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CekBeHMpOBaHHE 3K3OMaA

TexHu4yeckum o63op

OK30MHOEe CeKBeHMpOoBaHMe — 3TO LiefieHanpaBneHHbIn MeTos, 1 %

CEeKBEHUPOBaHMA HOBOro nokoseHns (NGS), KoTopblii orpaHnyeH o61acTaMm

reHoMa, KOAMPYHOLLUMM GEMOK. DK30M OXBaTbIBAET NPUBAN3UTENBHO FeHOMa oxBatblBaeT

. 3K30M
1% reHoMa, Ho COAEePXUT 0KoNo 85% BapUaHTOB HYKNEOTUHOW
nocnenoBaTenbHOCTH, Bbi3biB X neBaHuA. o
ocregosaTte 0CTW, Bbi3blBalOLWMX 3abonesa 85/0
BUOMHbOPMaTMKaM, MbITAIOLMMCA BbISBUTL CPeay MHOXECTBa HaxofoK BapuaHToB
reHbl, BOB/leYeHHble B 6onee Yem 6800 peakux 3abonesaHuil, HYKNMOTWAHOM
rnocnenoBaTesibHOCTU

CEeKBEHMpOBaHME 3K30Ma No3BonAeT 6bICTpO 1 9KOHOMUYEeCKU 3PPEeKTUBHO
VI,EI,EHTI/I(I)I/ILI,I/IpOBaTb OOHOHYKNeoTunaHble I'IOJ'II/IMOpd)I/I 3Mbl U UHLOETDbI 6800

(HebonblIMe MHCepPLUN N Aeneumn).
peakmnx 3abonesaHui

MO>HO BbIIBUTb KaK YHacrniefoBaHHble, Tak U1 MyTauuu de novo,

KOTOpble MOryT 06bACHUTb HacefyeMoCTb MEHAENEBCKNX U CIOXHbIX
paccTponcTB. B HEKOTOPbIX CryYyasx 9K30MHbIA aHann3 nos3BonseT
BbISSBUTb BapuaLmio Yncna konui (CNV).

MNMoka3zaHusa

® [lpun gmnarHose ¢ KJIMHUYEeCKOM HEOAHOPOAHOCTbIO

MpuMepbl: anunencus, anunenTnyeckme aHLedanonaTnn, MbileyHble AUCTPOGUM/MbILLIEYHbIE PAaCCTPONCTBA,
aTakcusi, HeBponaTuu, KapguoMmnonaTum, AUCNIasMm COeANHNTENBHOM TKaHN, UMMYHOAEePULUTDI, FyXOTa,
cnenoTa Npu UCKIIKOYEHNN OCHOBHBIX CUHAPOM-acCOLMMPOBaHHbIX BApMaHTOB

® C aTUMUYHBIMY KIIMHUYECKMMU NPOSIBNEHNAMMU UK deHoTunaMu. C KIMHNYECKOW TOYKM 3peHuns
TPYZAHO BbIAENUTL KOHKPETHbIV FreH UKW rpynny reHos

Mpumep: HacneacTBeHHble aTakcuuy, aTUMUYHbBIA NaPKUHCOHN3M

[ J I'Ipm FeHEeTU4YEeCKN reteporeHHblX COCTOAHUAX, Korga 4Yncno BoBJIEYEHHbIX TrEHOB B 3aboneBaHune
BEeNnKo

ﬂpMMepblZ YMCTBEHHaaA OTCTanoCTb U TAXENbIN VIMMyHO,EI,eq)I/ILI,I/IT, ayTnsm

® [Ipu OTArOLEeHHOW HacNeACTBEHHOCTH, KOrga Apyrue reHeTuyeckume nccrnefoBaHms
He No3BONWAN YCTaHOBUTb AMarHo3

MpuMep: NaumeHT ¢ 3a4epPXXKo HEPBHO-MCUXNYECKOro PasBUTUA U aHaNorMyHo NopaxxeHHble 6paT n cecTpa,
XPOMOCOMHbI MUKPOMATPUYHbIV aHanu3 oTpuuaTesneH.

