH AYBITKYBIHA
0ANJIAHBICTHI ATAMHBIH
XPOMOCOMAJIBIK aypyJiaphbl



Ca0akTbIH MaKcaTTAPbI

* AZaMHBIH aHOMaJbAl XpOMOCOMa (ayTOCOMHO-
KBIHBICTBIK) CAHBIMEH OaiIaHbICTHI OOJIaThIH
XPOMOCOMAIJIBIK JKaF JalibIH cUMIaTTan oepy.



baraJjiay kpurepunjiepi

XpoMocoMaaapablH aHOMAJIb/Ibl CAHBIHBIH
callJapblHaH 0O0JaThIH aJJaMHBIH XPOMOCOMAJIBIK
aypyJaapbIHbIH T131Ml1

OpO1p aypy YIIIH KO3IbIPELIFaH
XPOMOCOMAaNap/IblH CAaHbIH KOPCETETIH
KapPUOTHIITIH CYpPETIH KOPCETE].

[ eHETUKAJIBIK aHOMAJIMSHBIH, 3ap/Ial MICTyIIHIH
(eHOTHUIIIHE, COHBIH 1IIHAC (POTOCYPETTEPIHE
OCEpIH CUMATTaHBI3.

by3b11yabIH Tapallybl MEH CEOCNTEepIH KOPCETIHI3.



TonTeIK KyMBbIC

AnamMaapaarbl XpoOMOCOMaliap CaHbIHBIH
OY3bLIYBIHBIH aTaynap Ti131Mi;

JlayH cuHapoMmEl 1
KnaHdensrep CHHAPOMBI 2
Tepuep cuHIAPOMEL. 3

DaBapJc CUHAPOMEI 4

Ilaray cuHaApPOMBI 5

MBICBIKIIIa MUSTYJ1ay CHHJIPOMBI 6




baramay kpuTepumiepi:

Ci31H TONTHIK KYMBIC YIIIIH KOCBIMIIIA I1J1aKaT
J31PJICH]3;

JKarnanabiH aTaysl;

Kancel XxpoMocoMa KaJbIIIThl EMEC,
Kapuotunriy cyperi;

[ eHETUKAIBIK aHOMAJIMSIHBIH (DEHOTHUIIKE dCePl,
TapaJIyhbl.

Ce0e01



Aamjaa KaHiua xpomocoma 6ap?

* AlaM KJIeTKACBhIHAAFbI XPOMOCOMAJIAPABIH

THNTIK CaHbI - 40; - 22 aBTOCOMBIK KYII +
XX XY

 Kypambinga mamamen 30,000-35,000
remjaep oap.

e 23 XpOMOCOMAHBIH Oip KUBIHTBIFBI
OMOJIOTUSJIBIK aHAAAH (JKYMBIPTKACHIHAH),
aJ1 eKIHIIICI OMOJIOTUSJIBIK dKeICH
(cmepmaTo3agaH) mypa.



AJlaM XpOMOCOMAJIAPbIH 3epPTTEey

* MHUKPOCKOIIIEH, COAAaH K€H1H 005y apKbLIbI

* XpoMocoMaliapaa allbIK XOHE KaHbIK
«KOJIaKTap» 00JIaJbl

* bapabik 46 XpoMocoMaaapablH CypeTl HEMECE
KapTachl KAPUOTHUI JICIT aTajaaibl.

* KapnoTuir XpoMOCOMaNIBIK OY3bLIBICTAPbL
AHBIKTAayFa KOMEKTECE/I1, OJIap KYPbUIbIM/IA
HEMECE XpOMOCOMAJIap CaHbIHJIAa KOPIHE].



