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Il1an Jgeknun:

KJACCUDPUKALIUA HACJEJICTBEHHBIX
BOJIESHEN

KJIACCUOUKAIIUA XPOMOCOMHBIX
BOJIEZHEMN

I'ETEPOIIJIOUIUA 11O AYTOCOMAM

I'ETEPOIIJIOUIUA 110 11OJIOBbLIM
XPOMOCOMAM

CTPYKTYPHBIE AHOMAJIUU XPOMOCOM



Tema: <HACJ/IEJCTBEHHOCTDb U
IHATOJIOI U5 »
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HACJTIEJCTBEHHBIE BOJIE3SHH H HX KTTACCHOUHKALTUA
XPOMOCOMHBIE BOJIE3HH YEJIOBEKA

MEXAHUSMbBI USMEHEHHUA B XPOMOCOMAX ITPH
TIATO/IOI'H

NUATHOCTHKY HACJIE/ACTBEHHBIX BOJTIE3HEH

KIIACCHOHITUPPOBATSD INOPOKH PASBHTHA
COCTABJIATS HTHOTI'PAMMBI CHH/IPOMOB

OINPEAE/IATh CHHAPOMBI I10 IOPTPETHOU
AHATHOCTHKE

BECTH ITPOCBETHTE/IBHY IO PABOTY CPEAH
HACE/IEHHA U BBIAB/IATH «I'PYIIITY PUCKA» 110
HAC/ITEJACTBEHHbBIM 3ABOJIEBAHHAM



HACJIEAQCTBEHHDLIE
BOJIESHM

= 9TO HATOJIOI'MYECKHUE COCTOsAHUA, B
OCHOBE KOTOPLIX JIEZKUT UBSMEHEHUE
HACJIEJICTBEHHOI O MATEPUAJIA (MYTAIINS).

= TJIABHYIO POJIb UTPAIOT HAPYIIEHUA B
CTPYKTYPE ' EHA NJIN XPOMOCOMDI.

= BOJIE3BHU C HACJIEJCTBEHHOU
IPEJIPACHOJOXEHHOCTBIO
(MYJbTUD®AKTOPHUAJILHBIE)



KJIACCUDUKALIUS
HACJIEJCTBEHHBIX
BOJIE3HEN

— AHOMAJ/IHH
KO/IHYECTBA H CTPYKTYPbLI XPOMOCOM

= — MYTAIIUA
OTJE/IbHbBIX TEHOB

BOJIE3HH C HACJIEACTBEHHOH
IIPEJIPACIIO/IOJKEHHOCTHIO (IIPH
COBMECTHOM JEHCTBHH HACJIEJCTBEHHbIX H
®AKTOPOB CPE/lbl)



KJIACCUDPUKALIUA
XPOMOCOMHBIX BOJIEZHEU

- — KPATHOE YBE/IH9EHHUE
T'AIUVIOH/THOI O HABOPA XPOMOCOM

- (AHEYITUIOHIHS)

— YBE/IHYEHHUE HJIH HE/JOCTATOK HA 1, 2,...
XPOMOCOMDbI

— XPOMOCOMHBIE ABEPPALIHH
(IEJELUA, IYIIJITHKAIINA, HHBEPCHS U T11.)



I'ETEPOILIOWIUS

1. MOHOCOMMUA (45) TPUCOMUSA (47)

2. NOJUCOMUS (47,
48, 49)



I'ETEPOIIJIOUHA 110
AYTOCOMAM

TPUCOMUA 21

TPUCOMWUA 17-18

TPNCOMWA 13-15



CuHppom [layHa

Tpucomus 21 napbi
XPOMOCOMBbI

Kapuomun 47 xpomocom
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CHUHJIPOM DJIBAPCA

= TPUCOMMST E (17 -18 XP)

= KAPUOTMUII - 47 XP









CUHJIPOM IIATAY

= TPUCOMUA O XP (13 — 15 XP)

= KAPUOTWUI - 47 XP









I'ETEPOIIONANUA 110
1HOJOBbIM XPOMOCOMAM

* MOHOCOMMUHA

= [NOJUCOMUA

CVHOPOM LUEPELLEBCKOIO
~TEPHEPA

44 aytocombl + X0 =45

CUHOPOM KINAUH®ENLTEPA
44 ayToCOMbI + XXY=47
44 ayTOoCOMbI + XYY=47

TPUCOMUA X
44 ayTOCOMbI + XXX=47



CUHOPOM WEPEWEBCKOIro
- TEPHEPA T

= 44 aytocombl + X0=
= 45 xpomocom
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CUHOPOM
KNAUMHOENBLTEPA

= Kapuotun
44 aytocom+XXY=47







CUMHOPOM
KNAUHOEJNBLTEPA

= KAPUOTMUIN
44 aytocoM + XYY = 47






TPUCOMMUA X

= KapuoTun
44 aytocoMbl + XXX =47 xp






CTPYKTYPHBIE
AHOMAJIMMN XPOMOCOM

" YKopo4yeHue Ha 1/3 yacTb KOPOTKOro
nrneya 5 napbl XpoMOCOM



BbIBO/1bI:

XpOMOCOMHBIE 00JIE3HH — HACJICACTBCHHbIE
3a00JICBaHUs, 00YCIIOBIICHHBIC N3MEHEHUEM
YyClia WA CTPYKTYPbI XPOMOCOM.

XPOMOCOMHBIE O0JIE3HW BOZHUKAKOT B PE3YJIbTATE
MyTalLMid B MOJOBBIX KJIETKaX OJHOTO U3
POJAUTEIIEM.

XPOMOCOMHBIEC O0JIE3HU 3aHUMAIOT OJHO U3
BEAYLIMX MECT B CTPYKTYPE HACJIEACTBEHHOU
[MaTOJIOTUH YETIOBEKA.



3agaHudg AJ9 CAMOMOATOTOBKH

[Ipu KaprOIOTrUYECKOM MCCIIEIOBAHUHU KIIETOK KPOBU O0OJIBbHOM
KCHIIMHBI, BMECTO OJIHOTO Tejbla bapa, ux HaxoguJIoCh ABa. O Kakom
CUHJPOME UJIET PEUb !

[Ipn KaprUOIOTrUUYECKOM MCCIIEAOBAHNH KIIETOK KPOBH OOJIBHOIO
MY>KUHHBI, ObLIM OOHApY>KEHBbI Teabla bapa, yka3pIiBaroue Ha )KEHCKUN
oj1. O KakOM CHHIPOME HUJIET PEUb?

B poannbsHOM 10Me pouiicsi peO€HOK, BHEIITHOCTh KOTOPOIO
MMeEJa XapakTepHble OCOOCHHOCTH: BBITSHYTAask (popMa rojaoBbI U JIUIIA,
MTOJYOTKPBITHIM POT C BBICYHYTBIM SI3bIKOM, Ha JIAJOHU OJIHA MOIIEPEYHAS
nuHus. Kako quarHo3 MO>XHO MOCTaBUTH Cpasy, HE MPOBOIS
TOIOJIHUTEIbHBIX UCCIICNOBAHUM KapuOoTHIIa?



JlomamHee 3aganue:

Yueonuk: TumoasinoBa E.K. MeaMunHCKasi FéHETHKA
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NpoPUIAKTHKHN HACJIEeACTBEHHbIX 3200 1eBaHMIA.
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