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Aocmap:

I.Kipicme.
I1.Heri3ri 00JiMm.

2.1. Aypynapowviy Oomunaummel, peyeccusmi
JHCOHE KOOOMUHAMMbL MYKbIM KYaALady
MYPAEePIHIH CUNAIMMAMACHL.




I'eHaik aypyJap

I'enaepain e3repy HOTHKeCiHAe Mmaiaa 00JraH
TYKbIM KYaJIAUTBIH aypyJiap

- AyTOCOMABI-AOMHHAHTTHI
I'enoik aypynapoui

MYKbIM Kyaid AyTOCOM/BI-peleCcCUBTI

epeKuie/liKkmepine
Kapau mepm 7KbIHBICIIEH TIPKECKEH peleccuBTi

mMonKa 06.1e0l.

KonoMmuHarrbl



SKX.

AyTOCOMIbI-IOMHUHAHTTHI TYKbIM
KyaJiay

AyTOCOMABI-IOMHHAHTTHI TYKBIM KyaJjay Ke3injge OeJrijep:

ayToCoM/Jia OpHajacaibl;
’KBIHBICKA TOYEJIC13;
YpIIaK CaliblH KOPIHE/I].

Mynpaii aypynapra: OpaxuaaKTHINSA — KbICKAacayCaKThUIBIK,
MOJMAAKTHINS — aJIThICAYCAKTHUIBIK, AXOHAPOILJIA3MSA
— EpreXEIIUIK, 0eTTIH CeKNmIl, Ke3/i mea 0acy, CYHeKTiH
OMBIPJIBIFBI T.0. KaTabl.
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Aypy Typnepi:

AYTOCOMHO-AOMHHaHTHOO HacnegosaHue
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Coin [Loub Coi Doub
(Bonen) (apopoea)  (3a0pos) (BonsHa)

U.S. National Librany of Medicine

bpaxunakruiaus —
KBICKACAYCAKThLIbIK

ApaxHOAAKTHIUS



AabureimMep aypybl - 0eMeHUUAHbIH €H KeH mapai2an
mypi, 1906 >xcvinvt nemic ncuxuampot Anouc
Anvyzeiimep mapanvinan CUNAMMAI2aH
Hellpozenepamuemi colpkam. 9oemme 65 xcacman
ackKkamn aoamoapoa Kezoeceoi.

/Kacwl yneaa kene keioip aoamoap ymvimuiax oona
oacmauov. Kapmasn kene minmi 6ana cusakmol 001bln
Kememinoep oe kezoecedi. Kapuanapoazel oyn
Kyoulivicmul 0i3 «aixcolovl) 0en ycamamovli. A
Meouyunaoa o1 Anvuzeimep aypyvt 0en amaiaobwl.

Xopes (epek. choreia — ou, ouney) — s cyiike
JHCyulecinin aypysl. AnzauKol Kezoe aypy 6anaoa Kammaol
mapuazanovlK 0aiuKanvin, 0Iip Hapceze HaA3ap ayoapysl
meomenoeiioi. bipme-oipme naykacmulyy KUMbLIbIHOA

2J1Ci3, 63 epKiHeH mblc 0encici3 o32epicmep naiioa 001a




Aymocomovi-oomunanmmeol
(Keminmezen ocmeozenes)

Y/ -IaTOJIOTUSJIBIK IT'€H OOMBIHIIIA
aypyablH ITeTepo-,
rOMO3UTOTTapAa KepiHic Oepyi;

y// -0C/TI1 €K1 JKbIHBICTA O1pAcH
OOpEKEAC KOPIHEI1, YPIaK

CaUbIH KapbIKKa LILIFAIbI.



AyTOCOMbI-pelieCCUBTI TYKBIM
KyaJiay

AyTOoCOMIbI-pelieCCUBTI TYKbIM KyaJjiay THMIIH/IE 3ePTTeJeTiH
OeJIri:

ayTOCOMJIa OpHajaacaibl;
Ara-aHacbeIHga OUTIHOEH ],
¥ pnarbeiH1a KOPIHE/].

MyHpal aypyiaapra: aJbOMHU3M(IIMTMEHTCI3), AJIbKAHTOHYPHS
TOMOTCHTH3UH KBIIIKBLIBIH apTHIK 06JIe/11, HIHONATHSI
- MUIIIBIKTBIH 63Tepyl, (PeHUJIKETOHYPUSA — KEMaKbLI KaTabl.