O 3HAYNMMOCTN KIIMHUYECKON NHGOopMaLLUK
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Boigenenune OHK » NMogrotoeka AHK 6ubnuotek - OboralieHMe perMoHos -

CekBeHupoBaHue > BuomHdopMaTMueckaa ob6paboTka AaHHbIX

O6oralyeHune c nomoLbto rmbpuamsauum AHK ¢ soHgamu

NMonyyeHue KpoBH BbipeneHue
reHoMHoM [AHK

N
_\\ N //

OboraljeHue ¢ NoOMoLLbIO YpaneHue
rmbpupgmsaummn AHK ¢ HecBS13aBLUMXCS
30HOaMU y4YacTKoOB

®dparMeHTaymsa AHK
(300 - 600 n.o.)

CekBeHTHpPOBaHHE
OHK

AGGTCGTTAAGGTCGTTAAGGTCGTTAAGGTCGT

GACCTACATGACCTACATGACCTACATGACCTAC

GCATGCATGACCAGCATGCATGACCAGCATGCA

AGGTCGTTm GTTAAGGTCGTTAAGGTCGT

GACCTACATGACCTACATGACCTACATGACCTAC

GCATGCATGACCAGCATGCATGACCAGCATGCA
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BapuaHTbl aHanu3a

«Tpro»

BktoyaeT aHanus nocnefoBaTenbHOCTU BCEro
9K30Ma NauueHTa u poauTene Unmn apyrux

YneHOoB CeMbW.

«KNMHUYECKMM IK3OM»

CeKBeHMPOBaHVe 3K30HOB TOMbKO TEX reHoB,
MyTaLMn B KOTOPbIX, MPUBOAST
K pa3BUTMIO N3BECTHbIX 3a60/1eBaHuit

MaHenbHOe cekBeHUMpOBaHHE

OcHoBbIBaeTCA Ha aHanuse rpynnbl reHos,
06beANHEHHbIX B MyIbTUrE€HHbIE MaHenu.
[aHHbIN BUA AnarHOCTUKN CHOKyCcuMpoBaH

Ha KOHKPETHOM CUHAPOMasIbHOM MoKasaHuK.

MoCMOTPETb CPpaBHUTENbHYHO Tabnuly
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TpOMHOM NOAXOA, B 9K30OMHOM CEKBEHUPOBaHUN
ynyylaeT ANarHoCTUYECKYH TOYHOCTb, obneryas
aHanms BapunaHTOB HyKN1eOTUAHON
nocnefoBaTeslbHOCTU U NO3BONAA BbIABAATL MyTaLuUmn
de novo, KOTopble nexar B 0OCHOBE MHOIMMX
3a60neBaHWin C paHHe MaHMdpecTaumnen N TXxeNbIM
TeyeHnem

Ha cerogHs B 6ase OMIM onncaHo 6onee 4700 Takux
reHoB. HecMoTps Ha TO, YTO AaHHasA PasHOBMAHOCTb
aHanusa fellesne, CNCoK reHoB MOCTOAHHO
noaBepraeTcs 06HOBNEHWIO, ClleloBaTeNIbHO, OH MeHee
MHGOPMaTMBEH.

CryyaiiHble pe3ynbTaTbl MPY TakoM NOAXOAE
MasfioBepOSATHbI. [aHenn BbIXOAAT U3 ynoTpebneHus no
Mepe OTKPbITUSA HOBbIX FE@HOB, CBA3AHHbIX C
3a60neBaHMeM WY BbISIBIEHWS aTUMMYHBIX CUMIMTOMOB,
nepeceKaroLLMxca ¢ NoKasaHUAMM K UCMOMb30BaHUIO

TOW UM UHOW NaHenwu.
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Hay4yHoe noaTrBep)>XpeHue
ddPeKTUBHOCTD

OnarHocTtnyeckasn apPeKTUBHOCTb IK3OMHOIO CEKBEHMPOBaAHUA

anunencuqa

Anunencus aenseTca obWw MM 3HaMeHaTeneM reTeporeHHoOn rpynmbl AaNUIEnTUYEeCKUX PAaCCTPONCTB € PasfMyHbIMU MPUYMHAMU, B TOM
yncne reHeTu4eCKUMu, n CUMNTOMamMu.

