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BUONOIMNMYECKMUE MUKPO4YUINDbI
B NPAKTUYECKOWU MEOULMHE
U NEPCNEKTUBbI UX MPUMEHEHUA

KAK UHCTPYMEHTA

AnA CKPUHUHIOBbLIX MPOIMPAMM

B paHHOM o630pe nuTepaTtypbl NpeacTaBieHbl COBPEMEHHbIE AaHHble O MeToAaxX ANarHOCTUKN C UCMOJ1b30BaHMEM BGuronormyecknx MUKPO4Un-
NOB B pasnunyHbIX obnacTtsax npakTuyeckon MeamunHbl. MNMpeanoxeHo n apryMmeHTupoBaHO UCMosib3oBaHWe MeToaa, OCHOBAHHOIO Ha TeXHO10rmm
OHK-mukpoumnos, Ans NpoBeAeHuUs MaccoBOro MONEeKYNApPHO-reHeTU4eCKOro CKpUHMHra retTepo3nroTHOro HOCUTENbCTBa HaCNeACTBEHHbIX 3a-

6oneBaHuii.

KnioyeBble cnoBa: HacrneacTBeHHble 3aboneBaHus, MOHeKyﬂﬂpHO-FeHeTMLleCKMVI CKPWUHWHT, Buonoruyeckne MUKPOYUNbI, NpakTn4eckasa me-

avumHa.

This literature review presents modern data on diagnostic methods using biological microchips in various fields of practical medicine. The use
of the method based on DNA microarray technology for carrying out mass molecular genetic screening of heterozygous carriage of hereditary

diseases has been considered.

Keywords: hereditary diseases, molecular genetic screening, biological microchips, practical medicine.

BBepeHune. Yepepa Bbligatowmxca
oTkpbITM - OHK 1 reHetnyeckoro koga
- MOCNYy>XuUna TON4YKoM K NaBMHOOGpasHo-
My Pa3BUTUIO TEHETUKN U MOMEKYISAPHO-
OMONorMYeckux MeToaoB UCCreaoBaHNN.
B 1977 r. ®pegepukom CaHrepom Obin
pa3paboTaH NepBbIi B COBPEMEHHOM MO-
HUMaHuMM metog cekBeHupoBaHusa [OHK,
nonyuymBLUMA B TE€ BPEMEHa Ha3BaHue
«meToq obpkiBa Lenu». Beckope B 2001 .
ObINN 3aBEpPLLEHbI NPOEKTbI N0 paclundg-
poBKe MOMHOro reHoma 4enoseka. [la-
pannenbHO CEKBEHNPOBAHMIO, MOCre OT-
KpblTsi B 1983 1. nonumepasHowm LenHom
peakuun, CTpeMUTENbHO cTan Habupatb
nonynspHOCTb U Pa3BMBaTLCSA eLle OauH
METO/l, B KOTOPOM KOMOWHUPYHOTCS Ha-
paboTKM HECKONbKUX oTpacren ot oumo-
NorMn A0 SNEKTPOHUKN - TEXHONOMMNS MU-
KpoumnoB. bBuonorvyeckne MUKpouMnbl
— 9TO MUKpPOMATpULbl C HAHECEHHbIMU
Ha TBEpAY MOANOXKY pPasnnyHoOro poaa
OvononvMepamn B KayecTBe 30HO0B U
nccnegyemMbiM Gronornyecknm mMatepu-
anoM B poSiv MULLIEHEW.

CyLlecTByOT OBa TuMNa MUKPOYUMOB
- BbICOKOW W HW3KOW MMNOTHOCTU, KOTO-
pble HaWM LWMPOKOe MPUMEHEHNE B
byHOaMeHTanbHbIX MCCNeoBaHUsIX U B
pasnuyHbIX 0brnacTax npakTu4eckon me-
OnunHbl. /3rotoBrneHne MMKpoYnnoB Bbl-
COKOW MNOTHOCTU OTNNYaEeTCs CUHTE30M
30HO0B NPSMO Ha nognoxke. Hanpumep,
paspabotaHHasi komnaHueln Affimetrix
TexHomnorus dotonuTorpacmm ¢ MUKpPO-

Hayu.-uccn. na6. M CB®Y nm. M.K. AMmo-
coa: CABBUHA Mupa TaupxaHoBHa — H.C.,
mira@savv.in, MAKCUMOBA Hapexpa Po-
MaHOBHA — [J.M.H., PyKOBOAUTESb.

ynnamu GeneChip npegHasHaveHa ans
aHanm3a kpynHbix dparmeHToB OHK n
BCEro reHoma opraHuama. Takue Bugpl
MUKPOYMMOB TPebytoT [OPOroCTOsILLEro
obopynoBaHua ¥ crneynansHO OBy4YeH-
HbIX CreuuanuMcToB-61MonHgopmMaTnKoB
AN MHTepnpeTaumn orpoMHoro obbéma
nHdopmavrmm [21].

Heckonbko MHOW MNOAXOL NPUMEHSs-
eTcs Npu  W3rOTOBMEHUM MUKPOYMIOB
HWM3KOW MNMOTHOCTU, B KOTOPOM 30HAbI
HAHOCSTCA Ha 3apaHee NoAroTOBMEHHbIE
NMOBEPXHOCTU MOAMOXKMN. B knuHu4eckomn
MeauunHe Bce Gonblue HabvpatoT nony-
NSIPHOCTb MUKPOUMMbI HU3KOW NIIOTHOCTK
BBUAY UX HU3KOW ceOeCcToMMOCTH 1 crnew-
NPUYHOCTM UnccregyemMbix parMeHToB
OHK.

MpumeHeHne OMONOrMYECKUX MMU-
KPO4YMMNOB B NpaKkTU4ecKon MeauLmHe.
3HaunTenbHasa YacTb NPOBOAUMBIX reHe-
TUYECKMX MEeAMUMHCKUX UCccneaoBaHui
B HAcCTOALMA MOMEHT HanpaBreHa Ha
[ONarHOCTUKY MOHOFEHHbIX 1 MyrnbTUdak-
TOopuanbHbIX 3aboneBaHui, BbI3BaHHbLIX
TOYEYHBIMW MyTaUMsIMU B FrEeHOMe - Of-
HOHYKNEOTUAHbIMK  NonUMopdU3MaMu.
OHK-mMukpounnbl  Mcnonb3yroTca  Ans
MOeHTUdUKALUMM MyTauuii 1N reHeTude-
CKUX MonMMopdU3MOB AN BbISIBMEHWS
HacneacTBeHHbIX ©OonesHen, Hacneg-
CTBEHHOW NpeapacnofioKeHHOCTH K pas-
NIMYHBIM  LUMPOKO  PacrnpoCTPaHEHHbIM
3aboneBaHuaM, Hanpumep, k Aunaberty,
cepaeyvHo-cocyancTbiM  3aboneBaHusaMm,
OHKomoruu, odTanbMonornm, a Takke
0N OWAarHOCTUKM  UHGEKUMOHHBIX 3a-
OonesaHun. B Tabnuue npencrtaeneH
CMUCOK AMarHOCTUYECKUX MUKPOUUIOB,
pa3paboTaHHbIX AN MCMOMb30BaHWSA B
KINMHUYECKON MeaguunHe.

