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I'EHETUYECKUWU AHAJIN3: OTAIIbI PASBUTIHAI,
[TPOBJIEMBI U TTEPCIIEKTUBbBI

[eHeTMYeckM aHanM3om HasblBalOT CUCTEMY MEpONpPUSATUIA, HanpabfEHHbIX Ha U3yYeHne MeXaHW3MOB reHeTUHEecKon AeTepmuHauum
npuaHakoB. Cpeau HUX BUAHOE MECTO OTBOAMTCA 3adadam (hopMasibHOW FeHeTVKM, a UMEHHO (hOopMynmMpoBaHuio 1 hopmanuaauum
mMofenei HacrneaoBaHua U NPOBEPKEe reHeTUYECKNX rmnoTe3 Ha KOHKPETHOM 3MMUPUYecKoM maTtepuane. B mMuposoi nutepatype aToT
pasfen reHeTU4YeCKoro aHanvaa n3BecTeH noj HassaHuem segregation and linkage analysis. ImeHHO 0 Hem nonaeT peyb.

Kak 13BecTHO, reHeTka HauyvMHanacb C reHeTU4eckoro aHanuaa, KoTopbli Gblnl Ype3BblYANHO MOMyNspeH B NEPBOI MOMOBUHE Beka,
SIBMASICb OCHOBHbIM WMHCTPYMEHTOM UCCreaoBaHuii. 3atem MonynspHOCTb ero nafaet, U HOBbIA NoAbem MHTepeca K 3aToMy pasgeny
reHeTuKV HabnoaaeTcs NUllb B nocriefHue rofbl. Kak aTo HU napafokcaribHo, HO M MoTepst U HOBOE MpUOGPETEHWE MOMYNSPHOCTU
reHeTMYeCcKOoro aHanuaa Bbl3BaHbl Pa3BUTVEM MOMEKYNSpPHO-TeHETUYEeCKUX uccnefoBaHuii. MNpuynHa nepeoro noHsTHa. dopmanbHas
reHeTuka onepupyeT abCTpaKTHbIM MOHSATUEM FeHOB Kak HEKMX AVCKPETHbIX (haKTOPOB, MMHEWHO PacMoNOXEHHbIX B rpynnax cuenseHns
M MPSIMO MNV ONOCPELOBaHHO BRMSIOLLMX Ha NPOsiBNieHWe npusHaka. PopmanbHas reHeTka He paccMaTpuBaeT Npobrnem, CBS3aHHbIX Co
CTPYKTYPOWN reHa, C OCOBEHHOCTSMU €ro (pyHKLMOHUPOBAHMS, MPOLECCOB, MPOUCXOASALIMX Ha MyTW OT reHa A0 npusHaka. VIMeHHo
noaTomy B hopmasibHoOl reHeTvke noboe peLleHne 3aaaduv MMeeT BEPOSITHOCTHBIW, a He abContoTHbIN XapakTep. Peaynstatom pelueHus
AaBnseTcs opMynMpoBKa MOAENW HacnedoBaHWs MNpu3Haka W ykasaHue cTeneHu ee npaeponofobvs. MonekynsipHasi reHeTuka,
HanpoTuB, JaeT BrOSIHE KOHKPETHblE OTBETbI: OHA MO3BOMSET Luar 3a LwaroMm NpocneauTb BeChb MyTb OT reHa [0 Mpu3Haka, BbISCHUTDb,
Kakum obpa3oM M3MEeHEHWe HyKIeoTUAHOro cocTasa kakoro-nnbo yvactka AHK npvBoguT k nonumopduamy npusHaka. O4eBUgHO, 4YTO
3HaHWsI, MOMNyYeHHble MeTodaMu MOMEKYNSIPHON reHeTVkn, Goree OAHO3HAYHbI W, CriefoBaTenbHO, Gonee LEHHbl, YeM pesynbraThl
reHeTn4eckoro aHanuaa. MimeHHo noatomy B 1960—1970-e roabl nocTeneHHo opMUPYeTCS 1 3aKpennseTcs npeacTaBrneHne o ToM, YTo
reHeTM4ecknii aHanua uxun cebs 1 ero crneayeT paccmaTpuBaTh Kak OAUH U3 apXan3MoB reHEeTUKN.

