TYKbIM KyaJIauThIH aypyJaapabl eMaey
HPUHIMIITEPI.




MeaovumHanbIK reHeTUKa agamaa 6onaTtbiH TYPRi TYKbIM KyananTblH
aypynapabl, oriapfa AnarHo3 KolAblH XXoHe eMmaeyaiH XonaapbiH
3epTTenai. bykin oyHuexys3inik ctatTuctuka 6oubIHLWIA AYHUere Kenin
XaTKaH cobunepaiH wamameH 7—8%-bl Typri TYKbIM KyananTbiH
aypynapmeH aybipaabl. COHAbIKTaH Con aypyrnapabl XXaH-XaKTbl
3epTTey, onapAaaH anabliH ara caktaHAabIpy XXoHe emAaey Xannbl agam
reHeTUKacbiHbIH, COHbIH iWiHAe, MeauUMHanbIK reHeTUKaHbIH Heri3ri
npobGnemacobl 6onbin Tabbinaabl. FleHeTUKaHbIH Oyn canacbl
OounbiHLWaA 3epTTesnieTiH Keneci MaHbI3abl Oip Macene — agaMaa TYKbIM
KyarnaunTblH e3repicTi KaHaan dakTopnapabliH TyAblpaTbIHbIH XX9He
agam3aTTbl KenTereH aybIp 3appanTtapaaH KyTKapy YWiH onapfa wapa
KonaaHyAablH XongapbiH 3eptTtey. MeauunMHanbIK reHeTUKaHbIH
HerisiHae xpomocomariapablH e3repyiHe 6aunaHbICTbl OoNnaTbIH
OipHelle TYKbIM KyarianTblH aypyrnap aHbiKkTangbl. Onap
XpomMocomMansbIK apyrnap gen atanagbl. OHgan aypynapfa
KnanHdgensrep, LepweBckun-TepHep, layH aypynapbl XaHe T.0.
XaTagbl.



MEOVMUMNHA XOHE [EHETUKA
XpoMocoMasiblK aypysap

KnanHpenbtep CMHAPOMBI (€p aZaM ayblpaabl, XbIHbIC 6e3aepi AYpbIC
XeTiIMereH,anfbl Y3blH AeHeCiHe cOnKec KesIMenai, akplabl Kem, 6achbl Killi)
Lb4+XXY 47

LLlepLueBcknun-TepHep aypybl (anengep ayblipagbl, XbIHbICTbIK XeTIiny
basiynangbl, begey, bonbl Tanan, akblil —eCci KeM, allynaHLlak, XXyMbICKa
kabineTi TomeH)

44+X0745
Tpucommua aypybl (evengep ayblpagbl, AeHeci anbin 6onagbl, akbisibl
TOMEH, XbIHbICTbIK OaMybl AYPbIC EMEC)

44+XXX™ 47
AnbIn epkek aypybl ( 60oMbl LLaMagaH ThIC Y3blH, 811CI3, XXYMKE XXYMUECIHIH
aamybliHOa KEMICTIK 6ap)

44+Xyy-47

[ayH aypysbl ( akbln-eci kem, bonbl anaca, 6eTi geHrenek, ke3aepi KbiCbIHKbI,
Bip-OipiHe XaKblH OpHanackaH, KilukeHTan ay3bl YHEMI aLLbIK)