CnoXHOCTW B onpefenennn anunencuin 6e3 AnarHoCTUYECKMX TMnoTes ¢ HecneuupnyecknMmn CUMNTOMamMn BO3HMKaT LOBOJIbHO YacTo.
OwnarHocTtunyeckas apGeKTUBHOCTb CEKBEHMPOBAHMSA 3K30Ma Y BOMbHbIX C 3NMIencruen no pasHbiM AaHHbIM cocTasnseT oT 34 fo 49%
(Tumienég, B., at all.,2018),(Forman E.B., 2018),(Helbig KL., et all., 2016) -no cpaBHeHUO C 8% NPV NPUMEHEHUN XPOMOCOMHOIo
MUKpPOMaTPUYHOro aHanmaa (Koxarosa T.B., 2019). CekBeHMpoBaHue ak3oma B 1,9 pasa 6osiee pesynbTaTUBHO, YeM AVarHOCTUYECKMiA
BbIXOA, NaHenn «HacneacTeeHHble anuaencum» (guarHoctuyeckas apoekTnesHocTb 19,0%; P=0.0018)(Costain G., 2019). YcTaHoBNEHNE
reHeTMYeCcKoro ArarHo3a MOXeT MOBNATb Ha BbIOOP NleyeHuns, Kak 6b1s10 NPOAEMOHCTPUPOBAHO Y MALMEHTOB C HAPYLUEHUSAMM B FreHax
SCN1A, SCN8A, SLC2A1 (Snoeijen-Schouwenaars, F. M., et all., 2018).

Ha cerogHsawWHWN aeHb reHeTuyeckoe nccnegoBaHne npu annaencum peKoMeHayeTcs HaumHaTb C CEKBEHUPOBAHMA HECKONbKUX FEHOB
n/vnn LenesblX NaHenemn n, HakoHeL, BbIMOHATb 3K30MHOEe CeKBeHMpoBaHMe B OCTaBLINXCA HEANArHOCTUPOBAHHbIX Cliy4Yaax.

Bpo>kaeHHble MblleyHble auctpodumn (BM)

BpoaeHHble MblleyHble guctpodun (BML) npencTaBnsioT co60M reTeporeHHyo rpynny paccTPoncTB, XapakTepmayowmnxcs e6roTomM
NPEeNMyLLECTBEHHO B PAHHEM AETCKOM WM FOHOLLIECKOM BO3pPacTe M HallM4yMeM Npu3HaKoB AUCTPOodUM B NEPBYIO 04Yepesb
NPOKCUMaSbHbIX MbILLL, BEPXHUX N HMXKHUX KOHEYHOCTEN. YacToTa reHeTu4Yeckom guarHocTukm BM[] ocTaeTca HU3KOW U cocTaBnseT
npuMepHo 24%. CemMbu C C HEBbIABEHHbIMU NaTOreHHbIMY BapnaHTamu BM/[ cTankuBaroTcs ¢ HEONpeAeneHHOCTHIO B OTHOLLEHMW pUCKa
nporpeccrnpoBaHns 3aboneBaHunA, a Takxke nepegayn NOTOMCTBY U HEOOXOAUMOCTbIO HEMPEPLIBHOrO MEANLMHCKOrO HabNoaeHNS.
[OuarHocTnyeckum KOadOULNEHT SK30OMHON rEeHETUYECKOWN ANArHOCTUKM MaLNEHTOB C MblleYHOW ANCTpoduen, Ana KOTopbIxX
npuLenbHoe cCekBeHnpoBaHue no CaHrepy He MO3BONNIIO BbISBUTb FTEHETUYECKYIO NMPUYMHY HapyLlleHus, cocTaBun 40% oA OANHOYHbBIX
npo6aHgoB 1 oT 34% fo 60% oNna cekBeHnpoBaHus «Tpuo» (Ghaoui R., et all., 2015; Harris, E. et all., 2017).