310 yTBepxaeHue Obino Obl crnpaBeanuBo, ecnv Obl He CyLIeCTBOBano LUMPOKOrO Kracca MpU3HakoB, HasblBaemblX cenvac
KOMMneKkCHbIMK (complex traits). 3T nNpusHakn NPOSBNAIOTCS Ha YPOBHE LIENOro OpraHn3mMa, B UX KOHTpoOmne 3afjencTBoBaHO Gorbluoe
YNCMO FEHETUYECKUX U CPeaoBbiX (PAKTOPOB, 4aCTO B3aMMOAEWNCTBYIOWMX APYr C Apyrom. K KOMMMEKCHbIM Npu3HaKkam OTHOCUTCA
nogaenstLlee 60NbLUMHCTBO KONMMYECTBEHHbIX NMPU3HAKOB, XapakTepu3yoLmnX X03WCTBEHHO LIEHHbIE CBOWCTBA PACTEHWUN U XKUBOTHbIX,
cloga OTHOCSIT MHOrMe pacnpocTpaHeHHble HacrneacTBeHHble GonesHuW YenoBeka, Takue, Kak rMnNepToHusi, AuabeT, uwemmnyeckas
6onesHb cepaua, HekoTopble POpMbl OHKOMOrMYeckux 3aboneBaHuii, MHOTVE ncuxuyeckue pacctpoiicTBa. O4eBMAHO, YTO, MOMb3ysiCh
TONbKO METOAaMMN MOMEKYSPHON reHeTUKW, Henb3as pa3obpaTbCs B NPUpoAe 3TUX NpusHakoB. MNporpecc MoXeT ObiTb AOCTUMHYT NMULLb
npu 06beANHEHNUN YCUMUIA MONEKYNSPHON U hopMaribHOM reHeTUKN. [1ocKonbKy TeMMbl Pa3BUTUS FEHETUYECKOTO aHanuns3a CyLeCcTBEHHO
oTCTaBanu OT TEMMOB Pa3BUTUS MOMEKYMNSPHOW FEHETUKM, celdac reHeTUYeckuin aHanua SBMSeTCs NMUMUTUPYIOLLMM 3BEHOM Ha MyTu
nporpecca reHeTMkM KOMMIEKCHbIX MPU3HaKoB. VIMEHHO NoaToMy B mocrnedHue rogpl HabnogaeTcs 3aMeTHOe MOBbILLEHNE MHTepeca K
dopmanbHON reHeTuKe: ycunueaeTcs (UHAHCUPOBAHWE, OPraHU3yloTCs KOHpepeHuun, cemmHapsl U Wwkonbl. K coxaneHwio, B Hallen
CTpaHe noka He olywaetca GonblMX NepemMeH, W ANs MHOTUX TFEHETUKOB TEePMWMH «rEeHETUYECKU aHanm3» accouumpyetcsi ¢
nccnegoBaHysMY, NPOBOAMMbIMU B Havarne Beka. Ytobbl NpoaeMOHCTPUpPOBaTh NPOrpecc B 3TOM HanpaBneHUV reHETMKM, S NonbiTanach
npocneanTb NOMMKY pasBUTUSA FEHETUYECKOTrO aHanmsa, 3Boniouuio 06BbEeKTOB McCnedoBaHUS W NPEANONOXEHUA, B paMKax KOTOPbIX
BeficA aHanu3, a Takke yka3aTb Te npobnembl, KOTOpble HeOOXOoAMMO pewnTb, YTOObl AOCTUYBL Nporpecca B MOHUMaHWM MPUPOAbI
KOMMIEKCHbIX MPU3HaKOB.

B wnctopumn pasBuTUS reHETUYECKOro aHanM3a MOXHO BblIOEMUTb TPU OCHOBHbLIX 3Tamna, OTNNYaloLMUXCs Opyr ot gpyra 0GbEKTOM
nccrnenoBaHus, SMNUpUYecKUM martepuarnom, TeCTUpyemMbiMU FeHEeTUYEeCKUMU runotesamm u obwummn npeanonoXeHnamn, B pamKkax
KOTOpPbIX BEAETCA aHanma. O6BLEKTOM UCCreaoBaHWs 3TOrO pasgena reHeTUKU SIBNAETCA NPU3HaK, KOTOPbIA MOXET ObITb dJOpMaJ'IbHO
npeacraeneH Kak 6I/IHapHaﬂ, Ka4yeCTBeHHaa Unmn Konn4yeCcTBeHHaa XxapakTepucTuka.

rlepBbII;I aTan reHeTMYeckoro aHanu3a HasblBaloT OOblYHO  KMacCUYEeCKMM TFeHEeTUYECKUM aHanuM3oMm, OH 6a3|/1pyeTc;| Ha
FVI6pVIﬂ,0ﬂOI'VI‘46CKOM SKCNepuMeHTe U CTPOUTCA Ha ABYX NpeanonoXeHUaAX:

— UCXOAHble poauUTeNnbCKNUE NTMHUN TOMO3UTOTHbI MO NMOKyCcaM, NPpUHUMaKLWNM yHacTue B KOHTpOJie NpuU3Haka,
— [MaBHOE MeCTO B KOHTpOSe Npu3Haka oTBoauTCA MaﬁopreHaM, nonureHHaa n cpenoBsas KOMMNOHEHTbI I'IpeHere)KVIMO Marnbl.