MpodununpoBaHe 3KCNpeccuMm reHoB
¢ nomouibto AHK-mMuKpounnoB gaet uH-
dopmaumo 06 OTHOCUTENbHbLIX Pa3nu-
YMAX B SKCMPECCUMU FeHOB Mexay OBYMS
pasHbIMW  KIETOYHBbIMW  NONYNALMAMMN,
HanpvmMmep, B CpPaBHUTENIbHOM aHanuae
TEX WKW MHbIX NPenapaToB, UCMbITbIBae-
MbIX Ha KyNbTYpHbIX KrneTkax, unv cpas-
HEHMEe 3KCMpeccun TFeHOB B PaKoOBbIX
KneTkax C HopmarsnbHbIMK KneTkamu [28].
[eHom yenoBeka cocTouT M3 3,2 MNpA
HykneoTngoB. o HeKoTopbIM OLEeHKaM,
B HEM HacuuTbiBaeTCst 0Korno 10 MIH Hy-
KNEeOTUAHbIX 3aMeH - TaK Ha3biBaeMbIX
OOHOHYKNEOTMAHbIX  MONMMOPKMU3MOB
(OHTIT). OHIN pacnpocTpaHeHbl Mo BCeEMyY
reHomMy M MOryT ObITb MCMOMNb30BaHbl B
Ka4yecTBe reHOMHbIX MapKepoB A4S nouc-
Ka CBSA3U Mexay reHamu 1 3aboneBaHus-
mu. OHI no ¢yt npeactaBnsioT cobow
3aMeHy OfjHOrO a3oTUCTOrO0 OCHOBaHWS B
OHK Ha gpyroe. Hanpumep, ryaHuH 3a-
MeLLaeTCa Ha LMTO3MH, B TO BPEMS Kak
BCE Jpyrve OCHOBaHMS, PacrnonoXeHHbIe
PSIAOM, OCTalTCA HEM3MEHHbBIMU. Tak Kak
OHIN mMOXeT HaxoaWUTbCst BHYTPU OLHOrO
reHa, Tak U B HECKONbKUX cpasy, npoba
ANst MMKpoYMna JoSmKHa ObITb CKOHCTPY-
MpoBaHa TakuMm o0O6pa3om, 4ToObl Obin
OXBa4eH BeCb reHOM. OTO MOXET ObITb
Cepbe3HbIM NPENnsTCTBUEM A1 MOMNHore-
HOMHOrO aHanu3a [34]. Ha pucyHke npu-
BeEeHbl OCHOBHbIE 00NAacTN NPUMEHEHUS
ANarHOCTUYECKUX MUKPOYUMOB B KIMHU-
YecKoW MeanLmMHe.

[OunarHocTnyeckme MUKpoOYMNbI B
KNUHU4YecKon MepuuuHe. Mukpoyurbi
O noucka 6uomapkepos Myrnbmugak-
mopuarsnbHbix 3abonesaHull. OTKpbITME
HOBbIX crneuududeckmx bromapkepos,
CBS3aHHbIX C KOHKPETHbIM 3aboneBaHu-
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)IuarHocnlqeclme MHUKPOYHIIbLI B KJIHMHUYECKOMH MeJIUIUHE

Knaccngukanus/nassanne

3aboneBaHne/BO30yIUTENTH

Jlurepatypa

Mukpouunul 0113 noucka 6UOMapKepos
MYTbMUGaKmopuansHulx 3a001e6anuil

Bonesns Kpona

[11]

Caxapubrii quabet I Tuna

[26]

Omkonoruyeckue 3a00s1eBaHusl, TOIMMOP(U3MBI B TeHAX CH-
cTeMbl OnoTpanchopMaIyy, NOIUMOPGU3MEI B TeHaX PEHHU-
HAHTHOTEH3MHOBOM CHCTEMBbI

(3]

Criopanuueckas Gopma 6one3nn AnpLreiimepa

(4]

Pak MoTOYHBIX Kene3

[12]

PesncreHTHOCTH K XUMHOTEpAInU IIpru pake MaTKu

[36]

Muxkpouunvt 0111 OuacHocmuKy UHGEKYUOHHBIX
3abonesanuil

TyOepkynes W €ro JEKapCTBEHHO-YCTOWYUBBIC —(OPMBI;
Bo30Oynurenu BIY, renarutos B u C, ocibl, 2 THIIOB IPOCTOTO
reprieca, CHOMPCKOH SI3BBI, BUpyca rpumma A

[12]

OHKOTCHHbIC ~BapuaHThl I[ITaMMa BHUpPYCa MHANWLIIOMBI
yesoBeka 18 tuna (HPV-18)

[33]

AJIleHOBHPYCBI, 00KaBUPYC, XJIaMUAH03, KOPOHABUPYCHI THIIOB
229E, OC43, NL63, HKUI, meranmHeBMOBUPYC 4eJIOBEKa
(hMPV) tunoB A u B, rpunn A, Bupycsl rpumnmna B, rpurmm
C — Mycoplasmae. 4, peciupaTOpHO-CHHIINTHAIBHBIA BHPYC
(RSV) tunos A u B, u puHOBHpYCHI

Helitponenus

Pe3MCTEHTHOCTh K HPOTUBOTYOEPKYJIE3HOMY —IIpernapary
OramOyTon

IMarorensl mpu OakTepHaNbHBIX W TPHOKOBBIX HHQEKIUIX
TOJIOBHOTO MO3Ta

AIV, NDV, IBV and IBDV B nensix npuMeHeHNsI B pyTHHHOM
MacCOBOM 3MUIEMOJIOIHYECKOM MOHUTOPHUHIE

Murpouunst 015 OUAZHOCMUKU 2CHEMUYECKUX
3abonesanutl

XpOMOCOMHBIE  HapyllICHHs, CBSI3aHHbIE C  3aJCpP>KKOU
pa3BUTHA W BpPOXICHHBIX MOPOKOB (cuHApoM JlayHa,
cugpoM Ilaray, cungpom DOpBapna, cusapom Tepaepa,
cuagpom Kumaitadensrepa, 3anepxka anbga-ranacceMuu-16,
Heliponarus Ilapko-Mapu-Tyra 1A, cunapom Kpu-nro-uar,
HaCJEACTBEHHAS] HEBPOMATHsI CO CKIOHHOCTBIO K Mapaiudy
ot crasienus (HNPP), cunnpom Ilpanepa-Buummi, cuaapom
PyOunmreiina-Taitbu, cuagpom BumesimMca U CHHIPOM
Bonbda-XupurxopHa)

[16]

T'emornoOuHoOIaTHst

[NepBuunEIl IMMyHOIEHUIUT

MyxkoBucuua03

Bonesnn Tes-Cakca, curapom biyma, OGone3nn Kanapana,
Humanna-ITuka A, cemeifHOW IW3aBTOHOMHH, TOPCHOHHOU
JCTOHUM, MyKonunuao3 [V tuna, anemun @ankoHu, 001e3HA
Tomre, 601e3HM HAKOIUIEHHS TIIMKOTreHa A Tumna, 001e3Hb MOUH
KJICHOBOTO CHpOIa, HECHHIPOMAJIbHAs CEHCOHEBpATbHAS
TYrOyXOCTh, CEMEHHas CpEeIU3eMHOMOpCKAs JHXOpaaka Hu
0os1e3Hb HaKoIIeHHs ikKkoreHa 11 tumna

Cunjpom Busibcona

[22]

N

MynbTudakTopuanbHele
3abonesanna

4

[uarHoctuyeckme
MUKpo4Unbl

WpeHTndbrkaums natoreHoB:
BUPYCbI

«  bBaktepun

*  rpubku

NHpeKymoHHbIe
3abonesanma

N4

Mouck SNP, accoummnpoBaHHbix ¢ M®3:
*  OHKomorus

*  CepAevHO-CocyancTas cuctema

«  [wabet v ap.