21-Li XKyn XxpomMocomanap xxx , 47 xx Hemece 47 xy



Krnaitndensrep aypysIMeH TeK ep agamaap aybipagbl. OHbIH O€TiCI: )KBIHBIC 0€371ep1 TIYPHIC
KETUIMEM/I1, aKbUIbl KeM 00JIabl )KOHE asK-KOJIbI IIaMaJIaH ThIC Y3bIH, JICHECIHE COMKeC
KenMeinai. byt aypyaeiH 001y ce0edi )KbIHBICTBIK XpoMocoMara 01p X-ThIH apThIK KOCBLTYbIHA
OallIaHbICTBI. Aypy aJIaMHBIH XPOMOCOMAJIAPBIHBIH Kbl AUIIJIOUITHI AKUBIHTHIFI — 47,
KBIHBIC XpoMOcoMachl — XXV .yHUEKY3UIIK caHak OolbiHIa 1000 ep OanaHbIH €K€Yl OCHI
aypyMeEH aybIpaThIHIbIFbI aHbIKTa k1. [IepiieBckuii-TepHep aypysl olienaepe kezneceal. Mynaa
KBIHBICTBIK >KarbIHAH MICIMT-)KETUTY1 Oasyaaiibl, COHJIBIKTaH Oeqey 00Jaibl, opi OOMBI Tamaml
KeJel. AKbLI-€C1 KeM, alllyJIaHIlIaK, dKYMbICKA KaO1JeTTUIIr ToMeH 0onaabl. AypybiH
XPOMOCOMAaJIAPbIHBIH JUTUIOUATHI )KUBIHTHIFBI — 45, )KbIHBIC XpoOMOcoMachkl 0ipey — XO.
JlyHuexy3inik canak ooiibiHia 1000 KbI3abIH TOPTEY1 OCHI aypyMEH aybIpaThIHIBIFbI JQJICIICHII.
JKyprizuiren 3eprreyiaepiH HOTHXECIHae Oyl €K1 aypyAblH Ja rameTanapAblH JaMy OapbIChIH/Ia
KBIHBICTBIK XpOMOCOMaIapibIH AYPHIC aKbIpaMayblHa OalIaHBICTHI OOJATHIHIBIFBI AHBIKTAJIBI.
Con cusKThl, X XpOMOCOMAHBIH apThIK KOCBLTYybIHA OANIaHBICTHI SMEAEP apachliHla TPUCOMUS
aypysl ke3necel. KbIHbIC XpoMocoMachl — XXX, aj *KaJllbl XpOMOCOMaJIapibIH CaHbl — 47.
Aypynbl “anbli oiien’” aen araiapl .Aypy Oenruiepi: sKbIHBICTBIK JKaFbIHAH MICIMT-KETUTY1
Oastysaiiibl, aKbUI-€C1 KeM 0071ajbl. APTHIK Y XpOMOCOMAaHBIH KOCBUTYbIHA OAIaHBICThI, AKbIHBIC
xpomocoManapbl XYY 0obll KeNETIH aypy Ke3aeceai. OHbI “anblill epKek’’ Aer araiapl. by
aypyablH OeNrici: aJjaMHbIH OOMBI IIaMaJaH ThIC Y3bIH, JJICI3, )KYUKE dKYHECIHIH JaMybIH/Ia YIKEeH
KeMiCTIK 00J1aab1.CoJl CHSKTBI Kei01p XpOMOCOMAJBIK aypyJiap ayTocoMaaapablH IYPhIC
akpIpamayblHa OaliaHbICThl O0naapl. Mbicanbl, JlayH aypybIHBIH O€JTiCi: aJJaMHBIH aKbLIbl KEM,
Ooiibl anaca, OCT1 IOHTENICK, KO3/AePl KbICBIHKBI, op1 01p-0ipiHe KaKbIH OpHAJIACKAH YKOHE
KIIIIKEHTal ay3bl YHEMI sKapThllail alibIK xypel. byn aypy 21-111 XxpoMocoMaHbIH €Key eMec,
yuey 0onaThIHbIFbIHA OaliaHbICThl. COHJIa OH1akl OajaHbIH OapibIK KieTKanapbiHaa 46
XPOMOCOMAaHBbIH OpHbIHA 47 XpoMocoma 00JIabl .



ZlayH ayblpybl HOMbIHLLIA XPOMOCOMA CaHbl
XXOHe aypy benrinepi
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[eHgik aypynap




MonuaakTnnua — CupakTunus —
anTbicayCcaKTbINbIK caycakrapAablH Oipiryi




(no IlesoHTuH P., 1993)
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MnepTpnxo3 - WwWawTbl Kynak
( “y” xpomocomachl apKbifibl ep agampgapra depinegi )




TYKbIM KyanauTbliH aypynapabl emaey.

