®akynpTeT «KnuHuueckas ncuxoaorus
JucuurmmHa «l'eHeTHKa 4eIoBeKa»

3auarue 6.

N3MeH4YnBOCTH U ee 3HAYCHHE B OHTOreHe3e YeioBeka. DeHOTHNINYeCKAS U TeHOTUIIMYeCKAS
U3MEHYMBOCTD. [ eHHbI, XPOMOCOMHBIA M TCHOMHbII YPOBHU HAPYLICHHUS T€HETHYECKOI0
annapara. ['eHHbIe 00/1e3HU KaK pe3yJbTaT MyTAUMOHHON U3MEHYMBOCTH.

OcHoeHble 60npocvl memul:

1. OcHoBHblE (GOpMBI HU3MEHUMBOCTH (kKimaccudukanus). Poinb TeHOTHMma U cpenbl B
MPOSIBJICHUH MPU3HAKOB, B 00YyYEHHE U BOCIIMTAHHUE YETIOBEKA.

2. MoaudukanuoHHass M3MEHYHBOCTb: OMNpEIEICHUE, NPUMEPhl. ATANTUBHBIA XapakTep
moauduxarmu. HopMa peakiuu. DKCIpecCUBHOCTb U MIEHETPAHTHOCTb.

3. Bunpl HacneacTBEHHONM M3MEHYMBOCTU. 3aKOH TOMOJIOTMUECKHUX PSAJIOB HACJIEICTBEHHOM
n3Mmenurnsoct H.M.BaBunosa, ero 3HaueHue 11 MEAULMHBI.

4. KomOuHaTHBHAasT M3MEHYMBOCTh CYIIHOCTb IpPUMEpPHI. 3HA4eHHE KOMOMHATHUBHOMU
M3MEHUYUBOCTU B 00€CIIEYEHNH F€HETUYECKOTO pa3HO00pa3us Jtoei.

5. MyrtareHe3 M MyTallMOHHAas W3MEHUMBOCThb. Knaccudpukauums wmyranui. ['eHokonuu u
¢denokonuu. ['eHeTHUECKast ONACHOCTH 3arpA3HEHMSI OKPYKAIOLIEH cpebl.

6. ['eaHHple MyTamMu Kak TIPUYMHA TEHHBIX Ooje3Held ((eHWUIKETOHYpHUs, albOWHH3M,
raJIakTO3€MUs1, CEPIIOBUIHOKIIETOUHAS] aHEMUS U IPYTHE).
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ITPAKTUYECKASA PABOTA

Pab6ora 1. Knaccnbukanusg MyTalui 10 YPOBHIO MOPAXKEHUA T€eHETHYECKOr0 MATEPHAJIA.
3anonnume cxemy.
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viedelne 0J0HHIALIIIIEH BUHMXedolI o1HE0dA oIl HMITBLAW BHIIEMH
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PaGora 2. 3anoJiHeHHe TeCT - KapThl 10 ONpPeAeJeHHUI0 THIA MYTANMOHHOW
HU3IMCHYUBOCTH.
Ne Myrauuu Tun myranuu Ha3Banmne 3a001eBanus
n/n
1 OtcyrcTBue dpepmenTa GpeHunanaHuy 4-
THJIPOKCHUIIa3a
2 OtcyrcTBUE hepMeHTa TralaKTOKUHA3HI,
raynakro3o 1-hocharypununrpancdepass
3 3ameHa eITMHCTBEHHON aMUHOKHCIIOTHI B [3-
neru Hb (riaroTaMuHOBOM KHCIIOTHI HA
BaJIMH)
4 OTtcyTCTBHE TUPO3UHA3HI
) 45,X0
6 47,XXY
7 47,XXX
8 Tpucomus 21
47,21 +
9 Tpucomus 18
47,18 +
10 Tpucomus 13
47,13 +
11 46,5 p-
12 46, 9 pt; 46,13 p+; 46,18 p+; CHUHIPOMBI YACTUYHOU
46,18 q+; 46,11 p+ TPUCOMUU
13 46,13 p-; 46,130-; 46,18 p-; CHHIPOMBI YaCTHYHOM
46, 18 g- MOHOCOMUH.
14 46, tr GID *'/15
15 46,21 g- Jleliko3
16 46,118 p Cunnpom i 18 p
17 JlomkxocTh X q 28 ydyacTka Cunapom Maprtuna-benna
18 46,19 Cunzapom KoIbLIEBON 9
XPOMOCOMBI
19 OO6pa3oBaHnue AMMEPOB TUMHUHA [MurmenTHas kcepoaepma
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Pabora 3. Kiaccudukanusa MyrTanui Mo YpoBHIO N3MEHEHHUS TeHeTHYECKOI0 MATEPHAJIA .

