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AHHOTALUMA

[MpennKTVBHbBIE TEXHONOMMN ABNSIOTCA NPUOPUTETHLIM HaNpaBreHWeM pa3BUTUS
mMeguumHckon Haykm XX| Beka. [lpegukTuBHass MeguumHa — 3TO HarnpasneHune
MeAWLWHbI, OCHOBHOM LENbI0 KOTOPOW SABNSAETCA BbIsiBNEHWe akTopoB pucka
3abonesaHus Ans npeaynpexaeHns ero pasBuTusa 1 NeYeHusa Ha paHHuX cTagusax. Ha
COBPEMEHHOM 3JTane [MaBeHCTBYIOLWYI0 ponb B npegynpexaeHwun 3abonesaHui
OTBOAMNTCA rEHEeTUKe, COBPEMEHHbIE BO3MOXHOCTM KOTOPOW MO3BOMSAT OLUEHUTb PUCK
pPa3sBUTUA NATONOrMYECKNX NPOLIECCOB.

3apjavyamu nNpeanKTUBHbBIX TEXHOMNOIMIA B PENPOAYKTMBHON MeauunHe sSiBNsoTCs
paspaboTka 1 BHeApeHWe paHHMX MPOMUNaKTUYECKUX MEPONPUATANA, NO3BONALLMNX
npeaynpeanTb HacTtynneHve 6epeMeHHOCTU NMogoM C reHeTUYeCKOW maTonorven u
poxaeHne pebeHka C BPOXOEHHOW HacnefCTBEHHOW naTonorven, npeaynpeaunTb
pasBuTHEe OCMOXHEHWN BepeMeHHOCTH.

[IvarHocTuka BpoXaeHHON naTonoruy nroaa Bo Bpems bepeMeHHOCTH ABnseTcs
BaKHeWLLen 3aJaveil B akyLlepcTBe U nepuHaTonorun. PaHblue 31O BbiNio BO3MOXHO
TONbKO NPW MOMOLLN YNbTPa3BYKOBbLIX METOAOB ANArHOCTUKN, a TakK e onpeaeneHHbIX
nokasartenen B BMOXMMnMYeCcKom aHanmse KpoBM — Tak HasblBaeMblii KOMOMHNPOBAHHbIN
NnpeHaTanbHbll  CKPUHWHT, MPOBEAEHME KOTOpOoro siBrseTca obsisatenbHblM npw
HabniogeHun  BepemeHHblX, cornmacHo  AeicTeylowemy [lopagky — okasaHus
MEANLIMHCKON NOMOLLM No Npodumo « AKYLUEPCTBO», YTBEPXXAEHHOMY npukazom M3P®
Ne 572H. OgHako, 37O He cneundUYecknini U OTHOCMTENBHO 3MEKTUBHBLIA METOZ,
KOTOpPbIN MO3BONSAET [AWarHOCTUPOBaTb Hanuyme TONbKO TPEX XPOMOCOMHbIX
3aboneBaHuin: cuHgpom [ayHa, cuHpgpom 3nBapgca v cuHapom [lartay. CtaTtuctuka
noKasbiBaeT, YTO YMCMNO POXAEHHLIX AETeill C BbllleyKasaHHbIMWU XPOMOCOMHbLIMN
3aboneBaHnsAMM B akyluepckvux cTauuoHapax r. MockBbl HE CHMXAETCA W eXerogHo
coctasnsetr 0,06-0,08% ot Bcex pogoe. [Momumo 3TOro, AuarHocTvka psga
XPOMOCOMHbIX U reHeTu4yecknx 3aboneBaHnin OCTaeTCA 3a paMKamu npeHaTtanbHoro
CKpuHuHra. Bce BblwenepeyncrneHHble akTel yKasbiBalOT Ha HeobXo4nMocTb
pa3paboTkn 1 BHeAPEeHWs1 HOBbIX WHHOBALMOHHBLIX METOAMK, W B 3Toi obnactu 3a
rnocrnefHee BpemMs AOCTUrHyTbl Bonblune ycnexu.