MennuuHaJbIK TeHeTUKAHBIH AJIIBIHAA TYPFAaH Heri3ri Mmacesiesepaid 0ipi — TYKbIM KyaJalThIH
aypyJapablH OMOXUMUSJIBIK MEeXaHNU3M/IEePiH AaHBIKTAIl, COHBIH HeTi3iH/Ie 0J1apabl eM/IeYdiH K0JIAaPbIH
i3necrtipy. Mbicaibira, KAaHTTBI 1Ma0eT aypybIH ajalbIK. by aypy yilKbI 0e3iHiH TOpMOHBI —
UHCYJMHHIH Ty3UIMeyiHe 0ailJIaHbICTBI 00J1a/1bl, OHbI PELIECCUBTI I'eH aHbIKTalAbl. KaHTTBI 1uadeTTi
OPraHU3Mre HHCYJMH €HIi3y apKbLIbl FaHa emaeiai. by skarnaiiia Tek aypy ¥aHa, irHM “3usiHAbI”
resHHid ¢peHoTHNTIK KOpiHici emaeaeni. Emaesin xxa3buIFaH agaM 0J1 TeHi 03iHAe caKTai, KeJieci
ypnarbiHa Oepeni. Ka3ipri ke3ge kenrereH TyKbIM KyaJIaiiThbIH aypyJIapAbIlH OMOXMMHUSLJIBIK
MexaHu3M/aepi aHbIKTaJraH. COHbIH 0ipi mu30¢pennst aypybIHbIH 0ip TYpi — (penniikeTonypus. by
aypyAblH OMOXMMHUSAJIBIK HETI3iH 3epTTereHae 0ejI0K KYpamMbIHA KipeTiH (peHNIaTaHNH AMUHKBIIIKbLIbI
TpunTodanra aifHajaybl Kepek. OraH apHaibl PepMeHT KaTbICaaAbl. AJI 0J1 GepMEeHTTIH KbI3METIiH
OeJsiriti Oip ren 0akpL1alabl. Erep 041 ren e3repicke ymbipaca, aTajJfraH OMOXMMHAJIBIK aJIMacyJaap
AYPBIC KYypMeiai, asrau peHuajanud Tpuntodanra aiiHaamMaiabl. COHIABIKTAH OHBIH
KOHLEHTPAIUACHI apThIN KeTeai. MyHail skarqania aiaMHbIH MUABI MEH KYJIbIHBI 3aKbIM/IAJIbIII,
NMCUXMKAJBIK aypyFa yubipaiabl. OcbIHIaAH MeXaHU3M/IepPl AHBIKTAJFAHHAH KeHiH
(peHMIIKeTOHYPHSIHBI eMAEYIiH /e KoJAapbl Ta0bLIABL. OJ1 YIIIH KypaMbIHAa GeHUIaIaHuH
AMMHKBIIIKbBLIbI 23 TAaFaMIaPMEH TAMAKTaHy KepeK HeMece KaKeTTi GepMeHTTi OpraHusmre ery
KasKeT. A1aM/1a :KAKChI 3ePTTeJITeH MacesiesepaiH 0ipi — KaH TONTapbIHBIH TYKbIM KyaJiaybl. COHbIH
iminge pesyc-gpakropanl ajganbiK. Pesyc-GpakTopablH KAHHBIH KYPAMbIHAA 00JYbIH AHBIKTAUTHIH I'eH
eKi TypJii xxaFaaiaa oosaabl: 0ipeyi oH pe3yc “+”, ekiHurici Tepic pesyc “—”. Pe3ycsol “tepic” diied,
pe3ychbl “OH” ep alaMMeH HeKeJIeCKeH/Ae OH pe3yc 00IylIbl aHbIKTANTHIH FeHHIH IOMHUHAHTTHI 00J1ybIHA
0allJIaHBICTHI YPBIK dKECiHeH 0Cbl KacueTTi ajiaabl. COMTIN AHACHIHBIH KAHBIHA epPeKIe 3aT — AHTUIeH
AKacan WbIFapaabl. AJI aHACBIHBIH OPraHU3MiH/Ie OFaH Kapchl aHTHAEHe ep Ty3lieni. Ouap ypbIKThIH
KaH kacaJuy xyiecin 0y3aapl. HoTuakecinae aHa oprann3mi MeH YPbIK yiaaHaJbl. By YPBIKTHIH
oJIiIMiHe anapbIll COFa/bl.






TybICTBIK HEKeHIH THIMCI3IIri.

