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E.B. MapkoBa, O.M. KasaHueBa, B.I. ApTioxoBa, A.B. CeeTnakos

NMPEUMMNNAHTALUUMOHHAA AHK-AUATHOCTUKA

MOHOIEHHOW NATONOrmn

MpenmnnaHTaumnoHHas reHetTudeckas aguvardHoctuka (MI0) no3BonsieT NPoBoAMTE NPOMUNAKTUKY FreHHbIX Oone3Hen Ha camblX paHHUX aTanax
3MBpUOHanbLHOro pasBUTUS YenoBeka. HecMoTpsi Ha CrMOXHOCTM TakoW AMArHOCTWKW, BKMHOYaLWMe HeOOXOAMMOCTb MPOBEAEHUS AN Cynpy-
)KECKOW Mapbl 3KCTPAKoOpnoparbHOro OMNSI04O0TBOPEHMS!, OrpaHMYEHHOe BPEMS BbIMOMHEHUS UCCNEAoBaHNA U MUHUManbHoe konuvecTtso OHK,
TexHonorua NI 6ICTpo pasBMBAETCA U CTAHOBUTCS YaCTbIO KNMHWYecKkon npaktukn. OgHOM 13 rmasHbIX Nnpobnem, kotopas pellaetcsa B OHK-
nceneaoBaHUsX eQnHUYHbIX KNEToK, SBnsieTcs adhdekTUBHaN aMnnndukaums reHeTu4eckoro matepuana.

KnioueBble cnoBa: npenMnnaHTaunoHHas reHeTnyeckas AMarHocTka, MOHoreHHble 3abonesaHus, MLP.

Preimplantation genetic diagnosis (PGD) provides an opportunity to prevent single gene disorders at the earliest stages of human embryo
development. Despite complications of tHis diagnosis, including the necessity of IVF (in vitro fertilization) for partners, limited time for analysis
performing and minimum DNA quantity, PGD technique is developing very fast and becoming a part of clinical practice. One of the main problems
to solve for DNA analysis of single cells is effective amplification of genetic material.

Keywords: preimplantation genetic diagnosis, single gene disorders, PCR.

BBepeHue

HoBoe HanpaBneHve paHHen pAgua-
FHOCTMKWN HacneaCcTBEHHbIX 3aboneBaHuni
CBSI3aHO C pa3BUTMEM NpeuMnnaHTaum-
OHHOW reHeTnyeckom anarHoctukm (MAQ).
Takasa gnarHocTuka genaeTt BO3MOXHbIM
npoBefeHne reHeTnyeckoro obcnenosa-
HUSI HE TOMNbKO A0 poxaeHus pebeHka, HO
W 0O HacTynneHus 6epeMeHHOCTU — Ha
CaMblX paHHMX 3Tanax aMOpPUOHaNbHOro
passutusa. NMpu nposegeHun MO neene-
[0BaHue BbINOMHAETCS Ha MUHUMArbHOM
KONMMYecTBe reHeTM4YecKoro martepuana
— reHOMe eNHNYHOW KIETKU.

[MpeumnnaHTaunMoHHoe  nccnenoBa-
HMe BO3MOXHO MCKIIOYUTENBHO B paMm-
kax neyebHbix umknoB OKO (akcTpa-
KoproparnbHOro OnfnofoTBopeHus) nubo
MKCW (vHbekuun cnepmarosovga B sin-
uekneTky). bonblwas vacte umknos MM
NPOBOAUTCSA C LEMbI BbLISBNEHUSI aHe-
yNAouani, XPOMOCOMHBIX MEPECTPOEK.
9710 06yCcnoBneHo TeM, YTO NoKasaHUs K
Takomy Tuny NI 4acTo xapakTepHbl ANg
nauMeHToB C pPenpoayKTUBHLIMU Hapy-
LweHuamu, npuberatowmumm k IKO.