AyTOCOM.-pEleCcCUBTI (€Ki, Keie YIII HEMEPE aFailbIH bl
HEKEJIECKECH aIaMJIap apachbIHAA KKl KE3IECE/l;

AN AN




AymocomobI-peuyeccuemi

X-xpoMocomMaMeH mipKeCcKeH

(Mykoesucyudo3s)

-MYTaHTTbl reH OOMbIHLLA
romo3uroTTapaa aypy Aamybi;

-ata-aHacbl cay,bananapbl aypy;

-aypy ypnak attan Hemece
BipHeLle yprnakTaH COH
KenaeHeH bafFbITTa XXapblKkka
Lbifaabl;

-KaHOac HeKeae Xul.

peueccuemi



KonOMMHAHTTBLIBIK

<% YpnakrTaH ypnakkKa 0epijireH e3repreH skoHe KaJbINThI
reqjiep Oipaei KbI3MeT aTKapajabl.

* CoOHIBIKTAH OpPaK TIPi3aec Kacylajabl aHeMus Ke3injae api
KAJIBINTHI TeMOIJIOOMH/IEP, IPI OpPaAK TIPi3aec reMorjioouHaep
O0os1aabl. JlepTTiH KOPIHiCI TEK TMIOKCUS Ke3iHae 0aiKajaaabl.
by ke3ne S-remoryiabuHaep TyYHOAFa aybIChIII,
IPUTPOLUTTEPAIH reMOJIU3iH TYbIHAATAAbI. OTTEriHIH
KAJbIITHI MOJIIEPiHAe reMOoJIu3 DaKaJaMauabl.
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CepnioBUiHbIE SPUTPOLIUTEI

HopmaarsHbIE
SPUTPOLIATEI




S XXX

/KBIHBICIICH TIPKECKEH OeJrijiepai
TYKbIM KYyaJiaybl

/KbIHBICTIEH TIPKECKEH OeJIriepaiH TYKbIM KyaJiay THIIIHIH
Oesriepi:

Aypynap kejecl yprnakra X XpoMocoMajia KopIiHe/Il;

Haykac epkekTep/iiH IepTTIK F'eHAepiH TEK KbI3IapblHa FaHa OepUICI];
Haykac olienepaiH IepTTIK T€HIEPIH opl YiIAapbliHa, opl1 KbI3AaphiHa
TaparTyshl;

EpkekTep/iiH oiienaepre KaparaHaa eTe ayblp TYPAES ChIpKaTTaHabl.

Oumapra: reMo(u/InNsi — KaHHbIH YibIMAybl, FeMePAJONaTHs — TYHJC
KopMey, JaJbTOHU3M — TYCTI1 aXKbIpaTa ajiMay, paXuT — CYHEKTIH
KHCAIObl, FAJAKTO3eMHUS — TAJIAKTO3aHbI UTEPE anmay, 0aybIp
HMPPO3bl, KEMAKbBLI, T.0. )KaTajbl.




X — XpOMOCOMACHIMEH TIPKeCiII
pelecCuBTI TYpae TYKbIM KYyaJjaybl

* beariaepi:

v/ JleHl cay ara-aHajaH aypy
Oajnaap Tyajbl;

v/ Ep agampap aybipajsi,
OJTApJIBIH IICTIEEP] TEPTTIK
T€HHIH TaChIMaIAayIIbICHI
0o0JIaabl;

v/ JlepTTik reH oOKEeCIHEH YJIFa

VEAH CPD OdJIdAJIADABIH '
bIHAA ACPT 6OJIYI>I MYMKIH Cuepo0iacTbIK aHeMHus



1 o/LIaHAUSJIBIK TYKBIM KYyaJ1ay

* JoIaHAMAJIBIK TYKBIM KyaJjay
TANMIHAE Oesrijiep:

¢/ OKeCIHEH TEK YJIbIHA FaHa OepuIim
OTEIPa/IBI.

MpiIcanra, KyJiak
KaJKAHIIACHIHBIH )KYHI1 O0JIYybl —
THIEPTPUX03, THIIEPTPUXO3IBIH I'eHl Y
XpOMOCOMaMeH TIPKECII TYKbIM
== Kyanaiiael. Ep 0ana Y XpomMoCcOMaHbI




XPpoMOCOMAJIBIK
aypy./1ap

XpoMocoMaJiap CaHbIHBIH 63repyiHeH KIHe
0JIAPJBIH KYPbLJIBIMBIHBIH OY3bLIIYbIHAH MAKWA
00J1a1bI

XPpoMoOCOMAJIBIK, aypyJIapaAbIH

ByJ1 aypyJiap Herisri cedenrepi S EIINELS
MYTAIMSAHBIH MKACYIIAJIAPBIHBIH ME031bIK
TYypiHe 0oJ1iHy Ke3iHaeri
0aMJIAHBICTBI XpoMocoMaJIapaAbIH
CHHIPOMAAPFa ramMeTajgapra TeHaeH axbIpaMaysl,
ooJiiHei. COHBIH HITHKECIHE KBIHBICTBIK

XpPOMOCOMAJIAP CAHBIHAA
AyBITKYJIapAbIH 00JIYbI.