]

8

*  AHanua xpomMocom
leHeTnyeckne *  AHanua ToYeyHbIX MyTauun
3abonesanus «  Ananus SNP

I'IpvlmeHeHme ANarHoCTU4eCKnx MMKpo4unos B KITMHMYEeCKOW MeauuuHe

€M, O4YeHb BaXKHO AN NMOCTAaHOBKU TOM-
HOro AuarHo3a, paspaboTku nekapcTs.
Mowckn Buomapkepa ¢ MCNOMNb30BaHUEM
OHK-mukpouuna ocywiecTBnsoTca  ny-
Tem aHanusa 6onbLoro o6bEma AaHHbIX
06 ypOBHSIX 9KCNpeccun npv pasnunyHbIX
FEHOTUMNYECKNX, (DEHOMUYECKUX N KO-
NOTMYECKMX YCMOBUSIX, YTO MO3BOMSET
naeHTnduumpoBaTtb Gonbluee Konu4e-
cTBO KaHgupatoB. OH no3BonsieT ofHo-
BPEMEHHO  MAeHTudMUMpoBaTb  6Buo-
MapKkepbl-kaHaMAaTbl  NyTeM aHanuaa
AnddepeHumanbHo  3KCMPeccMpyemblxX
reHOB B CPaBHEHMM C HOPMOW U NaTono-
rvei. TwartenbHO MPUMEHSS KIMHUYe-
ckne obpasupl Ha pasnMyHbIX CTagusAx
unu ycnosusx Kk mukpoumny AHK, moxHo



BbISIBUTb TE reHbl, KOTOpble cnewunduye-
CKM CBSi3aHbl C pasnMYHbIMU CTaausiMu
3abonesanus. MNoaxoabl Ha ocHose [HK-
MUWKPOYMMOB Ansi noucka GrvomapkepoB
NPUMEHSANUCH ANSA U3YYEHUSA HECKOMbKNX
XpOHMYEeCckux 3aboneBaHuii, BKIOYas
anabet, apTpuT, CepAevHO-CocyaucTbie
N OHKonormyeckme 3aboneBaHusi. Ha-
npumMmep, GromMapkepbl Ans AMArHOCTUKK
cucteMHon kpacHoun BonyaHku (CKB) un
peBmarovgHoro aptputa (PA), koTopble
ABMASIOTCH  XPOHUYECKMMU  ayTOUMMYH-
HbIMW ¥ BOCManuTenbHbIMM 3abonesa-
HUAMW, MOTyT ObITb MPOBEPEHbI NyTEM
NpoMIMPOBaHNSI 3KCMPECCUM B NENKO-
uuTax, Mmockonbeky AnddpepeHumansHas
9KCMpeccusl reHoB B NenkouuTax SBHO
nmeeT oTHoweHne k CKB n PA. OcTteo-
apTpuT, OereHepatuBHoe 3aboneBaHue
CYCTaBOB, KOTOPOE MOXHO cnyTaTtb c PA,
Takke MOXHO AMArHOCTMPOBATb C MOMO-
LU0 NPOUIIMPOBaHNS 3KCNPECcCcUmn nen-
koumToB. OCHOBbIBasICb Ha 3TUX dpakTax,
Wohlgemuth ¢ coaBT. paspabotanu me-
TOL4 OMarHOCTUKA U MOHUTOPWHra ayTo-
MMMYHHOTO MITM XPOHMUYECKOro Bocnanum-
TenbHoro 3aboneBaHusi, B 0COGEHHOCTU
CKB, Ha ocHoBe anddepeHumnansHo
akcnpeccupyembix reHoB. OTobpaHHbie
reHbl ObINV LONONHUTENBHO U3YYeHbI Ny-
TEM CPaBHEHUS UX C KMMHUYECKUMMN OaH-
HbIMW. HykneoTugHble nocnegoBaTenb-
HOCTM BbIOpaHHbIX reHoB Gbinu onpeae-
NeHbl U UCMOMNb30BaHbl AN ANarHoCTUKN
aTux 3aboneBaHun [5]. bonesHb KpoHa,
SI3BEHHbIN KOMUT M BOCMNanuTenbHoe 3a-
OoneBaHue kuweyHuka (B3K) Takke
MOXHO [OMarHOCTUpOBaTb C MOMOLLbIO
reHoB-OMomMapKkepoB, BblIOpaHHbIX U3
npodurnen aKCNpeccum reHoB C UCMOoSb-
3oBaHnem [HK-mukpouunos. B yacTHo-
CTW, ANsi OLEHKM MporHosa WU rnevyeHus
BaXkeH AanarHo3 B3K ¢ BbicOKOW YacToTomn
1 3abonesaemocTbto. Mannick n ero kon-
nern N3roToBUNM ANArHOCTUYECKUIA Yumn
ans 3aboneBaHWil, OCHOBAHHbLIA Ha Mo-
cnepoBaTenbHOCTSX U3ObITOYHO U Hedo-
CTaTOYHO 3KCMPECCUMPYEMbIX FE€HOB, OTO-
OpaHHbIX MpPU MOMOLLM YMMNOB BbICOKOMN
nnotHoctn Affymetrix GeneChip. B pe-
synetarte y naumentoB ¢ B3K 25 nocne-
JoBaTenbHocTen 6binu naeHTUdULMpo-
BaHbl Kak reHbl, oTHocsilwmecs k B3K, uto
4ano JyeBcTBUTENbHOCTL 84% U cneu-
ngpuyHocte 100%. Mpu G6onesHn KpoHa
y MauMeHTOB C SI3BEHHbIM KONMuUTOM 36
reHoB ObiNM MAEHTUUUMPOBAHbI  Kak
reHbl, oTHocsLWmMecs Kk 6onesHn KpoHa ¢
A3BEHHbIM KOMUTOM, YTO Aarno YyBCTBU-
TenbHOCTb U cneundmyHoctb 80% [11].
YyeHble Natarajan n Myao paspa6o-
Tann OHK-mukpounn ons kaptuposaHus
MoauMKaLUUin TMCTOHOB B KOAMPYHOLLNX
obnacTax reHoB, y4acTBYHWOLMX B pery-
naumm n akcnpeccun reHoB. OHM cpaB-

HUMW NaTTEPHbI MOAUMUKALMA TMCTOHOB
B KOAMPYKOLMX 06NacTax reHos, cnew-
MUYHbIX 4na 3a6oneBaHnsi, C MOMOLLbIO
aHanu3a nokanusauuy BCEero reHoma c
MCMNONb30BaHMEM UMMYyHOMNpeuunmuTauum
XpoOMaTuHa, CBA3aHHON C MUKpoYMnamu
k[OHK. Bbinv oTobpaHbI Te reHbl, KoTopble
NPOSIBNSANM NOBbILWEHHYO (bonee yem B
2 pasa) 1 noHmxeHHyto (MeHee 0,5-kpar-
HYH) 9SKCMpPEeccuio npu onpeneneHHbIX
ycnosusix. B aTom nateHTe npennoxeH
METOL, OnpeferneHvs pucka pasBUTUS
3aboneBaHns NyTemM M3yYeHust Hanmuus
U OTCYTCTBUA MOAMMKALIMN TMCTOHOB
(ammetunuposaHne H3-K9), cBsizaHHbIX
c agnabetom | Tuna, KOTOpPbLIN ABNSETCA
ayTOMMMYHHbIM 3aboneBaHuem n MOXeT
COMpPOBOXAATbCSl TaKMMU OCMOXHEHUSI-
MW, KaK peTmHonaTtusi, HeBpo- N Hedpo-
natus [26].