MNokazaHmem gnst M0 MOHOreHHbIX
0edEKTOB CMYXMT BbICOKUA reHeTnyec-
KW PUCK B OTHOLLIEHWN FEHHOW BonesHu.
Takve napbl npuberatot K AKO uncknio-

CotpyaHukn KpacHosipckoro LleHTpa penpo-
OYKTMBHOW MeguumHbl, e-mail: krasivi@kerm.
ru: MAPKOBA EneHa BuktopoBHa — K.6.H.,
3aM.AupeKTopa no Hayke, 3aB. nab.; KA3AH-
LIEBA Onbra MuxainoBHa — Bpay-reHeTuK;
APTHOXOBA Buktopusi leHHagbeBHa — 3M-
6pwuonor; CBETIIAKOB AHatonun Bacunbe-
BUY — K.6.H., AupekTop LleHTpa.

unTenbHO C uenbio nposedeHus [OHK-
ONarHocTukM amMOproHOB M oTbopa Ans
nepeHoca B MaTKy 3MOpPMOHOB C HOp-
MarnbHbIM reHoTunom [12]. MpeumyLiec-
TBOM I siBNAeTcs coxpaHeHne penpo-
OYKTUBHOTO 3[40pOBbsA napbl Gnarogapsi
BO3MOXHOCTM M30exaTb npepbiBaHUSA
©epemMeHHOCTU OOnbHbLIM MIIOAOM, CHU-
XKEHWNE MCUX0-3MOLIMOHANBHOW Harpysku
Ha >XEHLUMHY BO BpeMsi GepeMeHHOCTU
(6ecnokoicTBO 0 HE0HXOAMMOCTU NpoBe-
[EeHNs1 UHBA3MBHOW MpeHaTanbHoW Aua-
rHOCTMKU 1 NpepbiBaHUA MO pe3ynsratam
uccnenosaHus). OcobeHHO akTyarnbHa
pa3paboTka HOBbIX METOAOB Npodunak-
TUKW HacneacTBEeHHOW naTtonorun Ans
nonynsunn ¢ BbICOKOW 4acTOTOW oTAe-
NbHbIX 3a00neBaHui.

Mo paHHbIM ESHRE PGD Consortium,
onybnukoBaHHbIM B 2008 r., obobwwato-
wnm pesynertatbl umknos N0 no 2005 r.,
Ha TOT nepuod B Mupe 6bino NpoBeAeHO
2099 umknos Tl MoOHOreHHbIX gedoek-
TOB [5].

Mooxoawbl k AHK-ananuay B M4 otnu-
yalTca OT CTaHAAPTHLIX METOAOB reHe-
TMYECKOro TecTupoBaHus. Conoctaene-
HW1E CNOXHOCTEN N PUCKOB rEeHETUYECKOTO
TECTUPOBAHNST €OMHUYHbIX KIEeTOK 3MO-
PUOHOB C MHOroobpasvem ” TAXKECTbio
natoreHesa, NeyYeHus1 HacneaCcTBEHHbIX
3aboneBaHuii, AOKa3bIBAET, YTO NEPCneK-
TmBbl passutua [0 npepcraensatoTcA
[OCTaTO4YHO aKTyasbHbIMMU.

CneKkTp HacneacTBeHHbIX 3a6o0-
fieBaHUN, ONsA KOTOPbLIX NpearioxeHa
npeuMnnaHTayMoHHaA QUarHocTuKa

K Hactoswemy Bpemenn NI paspa-
6otaHa ana 170 HacneacTBeHHbIX 3a60-

neeaHui [4]. Cpegn atux 3abonesaHuin
MOHOreHHble AedekTbl C  pPasnU4YHbIM
TUMNOM HacneaoBaHWs: ayTOCOMHO-[0-
MUWUHaHTHbIM, @yTOCOMHO-PELIECCUBHbBIM,
X-cuenneHHbiM, 6onesHn aKcnaHcuu.
HaunbGonbluee 4ncno LMKIoB NpoBOAUTCA
Anst MyKOBMCLUMA03a, remornobrHonatun
1 AVHaMnYecknx mytauui [17].