XpoMOCOMAJIBIK MYTAIIMA:

Jenenuda
Tpanciaokanus NuBepcus
XpOMOCOMaHBIH XP?MOCOMa.HI?IH
O1p OeJIIeriHIH HIEHA! TSRS QIIE Uy
JXXOFaIyhI, XpOMOCOMa CK1 CCCJICHY1, Xp OMOCOMa
apaceIHIa DenLleKkTepiHiH
Y31HILIEp Tepic bypbinybl
0OITyBI; (180°-Ka);



Knaitngeasrep
CHUHAPOMBIMEH aybIPATHIH
afaMJap/ibIH KapUOTHIIL:

v (44 +XXY =47);
v/ opaalbIM ep ajamMaap aybIpapbl.

0  Omnap KbeIHBIC OC3ACPIHIH KETE
JaMBIMaybIMCH;

AKbUIBIHBIH KEMICTITIMEH;,
asFbIHBIH Y3bIH OOIYBIMEH;
OOMBIHBIH Y3bIH OOJTYBIMEH;

OaChIHBIH KIIIKEHTal 00TybIMEH
cUIaTTaJIaabl.
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b HlepemeBckun-Tepuep
CHHAPOMBI 0ap agamMaapbIH
KapHUOTHIIL:

v (44 + X)= 45
[ by aypyMeH aybIpraH
oHenepAlH OOMEBI ajaca;
[l sKBIHBICTBIK KET1TYyi Oasy;
[l 6eney 6omaapl.
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S\ .KXXXKX.

Tpncomua 13 — cuHgpom lNaTay

IlaTay cMHAPOMBI KAPUOTHIII:
13 xynTa Tpucomus;

Muxkporiedainus, KOSHXBIPBIK, TECIK TaHal,
TIOJIUAAK TS,

JKak CYMEKTIH KETUIMEY1, KYPEK
KAaKMaKIIaChIHbIH aKaybl.

JlayH CHHAPOMBIHAA KAPUOTHIII:
21 xyn xpoMocomanap VYIIey,
xanmbl canbl 47 (47XY Hemece 47XX) 0oJabl;
Kylike Oy3bUIBICTAPBI AKbLUI-€CTIH KEMICTIT;
NMMyYHIBIK KYHEHIH aybITKYHI.

IABapPAC CMHAPONbI KAPHOTHIIL:

18 —KyIT XpOMOCOMaHBIH TPUCOMUSICHI;

aK KaJIKaHBIHBIH ITIIIIHI ©3repe/l;




XPOMOCOMAJIBIK aAYBITKY

XPpOMOCOMAJBIK aybITKYJIap ibl ICUXOI'€HETHKA FHUILIMBIH/IA
«XPOMOCOMAJIBIK a00epanusijiap» A aTalbl.

A0Oepanust «OY3bUTY», «ayBITKY» JIET€H MarbIHaHbI OUTAIPE].
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S

KanbInThl TYKBIM KyaTblH aKIapaTThIH JEPTTIK ©3repICKe YIIIbIpaYbIHAH;
TyKbIM KyaTbIH aKmapaTrThiH JAEPTTIK 63T€PICKE YIIIbIPAYbIHAH;

[ eHOMHBIH peTTENy1HIH OY3bUIBICTAPbIHAH;

ByJIIHI€H T€HOMHBIH AYPHIC KAJIMbIHA KEJIMEYIHEH.

XpomocomanapblH aybITKyJIapbl Ay TOCOMAJIBIK JKOHE KbIHBICTHIK
EpeKIIeKTepiHe OaliIaHbICTHI:

AHEYIIOMAMA;
Tpucomus;
MoHocoOMUA;



KOpbITHIHABI

['enaep/iH e3repy HOTHKECIHIES Haiga 0oJIFaH
TYKBIM KyaJIaWTBIH aypyJIapAbl FCHAIK aypyiiap
aenal. XpoMOCOMAJIBbIK aypyiap Fr€HOMJIbIK
(XpoMoOcoOMaliap CaHbIHBIH 63repy1) JKOHE
XPOMOCOMAJBIK (XpOMOcOoMaJIap KYPBLIBICHIHBIH
©3repyl) MyTalusIapFa OanIaHbICThI
KaJplnTacazbl byt aypynapMeH aybIpraH
azgaMaapaa CaH TYpJIl IaTOJOTHSUIBIK Oenriiep