B Poccuu, B IHCTUTYTE MONEKynsipHowm
6uonormm mm. B.A. OHrenbrapta PAH,
paspaboTaHbl MUKpPOYMNbI OIS aHanu3a
OOHOHYKMNEOTMAHbBIX NONMMMOP(U3MOB Y
YyerioBeka npu pasnuyHbIX 3abornesaHu-
Aax: Ovounn Ans AuarHOCTUKM numdo-
nponudepaTBHbIX 3aboneBaHun, Mu-
KpOYUnbl AN BbISIBNEHUS Y AWArHOCTUKN
reHeTUYECKON NpeapacrnonoXXeHHOCTU K
pasBUTUIO OHKOINOTMYeCKnx 3abonesaHuii
pasnuyHon 3TMONOrMn 1 Ansa onpenene-
HUS MHOVMBWAYanbHOW YyBCTBUTEMNbHO-
CTU K HEKOTOPbIM NeKapCTBEHHbIM MNpe-
napatam v gpyrve, npegHasHadYeHHble
ONs aHanu3a nonumopduama B reHax
cucTembl BuoTpaHcdopmaummn, onpeae-
neHus nonuMmopduama B reHax peHu-
HaHMMOTEH3NHOBOW CUCTEMbI U FreHax re-
MocTasa M ucnonb3yemble Ans aHanusa
reHeTUYECKON NpeapacnofioKeHHOCTU K
pasBUTUIO OCIOXHEHWU npu BepemeH-
HocTu [3]. PaspaboraH Guonorudeckun
MWUKPOYMN, MpeaHasHa4YeHHbIn Ansg 13-
yYyeHus HacnedCTBEHHOW npeapacno-
TNIOXXEHHOCTW K crnopaguyeckon dopme
6onesHn Anburenmepa. buounn cnoco-
6eH onpegensaTb 10 NONMMOPdHbLIX Map-
kepoB B reHax APOE, TOMMA40, APOJ,
EXOC3L2, GAB2, A2M, CR1, BIN1 u
PICALM. Tpoueaypa reHoTMNMpoBaHUs
BKITIOYaeT amnnudurKaumio HyKneoTua-
HbIX MOcneaoBaTenbHOCTEN BbIOPAHHbIX
reHOB W MocreayoLlylo rmbpruansanmnio
dnyopecUeHTHO MEYEHHbIX Y4acTKOB C
annenb-cneundpudHeiMn  OHK-3oHgamu,
nmmobunm3oBaH Ha 6uounne [4]. Bein
paspaboTaH MMUKpPOYMM HMU3KOW NNoT-
HOCTM, KOTOpbIA COAepXuT B cebe map-
kepbl 132 reHoB, AuddepeHumansHo
3KCMpeccHpyeMblX NpU pake rpyau, a
TakKke acCoOLMUPOBAaHHBIX C MPU3HaKamu
3110Ka4eCTBEHHOW OMnyxonu (HapyLueHus
KNETOYHOro LMKNa, ropMoHarnbHas 4yB-
CTBUTEMBLHOCTL, NPOTEoNu3), u paspabo-
TaHHasi cucTema nokasarna cebsi kak anb-

12021 RN o7

TepHaTMBHbIN CMOCcob AMarHoCTMKK paka
rpyav Ha paHHen ctagum [12]. YueHbiMun
n3 Kutas 6bin npegnoxeH cnocob Ha oc-
HOBE MUKpOYMMa HU3KOWM MIIOTHOCTU, KO-
TOPbLIN NO3BONSAET onpegenuTtb 83 oud-
depeHLmanbHO IKCNPECCUPYOLLNX reHa,
CBUIETENbCTBYIOLWMX O PE3UCTEHTHOCTH
K XumuoTepanuu npu pake matku [36].
MeKcukaHCKOM rpynnor  y4YeHbIX Obin
CO3[aH KaK MHCTPYMEHT A1 CKPUHWHIA U
paHHEero BbISIBNEHUSA 3110KaYeCTBEHHOIO
paka OnUryHOKNeoTUAHbIN Guodmn ans
BbISIBMIEHNUST 19 TOYEUHbIX MyTauui B 5-Mm,
7-M 1 9-M 3k30Hax reHa TP53, koTopbin
SIBMNSIETCS U3BECTHLIM OHKOrEHOM - MyTa-
UMM B HEM MPUBOANAT K ManurHmM3aumn n
HabnopatoTca y 6onbluMHCTBa B0MnbHbIX
pasnuyHbiMi Buaamu paka [23]. Bbin
pa3paboTaH OnUroHyKNeoTUAHbIA Buro-
yun Ons BbISiBNEHUst HocuTenbcTBa 182
mMyTauun B reHax LDLR w APOB, BblI3bl-
BalLLUX TUNEPXONUCTEPUHEMMIO, KOTO-
pasi B CBOI odepeb NpMBOAUT K PaHHUM
3aboneBaHuaAM  cepaedHO-COCyauCTON
cuctembl [10].