MpuHLMNManeHO HOBbIV cnocob cove-
TaHUA NeYeHns U NpoUNakTUKA reHHON
naTonoruv npearioxkeH Ans Hacneac-
TBEHHbIX 3aboneBaHuii, TpebyoLmx
TpaHCNMaHTauum KPOBETBOPHbIX KIETOK.
B cembsax, nmerowmx 6onbHOro pebeH-
Ka C TakMMu 3aboneBaHUsAMU Kak aHe-
Musi OaHKOHW, TanacceMuu, codyeTaHue
npenmnnaHTaynoHHoro HLA-Tunuposa-
HUS C aHanM3oM MOHOFEHHOro Aedek-
Ta NO3BONSAET MNaHWpPOBaTb POXAEHWE
300poBoro pebeHka, CTBOMOBbIE KMETKM
(MynoBWHHasi KPOBb) KOTOPOro MOCHy-
XaT ans nepecagku 6ornbHoMmy cubey
[10]. OdpdekTBHOCTL Takoro nopxoda
oYeBMOHa B CBSI3N € NpobnemMoit novcka
NOAXOASALLEero AoHopa WM AokasaHa npu-
MepaMu YCMeLIHOro NpoBeAeHUs TaKux
cnyyaes [NI0. Heobxoanmo y4mTbiBaTh,
4TO OXmaaemasi BepossTHocTb HLA-coB-
MECTMMbIX 3MOPUMOHOB cocTaBnseT 25%.
B cnyuae, korga otbop npoBogutcs no
HLA » no reHoTuny B OTHOLUEHWU ayTo-
COMHO-PELIECCMBHOIO HapyLUeHus, npo-
LeHT 3MOPUOHOB C HOpMasbHbIM FEHO-
TMnom n HLA-COBMECTMMbIX COCTaBrnsieT
nopsaka 19% [8].

MpevMnnaHTauMoHHas [uarHocTuka
npoBoanTCA ANns 3abonesaHnii ¢ NO3gHUM
Havanowm [5, 17]. MNpepnoxeHbl NoAXoAbl
AN NPeMMMIIaHTaLMOHHON ANArHOCTUKN
MUTOXOHApUanbHbIX 6onesHen [2].



OTtanbl npoeaeHus MNrQ

lMnarnuposaHue M4

Ona nnanvpoBaHusa MO Heobxoau-
MbIM SABIISIETCA MONEKYNAPHO-TeHETUYEC-
Koe obcrnenoBaHve CynpyroBs U BbisiBre-
HMEe MyTauuu, SABMSALENCA NPUYNHOWN
3aboneBaHnsi. B xoge koHcymbraumm
C nauueHTamu Bpay-TeHETUK MOMUMO
OPYrMX BaXHbIX BOMPOCOB BbISICHAET
NPUHUMNNanbHbIE C TOYKM 3pEHUsI Mnpe-
mMmnnaHTaumoHHoro AHK-tectupoBaHus
BOMPOCbHI O XapakTepe HacneacTBeHHOro
3aboneBaHus, ¢ koTopbiM obpallaercs
CeMbsl, CTENeHb FEeHEeTUYECKOro pPUCKa,
HanuuMe pesynsTaTtoB MOJEKYNSPHO-re-
HETUYECKUX NCCNEfOBaHNN.

Meauko-reHeTnyeckoe KOHCYNbTU-
poBaHMe OOIMKHO ObiTb 0becneyeHo He
TONbKO NPV NOATOTOBKE, HO 1 NpU NpoBe-
AeHun neyebHoro umkna. BaxHo yuntbl-
BaTb, YTO MEHETUYECKOE KOHCYIbTMPOBAa-
Hue npu NI umeet psg cneumdruyecknx
0COBEHHOCTEW, BaXHOCTb KOTOPbIX He-
nb3si HepooueHusaTb [1, 13].

MoarotoBka k [, nposBoguTca Mo
OBYM HanpaeleHUsM — TEHETUYECKOMY
n penpogyktusHomy. MNposegerHvne OHK-
ONArHoCTUKM ~ SMOPUOHOB  BO3MOXKHO
Tonbko B nporpamme IKO, n cootsertc-
TBEHHO, Heobxoanm Becb 06beM obcne-
OOBaHWsi, NOArOTOBKM N KOHCYNLTUPOBa-
HUS ANst NpoBefeHns nevyebHoro umkna
OKO. CyLuecTByHOT KpUTEPUU, OrpaHNYm-
Batome nposeaenue Mo [14].

