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0 TPyAHOCTHM B N3Y4YE€HUHU F'€HETHUKH YeJI0BEKA

0 MeToabl TeHeTUKH YeJI0BeKAa
0 CyTh reHeaJIOru4eCKoro MeToaa, TUIbI HACJIeI0BAHUS
0 B0O3MOKHOCTH OJIN3HEIOBOI0 METOIA

0 IluToreHernyeckmnii MeToa, HACJeACTBEHHbIE 00JI€3HMU,

AUATHOCTHPYCMBbIC 5TUM METOAOM






*Oxoi10 2000 HaclIeACTBEHHBIX 3a00JICBAaHUI

*Oxo0 13000000 gemoBek mopakeHbl HACICACTBCHHBIMH
3a00J1¢BaHUSIMU

*ExxeroqHo 4-6 % nerer poXOAOTCAd C aHOMAaJIMSIMH
PA3BUTHSA

*Kaxapli IAThIA PEOCHOK YMHPACT OT BPOXKICHHOIO
ITOPOKa PA3BUTHS

*20-25% cTanmuoOHApHBIX OOJBHBIX C OTITOICHHOM
HACJICICTBEHHOCTBIO

JlaBunenkoB C.H. - oquH 13 0CHOBOIOJIOKHUKOB
MEIUIIMHCKON I'€HETUKU



TPpYyAHOCTH IIPH H3YYECHHH
I'eHETHKH YeAOBEKa

0 MaJjoe KOJIU4eCTBO NOTOMKOB
0 MenjieHHAsi CMEHA MOKOJIeHU U

0 HeBO3MOKHOCTL IOCTABUTH JKCIEPUMEHT HA
JTIFOASAX

0 boJjblioe Y4CJI0 XpOMOCOM



MeToOoAaBbI H3Y4IYCHHSYI TCHCTHKH
9YECAOBCKA

I'eHeatornyecKum MeTOX
bian3HenoBbLIN METO
IHHuToreHeru4yeCKU METO/
buoxXuMHYEeCKHUUA MeTO/
Jepmarorinuduxka

MeToa coMaTHYECKOM THOPUAN3AUM
IHonyJJA{HOHHO-CTATUCTUYECKU I
NMMyHOIreHeTHYECKUH

MeToa MoaeTupoBaHuA
JIHK-auarsocruka




I'eHeaAOTHUYECKHH METO

AHAJIN3 POAOCTOBHOM:

Xapakrep MPU3HaKa (HacJIeACTBEHHbIN W
HEeHACJIEACTBEHHbIN)

Tun HaciaenoBaHuss (AYTOCOMHO-IOMUHAHTHBLIA WJIH
peuecCUBHbIN, ClENJIeH ¢ MOJOM UJIUA HET)

3urornocTs npodanga

CreneHb  NEHETPAHTHOCTM M JKCIPECCHBHOCTH
MpPU3HAKA

BeposiTHOCTH poxAeHUS Y MPo0aHaa 00JIbLHBIX JeTel



MuTOXOHApPHAABHAA
HaCAE€ACTBEHHOCTH

1 Kaxaas MUTOXOHIPUS
o0J1agaeT HaOOPOM T'€HOB,
OTJIMYAKOIIMMCS OT SIACPHBIX.
MuroxonapuansHas JIHK
4YEJIOBEKA MPEICTABIISICT
COOOM ABYXIICOYECYHYIO
KOJIBIIEBYIO MOJICKYIY,
comepxkamnyro 16569 map
OCHOBaHHUM. OHA KOOUPYET

22 monexyisl TPHK,
2 - pPHK

13 nmoaunentuaoB (hEPMEHTOB

JIbIXaTeJILHOM 1IEH.
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bJH3HEOBBIN METO/I 1CIIOIb3YEeTCs B TCHETUKE
4eJI0BeKa IS U3yUSHMS 3aKOHOMEPHOCTEH HacIeI0BaHUS
IIPHU3HAKOB B IMapax OJHO- U JIBYSHIIEBBIX OJU3HEIIOB.
I103BOJISIET BBISIBUTH HACJIEACTBEHHBIM XapaKTep
IpH3HaKa, OIPEACINTh ICHETPAHTHOCTD aJICHs, OLICHUTh
3()(HEKTUBHOCTH JICHCTBUS HA OPraHU3M HEKOTOPBIX
BHEIITHMX (DaKTOPOB (JIEKAaPCTBEHHBIX MPENApPaTOB,
0Oy4Y€HHMSI, BOCIIMTAHHUS).