deMeHuunsa

[eMeHuUMA ABNAeTCA Hambonee YacTbiM HepoaereHepaTUBHbIM PacCTPONCTBOM, 3aTparnBakoLWmnm oT 1% 40 3% HaceneHna Bo BCEM
Mupe. Bonbluasa reHeTUYecKas reTeporeHHOCTb ABSETCS CMOXHOMN 3a4ayei AN ANarHoCTUKK, MOCKOSIbKY GEHOTUM Y MHOTUX
NaLneHToB NMB0 He SBNAETCA CUHAPOMaNbHbIM, TM60 MONIEKYNAPHO-TeHeTUYeCcKasa NpUYnHa BCe ellle HeM3BecTHa.

JK30MHOE CEKBEHMPOBaHME ABMAETCA 30/10TbIM CTaHOAPTOM ANArHOCTUKN HEMPOAEreHepaTUBHbIX PACCTPOMCTB. 1o nuTepaTypHbIM
[AaHHbIM, Y NaLNEHTOB, KOTOPbIM HE yAanoCh YCTAHOBUTb AMarHo3 nocse naHesabHOro NCCnefoBaHns, puarHoctnyeckasa apGeKTUBHOCTb
9K30MHOr0 CEKBEHUPOBaHWA cocTasuna 22%- 27% (E Chérot et all.,2018; Bojan Zalar, et all., 2018).

AKTyaﬂbHOCTb npeHaTaslbHOIro TeCtTMpoBaHU4

MpnbnuantenbHo 2-4% 6epeMeHHOCTEN OCNOXHAKTCA 3HaYNTENbHBIMW MOPOKaMn passuTus nnogda. Ctparteruns npeHaTanbHOro
TECTUPOBaHMA 1 BbIGOP TECTOB A0/KHbI 6bITb MHAMBMAYASbHBI U COOTHECEHDI C pedynbTaTtamun Y3 1 ceMellHbIM aHaMHe30M.
CoBpeMeHHble BapuaHTbl BKIKOYAKOT: aHain3 KapuoTumna, GpayopecLeHTHY rubpuansauunio in situ (FISH) 1 XpoMOCOMHbIN
MUKPOMATPUYHbIN aHanun3 (XMA) 4ns aHannsa XpOMOCOMHbIX aHOMasMiA.

PasninuHble MeToAbl UCCNeaoBaHns KaproTuna o6ecneunBatoT AnarHocTnYeckyro adpeKTUBHOCTb okono 35 %(Zhang S., 2017) (Hillman
S.C., 2013). Takum 06pa3oM, Npu UCNONb30BaHUM 3TUX METOAMK 6osiee NoMoBUHbI M0A0B CO CTPYKTYPHbLIMI aHOManuamm octaroTcs 6e3
AnarHosa.

B ABYX HepaBHMX KpyNHOMACLITabHbIX MCCNeA0BaHNAX coobLanock 0 pesynbTatax 3K30MHOrO CEKBEHMPOBAHNA «TPUOY», BbINMOIHEHHbIX
Ha nnogax ¢ NopoKaMu pasBUTUSA U HopMasbHbIM KaproTunom (Petrovski S., et al., 2019, Lord J., et all., 2019). O6a uccnegosaHus
MoKasbIBatoT, YTO 9K30MHOE CEKBEHUPOBAHWE YBENNYMBAET ANArHOCTUYECKUI BbIXOA, NPU UCCNef0oBaHNN NIOAA C BPOXAEHHBIMU
nopokamMu pasBuUTUA NpUMePHO Ha 8-19% nocne KapuoTunupoBaHuA 1 pesynbtatoB XMA, a yacToTa o6HapyXeHWs naToreHHbIX
BapWaHTOB CMIbHO KOPPEeNMpyeT C KONNMYeCTBOM aHOManuin passutus nnoga.