Kynrap 1-nen 22-re neiiH HOMIPIEHIEH, all 231111 KYIT «X»
KoHE «Y)» JIeTl OeNT1JIEHE].

bynan 06acka, opOip XpoMOCOMaJbIK asKIila jga 0osydaH KeHiH
naiiga 0oJIaThIH O€JIIeyJIep/il HOMIPJEY apKbLIbl aHBIKTAJIa b]

CaHak HEFypjabIM >KOFapbl OoJica, Oy alMakK oOpTaJIbIKTaH
aJbIC.

ANFalikpl 22 KyII XpoMOCcoMa Jel aTrajaajibl «ayTOCOMBI»
COHFBI JKYII «KbIHBICTBIK XpOMOCOManapy JIeI aTaJlajpbl.

ATaMHBIH  KBIHBICTBIK XpOMOCOMajlapbl OChl  aJIaMHBIH
KBIHBICBIH aHBIKTAMJbl; oHeIAepAlH €Ki X XpoMOCOMachl
(XX), epnepae X xone Y xpoMmocomaiapsl 6ap (XY).
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Kapimri ep agamHbIH KapuoTuni
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XPOMOCOMAJIBIK aybITKYyJIap Kajlau
raraa 0oJiaabl?
Meno3s
Muto3
AHAaJBIK kac

Opra



Meno3s

e XpoMOCOMaJIbIK Oy3bLIYJIap:

 XacymanapaeiH  OemiHyIHAE  KaTrelep  Oap.
«Meno3y» - OyJI )KYMBIPTKA MEH YPBIKTHIH, JaMybl
KE31HJIE OTETIH VSIIBIKTHIH Oe/1HY1H
CUIIATTANUTHIH aTay.

* QJICTTE, MEHO03 XPOMOCOMAJIBIK MaTCpPHAIIIbIH

KapThICBIHA JKETE/I1, COHJABIKTAH 9pO1p aTa-aHaChl
KYKTUIIKKE 23 XpOMOCOMAaHbI Oepel.
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reHom NOTOMCTBA NOC/Ie ONI0OA0TBOPEHUA APYrov HOPMabHOMN
rameTou



XPOMOCOMAJIBIK AHOMAJIHUAIAP

* XpoMoOcCoMaJapAblH CAHbIH HEMECE
KYPBUIBIMBIH OY3Y:

* CaHOBIK aybITKYJIAP

* KypBIIBIMIBIK aybITKYJIAP



CaHabIK aybITKYJIap

* AJaMHBIH XpOMOCOMAChl OOJIMaraH
Ke37e (MOHOCOMMAIA) HEMECE JKYIITa
(TprcomMusa) eKiJeH KOTI
XpOMOCOMaJIapbl OOJIAHbL.

* Meican: /layH CHHIAPOMBI, TPUCOMHUSA
21 nen te aramanpl (ayH CUHAPOMBI
Oap agampga, €K1 emec, 21
XPOMOCOMAaHBIH YIII KOIIipMeECi).



JlayH CHHIPOMBI JE€TCHIMI3 HE?

* CoHnpaii-ak Tpucomus 21 gen aranajpbl.

* JlayH CHHIPOMEI - OYJI XpOMOCOMAJIBIK
OY3bLTY, KacyllajaapAblH 06/11Hy KaTeIIrHEH
TybIHJIaFaH, HOTHXKECIHJIE €K1 aJIJaMHBIH
OpHBIHA XPOMOCOMAaHBIH YIII KeIIlpMecl 0ap
agaMra JKeJemIl.



JlayH CHHAPOMBIMEH aybIPaTbIH JUeJIIIH
KAPUOTHIII

PE SO on = o
26 %8 36
AL %8 B8 xB 88 22 88

AR Ak o %% e;%z:a &&s
T 2 1 a9 €
WK X% é{)&a‘% é\oé-‘o

JayH cuHApOMblI
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CUHAPOMDI
(Tpucomua 21)




Jlayn cunapombl (Tpucomus 21, 47)

MAaHbI3/AbI CAJIACHI:
XPOMOCOMAHBIH Y3bIH aiiMa¥Fbl (() KoJabIHAA 21

JlayH CHHAPOMBI AaKBLJII-OM/IBIH APTTA KAJYbIHA
JKeJaeai

0eTKe TOH KOepiHici



CbIHHM aJ1aH.