B aToi cBA3W pasBuTWe NPeAVKTUBHON MeAMLUMHbI npeanonaraeT BHeapeHue
BbICOKOTEXHOMOIMYHbIX MEONLIMHCKNX yCnyr, hopmMmupoBanHne eanHon
NHpopmaLMoHHON Basbl, a TakKke TeCHOe B3auMOAENCTBNE HAYYHOro U NPaKTUYECKoro
HanpasneHnn. Kpome Toro, Heobxoauma noagepka co CTOPOHbI CPEACTB MaccoBOW
UHopMauun ans WHOOPMUPOBAHUA HaceneHus 0 BO3MOXXHOCTSX COBPEMEHHON
MeONLMHbI.
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PASOEN 1. NPEHATANIbHAA OQUATHOCTUKA

1.1. HemnBasnBHas nperHaranbHas gUarHOCTUKA

ObHapyxeHue sHekneTo4Hol [IHK nnoga ceoBoaHO umMpkynupytoLLeil B nnasme
MaTepyu MO3BOMWIIO MNOMYYNTb HOBBLIA METOA CKPWUHWHIA aHeynnouavin nnoga -
HEeWHBa3WBHbIN npeHatanbHbiin TecT (HWUMT). Mockonbky BHekneTtouHas [JHK nnoga
npeogonesaeT rematonnaleHTapHblil Hapbep 1 nonagaeT B MaTtepuHCKM KPOBOTOK,
TO MPOCTO B35IB KPOBb y OepemeHHOi, MOXHO OOHapyXuWTb XpoOMOCOMY Y nnoja,
n3bexaB npy 3TOM pUcKa BHYTPUMATOYHOTO BMelLaTeNbCTBa, KOTOpoe HeobXoanmo
ANA NONyYeHns KNeTok nnoja Ha uccriegosaHne. KoHueHTpauus BHekneToudHon OJHK
nnoAa B CbiBOPOTKE BepemeHHon ¢ 9 Heaenb B cpegHem cocTasnsaeT 10% oT obLero
obbema BHeknetoyHon [HK. T[lpoueHT deTanbHOn dpakumn HapacTaeT ¢
yBEnu4YeHneMm cpoka bepemMeHHocTH.

WccnegoBaHna  nokasann — BbICOKYHD — 9(pheKTMBHOCTb  HEeWHBa3WBHOro
NnpeHaTanbHOro TecTa B OTHOWeHWW Hauboree 4acTbiX aHeynnovguin nnoga
(cuHppomos [layHa, Saeapaca, lNatay, TepHepa), koTopble cocTasnaioT 95% oT Bcex
XPOMOCOMHbIX aHoManui. Boisenaemocts Tpucomun 21 npu HUMT npesbiwaet 99%
npy YPOBHE NOXHOMONOXNUTENbHbLIX pe3ynbTaTtos okono 0,1% (pwuc. 1).
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PWUCYHOK 1. METO[ TECTUPOBAHWA KPOBW MATEPW HA AHEYMNOWAWIO NNOOA

