TyKbIM KyaJslauTbIH aypyiap



TyKbIM KyaslanuTblH aypy/iap

TyKbIM KyaZlauTblH aypyJap - aTa-
aHanapblHaH yprakTapbiHa 6epineTtiH aypynap.
TYKbIM KyanamTbIH

aypynap reHaik, XpoMOCOMasbIK }KaHe
r€eHOreHoMAblKk MyTauMAanapablH acepiHeH
reHeTUKablKk MaTepuasablH e3repyiHe
6an1aHbICTbl KasbinTacagbl. [eHeTUKanbIK
)KiKTey 60MbIHLLA TYKbIM KyaslauUTblH aypyaap:
O MOHOreHAiK;

O XPOMOCOMaAIJIbIK;

O MYJIbTUPAKTOPJIbIK (NOAUreHAiK) 60obin
6eniHeA;.



MoHoreHai aypynap

MoHoreHai aypynap reHeTMKasblk aknapart a3bliFaH
KYPbIJIbIMABIK reHAepAiH MyTaumara yilblpayblHaH
TyblHAaMAbl. byn aypynap/blH ypriakTapra
6epinyil .MeHaenbAiH TYKbIM Kyanay 3aHAbl/blIKTapbliHa
COMKEC XKYPETiHAIKTEH MeHAENbAEHYLLT TYKbIM
Kya/ilamMTblH aypy Aen atanagbl. MoHoreHai Typi
ayTOCOM. - JOMUHAHTThI
(apaxHOAAKTUAMA, BpaxUAaKTUANA, NONMAAKTUAUA,
T.6. AepTTep), ayTOCOM.-peLieccHBTi (eKi, kKenae yu
HeMepe afamblH/bl HEKEIeCKEH aZlaMap apacbiHAa *KMi
KesgeceAi; arammaraooyimHeMma, asikanToHypus, T.6.
AepTTep) oHe XbIHbICTbIK X- XaHe Y-
XPOMOCOMaJIApMEH TipKeCKeH (reHre 6amnaHbICTbl EpKEK
ayblpabl, as aypyAbl sMen ajam
TacbiManaamabl; remouamsa, 1.6. AepTTep) TYKbIM
KyaslauTblH aypy/siap 60nbin 6eniHea.



XpoMOCOMaJiblK aypyJiap

XpoOMoCOMa/ibiKk aypysiap reHoMAblK (XpoMocomanap
CaHbIHbIH ©3repyi) }XoHe XpOMOCOMaJIblK (XpoMocomManap
KYPbI/IbICbIHbIH, ©3repyi) MyTauuanapfa 6amaaHbICTbI
Kanbintacaabl. XKuni KezgeceTiH XpoMocoma

aypyapbiHblH, KaTapbiHA TPUCOMMUAIAP *KaTabl. 5¥J‘I
Ke3/Jle XpOMOCOMa KYNTapblHbIH 6ipiHAe KoCbiMLIA 3-
Xpocoma namga 6onaapl. Mbicanbl, /layH aypybiHAa
ayTocoM. 21-3Kyn 6ombiHWa Tpucommua 6osca, MNatay
cuHApoOMbIHAA 13-XynTa, 34Bapc CMHAPOMbIHAA 18-
}KyOblHAa 60/1a4bl. [aMeToreHesae Memosablk 6eiHyaiH

6y 3bl/lyblHa 6aMNaHbICTbl BMENJEPAE HKbIHbICTbIK X -
XpoMOCcoMaJlapablH 6ipeyi 6o/maca, LepelueBckmu-
TepHep cMHAPOMbI, KepiciHLie 6ip XpOMOCOM apThbIK

6onca - Tpunao-X (ep agamaapaa KnamHdbenbtep)
CUMHAPOMbIHbIH KaJ/ibiNnTacyblHa aKeneAai. Xacbl 35-TeH
ackaH anengaepaiH 6ana ketepyiHje HapecTenepaiu
XPOMOCOM. aypyMeH Tyy kayinTiniri xofapbl 601a4bl.



MynbTUdaKTOP/IbIK aypyaap

MynbTuUdakTopabIK aypysap 6ipHelle
FeHHIH MyTauMAra yllblpaybl MEH 63apa
9peKeTTecy HoTUXKeciHae, aypyfa
6enimaenyi apTkaH Kesae KoHe KopluafaH
opTa pakTop/iapblHbIH, 8cepiHe 6anaHbICTbl
TYbIHAAMUbI.