TyKbIM KyaJ1aylIbLUIBIKTHIH 3aHAbLUILIKTAPbI TYPFBICHIHAH AJIFAHAA TYbIC
agaMaapabIH (HeMmepe, miedepe KIHe T.0.) Hekesiecyi Aypbic emec. Cededi, ongamn
aJaMIapAbIH TeHOTUIITePIH/IE YKCACTBHIK 00/1abl. AJI TYKbIM KyaJIaUTBIH aypyJap
MEH TYPJIl KeMicTiKkTep/i KediHece penecCUBTi reH/iep AaHbIKTANTHIHABIFbI 0eJITLi.
OJuiap Tek peueccuBTI TOMO3UIOTA KarjabIHAA FaHa OuTiHeal. TybICTBIK HeKeae
OHJIAM MYMKIHIIJIIK M0JI 00J1abl. COHABIKTAH 0JIaPAaH TYaThIH YPIAKTA
KeMicTik ken ke3neceni. Kepicinuie, Tybic eMec epiai-3aibINThLIAPAA OHAAN
KAFIall 6Te CUPEeK Ke3ece/i »KoHe YPHAKThIH TIPUILIIK Ka0iJeTi :korapbl 00J1a/bl1.
Ce0e0i, o1ap K60iHece reTepo3UroTaJIbl KaFAaNaa 001aTbIHABIKTAH, Men/ieab
3aHbIHA CIMIKEC aypy MEH KEeMICTIiKTI aHBIKTANTBHIH PeleCCUBTI NreHal JOMUHAHTThI
reH sKeHin Kereli. bi3aiH aprbl ara-0a0aapbIMbI3IaH KeJle )KATKAH KAJbINTACKAH
JICTYP OOMBIHIIA KETi ATAa/JaH KeHiH FaHA HeKeJiecyre pykcar oOepiseai. by 0i3aiH
FeHIiK KOPbIMBbI3AbIH MOJI 9Pi MBIKTHI 00/1ybIHA dcep eTeal. COHABIKTAaH MYHIaM
JICTYPAL CAKTANl OTHIPYbIMbI3 KAXKeT.

Keii0ip reorpagusibik, dJ1€yMeTTiK, IKOHOMHUKAJIBIK KJHE T.0. cedenrepre
0alJIaHBICThI TYPFBIH XAJBIKTHIH CAHbI KEeMIll, OKIIAYJIAHBIN KAJIAlbl.
AxaMJIapabIH OHAANW HIAFBIH NONYJIANUICHIHAA AMAJICHI3IaH TYBICTBIK HEKe
ke0eieni. COHbIH CAJIAPBIHAH TYKbIM KYAJAUTHIH KEMICTIKTEP MEH COOMJIepaAiH
osimi aptraabl. TinTi oHxal XaJabIK Kep 0eTIHEH *KOUBLIBIN KeTYl /ie MYMKIH




BMPYCHbIE HOBbIM BMpPYCHbIE
MeHbl red  relol
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MeanmuHAJIBLIK-TEHeTHKAJIBLIK KeHEC.