Tect «Panorama» - eAWHCTBEHHbIA, NPU KOTOPOM CMELMAnbHO CEKBEHUPYIOT
OAHOHYKNeoTnaHble nonumopcuamel (SNP) n pasgensioT reHoTun martepu M nnoaa.
[ina Tecta moxeT ucnonb3osatbest [JHK oTua, BbligeneHHas us BykkanbHOro maska.
Obpaszel, B3aTLIN Y 0TUA, MOXET ObITb MONE3eH AMA YCKOPEHWs NOoNyYeHns oTeeTa U
CHWXeHMsi pucka nepesabopa KpoBu, Ha TOYHOCTL pesynbTaTtos oTtcyTcTene AHK oTtua
He BruseT.
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WccnepoBaHusa, nposeaeHHble coBmecTHo ¢ akagemukom K.I'. CkpsOuHbim,
nokasanu BbICOKyl0 ' adpdpekTBHocTe HWIMT Ana  AnMarHoCTWKM  XPOMOCOMHbBIX
3aboneBaHunii, YTO MOMOIIIO 3HAYNTENbHO CHU3UTL KONMMYECTBO MHBA3UBHLIX npoueayp
W YCTPaHUTb CBA3aHHbINA C HUMKM puck noTepy GepemerHocTi. HUMT Takke MoxeT ObiTb
nore3HbIM B KaYecTBe BTOPOro TecTta no pesynbtataM KOMOWHWPOBaHHOTO CKPUHWHIA,
OCHOBaHHOMO Ha AaHHbIX YNbTPa3BYKOBOTO W GMOXMMUYECKOro WCCreAoBaHnin u
BO3pacTa marTepu.

PesynbTaThbl NCCNEAOBAHNA MoKasanu, YTo aHanna cBoboaHOLMPKYMPYIOLWEN
BHekneTouyHon [JHK nnoga B KkpoBM MaTepu C WUCNOMb30BaHWEM TapreTHoro
ceksenuposanus SNPs Ha xpomocomax 13, 18, 21, X, n Y ABNseTcA TOYHbIM METOA0M
oBHapy)XeHWsi ayTOCOMHbIX aHeynnouawin, aHoManuin MosfioBbIX XPOMOCOM U
Tpunnonanu y nnoga ¢ 9 Hegenb 6epeMeHHOCTH U MOXET ObiTb PEKOMEHA0BAHO BCEM
BepemMeHHbIM B KauecTBe BbICOKO ah(heKTMBHOMO NpeHaTanbHoro CKpUHUHrA.

3a nepwog ¢ 2013 no mait 2016 r. Hamu uccneposaHo 4012 obpasLoB KpoBY,
copepxalleii ceranbHylo [HK. O6pasubl MaTEpPUHCKOW BEHO3HOW KpoBM Obinu
nonyyexbl y 2028 nauneHTok ¢ oAHONMOAHON BepeMeHHOCTbIO Ha cpoke oT 9 Ao 24
Hegenb. 1109 ns 2028 obcneposanHbix coasanvu HATMT B ©BA3KW C BLICOKUM PUCKOM
aHeynnonaun nnofa no pesynbratam KOMOWHWPOBaHHOTO NPeHaTanbHOro CKPUHMHIA.
B 39 HabniogeHunsx no pesynbtatam HWUMT nonyyYeH BbICOKWIA PUCK XPOMOCOMOW
natonornn XN, n 37 6GepemeHHbIM Ans NOATBEPXAEHMs AuarHosa nposefeHa WM
(ABE MaUMEHTKU C BLICOKMM PUCKOM aHOMaswii No nosioBbIM XpOMOCOMaM OTKa3anuch
OT UHBA3NBHOIO BMelLaTenscTea) (tabnuua 1).