W3 nepBoro npennonoxexus cnegyert, 4to o6e poauTensckue opmbl U Fy SBASIOTCS reHETUYECK OAHOPOAHBIMY TPynnamm, B KOTOPbIX
BCE 0COOM aGCOMOTHO WAEHTWUYHBI MO reHaMm, NPUHUMaLWMM yyacTve B (DOpPMMPOBaHUM U3ydaemoro npuaHaka. CneposaTtesnibHo,
NOTOMKM BCEX OJHOTUMHBIX CKPELLUMBaHUIA Mexay npeactasutensmu atux Tpex rpynn (P4, P, 1 F4) MoryT 6biTb 06beavHeHb! 6e3 Kakou-
nmbo notepu nHgopmaLmn.

V3 BTOpOro npeanonoxeHus criegyet, 4TO BCe 0ocobu C OAMHAKOBBLIM TEHOTUMNOM deHoTUNNYeckn Hepasnuunmbl. CneposaTensHO,
CINOXHOCTb (POPMan13oBaHHOro NpeacTaBneHns Npu3Haka orpaHnyeHa YMcrnom reHoTunos. ImeHHo noaTtomy 0GLEKTOM MCCenoBaHus
Ha 3TOM 3Tane ABnATCA 6MHaprIe NpU3HaKn.

Takum obpasom, B pamkax CAenaHHbIX NPEANONoXeHUN AMNUPUYECKUA MaTepran MoXeT ObiTb NpeacTaBneH HeGonbLUMM YUCIOM Tpynn
6onbLLON YMCrEHHOCTU. 3adaya 3aknoyaeTcst B TOM, YTOGbl MPOBEPUTL, COOTBETCTBYHOT N SMNMPUYECKUE AaHHble CHOPMYnNMPOBaHHON
MoOJEenu HacnefoBaHWs 3TOrO Npu3Haka. Ha nepeBom aTane mModenu HacnefoBaHWs MakCHMasibHO MPOCTbl — 3TO PeLeccuBHash Unu
[OMUHaHTHas Moaenu. EAMHCTBEHHbIM nNapameTpoM MHTepeca SBMSIeTCS CerperaumoHHasi 4acToTa, ornpeferneHHas Kak BeposiTHOCTb
poauTenen ¢ onpeaerneHHbIMW reHoTUnamn MpomusBeCcTV MOTOMKa C 3afaHHbiM cheHoTurnom. Oxupaemasi cerperauyoHHasi yactoTa



onpegensaeTca TMNOM CKpellmMBaHUA U MOAENbO HacnegoBaHUA. leHeTnyeckme rMnoTessbl npoBepsArTCA O4HUM U3 OBYX CTATUCTUYECKUX
METOAOB: NNBO NOACHNUTLIBAIOTCS OXMAAEMbIE YNCIIEHHOCTMN Pas3nUYHbIX (*)eHOTVInVNeCKVIX KNnaccoB U CpaBHMBAKTCA C Habnogaembimu,
nmbo oueHmBaeTcs cerperauMoHHas 4yacToTa Y CPaBHUBAETCH C OXNAAEMOW.

I'Ipep,eano NpoCT N aHanus cuenneHuna — KOS(b(bVILWIeHT peKOMﬁVIHaLlVII/I oueHunBaeTcs gonew peKOMﬁMHaHTHbIX NMOTOMKOB, MOCKOJbKY
dasa cuenneHns reHos Y BUreTepo3nroTHOro poauTens, nosly4eHHoro B FI/I6pVI,C|OJ'IOFI/ILIeCKOM SKCNnepumMeHTe, BCceraa U3BecTHa.

Oonounsa metoda Ha NnepBOM 3Tane 3akn4aeTca rmaBHbIM oﬁpasoM B YCIOXHEeHUn mMoenew 3a cyeT YBENnn4eHna 4mcna JoKycoB,
NPUHUMAKLWMX y4acTue B KOHTPOSIe Npu3Haka, 1 3a CHeT paCcCMOTPEHUA pasfinyHbIX TUNOB B3aUMOAENCTBUS TEHOB.

