





OnpepeneHve n Knw4veBble 3a4a4Yy FreHETUKU

[eHeTKKa N3yHaeT MeXaHW3Mbl
rnepenaydymn HacJjiegCrBeHHbIX
MNMPEN3HaAKOB OT pO,EI,l/ITeJ'Iel;I K
MNOTOMCTBY, PaAaCKPblIBaA
omonormyecKme oCHOBbI
Hac/1egCrBeHHOCTW.

OHa nccnenyeT CTPYKTYPY U GYHKL UM
reHOB, BblAB1A9 3aKOHOMEPHOCTU
perynaunm n B3amMoaemncTBma
reHeTM4Yeckom MHpopMaLmnm.

Pa3pa6aTblBaeT MEeTOObl ANATHOCTUKU
N reEHETUNYECKOU Teparimn o4
rpenynpexopeHnd N JiedeHn4d
Hac/1eCrBEeHHDbIX 3aboneBaHuMI.






CTpyKTypa  YHKLUU reHa

[eH — 3TO
NnocnenoBaTesibHOCTb
HykneotngoB [AHK, Hecyllada
MHPOPMALIMIO O CUHTE3E
KOHKpeTHoro 6enka nnmn PHK,
obecrnevmBatoLLMX QYHKLIMMN
KNEeTKWN.

Kakobl reH BktoYaeT
KOoOMpYoLWME N perynatopHble
o6/1acTu, KoTopble
onpenenatoT, Koraa n Kak
aKTMBHO OH ByaeT paboTaTb.

[eHbl ypaBAgoT Pa3BUTUEM
opraHmsma, obecrneymBad
obMeH BeLlecTB U
bopMmMpoBaHME MPU3HAKOB

rnyreMm KoampoBaHWMHA OEenKoB.

MyTauumm MOryT M3MEHATb
CTPYKTYPY reHOB, MpmnBOas K
PAa3HOOBPA3HbIM
HacnegcTBEeHHbIM
3ab60neBaHUAM UK
M3IMEHEHUAM PEeHOTUMNA.
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[TeHeTPAHTHOCTb U 3KCNPECCUBHOCTb N'EHOB

[TeHeTPaHTHOCTb OTPa)kaeT O010 DKCMPEeCCMBHOCTb OMMCbIBaAET
HOoCUTeNnen onpeneneHHoOro CTeMNeHb BblPa*XeHHOCTU NMPM3HaKa y
reHOTMMa, Y KOTOPbIX MPU3HaK Pa3HbIX MHONBWOOB C OAMHAKOBbLIM
NpoAaB/IAETCA 3aMETHO reHOTMMNOM, BapbMpya OT clabomn oo
PEHOTUNMMNYECKMN. CUNbHOWN.

[TpnMep: Npn NONNOAKTUINN NIULLHKME Mafiblibl MOIYT
NPOABMATLCHA B PA3HOWM CTEMEHM Y Pa3HbIX HOCUTENEN,
OEMOHCTPUPYA BapmnabenbHOCTb SKCMPeCccuun.




Knaccmyeckue Mmetoabl reHETUKM:
rmépuaonorm4ecKum aHanms

[M6pPUMOONOrnYecKMm aHanms
OCHOBAaH Ha CKpeLlMBaHNM
OPraHM3MOB C Pa3HbIMU
HacneacTBEHHbIMM
NPU3HaAKaMM 1 N3y4eHUU
3aKOHOMEPHOCTEN Nepenaym
3TUX MPU3HAKOB CneayroLleMy
MOKOMEHUIO.

fweﬂwlﬂO3BOﬂﬂeTOﬂpeﬂeﬂMTb
OJOMWNMHaHTHDbIE N PelUeCCMBHDIE
NMPEMN3HAKWN, BbIABUNTb TUTT
Hac/1ie4OBaHWNA U PaCCHUTATb
OOJTN TMTPOABIIEHNA TTPN3HAKOB
B NMNOTOMCTBE.

MeHpaenb BrepsBble NMPUMeHN/
STOT METOM, N3YyYada OKPACKY U
PopMy ceEMAH ropoxa, YTo

CTaJ10 OCHOBOW KJ/lacCUYeCcKoUu

reHeTnKW.