Mukpoyurbl Onsi QuasgHOCMUKU  UH-
PEeKUUOHHbIX 3abonesaHull. OHK-
MUKPOYMNbI  LUIMPOKO WCMOMb3YTCA W”
COBEPpLLUEHCTBYIOTCS M B obnactn gua-
FTHOCTMKN  PAsnUYHbIX  UHMEKLUMOHHbIX
3aboneBaHuini. Tak, paspaboTaHHble B
WHcTnTyTe  monekynsipHoW  Guomnoruu
um. B.A. Oxrenbrapta PAH rugporenu-
eBble MMVKpPO4YMMbl MO3BOMSAT onpeae-
naTe BO3byamTensa Tybepkynesa u ero
neKapCcTBEHHO-YCTONYMBbIE opMbI;
Bo3byauTenen BWY, rematntoB B n C
(22 noagtuna), ocnbl, 2 TUMNOB NPOCTOrO
repneca, cuBUPCKOM A3Bbl, MHMEKLNI
HOBOpPOXAEHHbIX, 30 MOATMMNOB BUpyca
rpunna A, Bkntovas ntmuymn rpunn H5N1.
[24]. Y4eHbIMM M3 MEKCMKAHCKOro YyHU-
BepcuTeTa Obin pa3paboTaH ONUroHykne-
OTWAHBI MMKPOYMM HU3KOM MNIOTHOCTU
ans ObICTPOro CKPUHWHIra OHKOFEeHHbIX
BapvaHTOB LUTaMMa BUpyca nanurnniombl
yeroseka 18 tuna (HPV-18). Ncnonbay-
emasi B pa3paboTke TEXHOMOrnsi MoXxet
ncnonb3oBaTtbcsa Ans anddepeHumaunm
TPEX BO3MOXHbIX (PUNOreHeTUYeCcKnx
BetBe HPV-18 [33]. Y4yeHbIMn yHUBEpP-
cuTeTckoro konnegxka OybnvHa onvcaHa
pa3paboTka TecT-CUCTEMbl Ha OCHOBE
OIMUIOHYKMEOTUAHBIX MWKPOYUMOB  Anst
OOHOBpPEMEHHOro OBHapyxeHusi, aud-
depeHumnaummn n TunnposaHusa 18 supyc-
HbIX U GakTepuanbHbIX PecnMpaToOpHbIX
naToreHoB, BkIovas 16 BMpycoB U [Be
atunuyHble GakTepuu: aaeHOBUPYCHI,
6okaBupyc, xnamuanos (Chlamydophila),
KOopoHaBupycbl TunoB 229E, 0OC43,
NL63, HKU1, meTtanHeBMOBMPYC 4erno-
Beka (hMPV) tunos A u B, rpunn A, Bu-
pycel rpunna B, rpunn C — Mycoplasmae.
4, pecnupaTopHO-CUHLUTMATNBHBIN BUPYC
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(RSV) tunos A n B n puHosupycsl [13].
Moxoxmn nogxon Obin MpUMEHEH npu
pa3paboTke MuKkpouuna Ans GbICTpon
OVMarHOCTUKN MHMPEKLMIA KPOBOTOKA, Bbl-
3BaHHbIX BakTepuanbHbIMK natoreHamu
B neguatpum mn obwen Tepanum [27].
MUP-amnnudmkauma B coyeTaHunm C
OJMUIOHYKNEOTUAHbLIM MUKpouunom beina
ucnonb3oBaHa Ana  uaeHTudmkauum
6aktepun Bacillus anthracis Ha ocHoBe
ITS-yuactka B pPHK. B Heckomnbkux mnc-
crnegoBaHMAx coobLuanock 06 cnonb3o-
BaHMM MUKPOYMMNOB ANst naeHTudunkaumnm
NaTOreHHbIX APOXCKEN U MIeceHn nyTem
HauenueaHusa Ha ITS-y4acTok B reHax
pPHK rpu6os [14]. B gpyrom uccnepgo-
BaHUKM 6bin co3gaH AHK-mukpoumn ang
obHapyxeHusa 1 ngeHtndukaumm 14 ya-
CTO BCTpeYarLUmMxcsa rpubKoBbIX natore-
HOB B KIMMHMYeCKuX obpasuax, B3sTbIX Y
nauueHToB ¢ HenTponeHven [18]. B yHu-
BepcuteTe bapcenoHbl Obin NpeanoxeH
cnocob Ha ocHoee [HK-Mukpounna gns
O[HOBPEMEHHOM ANarHoCTUKN MyTauuin B
reHe embB, 4TO CBMOETENLCTBYET O pe-
3WCTEHTHOCTU K MPOTUBOTYOEPKYNe3HOo-
My npenapaty dtambyTon [25].
OHK-mukpounn gns  getekumn 14
wrammoB baktepun (Klebsiella pneumo-
nia, Acinetobacter baumannii, Pseudo-
monas aeruginosa, Escherichia coli, Hae-
mophilus influenza, Stenotrophomonas
maltophilia, Neisseria meningitidis, En-
terobacter spp., Entercusaptokcus fae-
calis, Enterococcus Strelocochyconia
monstochycium n NMHEBMOKOKKOCOLUTO3
daeoumym 4 wramma rpubkos (Candi-
da albicans, C. tropicalis, C. glabrata n
Cryptococcus neoformans) naTtoreHoB
npu GakTepuanbHbIX U TPUOKOBBLIX WH-
dhekumax ronosHoro moara [9].
KazaxcTaHcKMMK y4eHbiMu Gbin onu-
caH cnocob 3KCMpecC BbISIBNEHUSI BU-
pycHbix 3abonesaHuii AlV, NDV, IBV and
IBDV ogHOBpEeMEHHO B Liensx npumMmeHe-
HWUS1 B PYyTUHHOM MacCOBOM 3MMAEMOIIO-
rMYecKoM MOHUTOPUHre. [31].
Mukpoyurbl dns duaezHOCMUKU eeHe-
muyeckux 3abonesaHuli. 3apybexHble
komnaHum Affymetrix n lllumina npeg-
CTaBnAT GrouMnbl ANA reHoTMNMpoBa-
Hust 2800000 1 1000000 OHIM cooTBeT-
CTBEHHO. TexHOonormm 9TUX KOMMaHUN
OCHOBaHbl Ha MeTofax annenb-crneL-
ncpmyHom rmbpuamsauum 1 annenb-crnew-
NPUYHOrO YANMHEHUSI Npanmepa, COOoT-
BETCTBEHHO. B annenb-cneunduyHomn
rmbpuavsaunm 30HObI  COCPEeOTOYEHbI
B LEHTPE yyacTka MyTauuu Tak, 4Tobbl
BapnabenbHOe OCHOBaHME OKa3biBaNoChb
B cepeauHe 30HAa. DTO NO3BOMSET Mak-
cMManbHO npeBpaTUTb  06pas3oBaHue
Hecneumduyeckn CBA3aHHbIX rmMépuaos,
M 4YyBCTBUTENbHOCTb 30HAA K MULLEHMU
CyLLLECTBEHHO MoBbiWwaeTca. Ansi obHa-