OK30MHOEe CeKkBeHMpOBaHWe ABNAeTCcA GeHOTUM-3aBUCUMbIM TECTOM, MO3TOMY Bpay AO/KEH NpefoCcTaBUTb NabopaTopum agekBaTHYHO
MHGOpMaLMO, HeOBXOANMYHO ANS NOSyYeHUa Hanbonee TOYHON UHTepnpeTaunn pesynbtaToB. KnuHnyeckasa nHbopmaLms fonxHa
BK/OYaTb NOApPO6HbIE OTUYETHI O BU3yanusaLumm nnofa, Takme Kak MarHUTHO-pe3oHaHcHasa Tomorpadusa (MPT) n/vnn YyNbTpasByKoBoe
nccnegosaHue nnoga, npeasapuTenbHble pesynbTaTbl KOMOUHUPOBAHHOIO CKPUHWHIA, STHUYECKas NPUHaANeXHOCTb, PenpoayKTUBHbIN
aHaMHes 1 ceMeWHbI aHaMHe3, BKIoYasa KPOBHOE POACTBO poanuTenei.

AHanus «Tpuo», NPeAnoYTUTENbHEE aHaNn3a CUHINTOHa (TONbKO A8 NAoJa) unu ayaTta (NNo4 U oAunH poauTenb). AHanns Tpuo umeet
60o/ee BbiICOKME AnarHocTuyeckmne KoapouumeHTol (Ha 20%) (Retterer K.,2016). Ecnv aHoManum passuTus NaoAa B 3Ha4YUTENbHOM
CTeneHn HaBOAAT Ha MbIC/lb O KOHKPETHOM AMarHose, B KayecTBe TecTa NepBo NMMHMK 6onee NoAXOAAWMM ABNAETCS TeCTUPOBaHMeE
O[HOr0 reHa unmn GeHoTunmMyeckas naHesnb reHoB. NpeHaTanbHOe 3K30MHOE CEKBEHMPOBAHME MOXET NPOBOAUTLCA TOMBKO NPW HanMymm
KNMUHMYECKMN 3HAYMMbIX NMOKa3aHU K TaKOMy UCCNef0BaHuMo. A Npu OTCYTCTBUM TaKMX NOKa3aHWU, MHTepNpeTaLmsa Nony4YeHHbIX AaHHbIX
HEBO3MOXHa.

OK30OMHOEe CeKBEHUPOBaHUE HOBOPOXKOEHHbIX

Mo paHHbIM BO3, 4-6% HOBOPOXAEHHBIX B MMPE €XErofHO NOABNATCA Ha CBET C TAXEbIMU BPOXAEHHBIMU MOPOKaMUN pPasBUTUS.
BpoxaeHHble MOPOKW pasBUTUSA, MO OLeHKaM, NPUCYTCTBYIOT B 13% BCex cliyyaeB NOCTYNIEHUS B OTAENEHUA MHTEHCMBHOWN Tepanuu
HOBOPOXAEHHbIX B pa3BuUTbIX cTpaHax (Widmann R., et al., 2017) n ocTatoTcsi BeAyLel NPUUYMHON HeoHaTanbHOM CMEPTHOCTU. AHanna
NUTEpaTypbl, MOKa3bIBAET, YTO 3K3OMHOE CEKBEHUPOBAHNE MMEET BbICOKUI AMarHOCTUYeCKuii Bbixog (36-48%) npu AnarHocTuke
MNafeHUeB C BPOXAEHHBIMU MOPOKaMMN Pa3BUTUSA B OYEHb TAXENOM COCTOAHUM NPU OTCYTCTBUN MOJSIEKYNIAPHO-LIMTOreHETNYECKNX
HapyweHui (Trujillano, D., et al.,2017; Meng L., et al.,2017; QI Zhi-Ye., et al.,2019). ATunNu4yHas u paHee He onncaHHas Gopma
reHeTMYeCcKux paccTponCcTB, Habnogaeman y geten paHHero BospacTta, 6pocaeT Bbi30B TPaAWLMOHHOM NapagnurMe MHOMroypOBHEBOMO
reHeTNYeCKoro TeCTUPOBaHNA B OTAENEHUAX MHTEHCMBHOWM Tepanuun. TapreTHble NaHenn ABAAOTCA PasdyMHbIMU B 6OMbLUMHCTBE Cly4YasX,
HO Heyfaya unm AAnTeNbHOCTb NPW BbIABNEHUN Kay3aTVBHbIX BapUaHTOB Y TAXEN060bHbIX AeTeln ABNSeTCA CyLeCcTBEHHON Npobnemon,
KOoTOpas MOXeT ObITb MPeoosieHa C MOMOLLbIO CEKBEHMPOBAHNA 3K30Ma.