IIHTOreHETHYECKHH METOM, —

HCCAEAOBaAHHE KOAHYECTBA H CTPYKTYPhI

XpPOMOCOM
Kapuomun — JUIUIOWJIHBIM  HA0Op XPOMOCOM KIIETKH,

XapaKTEPU3YIOIIUKCS KOJMYE€CTBOM, BETUUYUHON U PopMOU

U 0”02deMd —  CUCTEMaTU3UPOBAHHOE  M300paKEHHE

KapuOTHUIIA, TAE€ XPOMOCOMBI POHYMEPOBAHBI B COOTBETCTBUH C HX
BEJIMUMHOM, (DOPMOM 1 PACIOJIOKEHUIO IIECHTPOMEPHI
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MeToaAHKa KapHOTHIIHPOBaAHHA

* KyabTUBHpOBa
[NuTaTeAbHas Hue 48-72 4
cpeAa * Kouxuuun
* I'mmoroHn4eck
Hi p-p
* Qukcanus "
OKpacKa
XPOMOCOM



1. Merton I'mm3e — pyTuHHAsA OKpacka

2. JAnddepenunuaiabHoe
OKpallluBAHME:

1 MeTo/ibl, BBISIBISIONIME IIONEPEYHYIO
MCUEPUYCHHOCTh (U€pEAOBAHUE CBETIBIX
M TEMHBIX IIOIIEPEYHBIX Moa0c) — Q, G,
R — okpammBaHue

1 MeToJibl, CEJIEKTUBHO OKPAIIIUBAOIIIME
ONPENICICHHBIE YYACTKU XpOMOCOM — C,
T n npyrue
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MuorouserHas HCYEPHEHHOCTh NATOH XPOMOUUMM

yenoseka [Ferguson-Smith, 1997,
H3: Pybuos, Kapamsimesa, 2000),

LE

(Jiesa — Xxpomocoma, «packpatennasy 22 HoAOUAMN

1o pesynbraram FISH, cnpasa — XpoMOCOMA, GRS
wienHas G-okpackoi

"




Meton T. KacnepcoHna — okpacka
KBUHAKPHUHOM C IIOCJICIYIOIUM
00JIydeHHEeM U UHAYKIUEH

daroopecueHuM ((Q oKpacka) -

Metoa K. Ilo, 3. Camuepa u Y.
HIHeaa — okpacka Kpacurenem #
PomanoBckoro-I'mm3a (G okpacka)

JuddepeHuupoBaHHAA
IH3UMATHYIECKAS OKPACKA,
MHOTI'OIIBETHAs (PIFOOPECLICHTHAS
okpacka (FISH — fluorescent 1n situ
hybridization), mo3BosieT
ONPEJICIUTh BHYTPUXPOMOCOMHEIC
IIEPECTPOUKHU
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FISH-MmeTOL

U

1 MeToA NnpuUMeHsieTCs — OT OMNpEeAEAEHUS AOKAAU3ALLUM
reHa
AO paclMPpPOBKU CAOXKHbIX MepecTpoeK
MeXAY HECKOAbKMMMU XPOMOCOMaMMU

1 TpebyeT MeHblle BpeMeHM, YeM KapUOTUMNUPOBAHME
AndPepeHLUNaAAbHO OKPALLEHHbIX XPOMOCOM.

7 MOXXHO NpUMEHATb AASl AMArHOCTMKWU aAHEYNAOUMAWUM B
MHTepPa3HbIX SAPaX — MHTepda3Has LUTOreHeTUKa.



1 NpaBUAbHaA OTAEAbHAA KAETKa
3apoAbilla. BuanMble curHaabl Aas
xpomocom |3 (kpacHbin), |16
(roaybomn), 18 (puoaetosbin), 21
(3eA€HbIN), 22 (KEATbIN)

1 CuHapom AayHa (Tpucommm
xpomocombl 21). Buanmer 3
PAIOOPECLLEHTHBIX CUFHAAa AAS
XpOMocoMbl 2| (3eAeHbiN)

1 CuHapom [laTtay (Tpucomum |3
XpoMmocoMmbl). Buammer 3
PAIOOPECLLEHTHBIX CUFHAAa AAS
xpomocombl | 3 (KpacHbii)