py>xeHusi KoHkpeTHoro OHIT ucnonb3aytoT-
Csl iBa 30HAA: OAMH 30HA COOTBETCTBYET
OOHOMY annernbHOMY BapuaHTy, a Apy-
ron 30H4 npegHas3HadyeH Ansi BTOPOro
annenbHoro BapuaHTta. leHoTun onpeae-
NsieTCa NoCcpeacTBOM aHanu3a OTHOCU-
TENbHON BENWYMHbI CUrHana 3Tux ABYX
30HOoB. Hecmotpa Ha ato, Affymetrix
ncnonb3yeT okorno 20 30HAOB AN Kax-
poro npoaHanuauposaHHoro OHI1, yTo-
Obl nony4nTb 6onee ToYHbIE pesynbTaThl
aHanusa [20]. Ta e TexHomorus, npu-
MeHsiemasa ans aHanusa OHI1, ucnonb-
3yeTca AnA reHoTUNUpPOBaHWs onpege-
NEHHBbIX MyTaLuii, KOTOpble BbI3blBAOT
MOHOreHHble 3aboneBaHus. TexHonorus
OvoumnoB 3gecb 3PHEKTUBHO 3aMEHAET
TPYAOEMKYIO U ONUTENBHYK TEXHOMOIMIO
cekBeHMpoBaHus. Ecnn paccmatpuBatb
MeToAbl, Mcnonb3ylLmneca B Guounno-
BbIX TEXHONOMMAX UM METOAbl CEKBEHU-
poBaHuUs, GUoYUNbI UMEIOT psia NPeumy-
LLeCTB: OHY felueBre, bbicTpee N MeHee
Tpygoemku. 3aboneBaHns, Bbl3BaHHblE
XPOMOCOMHbIMW HapYLUEHUSIMM, BKIHOHa-
OT HECKOMbKO TUMOB, TaKMX Kak CUHOPOM
[ayHa (cBA3aHHbI C Xpomocomown 21),
cvHgpom OpBapaca (xpomocoma 18),
cuHgpom [Matay (xpomocoma 13), cuH-
apom TepHepa (XO) u cuHgpom KnamH-
densrepa (XXY), 4To NnpMBOAUT K HEOO-
paTUMbIM  (PU3NYECKUM U MCUXNYECKUM
OTKIOHEHUSIM W [aXe K CMEepTHOCTU.
MuKpOYMMbI LUMPOKO NPUMEHSIHOTCS B LiK-
TOreHeTuKe AN BbISIBNIEHUS] pasnnyHbIX
XPOMOCOMHbIX natonorun. K npumepy,
XPOMOCOMHbIV MMKPOMAaTPUYHbIN aHanm3
(XMA) ans BbisiBNeHUs Bapvauuii Ynucna
KOMWiA, rTOMO3WUIOTHOCTU U TPUMNIoMauu,
3aMeHSILLINIA KapuoTMNMpOBaHME B Ka-
YeCcTBE OMAarHOCTUYECKOro MHCTPYMEHTa
Ons MHOTMX Crny4vaes, Koraa noao3peBa-
ercad xpomocoMHasas XMA, 3HaunTenbHO
6onee vyscteuTeneH (o1 10 go 100 kb),
YyeM TpagULMOHHOE KapuOTUMNMpOBaHWE
(o1 5 oo 10 Mb). Kpome Toro, XMA He Tpe-
OyeT KynbTUBMPOBAHWS KIETOK, YTO CO-
KpalLaeT BpeMs 06paboTkM pesynsraToB
N SBNSIETCS OT/IMYHBLIM anbTePHATUBHLIM
WHCTPYMEHTOM, KOrga AeneHue KIeTok
HEeOOCTYMHO Ansi aHanu3a. JToT MeTon
MOXXET UCMONb30BaTLCS B Pa3NNYHbIX Lie-
nsx, HanpyMep, Ans onpeaeneHns npu-
Y/HbI HEBbLIHALLMBAEMOCTU UMK BbisiBRE-
HUS aHeynnowaun, Takux Kak CUHOPOM
Hayna [7]. B XMA ncnonb3yetcsi TeXHO-
nornsi CpaBHUTENBHON FEHOMHOW rMbpu-
amsaumm (CIT) — monekynspHas umTore-
HeTuYeckasi TEXHOMorusi, 06beanHMBLLAS
CTaHAAPTHYI0 LIMTOrEHETUYECKYD MeTo-
OVKY KapuoTUNMpOBaHUst U Meton ony-
opecueHTHon rmbpuansauun in situ. CIT
OCHOBaHa Ha CpaBHEHWUWN TECTUPYEeMON U
KOoHTpornbHon [HK, Me4yeHHbIX pasHbiMu
drnyopoxpomamu, KOTOpble CMEeLLNBatoT-

Csl B COOTHOLLEHMM 1:1 n rubpuamsyrorcs
Ha MeTadasHbIX XPOMOCOMax KapuoTu-
nUYeckn 340poBOro 4yenoseka. [locne
npoBeAeHUs BblAENEHNSI XPOMOCOM MNpo-
rpaMMa aBTOMaTUMYEeCKU pacCyuTbiBaeT
3Ha4yeHne riyopecLeHTHOro OTHOLLEHMWS
ONst KQXOOW TOYKM XPOMOCOMbI U, UCXO-
[s1 U3 NOMyYeHHbIX AaHHbIX, CTPOUT LBe-
ToKOAMpOBaHHOe Wu3obpaxeHne. CGH
Obinv paspaboTaHbl AnA oxBaTa BCEro
reHoma, ong Lenesoro aHanusa n3BecT-
HbIX MUKpoAeneLmn / MMKpoaynnmKaLum,
a Takke AN U3BECTHbIX JTOKYCOB Hacne-
ayemblx myTauui [6]. YyBCTBUTENBHOCTD
yMna 3aBUCUT OT pa3mepa M Tuna uc-
nonb3yemblix 30H40B. Hanbonee pacnpo-
CTpaHeHb! ONIMIOHYKNEOTUAHbIE 30HAbI (~
60 nap ocHOBaHWIA) UNN 30HObI C OOHO-
HyKkneoTuaHblM nonvMopduamom (SNP)
(32-40 nap ocHoBaHwuii). OnuroHykne-
OTUAHbIE 30HAbI MOXHO MCMOMb30BaThb
[ONsi NOKPbITUSA BCETO reHOMa CO CpeaHUM
paspewieHnem okono 35 T.n.H. Cospe-
MeHHble CCl-umnbl 06bIYHO MCMONb3y-
0T KOMOMHaLMIO 30HOO0B 4Yucna Konun
(onuroHykneotTnaoB) aons obHapyKeHus
YBEMUYEHNS N YMEHbLLEHWS KOnM4ecTBa
KOMWIA 1 30HOblI OQHOHYKNEOTUOHOMO Mo-
numopduama (SNP) gna obHapyxeHus
CX0OCTBa OAHOHYKINEOTUAHbIX MOCneao-
BaTeNbHOCTEN (roMo3uroTHocTh). Kombu-
HauMs 30HAOB BbISIBASET CEPUU FOMO3M-
FOTHOCTU MEXAY MaTEPUHCKON U OTLOB-
CKOW KOMUSIMW KaXKO0W XPOMOCOMbI, YTO
no3BonseT AUarHoCTMpoBaTb TPUMIOMN-
[OV0, OLHOMOPOOHYK AMCOMUIO U KpPOB-
HOe poAcCTBO, a Takke yrnydwaer obHa-
PY>XEHUE HU3KUX YPOBHEN Mo3auLm3ma
[8]. Ha cerogHAWHWMA [eHb LOCTYMHbI
HeCcKomnbKko Kommepyecknx tectoB XMA,
Bkmtoyass GenomeDx XMA ot GeneDx.
GenomeDx MoxeT noaTBepxaaTtb Khu-
HUYEeCKNEe OMarHosbl, pasnuyaTb crydau
de novo n cemeinHble cnyyau, a Takke
rnomoraTb B NpeHaTanbHOW ANArHOCTMKe
©epeMeHHbIX C BbICOKUM puckoM. Cpok
BbIMOMHEHWS 3TOrO TECTa COCTABMSAET TPU
HeZenu, 1 B Ka4ecTBe nccrnegyemoro o6-
pasua MOryT UCMonb30BaThCs Kak KpOBb,
Tak u OykkanbHbI cockob. GenomeDx
— 3T0 nonHoreHomHbIn XMA, copepxa-
wui 118000 ONUroHyKNeoTUAHbIX 30H-
[OB, KOTOpble 0OHapyXxvBalT Bapuaumu
yncna konun [17]. Komnanuen LabCorp
Obln  paspabortaH Mukpouun Reveal®,
BbISBMNSIOWMA XPOMOCOMHbIE HapyLue-
HUS, CBSI3aHHbIE C 3a4EPXKKOW Pas3BUTUSI
1 BPOXAEHHbIX NOPOKOB [29]. YueHble 13
KOxxHom Kopewn Takke paspabotanu mu-
Kpouun Ans OUArHOCTUKM XPOMOCOMHbIX
HapyLUEeHWI, BbI3bIBAKOLLMX Pa3fnnyHble
3abonesaHun: cnHapom [layHa, cuHapom
Matay, cuwHopom OaBapga, CUHOPOM
TepHepa, cuHgpom KnanHdenstepa, 3a-
AepxKy anbga-tanaccemuun-16, Hempo-