MyHpau aypynapra:

0 noparpa;

O KQHT Amaberi;

O rMNepTOHMUS;

O acKasaH KoHe illeKTiH OMbIK *Kapachl;

0 aTepPOCK/1epos;

O }XYPEKTiH MWeMMA aypybl, T.6. KaTaabl.



TyKbIM KyanamTblH aypynapabiH 6yn TypiHiH
nanga 6osy cebebi ani TonbIKTam
aHbIKTaJIFaH oK. TyKbIM KyanamTbliH
aypy/lapAbl KJIMHUKaNbIK XKiKTey
NaTONIOrMSA/IbIK ©3repicTepre yliblpafaH
opraHAap MeH }XyMenep 60MblHLLA
XKyprisineai. Mbicanbl, XYMKe KoHe
SHAOKPUHAIK KYMEHiH, KaH aMHa/biM
}KYMECiHiH, 6ayblpAblH, 6YUPEKTiH, TEPiHiH,
T.6. opraHzapAblH, TYKbIM KyanamTbiH
aypynapsbl gen Xikteneai. Pecnybaukaja
TYKbIM KyanamTbiH aypynapAbl aHbIKTay,
emaey

YKYMbICTapbIMEH HEBPOOrMS, TEPANUSA, XUPYP
rMA KAMHMKANap MEH aypyxaHanap
anHasbicaapl.



CuHapom

1866 >XbiNbl anFalwKbl peT

cunaTTaraH aFblWwbIiH aspirepi [>KOH
[layHHbIH eciMiMeH aTanfaH. Tya biTkeH
CUHAPOMHbIH cebebi xpoMmocoManap CaHbIHbIH
e3repyiHe 6annaHbICTbl eKeHiH 1959 >binbl
dpaHuy3 reHeTuri XXepom JlexeH aHbliKTaraH.
«CnHapom» ce3i benrinep MeH KacneTTepaiH
XUbIHTbIFbI AereH MaFbiHa bepeai. by TepMuHai
KonaaHFaHda «/[layH aypyblHaH» Kepi «[dayH
CMHAPOMBDI>» CO3iH KonaaHFaH aypsbic. JayH
CUHAPOMbIMEH ayblpaTblH agamMmaapabiH
Xanblkapanblk KyHi anfaw pet 2006 xbingbiH 21
HaypbI3blHAa ©TKi3inai. MepekeHiH, KyYHi MeH anbl
XYM XPOMOCOMaHbIH PEeTTIK HOMEepPi MeH CaHbIHA
6annaHbICTbl TaHAaNFaH 60naTbiH.






Cuam erizgepi

Cuam erispgepi, FanbiMaapablH, TYCIHAIPYIHLWE «KYMbIPTKA
KneTtkanapblHblH 6eniHbeyiHeH» nanaa 6onaTtbiH KepiHea;.
EpTe 3amaHaarFbl agamaap MyHAaW eri3aepaeH LUOLLbIHbIM,

«aKblp3aMaHHbIH 6enrici» aen onapabl enTipin Tactan 6epreH.
1811

Xbinbl CMaM KanacblHaa (Kasipri TannaHATbIH ayMaFbiHaa) EHr
XKoHe

YaHr atThl 6ip-bipiHEH ToHAEepi aXKblpaMaFaH eri3aep eMipre
Kenepai.



1874 xbinbl dyeni YaHrTbiH )xyperi Toktangbl. OHbl
NHEBMOHUSAAH

Ke3 XXyMAbl AereH aepektep 6ap. YaHrTbiH 6n1iMiHEH COH, yLU
caFaTTam 6TKEH COH AeHi can-cay 6onca aa EHr Te aHa AyHuere

aTTaHbIn KeTe 6apFaH.

JKannbl, TapuxTaFbl €H TaHbIMan «aXblpamMac» eri3gep Ae ocChbl-
HaHr

neH EHr 6onaTbiH.