BTopoit aTan pa3eBuTUS cerperaLmMoHHOro aHanmaa xapakTepusyeTcsi CMeHol obbekTa nccrnefoBaHus, NepexofoM Ha aHanua npraHakos
yenoseka. Y YyerioBeKka, Kak UM3BeCTHO, CYLLeCTBYHT I'Ip06J'IeMbI C nony4YeHnem HYUCTbIX TIMHUA ” APUHYANTENbHLIMWU CKpeLUUBaHNAMWN.
MosToMy 3pecb Henb3s UCMONb30BaTb METOAbl KIMacCUYecKoro reHeTU4eckoro aHanusa. K cuyacTblo, yenoBek o6nagaer ofHWUM
3ameyaTeslbHbIM CBOWCTBOM, HE MPUCYLLMM XUBOTHBIM U TeM Gornee pacTteHusiM, — GONbLIMHCTBO ftofei MOMHSAT CBOUX NPeaKoB, a 3To
3HAYMUT, YTO MOXKHO CTPOUTL U PEKOHCTPYMPOBAaTbL POAOCIIOBHbBIE U BbIGUPaTh M3 NOMYNSALMK Te U3 HWX, KOTOPbIe FEeHETUKY XOTenoch Gbl
nonyyuTb B 3KCnepumeHTe. Ha BTOpoM aTane matepuan MakcumanbHO NpubnukeH K rvbpuaonornyeckomy 9SKCNEepUMEHTY, OH
npeacTaBneH NOTOMKamMn poauTerNei C U3BECTHbIMY reHoTUnamu. Mo CBoei UAeonorMm 3ToT aTan o4eHb 6rn3ok nepeomy. Mo-npexHemy
aHanuanpylT GUHapHble NPU3HaKK, NO MNPEXHEMY TECTUPYHT AOMWHAHTHbIE WU peLeccBHble Moaenu. [peanonoXeHnst nouTu
MOEHTUYHBI TEM, 4TO ObiNy Ha NEpPBOM 3Tane: npeanonaraeTcs, YTo reHoTUMbl POAUTENEN N3BECTHBI U MPU3HAK KOHTPONUPYETCS rMaBHbIM
obpa3om MmaiiopreHamu. PasHuua 3akniovaetcss B TOM, 4YTO 3MNMpUYEckuin maTtepuan Gepetcs w3 nonynsiuMu, a He u3
rmbpugonornyeckoro akcnepumeHTa. Kakum obpasom BbliGMpatoTcs M3 MOMyNsuMKM CKpelyBaHUS C WU3BECTHbIMU reHotunamu? [pu
[OMUHAHTHOM HacnefoBaHwWK Haubonee WHGOPMATUBHBIMU SIBMSIOTCA CKpelumBaHUsi ocobeit ¢ HOopMarnbHbIM FOMO3UFOTHLIM U C
reTepo3vroTHbIM reHoTunamu. Wx nerko BblibGpaTe U3 MOMYNSAUMM, €ClU MYTaHTHbIA annenb BCTPeYaeTcs C HU3KOM YacToTon —
npakTUyecku Bce POAWTEnbCKWE Mapbl, B KOTOPbIX OAWH W3 CynpyroB GoneH, a Apyroit 3gopos, 6yayT umeTb Tpebyemble reHoTUMbI.
[MoTOMKM BCEX TaKuUx CerLLWIBaHVIIZ Oﬁbe,D,MHﬂIOTCﬂ, n NpoBOAUTCA aHanm3 TOYHO TaK Xe, Kak Ha nepBOoM 3Tane. ﬂOI‘IOl‘IHI/ITeJ'IbHO
MCNonb3yeTcs NpoBepKa TOro, YTO pacnpeferneHne cemeit no Ynucny 6onbHbIX MOTOMKOB NOAYUHAETCS GUHOMUANBHOMY pacnpeneneHuto.

Mpy peLeccMBHOM KOHTpOIe npuaHaka MHOPMaTUBHBLIM SIBISIETCA CKpeLLuBaHue ABYX reTepos3uroT. MonynsiumMoHHbIM aHanoroM aToro
CKpeLLVBaHUs SIBMSIOTCS CEMbU, B KOTOPbIX 06a poanTens 300poBebl, a XoTs 6bl 0AnH pebeHok GoneH. O4YeBMUAHO, YTO NPY TAKOM YCrOBUM
B BbIGOPKY HMKOrA@ He monafyT Te CeMbW, FAe Y reTepo3UroTHbIX POAWTENeN YMCTO CrydYarnHO He MOSIBUIOCH HU OAHOTO GOJSIbHOMO
pebeHka. MMoaTomy nonyveHHble 0Bbl4HBIM 06Pa3oM OLEHKM CerperaumoHHbIX YacTOT OKasblBaloTCs 3aBbllUeHHbIMW. [Ans Koppekuumn
3TOr0 CMeLLEHNA HEOBXOANMO OTKa3aTbCs OT 0GbeAVHEHUs! MOTOMKOB aHarorMyHbIX CKpEeLUMBaHW 1 paccMaTpuBaTh MHAUBMAYalbHbIE
cemby.