Hannune MnMHMManbHOro KONMYeCTBa KINMHUYECKON MHGOPMaLMK, TO eCTb TONbKO OAHOr0 €ANHUYHOIO CUMMTOMA, CHUXAET
cneunduyHOCTb pesynbTaToB. [MOCKObKY CMOXHO BbIABUTb MOMHYHO KIMHUYECKYIO KapTUHY B MepBble AHU XU3HU pebeHkKa,
pPEKOMEHAYETCA AenaTh «TPUO» aHanM3 1 TONIbKO B TEX Cyyasx, Korga cTaHgapTHbIe METOAbl ANAarHOCTUKK, TaKne KakK: aHanms
KapuoTuna, reHHble naHenu n XMA 6eccunbHbl.
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OTUYEeCKUue BOoNnpochl

JK30MHOE CEKBEHMPOBaHMNE MOXET 0OHAPYXUTb HEKOTOPbIE FTEHETUYECKIMNE N3MEHEHNS, KOTOPbIE He
CBfA3aHbl C TEKYLLMMW NPU3HaKaMU 1 CUMNTOMaMM NaumneHTa (BTOPMYHbIE HaxoaKu). TeM He MeHee,
3TW BbIBOAbI MOTYT MMETb BaXXHble NOCNeACTBUA ANA 340POBbSA NaLUEHTOB N YIEHOB UX CEMEN.

3Tu paccTpoiicTBa BKNIOYalOT: C Apyrom CTOPOHbI, HEKOTOPble BUAbI FEHETUYECKMX
HapyLeHW He uMetoT 3GPEKTUBHOrO NeYeHNa U MoryT

@ HeKoTOpble pPaKoBble CUHAPOMBI, NPUBECTN K CMEPTY UMW NOXWN3HEHHON NHBANULHOCTW.

BTOpuYHble HaxofKN MOTYT BbITb BK/IFOYEHbI B OTHET

® paccTporcTBa COeANHUTENBHOM TKaHW,
naymeHTa.

® onpepjeneHHble TUMbl cepaevyHo-cocyancTbIX

3abonesaHuin
! MbI He Byaem coobuatb 06 aTUX pesynbTaTax,

® BbICOKWIT YPOBEHb XONECTEPUHA Y MOABEPXEHHOCTb SEILI B EREEMATE e (TS B 2 FEie D

OCJIOKHEHUAM OT aHeCTe3nun. TE BTGB ENIFEEE T,

9K30MHOE CEeKBEHMPOBaHWE AN HECOBEPLUEHHONETHUX

Korpa aksomHoe CeKBeHMpoBaHMe NpoBOAUTCA A1 HECOBEPLUEHHONETHUX, VIHd)OpMaLWIH

O pUCkKax Hensne4ynmblix 6yny|.|.w|x 3aboneBaHWin JO/MKHa 6bITb OTNOXEHA A0 Tex nop, noka
dusnueckme nuua He AOCTUTHYT 3aKOHHOIo BO3pacTa ASid nosiy4yeHns cornacmua u He CMoryT
NpUHUMaTb CBOU cobCTBEHHbIE pelweHna Ha ocHoBe aTon VIHd)OpMaLI,VII/I.