KnanHdenbTep CMHAPOMBI

KnanHdenbTep cnHapOoMbl ep aaaMaapaa Ke3aeceai XaHe on
KOCbIMLLA X »bIHbIC XPOMOCOMACbIHbIH 60/1ybIMEH
cunatranagbl. OHbIH opTala xwuiniri 1:500-re TeH. byn
CUHAPOMHbIH Heri3ri cMnaTbiHa MblHANapAb! XXaTKbI3yFa
6onaapbl: 6omnapbl eTe y3biH, UbIKTapbl Tap, 6ekcenepi KeH,
OV/ILbIKETTEpPI HaWap AaMblFaH, aCTEHUK HEMeCe 9TeK
(niwinreH agaM) Tuntec 6onbin Keneai. betrepiHae XaHe
KONTbIKTapblHAA MapAbIMCbI3, 6Te CUpPeK TyKTepi bonaabl, an
KacaFaHblH TYKTEpi anenaepre ykcac 6onaabl; onapAabiH
LIDYET Xosnaapbl cemin (aTpodus) KanFaH, cnepMatoreHes
Oy3biibin 6eaey 6obin Kenedi. AKbIN-ecTepi KeMICTey, eTe
CEHrill, KeHiN-Kyni Te3 e3repriul, kbi3banay 6onaas!.
KnanHdbenbTep CMHAPOMbIMEH ayblpFaH aaaMaapabiH
AepMaTorMPUKaLUsCbl 063repreH — Ko caycakTapbIHbIH
epHeriHae AorFanap Xui Kes3gecin, Kbipnap - CaHbl a3aagbl.
Xpomocomanapbl 47, XXY; 47, XYY; 48, XXXY; 48, XYYY; 48 XXYY;
49 XXXXY; 49 XXXYY
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LLlepelueBcknn-TepHep
CUHAPOMb

LLlepelueBckmi-TepHep
CMHApPOMbI 6ap agamaapabiH
kapuotuni: (44 + X)= =45
Oyn aypymeH ayblpFaH
avenaepain 6ovbl anaca
60/1bIMN, XKbIHLICTBIK, XeTinyi
6asynan, 6eaey 6onagpl.
Bipak 6yn cmHapoMMeH
ayblpFaH agamaapabiH
aKbln-0Mbl AypbIC

Aamnabl. Tpucomma-X
CUHAPOMbI KapuoTuni (44 +
XXX = 47) svienpepne
ke3sgecedi. Onapaa »XblHbIC
6e3nepi xeTe AgaMbiManabl,
AEHE X3HE aKbl1-0M
AaMybIHAA KEMICTIKTep
6onaabl. JayH
CUHAPOMbIHAA
KapuoTtuniHge 21 xyn
XpoMocoMarnap yLey,
Xannbl caHbl 47 (47XY
HeMece 47XX) 6onagpl.




SABapac CUHAPOMBI

Byn aypyabl 1960 >»binbl k. 9aBapAcC ankbiHAAM TankaH, OHbIH
Xuiniri 1/4500 neH 1/650 re aenin 6onaabl. bByn aypymeH epnepre
KapaFaHaa sviengep kebipek aybipaabl. byn — ynbananapabiH
9MbpuoHanabIK AaMy KesiHae He eMipiHiH anFalKbl anTanapbiHAA
KenTen esin KanaTblHAbIFbIH KepceTeai. Byn aypyAblH Heri3ri
cMnaTTaManapbiHa MbIHaNap XaTaAbl: HopecTenepaiH casiMarbl
eTe »eHin (2340 rp), 6onnapsbl KilkeHTan 60nybl, NeKTepi Teric,
XKaKTapbl Hallap AaMbiFaH, 6ac cymeri KillkeHTaln, Ky1akTapbl
KiLLKEHTaW XoaHe 6ac cymneriHe ToeMeHae OpHanackaH, TYMCbIKTapbl
LUbIFBIHKbBI KYCTYMCBIK 60nbIn Kenyi. 1703, ak3odTanbM, aNnUKaHT
AaMbIFaH, Ke3aepiHiH Menaip KabbIFbiHbIH 6ynablipranybl, Kepy HepB
ANCKICiHIH ceMyi CUSIKTbI Kepy MyLUEeNepiHiH MYKICTir alKbIH
6ankanbin Typaabl. Kon caycakTapbl eTe y3blH HEMece Kbicka 60nbin,
2-5 caycakTapbl epekile opHanackaH 6onaabl. TabaHaapbIHbIH NiLiHi
e3repeni. XXypek-TaMblp XYMUECIHIH, ByMpeKTepiHiH MYKICTiri
6alikanaabl. Epecek »acka >XeTkeH 6ananapAblH akbln-eCTepiHiH KeM
6onaTbiHAbIFLI 6aVikanFaH. 3aBapAC CUHAPOMbIH HOPECTe TyFaH Ke3[e
6ana »onaacbliHbiH (MIOLEHTA) KilLKEHTEN 60Mybl XXaHE XanFbi3
KiHAIK apTepUSICbIHbIH 60ybl apKblibl KyHi OypbIH aHbIKTayFa
6onagasl.

Cundpoyt Isapoca




