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BBenenue.

Bcest undopmarnius o yenoBeke, ero BHEIIHUX JaHHBIX, MPEIPacioioKeHHOCTH K
00JIE3HAM U JIMYHBIX 0COOCHHOCTAX 3amudpoBana B Monekyie JJTHK
(e3oxkcupuOoHyKiIenHOBas KucinoTta). CoBpeMEHHasi MEIMIIMHA pacIioylaraeT
CEpbE3HBIM APCEHATIOM METOJIOB JJIsl paciiu(PpOBKH reHeTUYECKON NHPOPMALIHH.

[Tpu mnanupoBaHUU OEPEMEHHOCTH T€HETUUECKOe 00CeIoBaHUE OYIyIUX
ponuTesneil mpoBOAAT NpU (PAKTUUECKOM HAIUYUU Yy HUX OOJe3Hen
HACJIEICTBEHHOT'O XapaKTepa, TUO0 KaKUX-JI1M00 TeHEeTUYECKUX MaTOJOTUN B
CeMEHHOM aHaMHe3e.



1.1. TloHsATHEe U NPUHIUIBI TEHETUYECKOTO aHAIM3A.

['eneTHUeCKUM aHAJIM30M HA3bIBAIOT CUCTEMY MEPONPUITHI, HAPABIECHHBIX HA
U3y4YEHUE MEXaHU3MOB T'€HETUUECKOW JeTepMUHAIMU Npu3HaKkoB. Cpeau HUX
BUJTHOE MECTO OTBOJAMTCA 3a7a4yaM (popMaIbHOW F€HETUKH, & UMEHHO
dopMynrpoBaHUIO U popMaIU3alUU MOJENIEH HacIeJOBaHUs U IIPOBEPKE
IFeHeTHYECKUX TMI0TE3 HA KOHKPETHOM SMIIMPUYECKOM MaTepHale.

B ocHOBE reHeTHYeCKOro aHajin3a JCKUT clIcayrouias JOoruka: pas3jioXCHHC
IIPU3HAKOB Ha (1)CH]'::I, YCTAaHOBJICHHC I'€Ha,; OT I'CHa - K TCHHOMY IIPOAYKTY U
BBIICHCHUIO MOJICKYJIIPHBIX MCXAHNU3MOB €TI'0O IICﬁCTBHSI, K paCHII/I(bPOBKe
TCHCTUYCCKOI'O KOHTPOJIA METa00IMYECKUX Hy'TeI‘/’I, O6YCJ'IOBJ'II/IB8IOH_[I/IX Pa3BHUTHUC
N3y4acMOro Mnmpu3Haka.

HpI/IHI_[I/IH dHaJIn3a - IMOJIYYCHUC HACJICACTBCHHO PA3JIMYAOIIUXCS IO N3YyHdCMbIM
IMPpU3HaKaM q)OpM N NU3YYCHUC DTUX paBJ’II/I‘II/Iﬁ Ha PAa3HbIX YPOBHAX!
OpraHn3MCcHHOM, KJIICTOYHOM, MOJICKYJIAPHOM, ITOIIYJIALIMOHHOM.

O0BeKTaMu TEHETUYECKOT'0 aHAIM3a SBIISIIOTCS] IPOKAPHOTHI U 3YKAPHUOTHI.
HccnenoBanue nmpoBOAUTCS IMTyTEM FEHETUYECKOTO MOJIEIUPOBAHUS.
Hcnonp3yroTcs cneayronme MeToIbl TEHETUYECKOTO aHAJIN3A:
['ubpunonornueckuit Mmero, I'eneanornyeckuii Mmeton, biau3HenoBbI METOI,
Metoa rubpuu3aiy COMaTHUECKUX KIETOK, AHAIN3 TPAHCTEHHBIX M XUMEPHBIX
opranu3moB, l{utoreneTnueckue MeTo b, buoxumuueckue MeToasl u ip. Beidop
METOJOB T€HETHYECKOT'0 aHAJIN3a Y O0BEKTOB Pa3HBIX YPOBHEH OpraHU3aINU U B
3aBUCUMOCTH OT 3a7]a4 U YPOBHEU UCCIICOBAHU.

3a/jauM TeHEeTHUECKOr0 aHaIn3a .