CryyYaiiHo HaliieHHble BapuaHTbl B reHax

Mpu nHTepnpeTauny cnyyarHo HaAeHHbIX BapMaHTOB B FreHax, CBA3aHHbIX C 3a6oneBaHuAMHU
C HenoJsiHoM NeHeTPaHTHOCTbLIO 1 NO3AHEN MaHndecTaunen, CIOXKHO OLeHUTb PUCK

0N naymneHTa. Tak e, BaXHO y4UTbIBaTb OFPOMHOE KOMYECTBO BapnaHTOB, BbIBIEHHbIX
NpW CEKBEHNPOBAHHMM 3K30Ma MaLMEHTOB, onpeaensis UX NPUopPUTETHOCTb ANs
nocnegyrowero HabnogeHus.

OcobeHHOCTY aHanusa «Tpuo»
Mpy 3K30MHOM CEKBEHUPOBAHUM «TPUO» MOTYT 6bIThb BbISIBIEHbI: HEPOACTBO POAUTENSA
1 pebeHka, a Takxxe GakT 65M3KOPOACTBEHHOro H6paka. MauneHT fgonxeH 6biTb Tak xe 06

3TOM NMPOUHGOPMMPOBAH.
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NGS, unu next
generation sequencing

Bapuaumsa uMcna Konum
(CNV)

Oeneuyun

OHK-6ubnuorteka
(reHoMHas
6ubnuoTeKa)

UHcepuusa

MyTtauuu de novo

OpHOHYKNEOTULHbIM
nonuMopdunsm

CekBeHUpoOBaHHe
reHoMa

CeKkBeHNpOBaHWe HOBOrO MOKONEHUA. TePMUH O3HaYaeT onpefeneHne HyK1eoTUAHON NocnefoBaTelbHOCTH
(nccnepoBaHue nepeuyHoi cTpykTypbl) OAHK nnn PHK. Pasmep ogHOro npoymtaHHoro pparmeHTa BapbupyeTt oT 25
[0 500 nap ocHoBaHMA..

Bupg reHeTuyeckoro nonnumMopoduamMa, K KoTOpoMy OTHOCAT pasnnyma NHAUBUAYANbHbIX FEHOMOB MO YACY KOMUn
XPOMOCOMHbIX CEFMEHTOB Pa3MepoM OT 1 TbIC. O HECKONbKUX MJIH. Nap OCHOBaHWNA.

MoTeps yyacTka nocnegoatenbHocT JHK a30TUCTbIX OCHOBaHWUIN 1 BbiNageHne COOTBETCTBYHOLLUX HYKNEOTUAOB.

Habop [HK-pparmeHTOB, NOABepraowmxca cekBeHnpoBaHuto. 3tn JHK-dparMeHTbl GnaHKMpoBaHbl MOEHTUYHBIMA
[HK-apanTepamu- cneunanbHbiMU NocnefoBaTeIbHOCTAMU, HEO6XOAMMbBIMU AN OAHOBPEMEHHOrO CEKBEHUPOBAHMSA
MHOXeCTBa pa3nmyHbix pparmeHTos JHK.

MN3meHeHve B nocnegosaTenbHocT OHK, korga npovcxoauT BcTaBka nocneposatensHocTy AHK. MuHuManbHbiv
pasmep Takon BCTaBKW COCTaBAAET OAUH HYKEOTUA,

BnepBble BO3HUKLLEE N3MEHeHMe B nocnegoBatenbHocTu [HK, BO3HMKLLEE B MOMOBbLIX KneTkax (roHagax) nnm npun
onnoaoTBOpPEHUU, B OTIMYKME OT YHacnedoBaHHOro.

OTnununa nocnegosatensHocTy OHK pasmepom B oguH HykneoTtug, (A, T, G nunm C) B reHOMe , KOTOPbI BCTpeyaeTcs B
nonnynauuy ¢ YacToTon 6onee 1% (Mnu B ApYyror cpaBHUBaEMON NOCNE[0BaTENBHOCTW) NPeACcTaBUTENEe OJHOIro
BUAa NN MeXY y4aCTKaMy roMONOrMyYHbIX XPOMOCOM.

Onpepenexve Bcer nocneposatensHoctn [HK, Bktouan Hekoampyrowme yyacTtku. o aToMy napameTpy oTamyaeTcs
OT CUKBEHCa 3K30Ma.
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