PE3YNLTATHI MPEHATANBHOMO KAPUOTUMMPOBAHWA CPEOW NMALUMEHTOK C BEICOKWMM PUCKOM MO
HEWHBA3WMBHOMY NPEHATANBHOMY TECTY

TABJTALIA 1
MoaTeepaeHs.l
Puck no HAMNT KoaneCTBq Kapmg‘mnmli)oaaHmeM
HabnogeHun

c. layHa 28 27

c.opeapaca 3 2

c. Matay 1 1

nonunnonans 1 69, XXX

c. TepHepa 2 2

aHomanua X XpoMOCOMBbI 2 del X, XXY

XYY 2 oTkas ot UMNA

BCEro 39 35

Mpu nccnegosaHnu cetansHoit JHK ¢ ncnonbaosaxnem SNPs Gbinun npaBuibHO
naeHTuMLMpoBaHsl 27 cnyyaes Tpucomumn 21, 2 — Tpucomun 18, 1- Tpucomun 13, 2 —
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MOHocomun X, 2- aHomanuu X xpomocomel. [on nnoga onpegeneH npaBuibHO BO BCEX
crnyvasx. M3 28 naumeHToK ¢ BbICOKMM puckom c.[layHa no pesynstatam HUIMT npu
KapuoTunupoBaHum Tpucommsa 21 XpomocoMmbl noaTeepxaeHa B 27 HabnogeHwsx,
OTMEeYeH 1 NOXHOMONOXUTENbHbBIA pe3ynbTaT. JIOKHoOTpULATENBHbLIX Pe3ynbTaTos Mo
«Panorama» - Tecty Hamn He ObINo nonyyeHo. Takum obpa3om YyBCTBUTENBHOCTb
HUMT ana c.JayHa B Hawem wccriegoBanmm gocturna 100%, nonoxuwTenbHbIA
npeAckasaTenbHbil pesyneTaT ansa Tpucomun 21 coctaBun 96,6% npu ypoBHe
noxHononoxuteneHbix otBeToB — 0,05%.

PUCK XPOMOCOMHbBIX AHOMANWIA MO OAHHEIM HEMHBA3WMBHOMO NMPEHATANBHOMO TECTA (HUMT)
CPEOV MALUMEHTOK C M3BECTHbBIM MCXOO0OM BEPEMEHHOCTH

TABNNLA 2
KONM4ecTeo Beicokunn puck XA %
Mokaszanua k HAMT HabnoaeHun no NIPT

BospacTt >35 364 8 2,2
Bobicokuin puck XA npu
BMOXMMNYECKOM CKPWHWHIe 224 8 3,6
Boapact >35 + nameHeHve EM 282 19 6,7
HI3KWiA PUCK MM HE NPOBOANIICA 334 2 0.6
BMOXMMNYECKNIA CKPUHWHT
BCEro 1204 37 3.1

BepeMeHHOCTH, OTHECEHHBIE K rpymnne BbICOKOro pucka tpucomuin 21, 18 n 13
XPOMOCOM Ha OCHOBaHWW BO3pacTta MaTepu, [aHHbIX YNbTPasByKOBOrO W
BUOXMMNYECKOro UCCReaoBaHnii CbIBOPOTKN KPOBM MaTepw, ABMAIOTCA NPUYMHON, Mo
KOTOPOW pOoAWTENW MPWHUMAIOT PeLleHne O MHBA3WBHOM BMELLATENbCTBE C LEnNbio
KapuoTunupoBaHua nnoga. B Hawem uccriegosanun 1239 BepemeHHbIM y[anoch
nsdexarb WL, cBA3AHHON C PUCKOM OCIOXHEHWN.

XoTa B OOMbLWWHCTBE CTpaH CKPWUHWHI aHeynnowgun, no CyLllecTsy,
cdhoKycupyeTcsa Ha CKpWHWHre TpucoMmuu 271 XpOMOCOMbI, UHBa3NBHaA AuWarHoctuka B
rpynne c MoNnOXUTENbHLIMU pe3ynbTaTaMi CKPpUHWUHra MNpUBOAUT K OBHapyXeHuto
MHOXECTBa [AOMOSIHUTENbHbIX KIWHWYECKW 3HauyumblX adeynnougun. B gaHHom
nccnegoBaHun 6binn BeisiBneHbl Tpucomus 13, 18, moHocomus X, c.KnanHdpensTepa,
avcomus Y XpOMOCOMbI, MONUNAOUANA 1 MUKpoAeneums X XpOMOCOMbI.