-YcTaHOBICHUE TPU3HAKOB M T€HOB, KOTOPBIE OYIyT UCCIIEIOBATHCS
-JIokanu3anus TeHOB, COCTABJICHUE T€HETUYECKON KapThl
-Unenatudukarnus GyHKINHA TeHa, YCTAHOBIICHHE TPUPOILI MY TAIIHH

-Onpenenenre, 4eM peryiupyercs Npu3Hak.



2.1 OcHOBHBIE 3Tanbl FEHETUYECKOT0 aHAJIN3a, UX XapaKTEPHUCTHKA.

1)OcHoBHas 3a7ja4a TIEPBOTO ATAla aHAN3a - H3YYCHUE HACIICIOBAHMUS
OTJEIbHBIX IPU3HAKOB JIJIs1 yCTAHOBJIEHUs reHa. Pabota HaunHaeTcs ¢ BeIOOpa
HCXOJTHOT'O MaTepuaia U COCTaBJIEHUS CXEM CKpeniuBaHuii. JKenatenbHo
MCII0JIb30BaTh B CKPEIIMBAHUAX TOMO3UTOTHBIE (hOpMBL. BBIBO/IBI O XapakTepe
HAaCJIEJOBAHHUsI JIEJIAl0T TOJBKO MOCIIE aHAIN3a PE3YJIBTATOB IIEPBOIO U BTOPOIO
MTOKOJIEHU I, aHAJIM3UPYIOLIETO WM APYTUX ITPOBEPOUYHBIX CKPELIMBAHUM, a B PAIE
CJIy4yaeB MOCJIE MPOBEACHHUS TOMOTHUTEIBHBIX UCCIETOBAHUN C IIOMOLIBIO IPYTHX
METOJIOB - NATOT€HETUYECKOT0, OMOXUMHUYECKOTO U JP.

['eneasiornueckuii METOJ OCHOBAH Ha COCTaBJIEHUU POJOCIOBHOMN UeIoBeKa U
U3YUYEHUHU XapaKTepa HaclieoBaHus mpu3Haka. CyTh €ro COCTOUT B YCTAHOBJICHUU
POJIOCTIOBHBIX CBSI3EH U OMPEICICHUH JOMUHAHTHBIX U PELIECCUBHBIX MPU3HAKOB U
xapakrepa ux HaciegoBanus. OcoO0eHHO 3(PHEeKTUBEH ATOT METO IIPU
UCCJIEJIOBAaHUY T€HHBIX MYyTalMi. DTOT METO]] UCIIOIb3YETCS JIJIsl TUarHOCTUKH
HACJICJICTBEHHBIX 3a00JI€BAHUIN ¥ MEUKO-TEeHETUUECKOTO KOHCYIbTUpOBanusl. 1o
XapakTepy HaclieIOBaHUs OMPEIEIAETCSl BEPOSITHOCTh POXKICHUS peOeHKa C
FCHETUYECKUMHU aHOMAJTUSIMH.

2)Creayromuii 3Tan aHaIu3a Mpenoiaraet JOKAIU3alUi0 YCTAaHOBICHHBIX TEHOB
B TpYyIIE CIEIUICHHs U KapTUpoBaHuE XpoMocoM. [Ipu oOHapykeHUH OTKIIOHEHUH
B PACILETJICHUSX, MPUYNHA KOTOPHIX MOKET ObITh CBSI3aHA C HAPYIICHUEM
nporecca 00pa3oBaHUs raMeT WK IPYTUX YCIOBUH pacileryieHui, UCIIONb3yI0T
[IUTOTEHETUYECKUI MeTO/. [[71s1 BBISICHEHUS! TPUYMH OTKJIOHEHHUH 9 U3ydaror
NpOTEKaHHe Mei03a 1 MUTO3a, 0OCOOCHHOCTH KOHBIOTAI[MU U PACXOXKICHUS
XpOMOCOM, XHa3M000pa30BaHKE, Pa3HbIE CTAJNH CTIOPO- U TAMETOTEHE3a;
OIUTOIOTBOPEHHE U T. 1. [[uTOoreHeTrn4ecKkne MeToibl UCTIONB3YIOT U JIJISl PEIICHUS
Ipyrux 3a1a4 reHananusa. C mOMOIIBI0 CBETOBOTO U AJIEKTPOHHOTO
MHUKPOCKOITUPOBAHUS, IUTO(POTOMETPUH, THOPUAN3AIMH 1NSitu U3ydaroT
CTPYKTYPHYIO OPTaHH3AIMI0 XPOMOCOM M MX (DYHKIITMOHUPOBAHUE, POIb B
nporeccax U@ hepeHITUIPOBKHU; CTPOSAT IIUTOIOTHIECKUE KAPThI XPOMOCOM.
[{uToreHeTUYECKNE METOABI IPUMEHSFOTCS IJIs1 aHATN3a CTPYKTYPHBIX N3MEHECHHMA
XPOMOCOM, UX KIacCU(UKAINK, U3yUEHHUs MOBEJCHUS B MEHO03€; JIIs
UJACHTU(DUKAIIMI XPOMOCOM U KapUOTUIIMPOBAHUS; HAKOHETI, [INTOT€HETUUECKHE
METO/Ibl IPUMEHSIOT KaK IKCIIPECC-METO/IbI OLIEHKH JTEUCTBHS Pa3IMIHbIX
(bakTOpoB cpebl (IIMTOTEHETUYECKU MOHUTOPHUHT).