Tak e, kak Ha NepBOM 3Tarne, 34ecb TECTUPYIOTCS Hanbornee NpocTble MOAENN AOMUHAHTHOTO U PELECCUBHOTO KOHTPOMS Mpu3Haka.
PasBuTMe MeTofa MAET No TPEM HanpasneHusiM. Bo-nepBbix, Tak e, kak Ha NepBOM 3Tarne, YCIOXHSTCA MOLENU, HO 3TU YCIOXHEHMS,
Kak npaBuno, nexar B paMKkax MOHOTeHHbIX AnannenbHbiX Moaenei. Bo-BTopbiX, NPoncxoauT MoLuHelwas pa3paboTka Tak HasbiBaeMoi
ascertainment problem — npobnemMbl koppeKkUMn CMeLLEHUs!, BbI3BAHHOTO HECMY4YalHOCTbIO Bbibopa: dhopmynmpyeTtcs noHATue npobaHaa
1 pa3pabaTbiBaloTC OCHOBHbIE MPUHLMMbI pelleHust npobrnembl. N B-TpeTbux, oTka3 oT 06beduHEHWs MOTOMKOB M 3aTeM BBefeHue
[OMOMHUTENBHOTO NapameTpa (BeposATHOCTU Bbibopa npobaHaa) NpuBOAAT K 3aMETHOMY YCIOXHEHWIO OLIEHKN CerperaLlmMoHHON YacToTbl.
Bo3sHukaeT HeobxoaMMOCTb pa3paboTku cneumanbHbIX anropuTMOB MOMYYEHUst OLIEHOK, pa3paboTky cneumarnbHbix Tabnuy u dopmyn,
BE€Ab 3TO eLle JOKOMMbIOTEPHAs 3pa U BCE BbIMUCIEHWS AENAOTCS BPYYHYHO.

3HAUNTENbHO YCIOXHSETCA aHanua3 cuenneHus. JTOo YyXKe He MOPWOONOrMYEecKuii 9KCMEepUMEHT, U dasa CLENmeHnsl reHoB Yy
[UreTepo3nroTHOrO POAUTENSs, KaK NpaBuIio, Hen3BecTHa. Mpu 3TOM yMeHbLUAeTCcs MHOPMaTUBHOCTb AaHHbLIX U HakNaabiBaoTcs Gonee
XecTkne TpeboBaHWs K TOYHOCTW aHanu3a. IMEHHO B 3TV roAbl MOSIBASIOTCS [BE MPUHLMNMANbHO BaXKHble AN aHanuaa cuenneHus
pa3paboTku: npeanaraeTcs HenapameTpUYecknii MeTof TECTUPOBAaHUS CLEMMEHUs, OCHOBaHHbIN Ha aHanuse UAEHTUYHOCTW FEHOB MO
NPOUCXOXAEHMIO, U MpednaraeTcs crneumanbHbIi kKputepuii Lod score, Gnarogapsi KoTopomy 6bil LOCTUMHYT OFPOMHBIN Mporpecc B
ioKanu3aLym reHoB, OTBETCTBEHHbIX 3@ MEHAENEBCKUe NPU3HaKM.

TeMm He MeHee, BTOpOVI aTan pa3BUTUA reHeTU4eCcKoro aHanmaa — 310 aHanumsa NpPoCTbIX MPU3HAKOB U MNPOCTbIX Mozenen. nVIMVITVIpyK)LLWIM
30ecCb OKasblBaeTcsd npeanorioxeHune 06 M3BeCTHbIX reHoTUnNax pop,menel?l. B camom pgene, Tonbko npu peu,eccmsHon WY AOMVHAHTHOMN
Moaenn MOXHO Bbl6paTb 13 nonyndauun cembW, yOOBMETBOPAKOLNE 3TOMY YCIOBUIO. I'IonyqaeTcg 3aMKHyTbIIZ Kpyr — BbICKa3blBaeTCA
npeanonoXxeHne 0 MOAENN HacnegoBaHUA, NPU ee CnpaBeasIMBOCTY YCTAHaBNMBAIOTCA FEHOTUNbLI poauTenen, a 3ateM no eHoTunam
NMOTOMKOB 3TUX pop.menelh TecTupyertca BblﬁpaHHaH Moaernb.