AHanmM3 BKJ/IOYaET 3Tanbl
CKpeLLUMBaHWSA, NOSTy4YEHUS
rmépunaoB N CTAaTUCTUYECKOM
00PabOTKN PEHOTUMMYECKMNX
OAaHHbIX 019 BbIABIEHUS
HacneacTBEHHbIX
33aKOHOMEPHOCTEMN.
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STanbl rIM6pPMAONOrNM4YecKoro aHaJamsa

[TlocnegoBaTe/IbHOCTb UCCeaoBaTe/IbCKMX LLAroB Nnpenm MayyeHmMm HacJieoBaHUNA NMPUN3HaKOB

Bbi6op
poguTenemn c

[Mony4yeHune CKkpewmBaHune

CKkpewmBaHune nepBoro nnm

(P)

Pa3HbIMK
npu3HakKamu

NOKONEHUs! camoonbliieHmne
rmépuaos (F1) (F1)

AHanuns
pacLuenneHusd

NPU3HAKOB B
F2







PacnpocTpaHEHHOCTb XPOMOCOMHDbIX 3a60/1€eBaHUM

Bo3pacT pogutenen n akonormndyeckme pakTopbl
CYLLLECTBEHHO B/INAIOT Ha BEPOATHOCTb BO3HUKHOBEH WA
OAaHHbIX CUHOPOMOB.

CnHppoM [layHa BCTpedaeTca Yalle OoCTallbHbIX, YTO CBA3aHO
C YBENMYEHMEM BO3pacTa MaTepu Npn 6epeMeHHOCTHN.

Poccumckmne reHetmyeckme mccraegoBaHms, 2022



BuoxmmMmmnyecKkmMm MeToa B reHeTuke

MeTod oCHOBaH Ha N3MEePEHUNU
cogepXkaHumsa 6enKoB 1 PepMEeHTOB,
npooyuUmpyeMblX Mod KOHTPOMNEM
reHOB, YTO MO3BOJIAET BbIABAATb
HapyLleHna MeTabonmama.

Iicnonb3yeTca AN9 OMarHOCTUKM
HacnegcTBeHHbIX 3ab0/1eBaHUM
OOMEeHa BeLleCTB, TakMX KaK
PEHNNKETOHYPUA N FraNaKTO3eMM4g, Ha
PAaHHWMX 3Tanax.

[TloMoraet onpenenmTb HOCUTENBCTBO
reHeTN4YEeCKnxX 3aboneBaHmmM 1
OLLEHUTb 2PPEKTUBHOCTb
Ha3HaA4YeHHOW Tepanmm no
OUMOXMMUNHYECKMM MapKePaM.
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CpaBHUTEeNbHaA XapaKTepUCTUKa MeToAOB NreHETUKU

MeTona O6beKT OunarHocTtuka Ocob6eHHOoCTH

MBPUNO0NOrNYECKNM OpraHn3smbl HacnegoBaHuMe MpU3HaKoB AHanms peHoTMna

LiInToreHeTn4yecKmnm XpPOMOCOMbI XpPOMOCOMHbIEe aHOManmm MMKpocKonms

MonekynapHbI feHbl (OHK/PHK) MyTaumnm MeTtoabl INLLP, cekBeHUMpoOBaHMe

Bruoxmmmyeckmnim Benkn n pepmMeHThbI O6MeH BellecTB 3MepeHme akTMBHOCTMU

[eHeanorm4yeckmnm PooocnoBHble Tmn HacnegoBaHUS MCTOpl/IL-IeCKl/Il;I aHalJ1nN3

VyebHukK «bronorng. 10 kaaccr», 2023

Tabnuua oTpaXkaeT 06bekKTbl MCCegoBaHUEa U
ONArHOCTUYECKMNE BO3MOYXHOCTM OCHOBHbIX TEHETUYECKUNX
MEeTOO0B, MOAYEPKMBAA UX YHUKANBbHOCTb U OrpPaHMYeHuns.

Kakobi MeTod, OMONIHAET Apyrue, obecneymBad
KOMMEKCHYO ANAarHOCTUKY U NCCNeNoBaHMeA B reHeETUKeE.
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