Buabl myranuit

N3menenue
HYKJICOTHIHOU
N3menenue yncia XpoMOCoOM H3MeHeHue CTpyKTypbl XpOMOCOM
MOCIIE0BATEIHHOCT
u JIHK
S Kpatnoe He kpaTtHoe Buyrpuxpomocom | MexkXpoMOCOMHBIE
A rarIonIHOMY rariouIHOMY HBIE TIEPECTPONKU
HYKJI€0TH 1a(OB)
Habopy XpomMocoM | HabOpy XpOMOCOM
= o0aBiIeHUE
" TPUCOMHUHU Ll (S0 (10515 Tpanciokauuu:
HYKJIEOTH1a(OB)
" MOHOCOMHUU " TyIUIMKAlUK * PenumnpokHbie
" 3aMeHa [Monumnouauu
" HyJTUCOMUU " UHBEpPCUU » Hepenunpox-Heie
HYKJIE€O0TH1a(OB).

" ¥ Ip.

» PoGepTCOHOBCKHUE

JlexxaT B OCHOBE
Pa3BUTHUS TEHHBIX

0oJjie3Hel,
CBSI3aHHBIX Yallle N
BCErO ¢ JlexkaT B OCHOBE XpOMOCOMHBIX OOJIE3HEH.
HADVILCHIEM JIlnarHocTHKa: MUTOTCHETUYECKUE METO/IbI (KapHOTUITUPOBAHKE, KAPTUPOBAHHUE,
Py AKCIIPECC-METO/Ibl OTpeIeCHUS X U Y XpOMOCOM)
0oOMeEHa BEIECTB.
JIMarHocTHKA.
OMOXUMHYECKUI
aHanu3 (MeTo)
CepmioBuiHO- bonesns [layna ( );
KJIETOUHasI aHEeMUS; Cungpom DnBapica Cunapom
DEHUIIKETOHYpHS, ( ); KOIIIAYhEero KpuKa
Cunnpowm Jlayna
lNanakTo3emus; Cunnpowm IlaTay ( ); ( )

ANBOWHU3M | JIp.

Cungpom Knaitugpenbrepa
( );
Cunapowm llepemieBckoro-
Tepuepa ( );

U np.

(ykazaTb KapuoTHI)

(ykazathb
KapUOTHII)

)

(Yka3aTb KapuOTHII)

Patoora 4. Mexauusm pa3BuTus GeHMJIKETOHYPHUH U AJLOUMHU3MA.

Cocmasvme cxemy
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Paoora 5. Mexauu3M pa3BUTHS TAJIAKTO3EMHUH.
Cocmasvme cxemy

Pewenue 3a0au.
Onpedenenue pucka noae1eHus 3a00/1€6AHUA 6 CeMbe C YUeHnoM NeHempPaAHMHOCHU 2eHa
(pewienue 3a0au).

OTtockilepo3 HaclielyeTcss Kak JTOMHHAHTHBIA ayTOCOMHBIM MPU3HAK C MEHETPAHTHOCTHIO
30%. I'mnepTpuxo3 HaciueAyeTrcsi KaKk NPU3HAK, CUEIUJIEHHBIA C V XpOMOCOMOM, C IMOJHBIM
nposiBiieHreM K 17 romam. Ormpeaenute BEpOSTHOCTh MPOSBICHUS OJHOBPEMEHHO O00eHX
aHOMaJui B CEMbe, II€ KEHAa HOpMaJbHAa U TOMO3UTOTHAs, a My UMEET aHOMaJuu, HO MaTh
ero OblJIa HOpMAJTbHON TOMO3UTOTHOM KEHIITMHOM.
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Ilpoonemno-cumyayuonnuvle 3a0auu

1. V GonpHOrO cBeTJbIE BOJOCHI, KOXa. L[BeT rma3 ¢ KpacHOBAaThIM OTTEHKOM. BbIsBiIeHa
HacneAcTBeHHast matojorus. Yto mmenHo? Kakoll Tunm Myramuu, MeXaHH3M pa3BUTHS
0one3nn? Meroa 1a00paTOPHON AMATHOCTUKH?

2. B moue 6onpHOTO 0OHapykeHa TajakTto3a. Bam mpeamonaraemsiii muarao3? Kakoit aTo tum
MyTallMy U MEXAHWU3M JJAHHOMW NAaTOJOTUU?

3. Y OompHOTO B MO4Ye OOHapyXeHa (QEHWIMHPOBUHOTpagHas kuciaora. O yeM 3TO
cBUAETENbCTBYET? Kakol 3TO TUIT U MEXAHU3M BBISIBICHHOM MATOJIOTUU?