MposegeHue NI BO3MOXHO B yCro-
BUSIX TPAHCMOPTHOM CXEMbl, Korga aTtan
OKO BbINonHseTcs B 0OQHOM MeauUMHC-
KoM yupexaeHun, a MNrh — 8 gpyrom. Ta-
Kkasi pabota BO3MOXHa WCKMHYUTENBHO
npu yCrioBUM OTMaXEHHOW CXeMbl BCEX
aTanoB paboTbl U YCNOBUIA TPaHCMNOPTU-
pOBKM MaTtepuana aMOpUOHOB.

ModeomosumernbHbIlt amar

Ona npoeegenunsa T MOHOreHHbIX
aedekToB TpebyeTcs NoAroTOBUTENbHbIN
aTan. 1o cBsi3aHO C NOAGOPOM CXeMbI
rEHETUYECKOro UCCNefoBaHNsA ANst KOHK-
peTHOM cynpyxeckow napsbl. [Nogdupaer-
cs1 cMcTeMa MHpoOpMaTUBHBIX MapKepoB,
CUenneHHbIX ¢ MyTaumen. [ins atoro Hy-
XeH buonormyeckun martepuan poauTe-
new, neten, nHorga 6abyLuek n geayLuek.
[ns rannoTunupoBaHnWst MOTyT MWCMOSb-
30BaTbCsl  CMEpMarto3oMabl  MY>KYUHbI.
HecmoTpa Ha TO, YTO MauueHTbl Npeno-
CTaBNAT pesynbraTbl MOMNEKyNspHo-re-
HETMYECKOro UCCreoBaHUsa MyTauum u
reHeTUYeCKMX MapKkepoB (KOTopble Mornu
ObITb MAEHTUDULMPOBaHbI NIOOLIM METO-
OOM), npoBedeHWe MNOAroTOBUTENbHOrO
aTana B nobom criyyae Heobxoanmo, T.K.
oTpabaTbiBaeTCs NOAXOA BbISBIEHUST MY-
Tauum U MapkepoB, KOTOpbIN ByaeT adgh-
PEeKTVBEH Ha €AMHWNYHBIX KreTkax. JToT
aTan AOCTaTOMHO TPYLOEMOK U MOXET

3aHMMaTb OT OZHOr0 A0 TPexX MecCsLEB.
Tonbko MO 3aBepLUeHWM IJTOro 3aTtana
nauMeHTbl MOryT BCTynaTb B Ne4ebHbIi
umkn SKO-MrA.

BcemyninerHue 8 neuyebHsbit yukn MKCU-
rrg

[Mocne TOro kak MOArOTOBUTENbHbLIN
aTan npowaeH, cynpyxeckas napa Mo-
XKET HauMHaThb NeyebHbi unkn. Ong Mo
MOHOFEHHbIX  0edEKTOB  UCMONb3yeT-
ca metog OKO — UKCWN. Metong NKCH,
nepBoHayanbHO pa3paboTaHHbIN  Ans
npeogjoneHmss  Myxckoro 6ecnnogus,
ncnone3yetcsa B uuknax MNrQ ans npego-
TBpaLleHnss koHTamuHaunen OHK cnep-
MaTO30MAO0B, HE Y4aCTBOBaBLUMX B OMJIO-
OO0TBOPEHUN.

Acnupauyus nonsipHbix meney, u bnac-
momepo8 U 2eHemu4yeckoe mecmuposa-
Hue

Mpouenypa M BknoyaeT B cebs aBa
aTana: Guoncuo KNeTok aSM6PNOHOB U NX
MOMEKyNspHO-LMTOreHeTM4eckoe  n/mnm
MONEKYNsipHO-reHeTn4YecKoe nccrnenosa-
Hne. OCHOBHOW NPO6NeMon AMarHoCTUKN
SIBNSIETCA TO, YTO OHa NPOBOAUTCS Ha
€OMHNYHBIX KINETKAX U XXECTKO orpaHuye-
Ha BO BPEMEHM.