Bbixog 13 aTol cutyaumm HameTuncst nuiwb B 1970 ., koraa Gbino CHATO NPeanonoXeHne o TOM, YTO FeHOTUMbI POAUTENENR U3BECTHBI.
CHavana ObINo NPeAsioXeHo paccMaTpuBaTb pacnpefeneHne (EHOTUNOB He TOMbKO MOTOMKOB, HO W poauTenen, npoBoas
CyMMMpOBaHME MO BCEM BO3MOXHbIM reHoTMnam poauTenen. A BykBanbHO Ha cnegytowmii rog, B 1971 r., Obinm copmynvMpoBaHbl
OCHOBBI TOTO, YTO Ceivac Ha3blBaeTCsl KOMMIEKCHbIM CerperauyoHHbIM aHann3om. Bbinn BBeAeHbl TpU MatemaTuyeckme KOMMOHEHTI,
onucbiBaloLLMe pacrnpegerieHue reHoTunoB B MOMyNAUMKM, NpaBWmo nepedadu anneneni 13 MOoKOSIeHUs B MOKONEeHWe W npaBumno
NnocTpoeHnst hpeHoTUna Ha 3afaHHOM reHoTune. Bbino nokasaHo, YTo B TEPMUHAX 3TUX TPEX pacrnpefeneHuii MOXHO 3anucatb
BEPOSTHOCTb COBMECTHOTO pacrnpefeneHnsi npusHakoB y YNEHOB PpofocroBHOW. PopocroBHasi aTa MOXET MMETb MPOU3BOSIbHYHO
CTPYKTYpY, NpU3HaK MoXeT ObiTb hopmannaoBaH NobbiM cnocobomM, B ToM yucre GblTb KONMMYECTBEHHBIM, W MOAENV HacneaoBaHus
MOTyT HEe OrpaHM4MBaTLCA MPOCTBIMU PELECCUBHLIMA VMM AOMUHAHTHBIMU OTHOLLEHUsSIMW. Kpome TOoro, BblYNieHEeHWe B OTAESNbHY0
KOMMOHEHTY BEPOSITHOCTEN Nepedayn reHoB OT poauTenelt NOTOMKaM MO3BOMSET BBECTU CNeuuanbHble KPUTEPUWM ANs MPOBEPKU
MeHAENEeBCKOW CerperaLmy reHoB.

Pa3Butue metoga npoaosKaeTcs rmaBHbIM 06pa30M no ABYM HanpaefieHUAM:

— CospatoTcs HoBble Bonee CnoxHble Modenu HacrnenoBaHus. MNpexae Bcero B MoAenb B SIBHOM BUAEe BBOAUTCS ManopreHHas,
nonureHHaa n cpenosasi KOMMOHEHTbI. MosiBnsieTcs BO3MOXHOCTb y4ecTb obwue BHyTpMCGMeVIHbIe S(Dbd)eKTbl, d)eHOTMI'IVNeCKMe
Koppenaunn mexay poacTBeHHUKamMu, Hann4une d)aKTOpOB pucCKka pasBuTua 6onesHu, paSHbIVI BO3pacT nposABneHnsa 6onesHn n T.4.



— AHanus POAOCNOBHbIX I'IpOI/I3BOJ'IbHOl71 CTPYKTYPbl BO3MOXEH InLUb C NMOMOLLbIO BbIYNCMNTENbHOW TEXHUKM, nosTomMy oTAenbHoe
HanpasneHne NoceALeHO Co34aHUIo anropuTMoB M NakeToB NporpamMmm 4na reHeTu4yeckoro aHanmaa.

Kak BugHo, Ha TpeTbeM 3Tane reHeTMYeCKUA aHanu3 BbIXOAUT 3a pamMmkn OrpaHVIHeHI/IIZ, XapakTepHbIX Onsg KnacCn4eckoro reHeTu4eckoro
aHanusa, OOCTYNHbIMU ONA aHanu3a CTaHOBATCA KONM4YeCTBEeHHble MPU3Haku, Moaenu HacrnenoBaHuAa BKIKOYalT B cebs pasnu4yHble
reHeTn4yeckne n cpenoBblie d)aKTOpbl. TeOpeTVIHECKVI npoﬁnema aHannsa KOMMIIEKCHbIX NMPU3HAKOB MOXET CYUTaTbCA pELLIeHHOVI. K
COXaneHuto, Ha NpakTuke BCe He TaK NpPocCTo.