bosamak ypnakTsl TYKbIM KYAJAUTBHIH TYPJII aybIp 3apAanTapAaH CaKTAHAbIPY YIIIH agaM
FeHEeTHUKACHI MEH MEIUIUHAJBIK NTeHETUKA/IA *KYPTi3UIreH 3eprreyiiep KOJIaHbLIAAbI.
JlyHuere aypy YpHnaxkThl KeJITIpMeY YIIIH aTa-aHAHBIH €KeYiHiH J1e JeHaepi cay 001y Kepek.
Keiie epii-3aiibINTHLIAPABIH €KEYiHIH Je AeHaepi cay 00JIFraHbIMEH, 0JIAPAbIH TeriHae
TYKbIM KYAJIAUTBIH aypy 00Jica 0J1 Kejeci yprnakka Oepisieni. Mbicabl, KIiriTTiH meneci
IMUIENncus (KOSIHIIBIK) aypybIMEH aybIpca, aJjl dKeci cay 00J1ca, 0J1 KiriT IMWICNCHK
ooaMaNabl. Ce0e0i OHBIH dKeciHeH aJIFaH JOMUHAHTTLI F'eHi dDMMJIENCUIHbI AHBIKTAUTHIH
HIenieciHeH aJraH penecCuBTi eHi keHin mbiraabl. Erep 101 ocbiHaaM sKaFaaigarsbl Kbi3
KOFAPbIAA KeJITIPUITeH XKIiriTke TYPMbICKA HIBIKCA, 63/1€Pi aypy 00JIMaraHbIMEH, 0JIapaH
aypy Oanasap nyHuere keayi MmyMkiH. Ce0e0l ostapaa dnujiencusiibIH redi 0ap.2Kaanbl aypy
HeMece KeMiC YPIAKThIH JYHHere Kejiyi 0T0achl MEH aTa-aHa YIIiH YJIKeH KalFbl-Kaciper.
CoHABIKTaH 0T0ACHIH KYPAThIH, dCipece, Terinae TYKbIM KyaJauThIH KeMiCTiKTep 0ap
agamMaap MeIUIUHAIBIK-TCHeTUKAJIBIK KeHeC aJraHbl :k0H. MyH1ail KeHec OepeTiH
oprajbIKTap Ka3ip KazakcranHbIH KenTereH Kajajaapbinaa 6ap.Kopuaran opransig
TAa3AJIbIFBIH CAKTAYFA, dCipece, CyIbIH, AyaHbIH KJHE a3bIK-TYJIKTIiH MyYTareHIiK KoHe
KAaHIEPOTeH/IIK dcepJiepi 0ap 3aTTapMeH JlacTaHOAybIHA COHFBI Ke3/1epi Kol KOHiJI OeJTiHye.
CoHbIMEH KaTap, J9Pi-19pMeKTepP MEH TYPMbICTBHIK XUMHUSJIBIK MPEeNapaTTapAbIH *KIHE
TYPJIi KOCMETHKAJIBIK 3aTTAPAbIH “IeHeTHKAJIBIK 3aJAJICHI3AbIFbI” MYKHMST TEKCepiJjaei.
Calbin KeJIreHe, MYHbIH 0apJibIFbl 21aM1Aa TYKBIM KYyaJaUThIH KeMICTIKTEPAiH MOJIIePiH
a3aiiTy MaKCATBIH/AA KacaJjiaabl. Tarel 0ip eckepTeTiH HIPCe, aJKOr0JbAi iMIiKTepal inry
MeH TeMeKi TapTy, acipece, eCipTKiHi Ka0dbL1ay 0oJialiak yprak yuriH ere Kayinrti. Ce0de0i,
0J1ap reHiep MeH XPOMOCOMAJIapabl yJiaan, e3repreai. COHbIH CAJIaAPbIHAH TYKBIM
KYaJalThIH aypyJap MeH KeMicTikTep nmaiaa 001aabl.






[eHOIK Tepanus

[eHAIK Tepanua gereHiMi3 — af3aHblH, cCOMaTMKa/bIK
KAcyLanapblHAA XOHEe raMeTaslapbiHAa He
3UroTaHbIH gaMyblHbIH bacTanKpl caTbl/1lapbiHAA
nanga 6onfFaH reHeTMKabIK OY3blabICTapAbl
xeHaey 6onbin Tabblnaabl. Kasipri ke3gi reHaepai
EHri3y YLWiH TeK CyMeK KeMIriHiH XacyLwanapbiH
Hemece pmnbpobnacTapabl navganaHyra bonaabl.
Onapgbl aF3agaH 6enin anbin, 6cipin, onapfa
KaXXeTTi reHAepAl eHri3in nayneHTTepAl kewipyre
bonagbl.






MeguumHa XXeHe reHeTuKa XaHarblKTapbl.

Apampa kesgeceTiH 5000-HaH actam reHeTuKarnblk aypynap
MeH KeMicTikTepaiH kasipri kesge 100-geH apTtbifbiH JHK —
OuarHocTuKanblK XXONMeH aHblkTayfa 6onaabl. EHA,
OypbIHHAH Benrini TyKbiM KyananTbiH aypynapabiH KenwiniriH
agamM OaMyblHbIH Ke3 KenreH KeaHiHae aHblKTan 6iny MyMKiH
bonbin oTbip.Kasipri reHaik AnarHocTuka, TyTacbiIMeEH afam
reHOMbI KYPbISibIMbIH OiffyMEH Tbifbl3 OannaHbICTbl. Erep
aypyfa KaHgawn reHaik MyTaumsaHbIH XXayanTbl ekeHiri oenrini
borica, oHOa OHbl aypyablH anfallkebl benrinepi biniHreHre
OeniH —aK TecTiney apkblnbl aHblkTayFa 6onaabl.Kasipri
KYHHIH e3iHae, Mmblicarnbl, >KanoHusiga bapnblk XXaHa TyFaH
cobunep 11 reHeTuKanblK aypynap d0onbiHLWA TeCTiNneyaeH
eTeni, onap Amepukaga — 7, Pecenge -2 (peHUNKeTOHYypus
XKOHEe r’mnoTupeoc).
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