KaptupoBanue reHOB — orpe/ieiieHue MOJI0KEHHS JAHHOTO I'eHa Ha KaKoW-Tnoo
XpPOMOCOME OTHOCHUTEIBHO APYTUX I'€HOB.

3)PactmdpoBka OMOXUMHYECKHX HAPYIICHUH MeTabO0JIM3Ma B pe3yJIbTaTe
JNEUCTBUS YCTAHOBIICHHBIX T'€HOB, BBIICHEHHE MEXaHU3MOB UX JACHUCTBUS U



(YHKUUI U aHANIHU3 CTPYKTYpPbl T€HOB - 3aBEPIIAIOIIMI 3Tall U3yYeHUs
TE€HETUYECKOT0 KOHTPOJIA OTAEIbHBIX IPU3HAKOB.

MoJieKynsipHO-T€HETUYECKHE U OMOXUMHUYECKUE METOAbl TPUMEHSIOT IS
U3YYEHHUS] MEXaHU3MOB F'€HETUUECKHUX MPOLIECCOB - PEIUIMKALMU, PEKOMOUHALINH,
penapanyy, TPAHCKPUIILUY U MYTareHe3a; BbIBICHUS TEHETUYECKOTO
noJimMopdu3Ma 0eIKOB; JUIsl U3yYeHUsS MEXaHU3MOB JIEUCTBHSI OTJEIbHBIX T€HOB U
MEKI€HHBIX B3aUMOJICIICTBUN, B YaCTHOCTH T'€HETUYECKOM CYIIPECCUU; BBIICICHUS
Y KJIOHUPOBAHUA F€HOB; (PU3HMUYECKOT0 KaPTUPOBAHUS XPOMOCOM H T. TI.

Cpeau 3THX METOJIOB MOKHO Ha3BaTh AJIEKTpodope3 OeKoB U PEepPMEHTOB,
xpoMartorpaduueckue MeTo bl PPaKIIMOHUPOBAHUS HYKJIEUHOBBIX KHUCIIOT,
BBICOKOCKOPOCTHOE IIeHTpuyrupoBanue u Jip. braromaps coBepiiieHCTBOBAHUIO
METO0B co3aanus pekomOonHaHTHEIX JJHK Ha 0OCHOBE XUMHUYECKUX U
SH3UMOJIOTHYECKUX METOJIOB U UCIIOIB30BAHUIO PECTPUKTA3 (PECTPUKIIMOHHBIX
SHOHYKJIEa3), paCILEIUIAIOMUX cenudpuyeckue nocnenosarenbHoctu B JJHK,
IIPOBOJIUTCS OMPEICIICHUE TOYHOM HYKIICOTUAHOW nocieaoBarebHocTy B JJHK
(cexkBeHUpOBAHUE), CO3/IAIOTCSI OMOIMOTEKH I'€HOB U T. TI.

Takum oOpa3oM, OCHOBBIBASICh HA JIAHHBIX O HACJICJIOBAHUU OT/IEIIbHBIX
NPU3HAKOB, PEIIAIOT IPYTHE 3a/1a4M TeHETUUECKOI0 aHau3a: U3y4aroT
IFeHEeTHYECKYI0 CTPYKTYPY OpraHU3MOB, IPOBOJIAT FT€HOMHBIN U MOMYJISIIIMOHHBIN
aHanu3 u ap. Ha xaxxaom srane MOTyT UCIIOJIb30BaThCs pa3Hble METOABI aHATN3A.
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