* JKypek akayiaphbl YIIIH €1€yiIl KaTepMEH
OaNJIaHBICTHI.

* KIIIITIpIM, O1paK 911 A€ OTKIP JCHKEMUSIHbIH
eJeyil Karepl

* No2 xpomMocoMaHbIH 3 JaHACHI



[layH CMHAPOMbIHbIH GU3UKaANDIK,
aKayaapbl

By/NLWbIKETTiIH, TOHYCbl a3 HEMECe Hallap

KbICKQ MOMbIH, MOMbIHHbIH, aPTKbl XXafblHAAFbl aPTbIK Tepici bap
TerictenreH 6eT }KaHe MYPbIH MilliHi

KiwKkeHTan 6ac, Kynak koHe aybl3

Ke3aep ofapbl *KaKKa Kapan Kuipek, KebiHece KofapFbl
KabaKTbIH apTKbl XafblHaH Tepi KabaTbl 6ap KoHe Ke3aiH, ilKi
OypblWbIH *Kayan Typaabl

Ke3aiH TycTi beniriHae ak TycTi AaKTap (bpawdwunn aen atanaTtbiH
AakTap)

"annak, KbICKA caycaK neH KbICKa Konaap

AnakaHblHAA Oip faHa TepeH, KaTnap 6onaabl

BipiHWi *XoHe eKiHWi caycaKTapAblH apacbiHAaFbl TEPEH, OUbIK,



AKbl/1-OM AAMYbIHbIH, CAMNTOMAaPbI

Ha3ap casybiHbIH Y3aKTbIFbl KbICKA
LLlewim wobiFapybl Halwlap
MUMnNynbCcuBTI IC-apeKeT

Baay 6inim any

CenneyiHiH Kew Aamybl



JlayH CMHAPOMBI: IEPUHATAJABI Kayill

* Tpucomusa 21 Kayini aHAHBIH KaCbIHA
TiKeJeH 0AaNJaHBICThI

* 35 KaCTarbl )KIHE OJAH KOFapbl
"KaCTarbl HAYKACTAPFa XOPHOHUKAJIBIK
CaHbLIIayJIap HeMece eKIHII
TPUMECTPIIH AMHHOIIEHTE3I]
YCHIHBLIA/BI.



* 35 xacrtaH ackaH auenaepre 16 >xacran 13
arrrara JIEUIHT1 MEP3IM/IC aHaJIbLIK
CapBICYIbIH CKPUHUHI'1H xacay
YCBIHBLIIQ/IBL.

 Tpucomus 21-H1 Tampayra  apHallFaH
aHAJBIK  CcapbiCy  Mapkepiaepl  aiab@a-
(beTONPOTEHH, aHTUOKCUIAHT €MEC ACTPHOII
KOHE ajlaM XOPHUOHUKAJILIK TOHAJOTPOIHH
OO0JIBIIT TAOBLIABI.



Knanadenabrep CHUHIAPOMEI

 KnaiHdenrtep CUHAPOMBI  aJaM  YII  JKbIHBICTBIK
XpoMocoMaMEH TybLIaTbIH XXY TPUCOMUSIHBIH, MBICAJIbI
OOJIBIN TAOBLIAIBI.



Kiaanndgearep Cunapom Kapuorun

Knanndentep CMHAPOM bl

1 2 3 4 5 6 7 8
9 10 11 12 13 14 15 16

i 35 33 33 s u@
17 18 19 20 21 22

XXY



Knsaiadensrep CMMIITOMAAP5I

Ep agamaap Oeney Oosaibl

TeciHiH yIFarobl

JKamMOace! yIKeH KoHE ACHECIHE TYKTECHY a3
AKBII-€C1 KAJIBITITHI.

bonbl y3bIH

JKBIHBICTBIK JKETUTYIIH KEIIEYLIICY1

KoceiMima Y xpoMocoMachl 0ap €pKEKTEP
(XYY) anpekaiiga y36IH )KOHE ©TC arpSCCHBTI.