Ona M0 vucnonb3ytoTcs KNeTkn aMm-
OpuoHa w/vnu nonsipHble Tenbua [3, 6,
16]. B Hacrtosilee Bpemsi HeKoTopble
penpoayKTUBHbIE LEHTPbl B MMpE aHa-
NN3MPYIOT TONbKO Gnactomepsl, apyrve
— nonsipHble Tenbla W GnacTomepsl.
Co4yeTaHne reHeTM4ecKkoro wuccregosa-
HUA OnacToMepoB M MONSAPHLIX Teney
nosbiwaetT 3PQPEKTUBHOCTb, HaZex-
HOCTb U pacwmpsieT Bo3moxHoctn M.
leHeTyeckoe TecTUpoBaHWE MOMNSAPHbIX
Teney npu ML paspaboTtaHo 1 ycnewHo
ncnonedyetca rpynnon KO. BepnuHckoro
[16]. Bruoncua nonspHbIX Tenew, ons Mo-
NEeKyNsipHO-TeHEeTUYECKOro  UccneaoBa-
HUSi MPOW3BOAMUTCS MOCHEeAOoBaTENbHO:
nepeoe — [0 NPOBEAEHNsT OMnoaoTBOpe-
HUs1, BTOpoe — nocne. MonsipHble Tenbua
ABMSATCA NOOOYHBIM MPOAYKTOM MeEN-
OTUYECKOro AeneHuss u He TpebytoTcs
ONst fanbHenwero passutus aMOproHa.
AHanu3 nonspHbIX Tenew, UCMnonb3yeTcsi
ONst U3YYEHUS TeHETUYECKUX HapyLLEHW
MaTepUHCKOro NPOUCXOXAEHWS.

OMOpuroH nocne Guoncun NonspHbIX
Teney, NpOAOSKalT KynbTMBMPOBATb U
Ha aTane gpobneHusa Ha ctagum 6-8 kne-
TOK npoBoauTcs Guoncus. 3abupaetcs
OOVH BracTomep OT KaXaoro aMGpuoHa.
Bonblwoe uucno uccnegoBaHWn CBU-
OeTenbcTBYyeT O TOM, YTO MpOBeAeHMe
TakoOW VMHBA3WBHOW ANs amMOpuoOHa MUK-
POMaHUMynALMU Kak acnupaumusi 0gHoro
BGnactomepa He Oka3blBaeT HEeraTMBHOIO
BO34ENCTBUS Ha ero fanbHeviee pas-
BuTME [3]. ACnMpupoBaHHbIE MOMSPHbIE
Tenbua n Gnactomepbl NOMeLLaOTCs B
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MUKPOMPOOVpKM C nuaupyomMm Byde-
pom.

lMepeHoc ambpuoHos

Mo pesynbTatam reHeTU4ecKoro Wuc-
cnefoBaHUs JaloTCsl pekoMeHgauum ans
nepeHoca amMbproHOB (aMBpuoTpaHcde-
pa). MNMepen nepeHocom 3amMOGPUOHOB pe-
3ynbTaTbl FEHETUYECKOTO UCCreaoBaHus
obcyxaaTcsa ¢ naumeHTamm 1 NpuH1Ma-
€TCs pelleHne o TOM, Kakue 3MOPUOHbI
OyoyT MEepeHoOCUTbCA B MOMOCTb MaTKU.
[MepeHoc 3SMOPUOHOB oOcCyLLeCcTBNAETCA
Ha 5-6 cyTku Ha cTaguu GrnacToumcThbl.

OCcoGeHHOCTH npeuMnIaHTaLUOH-
How AHK-gnarHocTuku

Mpu nposegennn MO cywecTsytoT
OTNNYUTENbHBbIE YePTbl, Kak 3MOpronoru-
YECKMX TEXHOMOrMn, Tak N 0cobeHHOCTU
OHK-anarHocTukn.