Kak oTmeuanoch Bblille, 6bin NpeanoxeH cneuyanbHbi KpUTepuid Ans NpoBepKU MEHAENEBCKON cerperaummn reHoB. B ocHoBe ero nexut
CpaBHeHVe Tpex rMnoTes, OTNMYaloLMXCA APYr OT Apyra NPEeAnonoXeHUsMU O MepexofHbiX BeposiTHOCTSX. MeHaenesckasi runoTesa
UKCUPYET Te 3HAYeHMs] 3TUX BEPOSITHOCTEW, KOTOPble COOTBETCTBYIOT MeHAEneBckuM npaBunam. Obwas, unu HeorpaHudeHHas,
MoJenb He HaknaablBaeT HWKaKMX OrpaHUYeHUi Ha 3T napaMeTpbl, U cpegoBasi Modenb npeanonaraeT ux paBHbIMWM. MeHaeneBckas
cerperauysi reHoB CYMTaETCsl YCTAHOBIIEHHOW, KOrAa mepsas U BTOpas rvrnotesbl He OTNMYalTCa Apyr OT Apyra, a BTopas U TpeTbs
3HaYMO OTNMMYMMBL. B cneumanbHOM  reHEeTUKO-CTOXaCTUYECKOM  JKCMepuMeHTe Obino  MokasaHo, YTO UCMOoMNb3oBaHWe 3TOro
KOMMJIEKCHOMO KPUTEPUST MPENsiTCTBYET OLIMOOYHOMY YCTaHOBMEHW0 MeHAenuama. OfHako, €ecrnv MaWopreHHbIi KOHTPOmnb He
yCTaHOBIeH, He obsa3aTenbHO, YTO ero HeT Ha caMoMm fJene. [NPUYMHOW FNOXHOTrO OTBEPXEHUs MeHOenuama 4alle Bcero 6GbiBaeT
reHeTV4yecKkasl reTeporeHHOCTb, OLIMOKM AMarHOCTUKM WM HEKOpPeKTHas dopmanusaunsi KONMMYECTBEHHOro MpusHaka, a Takke
HeafleKBaTHOCTb MOAENnU HacrnefoBaHusi. B HacTosiliee Bpemsi CyLecTBYeT MHOXECTBO MOAXOAOB K PELUEHUIO 3TOW Npobrnembl:
CO3/aK0TCA KPUTEPUN FETEPOreHHOCTU BbIGOPKU, METOAbl TpaHcOopMaLUM KOMUYECTBEHHbIX AAHHbIX, PACLUMPSIIOTCA U YCIOXHAIOTCS
MoJenu HacrnegoBaHus npuaHakoB. OgHaKo OCHOBHas NPobGrema KOMMMEKCHbIX NMPU3HAKOB 3aKMOYaEeTCst B TOM, YTO OHU HACTOMbKO
CMNOXHbl U MHOroobpasHbl, YTO OYeHb TPYOHO, €Cnv He HEeBO3MOXHO, OnucaTb WX HacrnegoBaHvWe eavHON dyHKUMeN Tak, 4Tobbl,
Bapbupyst 3Ha4YeHWs NapamMeTpoB, MOXHO Obino chopmanunsoBaTb Mobyto cuTyaumto. Jaxke ecnu Gbl 3TO yAanoch, YACNO OLEHMBaAEMbIX
napameTpoB 6bino Gbl HACTONMBKO BENWKO, YTO BPsiA MU yAanocb Gbl cobpaTb CTONbKO 3MMMPUYECKUX AAHHBIX, YTOObI OLEHWUTb 3TW
napametpsl. [Mo3aToMy Npu aHanu3e KOMMMEKCHbIX NPU3HAKOB NpUXoauTCst BeCTu Bonbluyto NpeaBaputenbHyto paboTy, ndyyas nomnosble
1 BO3pacTHble 0COBEHHOCTU UX MPOSIBNEHUS, BbiAenss Moanduumpyowme haktopbl 1 opMUpyst Modenb HacrnegoBaHus, Hanbonee
NOIHO OTPaXaloLLyto cneundmrKy aHanmampyemoro npuaHaka. lNoka HeT 1 peyn 0 TOM, YTOObl caenaTb aHanm3 KOMMIEKCHbIX NMPU3HaKkoB
aBTOMaTUYECKUM.