Kak nokasaHo B gaHHOM uccrepoBaHwy, DonblMHCTBO BepemeHHocTen, npw
KOTOPbIX KOMOWHUPOBAHHBIA TECT BbIABUM BbICOKMIA puck Tpucomuu 21, 18 wnnm 13
XPOMOCOMbI, SIBMAKTCA 3yNNONAHBIMW, U B TaKWX Criyyasx, UCrnonb3oBaHne aHanusa
heTtanbHon [HK nomorno sHayvtenbHO CHU3UTb KONMWYECTBO HEHYXKHbIX WHBa3WBHbIX
TECTOB W YCTPaHWTbL CBA3aHHbIN C HUMW puck notepu BepemenHoctn. HUMT Takke
MOXeT ObITb MONEe3HbIM B Ka4eCTBE BTOPOro TecTa no pesynbrataM KOMOUHVPOBAHHOMO
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CKPVHWHra, OCHOBAHHOrO Ha [OaHHbIX YNbTPa3BYKOBOrO U OMOXMMWYECKOro
nccnegoBaHuii U Bo3pacTa MaTepy.

B wccnepoBanue Takke Obinn BkMoYeHbl GepeMeHHble C HU3KMM PUCKOM
XPOMOCOMHO NaTonornun, OAHaKko v B 3TON rpynne B 2 HabnioaeHUsAX Mbl ee BbISBUNN
npv nomowm wuccregosanuss  detanbHon [OHK. CneposaTtenbHo, aHanus
ceobogHoumpkynupylowen BHeknetoyHon [OHK nnoga B KpoBn maTtepu C
NCNonb30BaHNEM TapreTHoro cekBeHupoBaHua SNPs sBnsieTcss TOYHbIM METOAOM
oBHapyXeHusi ayTOCOMHbIX aHeynnouawin, aHomarnuim nosioBbIX XPOMOCOM W
Tpunnonauun y nroga y Bcex bepemeHHbIX XeHLWwnH ¢ 9 Hegenb BepeMeHHOCTU 1 MOXeT
ObITb peKOMEHAOBAHO B KAYECTBE BbICOKO 3(hhEKTUBHOIO NpeHaTanbHOro CKPUHUHIA.

1.2 ﬂpenmnnan TAHOHHAA FreHeTnYecKan guarHoOCTHKa

(rnrag)

Ha cerogHAwHMA  OeHb  nokasaHunem  Ans  NpUMEeHEeHUMs  MEeTOAOB
BCMoMoraTenbHbIX PenpoayKTUBHbIX TexHonornin (BPT) ABNAOTCA He TONbKO XeHCKoe
n myxckoe Becnnogue, HO U pPasNnYHble XPOMOCOMHbLIE VI MOHOTEHHbIE 3aboneBaHus,
HOCUTENbLCTBO TpaHCNoKauwun, Tshkenaa copma remonuTuyeckon BonesHu nnoga wu
HOBOPOXAEHHOTO, OHKOMornyeckne 3aboneBaHus. [MpenMnnaHTauMoHHas
reHeTnyeckass guarHoctuka B mMupe npoBoguTtcs yxe 6onee 20 neT u sABnseTcs
nepefoBbiM W NEPCNEKTUBHBIM HanpaBfeHWeM B KIMHUYECKOW npakTuke Ans
VCKMIOYEHNA poXAeHWs reHetudeckn 6onbHOro pebeHka npu  MCNonb3oBaHUK
BCMoOMOraTenbHbIX  PEenpoayKTUBHbLIX  TexHonornin. CyTeb  [aHHOW  METOAWKW
3akniovaeTcs B uccnenoBaHum aMOpuoHa Kak Ha XPOMOCOMHOM, Tak M Ha reHHOM
YpoBHE OO0 MOMEHTa MepeHoca ero B opraHnam marepu. B utore npegocraBnseTcs
BO3MOXHOCTb MEPEHecT! eAWHCTBEHHbI 340POBblA 3MOPMOH B NOMIOCTb MaTKW W
poanTe pebeHka ©6e3 reHeTMYecKMX WM XPOMOCOMHLIX 3aboneBaHuin y nap,
ApnAlLWMMNCA HocuTenamn aTux 3abonesanwvin. o BHegpenwns [T poxaeHue
3f0poBoro pebeHka npu HOCUTENbLCTBE HAaCNeACTBEHHbIX 3aboneBaHnin y poautenen
BbIN0 HEBO3MOXHO.