Ombpuonornyeckui atan MO xapak-
TEPU3YEeTCH TEM, YTO PEenpodyKTUBHLIN
LUEHTP, OCYLLECTBMASIOWMNA  NeYebHbIN
umkn SKO/MKCWU-MTL, pomkeH Bnagetb
MEeTOaMU KyrbTMBMPOBaHMS 3MOPUOHOB
in vitro oo ctagumn GrnacTouncTsl, T.K. Tpe-
OyeTcs BpeMsi Ans BbIMOSIHEHUS FeHETU-
Yyeckoro aHanusa. BaxHeliwee 3HayeHne
ansa nposegenus NI nmeet nogrotoBka
ambpwuorora, KOTOpbIi CMOXET KBanmdu-
LUMPOBaHHO MPOBOAMTL Guoncum nonsip-
HbIX TeneL 1 nacTtoMepos.

OHK-TecTnpoBaHme Ha eOuHWUYHBIX
Knetkax WUMeeT psia NpUHUMNUanbHbIX
[eTanen, KoTopble OnpeaenstTcsi 0Co-
OeHHoCTAMM 00bEKTa UCCreqoBaHnS.

Marnoe konuyecmeo [JHK

[Ona nccnegoBaHUsa OOCTYMHO MUHU-
ManbHoe konuyectBo OHK — reHom of-
HOW KneTkn. MuHumanbHoe KOnM4ecTBO
mMaTtepuana onpegensiet puUcK OTCyTC-
TBMS aMnnndukaLnm 4acTu NTOKyCOB MIn
oTaenbHbIX annenen. MNocneaHee saBne-
Hue, HasBaHHoe ADO (allele dropout),
CMY>XUT OCHOBHOW NPUYMHOW OLLIMBOYHOW
OHK-guarHocTukn reHotMna 3aMOpuroHa.
[na npenoTBpalleHnst 3TOro  SABMEHUst
MCNONb3yeTcs AuarHoCTUKa He OfHoW
MyTaLuMK, a B KOMMNIEKCE CO CLENMEHHbI-
MU C Heto mapkepamm [14, 16]. MNocne ne-
peHoca nonsipHbIX Tenew, 1 brnactomepos
B nuaupyowmn dydep, Mukponpobupkm
C KNneTkamu HeMeOsieHHO 3amMopaxuBa-
I0TCS, XPaHATCA W TPaHCMOPTUPYHTCS
B 3aMOPOXEHHOM COCTOSIHWM, ONia npe-
[OTBpaLleHnss notepyu Matepuana npu
BCTPAXMBAHUN. OKCTPEMArbHO HU3KUE
KoHUeHTpauuun Tectupyemon OHK onpe-
OEensitoT BbICOKUI PUCK KOHTaMMHaLUW.
Heobxoanmo He ToNbKO NMpUHUMaTh BCe
Mepbl 418 NpeaoTBpaLleHns KoHTaMnHa-
LUK, HO N NPOBOAUTb MOCTOSHHbIA KOHT-
ponb. Ona kaxpgoro ambpuoHa 3abupa-
IOTCS1 OTpuuaTenbHble KOHTPONM B BuAe
cpenpbl KynsTMBMPOBAHUS B KOTOPOW Ha-
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XOAMNUCb MONsipHble Tenbua unu bnac-
TOMepbI Nocrie acnupauun.

OepaHuyeHHoe 8peMsi 8bIMOIHEeHUS
uccnedosaHusi

Cnepytoliein 0cobeHHOCTbIO ABNSIET-
Csl OYEHb OrpaHUYEHHOE BPEMsI BbIMOM-
HeHns uccnenoBaHus. KVccneposaHue
[OIMKHO OblTb 3aKOHYEHO K MOMEHTY ne-
peHoca aMOBp1oHa B MONOCTb MaTku — T.e.
K MATOMY OHIO 3MOpPMOHANbLHOrO pasBu-
VS, Korga amMOpWOH OOCTUraeT craamu
bnactounctel. B cnyyae, ecnu B IO
NPOBOAMTCA acnupauus GnacTtoMepos,
TO BpeMmsl, 3a KOTOPOe MOJEKYNsIPHO-
reHeTu4Yeckoe wuccnegoBaHMe [OOIMKHO
ObITb BbINOMHEHO, COCTABMNSIET MAKCUMYM
nBoe cyTok. Ecnu uukn peanusyetcs no
TPaHCMOPTHONM CXeme, TO BPEMS Ha Npo-
BEeOEHMe UWCCNeaoBaHUs YMeHbLuaeTcd
Ha Bpemsi TPaHCMNOPTMPOBKN MaTepuana
B nabopatoputo. Ans npoeeaeHus OHK-
ONarHoCTUKM B TaKMe CXaTble CPOKU He-
obxoanma nogroToBreHHasa cxema mMorse-
KYNsIPHO-TEHETUYECKOTO  TECTUPOBAHUS,
KoTopasi pa3pabaTtbiBaeTcsi Ha MOAroTo-
BUTENbHOM 3Tane.