Ta e cuTyauusi HabnogaeTca 1 ans aHanuaa cuennenus. MNpekpacHo 3apekomeHAoBaBLLMA cebs 1 obecnedmBLLNA OFPOMHBIN NPOrpecc
B KapTMpOBaHUM MeHAEeneBCKMX MpU3HaKoB kpuTepui Lod score npeanonaraer, YTO €4MHCTBEHHLIM OLIEHVMBAEMbIM MapamMeTpoM
sBNseTcs KO3pUUNEHT pekoMOUHaLMK, a BCce NapamMeTpbl MOAENN HacnegoBaHUs M3BECTHbLI. [oka ecTb NPoGnembl ¢ yCTaHOBIEHUEM
MOAEeNV HacneaoBaHus, aHanmua CLUENeHns Takke He MOXET OblTb NepeBefeH Ha aBToMaTndeckuin yposeHb. OBbIMHO UCNONb3yOTCS ABa
METOAMYECKUX MOAXOAa: aHanu3 reHoB-KaHAMAATOB M CkaHWpoBaHWe reHoma. [lepBbld MoAxod MNpeanonaraeT, YTo WM3BECTHbl Te
KrtoYeBble 3BEHbsI B Lieny BUOXMMUYECKUX peakumii, KOTopble B MPUHLMMIE MOTYT MOBMNWSTL HA NPOsIBIIeHWe Mpu3Haka. TecTupoBaHue
reHoB, OTBETCTBEHHbIX 3@ 9TW 3BEHbs, HA MNPUYACTHOCTb K KOHTPOMIO aHanusnpyemoro mnpuaHaka ocyLliecTBnsiercs 06blYHO
HenapaMeTpuyeckuMmn Metogamm aHanmaa. OHU XOpPoLLM TeM, YTO He TPebytoT 3aAaHust MOAENu HacneaoBaHus, OgHaKO HelOCTATKOM MX
ABNAETCSH MOHWKEHHAs MOLLHOCTb. [pyroi nyTb — CKaHMpOBaHWE reHoma — 3akflo4aeTcs B TOM, YTO BCE XPOMOCOMbI HacbILLaOTCS
aHOHUMHBIMU MapKepamu, ¥ npeanonaraeMblil reH, OTBETCTBEHHbIN 3a pa3BuUTUE MPU3HaKa, «3aKUMaeTCs» Mexay ABYMs COCeaHUMMU
Mapkepamu. /13-3a HeBbICOKON MHGOPMATUBHOCTU AAHHBIX YCTAHOBUTL MOXHO TOMbKO TECHOe cuenneHve. Ho ansa atoro Hapo, YTobbl
MapKepoB 6bINI0 MHOMO M OHWU NIIOTHO MOKPbIBaNu xpomocomy. OfHako YeM Gonblue MapkepoB, TEM GonblUe MNOBTOPHLIX CPABHEHWUI U
TEM BbIlLE YPOBEHb 3HAYMMOCTW KpuTEepueB. BO3MOXHO, YTO MMEHHO U3-3a 3TUX HEeOOCTaTKOB WCMONb3yeMblX MOAXOAOB Tak peako
ynaeTcs JOBUTBLCS YCNELLHOro KapTUPOBaHWS FeHOB, OTBETCTBEHHbIX 32 PasBUTNE KOMMIEKCHbIX NPU3HAKOB.

Celyac pasBuTMEe METOAOB FEHETUYECKOro aHanu3a WAET Mo MNyTW COBEPLUEHCTBOBAHUS aHanusa cuennexus. Bonbluve Hapexab!
BO3MaraloTcsi Ha MHOrOTOYEYHOE KapTUpPOBaHWE W Ha HOBblE MOAXOAbl, OOBLEAMHSIIOWME MapaMeTpuyeckuii U HenapameTpuyeckuii
MeTOfbl, CerperaumoHHbIN U PeKOMBUHALMOHHDBIN aHanus.

Takum 06pa3omM, HecMOTpsi Ha BoMbLUIO MPOrpPecc reHeTUYEecKoro aHanusa, Mbl elle BecbMa Janeku oT Toro, 4Tobbl JoBecTV aHanu3
KOMMIEKCHbIX MPU3HAKOB [0 aBTOMAaTu3Ma, KOTOpbIi B CBOE Bpemsi obecrneyun npopbiB B KapTUpOBaHWM U uAeHTUdUKauum reHos,
OTBETCTBEHHbIX 33 PasBUTUE MEHAENEBCKUX Mpu3HakoB. K coxaneHnuto, ollyllaeTcs siBHas HexsaTka creuuanuctoB B 3Ton obnacty,
NOCKONMbKY B MUpEe HacuMTbIBAeTCsl OT Cubl [Ba [ecsTka nabopatopwii, rae Bce 3T rofdbl NPOAoSiKanucb paspaboTku MeTofoB
reHeTM4YecKoro aHanusa. Haw cekTop siBnsieTcst eqMHCTBEHHbIM B Poccuy LEHTPOM, rAe BeayTCs Takue UCCnefoBaHus.
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