ViccnepoBaHue KNeTOK HepasBMBAIOLWEro XOpWOHA, MOMYYEHHOro B pamkax
nporpammel BPT, nokasano, 4to aHeynnonaus (aHomMarnbHOE YMCNO XPOMOCOM) MOXET
ObiTb npeacrtaBneHa nwbon m3 24 xpomocom. CrnegoBaTenbHO, AN OOCTUMXKEHMSA
rnaBHomn Lenu npu npumeHennn BPT - poxgaeHusa 34opoBoro notoMmcrea, Heobxoammo
00 nepeHoca aMbpuoHa B MNOMIOCTb MATKW WCCNenoBaTb Yy HEro mMakcumManbHO
BO3MOXHOE KONMNYECTBO XPOMOCOM.
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Ha cerogHAWHWA [AeHb, LUMPOKO MpUMEHsiemMbli B nabopatopusix MeToq
cpaBHuTenbHOW reHomHon rmbpuansaumm (CGH) 3apekomeHgoBan cebs  kak
BbICOKO3(D(PEKTUBHLIN MeTod [/ OUeHKM XPOMOCOMHOro craTyca B eAMHUYHbLIX
Knetkax amBpuoHa 1 ctan 30noTbiM cTaHaapToM. C BBeAEHMEM B MpakTUky MeToda
BUTPUMKaLun (3amopaxkmBaHnsi) aMOpuMOHOB Ha cTagum OnactouncTbl, Guoncuto
TPOhIKTOAEPMbI CTanu MpoBoAUTb Ha 5 cyTkM (puc.2), YTO [ano BO3MOXHOCTb
nony4nTb OT ambpuoHa Bonbluee KONMYECcTBO KNETOK, a, crnegoBaTtensHo, n [HK.

OpHako,  MHoOrouucrieHHble  paboTbl  Mnokasanu, YTO Ha  CTaguu
AOUMMNNAHTALMOHHOrO pas3BuTuA, B Oomnbliom npoueHTe ambpuoHoB HabniogaeTtcs
MO3anuUn3M - HanmMyne B OOAHOM OPraHu3me JIMHWIA KNEeTOK C pasHbiM XPOMOCOMHbLIM
Habopom. To4yHOro oOTBeTa, KakOW MNPOLEHT KIoHa C aHeynnonawen, a Kakom C
HOpMaribHbIM XPOMOCOMHbIM HabOpOM He MOXET [aTb HU OAVH W3 CYLLEeCTBYIOWMX Ha
CErofHALWHNA AeHb METO0B.
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PUCYHOK 2. BMOMNCKUA TPO®SKTOAEPMbI PWUCYHOK 3. MPUMEP MOJIEKYNAPHO-
FEHETMYECKOTO 3MBPUONIOTMYECKOI O 3TAMNA
nPWY Nra MyYKOBMNCLIMOO3A

Bce wccneposatenu v MeguuUMHCKas NpakTuka nokasanu, YTo COOTHOLUeHWe
HOPMarnbHOro U NAaTONOrMYHOrO KNoHoB umeeT Bonbluoe 3HaYeHne Ans ganbHenwero
pa3suTusa ambpuoHa. To, 4To nepeHoc amMBpnMoHOB Be3 reHeTNYeCKoN NaTonorum B pasbl
YBENUYMBAET YPOBEHb MMNMAHTALMM, BblHALLMBaHUA BepeMeHHOCTH, YXe He Bbl3biBaeT
HW y KOro COMHeHW#. Yang Z. ¢ coaBT. B cBoell paboTe pekomeHOyeT CeneKkTMBHO
NEepPeHoCUTb Kak MOXHO MeHblue 3MOpMOHOB C Yy4yeToM BO3pacTa, aHamHesa W
NPOBEAEHHbIX paHee UMKMAOB, NMpu 3ToM npeasaputensHo npoeogute [IMC. [pwu
nepeHoce Tonbko ogHoro ambpuoHa nocrne MMC  GepemeHHocTs nony4veHa B 70,9%
crnyvaes.