MeTtoabl npeMMnnaHTaLMoHHON
OHK-gnarHocTukmn

M akTMBHO UCNONb3YETCA B KITMHK-
YecKoM MpakTUKe CneLmanu3npoBHHbIX
reHeTn4eckux nabopaTopuii 1 yxxe He B-
nsieTcs aKCnepuMeHTanbHbIM METOLOM.
Tem He MeHee, MeETOOMYECKNE MOAXOabI
ans acddektmsHoro [JHK-aHanusa egm-
HUYHbIX KIIETOK BCE €LLEe COBEPLLUEHCTBY-
toTca. B cBsisM ¢ ManbiM KONMMYECTBOM
reHeTM4YecKoro martepuana OCHOBHbIM
MEeTOAOM MpeumniaHTaunuoHHoOn Aauva-
rHoctukn aensietcs metog MNUP (nonu-
MepasHOW LIenHON peakuun).

Amnnugpukayusi HK eOuHUYHbIX Krie-
mokK

MpeanoxeHo HeCKonbko CcnocoboBs
amnnundpumkaumm QHK eguHNYHBIX KNEeTOK.
CrangaptHasa MUP mano addektusHa,
MOCKONbKY BbICOK PWUCK amnnudukauum
MS0XOro Ka4ectsa Uy OTCYTCTBUS amn-
nudukaummn. Mpobnema nnoxon amnnu-
uKauMm akTyanbHa B CBA3N C TEM, YTO
TpebyeTcsa npoBeaeHMEe MyNbTUNIIEKCHOM
MUP Ha manom konnyectee OHK, nos-
Tomy [HK-aHanua eauHW4HbIX KrieTok
00bIYHO ABYXaTanHbIi. Ha nepBom aTane
obecneunBaeTca amnnudukauma Bcex
HeobXoQuMbIX NOKycOB B npobupke, B
KoTopyto Obina nomelleHa eauHuvHasi
knetka. MpoaykT amnnudukaumm nepso-
ro atana MoXxeT B AanbHenLweM UCMNosb-
30BaTbCs ANS UCCreaoBaHUSA OTAeNbHbIX
NOKYCOB B pa3HbIx Npobupkax.

Ons amnnuudukaummn OHK egnHmu-
HbIX KNETOK npeariaralTcs Takue croco-
Obl Kak MONHOreHoMHasi aMmnMguKaums
(WGA, whole genome amplification) n
nested-PCR [7, 17]. B nepBom cniyyae