natuio Lapko-Mapu-Tyta 1A, cuHgpom
Kpu-gro-yat, HacneactBeHHast HeBpO-
naTMsi CO CKMOHHOCTbIO K napanuyy ot
caaenenus (HNPP), cuigpom Mpagepa-
Bunnu, cuHgpom Py6uHwwTenHa-Tanom,
cungpom Bunbsamca n cuHgpom Bonbda-
XupLuxopHa [16].

Bbin paspabortaH OHK-mukpounn ans
HeoHaTarnbHOr0 CKPWHWHIA remormnobu-
Honatun. Wcnonb3oBancst cnegyowuii
noaxod K W3roTOBMIEHUIO MMKpouuna -
dparmeHT reHa 6eTta-rnobuHa yenoseka
amMnnuduumMpoBan 1 ummobunusosanu
Ha CTEKNSAHHYK MOAJIOKKY, Ha KOTOPYH
3aTeM HaHOCUTCH pacTBOp wuccrneaye-
MbIM 00pasuoM - MeYeHHbIMK nyo-
PECLEHTHbIM KpacuTernem OfUroHyKrneo-
TUOHBIMU 30HAAMW, COOTBETCTBYHOLLMMMU
nmbo ankomy Tuny, MMbo MyTaHTHbIM an-
nenam S, C u E reHa 6eta-rno6buHa [30].

HayyHou rpynnon un3 HupepnaHoos,
CoenunHeHHoOro koponescTBa U TavnaHaa
ObIn pa3paboTaH broumn 4ns AMarHoCTu-
Ky nepBrYHOro ummyHoaedumuuta (MALA),
KOTOpbI MpeacTaBnser cobow rpynny
reTeporeHHbIX 3aboneBaHui, BKIOYak-
wyto 6onee 400 pa3nmMyHbIX MOHOFEHHbIX
HacneacTBeHHbIX 3aboneBaHuii, KOTO-
pble BAUSIOT Ha pasBuUTUe 1 YHKLUIO
UMMYHHON  cucTembl. CoBpeEMEHHble
NOAXOAbl K FeHETUYECKOW LMAarHOCTUKe
M0 ocHOBaHbl Ha CEeKBEHUPOBAHWUW MO
CaHrepy, CEKBEHMPOBaHWUM CrieayoLero
nokonenns (NGS) n aHanuse sapvnaHToB
yncna konun (CNV). OgHako 3T meTo-
Obl TpebytoT MHOro BpemeHwu, 3aTpar u
CMNOXHOW MHTEpnpeTaumMmn LaHHbIX, YTO
00 CErogHsILUHEro BpPEeMEeHWU OrpaHuyu-
BaeT 4nCcno aHanun3os. [ns gaHHoOW pas-
paboTku 6bina ucnonb3oBaHa Grounno-
Bas nnatdopma komnaHum lllumina The
llumina Custom GSA, BknwouvawoLwas B
cebsa 9,415 myTaumm B 277 reHax, acco-
ummpoBaHHbix ¢ M. TecT-cuctema no-
3BONSET NPOBOAUTL BbICOKOTOYHbIN CKPU-
HWHF Ha U3BECTHbIE MyTaLun 3a KOPOTKOE
BpeMs U MeHblUyto cebecTtommocTb [32].

Takke rpynnon KomnaHui «Ankop
Broy» (CaHkT-lMeTepbypr) Obina paspabo-
TaHa TecT-cuctema Ans BbisBneHus 25
Havbonee pacnpoCcTpaHeHHbIX Ha Tep-
putopun P® n EBponbl MyTaummn B reHe
CFTR «MykoBucungos -6uoumn» [1]. C
KaXablM rogoM 6Guonornyeckme MuKpo-
ynnbl Bce Oonblue BHEAPSHTCS B pas-
HbIX 06racTsiX NPaKTU4ECKON MEANLMHDI.
PaspabaTbiBaeTca MHOXECTBO pasnuy-
HbIX BWOOB MWKPO4YMMNOB. TexHonorus
MUWKPOYMMOB NPOAOIDKAET yryyllaTbCs B
acnekTax Npou3BOAUTENbHOCTM OTHOCK-
TENbHO YYBCTBUTEMLHOCTU U TOYHOCTU U
CTaHOBMWTCHA CaMbIM 3KOHOMWUYHbIM METO-
OOM nccreoBaHus.

MNepcnekTuBbI NpuUMeHeHUsi Aua-
FHOCTUYECKUX TECT-CUCTEM HAa OCHOBe

OHK-MukpouunoB B MonekynsipHo-re-
HETUYECKOM CKPUHUHre. CoOBpeMEHHbIE
MUKPO4MNbI MOTYT COAepXaTb MUMMUOHbI
MapKepOoB Ha ThbicaA4M 3aboneBaHun, 4To
NO3BONSIET KOMNOCCaslbHO CHU3UTbL CTOU-
MOCTb MpPOBEOEHUs CKPUHUHIOBOW Aua-
rHOCTUKN HaceneHus. OgHako, Kak yxe
OTMETWNM paHee, BBMAY OOMbLLOW COX-
HOCTW U TPYAOEMKOCTU TEXHOIOTUN neva-
TV MUKPOYMMNOB Ha AaHHbLI MOMEHT, NMokKa
YTO OHW He MOMYYUNN LMPOKOro pacnpo-
CTpaHeHus B KnuHuyeckon npaktuke. K
TOMY >Xe, MacCOBbI CKPUHUHT ftogen 13
pasnMyHbIX NOMYMSALMA Ha ThICSYN reHe-
Tuyeckmx 3abonesaHwuii (GonbLuas YacTb
M3 KOTOPbIX HE OTHOCATCS K YacCTbIM) He
SIBNSIETCA B AaHHOE BpeMsi akTyarbHOM
3apayen. Hanbonee WMHTEHCMBHO wnaet
BHELPEHNE MUKPOYMMNOB CPeoHEen n Ma-
NON NAOTHOCTU neyaTwn, coAaepXalumx
OECATKM U COTHU FeHETUYECKUX Mapke-
poB. MogoGHbIe MUKPOYWNbI UMEKT OT-
HOCUTENBHO HU3KYylD cebecToMMoCcTb W
OOCTYMHYI TEXHOMOIMIO NeYaTn, a Takke
NO3BOMSAKT MPOBOAUTE CKPUHUHE NULLb
Ha caMble pacnpoCTpaHeHHble MyTaL .
Boo6aBok ko BceMy, METO4 MUKPOUMMO-
Bon [HK-gnarHOCTMKM MMeET BbICOKYH
9KCMPECCHOCTb MPOBEAEHUS aHanu3a u
BbICOKYI0 [OCTOBEPHOCTb MOfyYyaemblx
pes3ynLTaToB, YTO, MO MHEHUK Y4YEHbIX,
obecrneunBaeT AOnNA  AaHHOroO  MeToaa
Oyoywee nuoepctBo B cermeHte [OHK-
ONarHOCTUKN.