TepHep CUHIPOMBI

* TepHep CHHAPOMBI a1aM TeK KaHa 0ip
’KBIHBICTBIK XPOMOCOMAMEH TYbLIATHIH
MOHOCOMHSIHBIH MbICAJIbI 00JIbIII
Ta0bLIAADI, X.



TepHep CMHAPOMDI
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CuMOTOMIaphI

e Ajaca OOMIBUIBIK
* JXbIHBICTBIK KETUIYIIH KEIIIryl

* beney ouen
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DABapAC CUHIPOMBI

* Tpucomus 13

18 kanmpIHIa KOCBIMILIA XPOMOCOMAara ue
O0oJ1aabI

* bamanga ma ke3mecenl , CUpEK JKaraiaa raHa
O1p ’Kacka JICH1H eM1p Cype aaipbl.



IABAPAC CHHAPOMBI
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Ilaray cuHaApOMBI

* Tpucomus 13

* 13 HeMipa1 XpoMOocoMaga KOChIMIIIA
XpoMocoMma 0ap

* bamanga ma ke3mecenl , CUpEK JKaraiaa raHa
O1p ’Kacka JICH1H eM1p Cype aaipbl.



[MaTay cmHapombl
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MbICbIK aKanbl CUHOPOMbI

MBICHIK aliKaiibl «MBICBIK MUSyJIAy» AETeHI1 OLIa1pe/l

by cuHIpOM Sp XpOMOCOMaHBIH KbICKA U1HIHIH
AeeUsICbIMEH OalIaHbICThI eKeHI1H 1965 xbuibl I epMan
TOJICIIACTEH.

KemMelil aHOpMaiblbl TYPAE AaMUIbl, Oy OalaHbIH 1aybICHIH
€CTIPTEA1, MBICBIK CEKLIA1 JBIOBIC.

50 000 mopectrene 20 000-man 1 rana ke3geceni.

3aKbIMJaHFaH Oallajgapa 9JIETTE KYPEK KoHe OyiMpek
KEeMICTIT1 0ap »oHe 1 KbUIAaH a3 yaKbIT oMip cypei.

bip *KblI1J1aH acTaM yakbIT aMaH KaJIiFaHJap KaJIbIIThl OMIp
Y3aKTBIFbIH KAMTAMAaChI3 €TE/I].



»

»

Apampap OoHbl Kanauv anagbi?
How do people get 1t”

XpomocomaHsbl KypanTtbiH [JHK moneKkynacbiHbIH, aXblpaybl.

The chromosome break occurs while the sperm or egg cell is developing. in most
Ken »afganga XpOMOCOMAHbIH, ¥apblaybl CepMaTo3onarap Hemece
YMbIPTKAHbIH, XacyLwanapbl nanaa bonfaH Kesge namaa bonagpl.

By/ rameTa ypbIKTaHAbIPbIAFaH Ke3ae 6anaga MbICbIK alKaibl
CUHAPOMbI AaMUAbl..
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KecTeHl TOJATHIPY

Ne Aypy araysl [Tonynauusiga [Taiina 0omysI , Kapnorun
KE31€eCETIH KUUTIT1 CUMIITOMJIAp
1 Hayna 1:1000 47 XX 21,47 XY 21

CUHIPOMBI




Tarcerpmalap:

- «Koimany» TancelpMachbiHIarbl
coryIeMIepl askray, /38-0€T;

- Tapay OOMBIHIIIA KOPBITBIHABI CYpaKTapra
OoNTEpre xKayar xasy, 79-0er.