[obvBaloTCa penpe3eHTaTMBHOW aMnnu-
dukaumm Bcero reHoma. OTOT NOAX0M MO-
XeT ObITb yaobeH Ans oAHOBPEMEHHOIO
NPenMnIaHTauMoOHHOIO aHanm3a reHHbIX
nedbekToB 1 aHeynnovaun. [ina aHanusa
aHeynnovamMn npoaykT MONIHOFEHOMHOW
aMnnMurKaLum MOXeT MCMonb30BaThbCA
ONS CPaBHUTENbHOW TEHOMHOW rnbpu-
ousaumm (CGH, comparative genomic
hybridization). Teopetnyeckn aToT noa-
xof ¢ ucnonb3oBaHnem WGA Hanbonee
NnepcrneKkTMBeH C y4eTOM BO3MOXHOCTU
aBTOMaTu3aumm npouecca, ogHaKo rnoka
crnocobbl WGA eanHUYHbIX KMNEeTOK pas-
paboTaHbl He [OCTaTOMHO U Ha cerog-
HALWHUIA AeHb 6onbLUyto 3PEKTUBHOCTL
nokasbiBaeT nested-PCR. B pgaHHOM
crnyyae Uenbl CTaBUTCA He amnnudu-
Kaumsi abConNtoTHO BCEX JTOKYCOB reHoMma,
a MynbTUNNeKcHast aMnnnukaumust nH-
TEepecyrLnxX NoKycoB. Peakuus npoBo-
antes B ABa payHaa. B nepeom payHoe
MynbtunnekcHon MNUP amnnnduumpytoT-
cs 6onee AnNvHHble hparMeHTbl. MNpoaykT
nepBOro payHaa pas3aensercs Ha anukeo-
Thl 1 BO BTOPOM payHAe NPOBOAUTCS YKe
craHgaptHasa TUP ¢ amnnudukaumen
Oonee KOPOTKUX (PparMeHTOB AN Kax-
[0ro fnokyca B MHAMBMAYyarnsHon npobup-
ke. B cnyvaax N0 HLA+MOHOreHHbIn
nedekT B nepBOM payHae MOXET aMnnu-
duumpoBaTbcsa 6onee 20 nokycos.
Hemekyus npodykmoes amnnucghukayuu
AmnnnduumpoBaHHble  parmMeHTbl
aHanu3npyrTca pasnuyHbIMK crocoba-
Mu. [Ina geTekumm MuKpocaTennmToB 1Uc-
nonb3yetca nyopecueHTHOe MeYeHue
MUP-npogykToB 1 aHanm3 ¢ MOMOLLbIO
KanunnsipHoro anekTpodopesa Ha reHe-
TM4eckoM aHanuaatope. [lpu BbisBne-
HUM OLHOHYKNEOTUAHbIX 3aMeH OObIYHO
NPUMEHSETCA CTaHOAPTHbIA PECTPUKLIM-
OHHbI aHanuM3 C AeTekuMen npoaykToB
pPeCTpUKLUM B NONUAKPUITAMUOHOM rene.
[na getekumn geneumn n MHCepLUun Mo-
XeT OblTb JOCTAaTOMHO aHanusa AfuHbI
¢pparmeHToB (MLIP-npogykTtoB BTOpPOro
payHAa) vnu retepoaynnekcHoro ada-
nv3a c MOMOLLBK renb-anekTpodopesa.
OcobBeHHOCTbIO OeTekUuun sBnsieTcs He-
obxogumocTb ObICTporo aHanmsa 6onb-
LLIOrO YMCIa NIOKYCOB 3@ KOPOTKOE BPEMS.
Tak, Hanpumep, ecnu B ne4yebHOM Lukne
nony4eHo 10 am6p1oHOB, TO aHanNU3npy-
totca 10 nepsbix, 10 BTOPbIX MOMSAPHbLIX
Teney n 10 GnactomepoB; BCEro aHanm3
Bknmtovaetr 30 knetok. B cnyyae, ecnu
aHanuaupyetcs 10 nokycoB, BkIo4as
MyTaLMio, TO BO BTOPOM payHae Heobxo-
aumo npoaHanmauposaTtb 300 06pasLoB.
C y4eToM TOro, 4TO TakkKe aHanuanpyoT-
Csl OTpULaTENbHBIN KOHTPOMNb ANS KaX-
[ov Knetkn (No BbIBOPOYHBLIM fOKycam)
1 NMOMOXUTENbHbIE KOHTPOMNM YMCIO NPO6
ans getekumun Benuko. B cBasm ¢ atum

npeanovTUTENbHbI  aBTOMAaTU3MPOBaH-
Hble CnocoObl AeTeKUnN.

PaspabaTtbiBatoTcs MUKPOYMMOBbIE
TEXHOMOrMN ANA aHanvM3a MOHOTEeHHbIX
AedekToB. Passntue B npenmnnaHTaum-
OHHOWM AMarHOCTUKe MOony4alT MEeTOAb
MDA (multiple displacementampilification)
n real-time PCR [15]. NmetoTcs cBeae-
HUs 06 ycnewHbix umknax Mrh ¢ npume-
HeHneMm MDA ans psiga 3abonesaHui, B
YacTHocTM, mMuogmcTpodun [oweHHa,
cuHgpoma Mopkuo [9, 11].
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