B un30onuMpoBaHHbIX NOMynauusax, Ha-
npumep, B SIKyTCKOW 9THUYECKOW rpynne,
HabntogaeTcss HakonneHwe OTAenbHbIX
(POpPM TreHETUYECKUX HO30M0MMA MOHO-
reHHOM NpupoAbl, Bbl3BaHHbIX 3THOCME-
umdunyeckumn MyTaumamn, yYactora re-
TEPO3UrOTHOrO HOCUTENLCTBA KOTOPbIX
CYLLEeCTBEHHO MpeBbIAET nokasaTenu
MMUPOBBIX AaHHbIX [2]. B cBSA3n ¢ aTum
pasBuTME N BHeOPEHME HOBbIX 3dhdek-
TMBHbIX  MetogoB  [HK-gmarHocTukm
ABMNSAETCA HEOTbeEMMEeMON 3agaden me-
OVKO-TeHeTuYecknx cnyx6. OTNNYHbIM
NpYMepPOM SABIISIETCA NCCNEeaOBaHNE yye-
HbIX 13 CTOHAMOPACKOro YHMBEPCUTETA,
KOTOpbIMM Obinia NpeanoxeHa paspaboT-
Ka MUKpoYuna Ans BbIIBMEHUSA 3THOCMe-
umdunyecknx MyTauuin, oTBevarLlmx 3a
BO3HWKHOBEHWE HACMNeACTBEHHbIX bones-
HeWn, pacnpoCTpaHEHHbIX Cpean NpeacTa-
BUTENEN NOMYNALUN €BpeeB-allKkeHasmn —
6onesHn Tea-Cakca, cuHgpoma bnyma,
oone3Hn KaHaBaHa, HumanHa-MNuka A,
CEMEVHON [U3aBTOHOMUKN, TOPCUOHHOM
ancToHum, mykonunuaosa IV Tuna, aHe-
Mum PaHkoHn, 6onesHn Mowe, 6onesHu
Hakonnenus rnukoreHa 1A Tuna, Gones-
HM MOYM KITEHOBOrO cupona, HeCUHAPO-
MaribHON CEHCOHEBparibHOW TYroyxocCTHu,
CeMENHoOn cpeam3eMHOMOPCKON  fINXO-
pagky 1 6one3Hn HakonmneHus rmyKoreHa
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IIl Tna [15]. Takke nccnegoBaTenbCKON
rpynnon y4veHblx u3 MHaum 6Gbin pas-
paboTaH ONUroHyKNEeoTUAHbIA Brounn
HM3KOW MMOTHOCTU ANS BbISBNEHUSA HO-
cuTenbcTBa 62 myTauun reHa ATP7B, xa-
paKkTepHbIX ONS WHAMWCKOW MONynsuuu,
KOTOpble ABMAAKOTCS MPUYMHON CMHOPOMA
BunbcoHa. YacTtoTta retepo3nroTHoro Ho-
CUTENbCTBA AaHHbIX MyTaumi B UHaum
coctaensier 1:90. B nx paspabotke uc-
nonb3oBarncst MeToq annenb-cneundny-
HOro yanuHeHus npavimepa. [aHHas
pa3paboTka yxe BHegpeHa B MpakTUKy
MEeOULUMHCKMX yupexaeHun Ungum ana
OMarHoCTUkM crHapomMa BunbcoHa B WH-
aunckon nonynauum [22].

[Mporpammbl B Lensx npodunakTukn
pacnpocTpaHeHnsl HacneaCTBEHHbIX 3a-
boneBaHnyi BHeApPEHbl M MPaKTUKYTCH
yXKe B HECKONbKMX cTpaHax. Hanpumep,
Takne mMepbl nokasanu cBot 3deKTUB-
HOCTb, CHM3MB 4acTOTy BCTpeYaemocTu
B-Tanaccemun, CepnoBUAHO-KNETOYHOM
aHemuu Ha 70% y nonynsuui Cpegunsem-
Homopbs, Ha 90% 3aboneBaemoctb TSD
(6onesHbto Tesa-Cakca) y eBpencKkoro Ha-
cenennst B CoeguHeHHbIx LTatax Ame-
pukn n Kanage [19, 35].

VMcnonb3yemble B HACTOALLMNIA MOMEHT
Krnaccuyeckne MeToAbl AUArHoCTUKK, Ta-
kve kak MUP-MNOP®, MUP B peansHom
BPEMEHW, METOAbl CEKBEHMPOBaHUS,
UMEIT psg HEeOOCTaTKoB, OrpaHu4nBa-
IOLUMX YMCMNO MPOBOAUMbBIX aHanNM3oB
BBUOY TPYLOEMKOCTM W [OPOrOBU3HbI
pacxogyembiX  peakTUBOB,  KOTOpble
CUMbHO 3aTpyaHsoT nposedeHne OHK-
OnarHocTukM B OonbluMx mMacwTtabax u
cnefoBaTenbHO BHEAPEHMWIO TaKMX Npo-
dunakTudecknx mep. Takke, Kak Mbl
yXKe YNOMSIHYNN paHee, roTOBbIE MUKPO-
4YNMbl BbICOKOTO paspeLleHns OT Kpyn-
Hbix komnaHui "lllumina", "Affimetrix",
"PerkinElmer" n gp. BkntoyaoT B cebs
OOHOBPEMEHHYIO [ETEKLMI0 Ha ThICAYM
1 munnunoHbl OHI, YyTo genaeT nx oyeHb
JoporvMMuM U He BoCTpebOBaHHbIMU B
KIMHWYECKOM MpaKTUKe Bpava-reHeTuka
1 Bpaya Apyron cneumansHocTu. [ns o6-
paboTkn OrpoOMHON MHOPMaLUK, Nony-
YEHHOW M3 3TUX MUKPO4UMOB, Heobxoau-
MO MCMonb30oBaHWe crneuunanbHbIX Mpo-
rpamMmm n obyyeHHoro nepcoHana. Kowm-
MEpYECKN AOCTYMHbIE FOTOBbIE MUKPO4M-
Mbl 4YaCTO HE COOTBETCTBYHT MHTEpPECaM
UCCnefoBaHWA B KOHKPETHOW obnacTtw,
Hanpumep, B Pecnybnuke Caxa, BBUAY
cneumduyHOCTN MyTauui, XapakTepHbIX
ONst SKYTCKOW STHUYECKOW rpynmbl, KOTO-
pble MMEIT BbICOKYH YacTOTy BCTpeyvae-
MOCTM B PEFMOHE, HO COBEPLLUEHHO peaKu
ONS ApYrMX nonynsuvMn B Mupe. Takum
obpa3omMm, camoCToATENbHOE W3roTOB-
NEeHNe MUKpPOYMMOB Ha paboyem MecTe
BECbMa aKTyaribHO 41151 PErMOHOB, OTSAro-
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