HAYYHbIE OOKIAObI
POCCUACKOW AKALLEMWU HAYK

B MNepuHaTtanbHom meguumHckom ueHTpe K «Matb n guta» sbinonHeHo 1209
nporpamm 3KO ¢ M. lMporpamm y nauuweHToB ¢ Becnnoguem nposegeHo 1037
(85,8%), y thepTunbHblx nauneHToB — 172 (14,2%). CpegHnin Bo3pacT (hepTuibHbIX
NauMeHToB nNauMeHTbl C  MOHOreHHblMuW  3aborneBaHusiMKW,  TpaHCroOKaunsamu,
nHBepcuamu, ¢ Rh-ceHcmbunusaumein  coctaeun 32,4+3,2 roga. B pesynbrate
poaurniocb 48 3gopoBbix pebeHka y nap ¢ MOHoreHHbiMu 3abonesaHuamu n 14 Rh-
oTpvUaTenbHbIX AeTeN Y nap ¢ TsKenon dopmoil remonuTnyeckon GonesHn nnoga B
aHamHese. Tak, Hanpumep, B knuHuke MK «Matb 1 anta» Bnepeble B Poccun poguncs
30opoBbli pebeHok nocne npumeHexnmsa metogos [N y napbl, rae oAWH U3 poavTenei
ABNAETCA HOCUTENEM TaKenenwero sabonesaHns — MmykosucLmaosa (puc.3).

1.3. Merog BbICOKOMPON3BOGHUTEITBHOI0 CEKBeHMUPOBaHHUs

(NGS): npenmnnaHTayMOHHBIN FreHeTUYEeCKHH CKPUHUHI

OcTaeTcAa [0 cuX MOp OTKPbITBIM BOMPOC O MO3auuM3Me, He3HaYUTEeNbHbIX
XPOMOCOMHbIX MepecTpoek (geneuuu, gynnukaumn) y ambpuoHoB. [axke metop
CpaBHUTENbHOW reHOMHON rMbpuan3aumMnm He Bcerga TOYHO MoKasblBaeT, ecTb NN Y
KOHKpeTHoro ambpuoHa Mo3auuu3M, XPOMOCOMHbIE nepecTpoiku. [Ana nepeHoca
oMBpuoHa, 3HaHMEe O COOTHOLIEHWM KITOHOB WMEET MpUHUMNManbHoe 3HavyeHue.
MNpumeHeHne BbICOKONPOMU3BOAMTENbHOIO cekBeHuposaHus (NGS), Bonee uyeTko
yKasblBaeT Ha Hanuyne mosauuusma y npenmMniiaHTaunoHHbiX 3MOPUOHOB, 4TO
no3BonAeT BblbpaTb 340poBble aMOPUOHbLI ANA NepeHoca.

K ocHoBHbIM aTanam NGS MOXHO OTHECTU:

1) BblaeneHue, nonyvyeHme parMeHToB
onpeaeneHHon anvHel AHK;

2) npuKpenneHne aganTepoB Mo Kpasm
hparMeHTOB;

3) amnnudmkaumsa kaxgoro pparmerra AHK;

4) onpegeneHwne HyKNeoTUaHon
nocnepoearensHocTn parmerHToB AHK;

5) OnonHdhopmMaTU4ecKknin aHanms gaHHbIX.

PUCYHOK 4. CEKBEHATOP (FTEHETUYECKWI AHANM3ATOP)




