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Tenneniun pa3BUTHSI M TEXHOJIOTHH
COBpEMEHHOI1 TabopaTOPHOI MeIHIMHBI

C.H. Illep6o
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Munsopasa Poccuu, Mockea

TpaHcnsiuMoHHas, NpeanKTUBHaS,
nepcoHanM3npoBaHHas n nabopaTopHas MeguUMHa
JlaGoparopHast MeMIIMHA B HACTOSIIIIEE BPEMSI CTAHOBHUTCS CaMO-
CTOSITEJIBHON HAYYIHO-ITPAKTUYECKON AUCIUTIIMHON ¥ OTPACJIBIO
MEIUIMHCKUX 3HAHUN, OCHOBOIIOJIATAIONIEN OTHOCUTEJIBHO BCEX
BUJIOB KJIMHWYECKO JESTeBHOCTH, ¢ COOCTBEHHBIMU TEOPHEIT,
MEeTOZIaMU 1 00BEKTAMU aHaJIN3a, YTO CBS3aHO C Pe3yJbTaTaMu
MHOTOJICTHUX MEAUIMHCKUX WCCJEOBAHWI U WHTEeTpaImen
¢ pyHAAMEHTATBHBIMI HayKaMi: (PU3UKOMN, XUMKeH, Guosoruei,
reHeTUKOM u ap. JlabopaTopHask MeMIIMHA — MEKIUCIUTIINHAD-
Hast HayKa, 00 beIMHSTIONIAsT TOCTHKEHUST METUITUHDT 1 €CTECTBO3-
HaHUS W BBISBJISTIONIAsT HAnboJIee SHAUMMBbIE KJIMHUUECKHE Map-
Kepbl Ha PasIMYHBIX YPOBHsX aHamm3a (KJIETKH, METabOoJIUTHI,
GeJIKH, TeHETHYEeCKUe TTOJIMMOPMUIMBL 1 JIP.) JUIST ONPE/IeICHIsT
UX 3HAYCHUS B HOPME, XapaKTepa M MPUYUH N3MEHEHNH B TTaTO-
JIOTUYECKUX TIPOIECCAX C WCIOJIb30BaHMeM OMOMHMDOPMATHKH,
HAXOK/IEHUS HA 9TOI OCHOBE METO/IOB a/IEKBATHOM TEPATTHH.

B cBs131 BO3HMKHOBEHHEM B MOCJIEHEE BPEMSI TPAHCIISIIN-
OHHOM, TIPENKTUBHOMH, TIePCOHATM3NPOBAHHON 1 /I0KA3aTeh-
HOIl MeMIIMHBI MOSIBUJIACh HACTOATEJbHAST HEOOGXOANMOCTh
AHAJIM3a TEHEHIVIT PA3BUTUS, IEPCIIEKTUBHBIX HATIPABJICHUI,
OIEHKH POJIU 1 TIOJIOKEHUS COBPEMEHHOIT Tab0paTOPHON MeIy-
IIWHBI B 00TEH crcTeMe KIMHUYECKUX MUCIUIIINH, 4T 06yC-
JIOBJIEHO TPeGOBAHUSIMIE, KOTOPBIE BBIABUTAIOTCS B CBSI3U CO
CTPEMUTENIbHBIM PA3BUTHEM U BHEJIPEHUEM JIOCTHKEHUN HAYKU
U HOBBIX TeXHOJIOTHI. [JisT MPaBUIBHOTO TIOHUMAHUST HATIPAB-
JIEHUST ¥ CTPATETUHN PA3BUTHST, HEOOXOANMO YTOUHEHHE OTpee-
JIEHUT U 3371a4, BOSHUKAIOIINX B TIOCTIEAHUIT TIEPUOJT, HOBBIX Ha-
IpaBJIeHN COBPEMEHHON MeAUIMHbI, Gosiee TIyOOKMiT aHains
XapakTepa MeXKIUCIUTITHAPHBIX OTHOIIEHUH,

TpaHCIATMORHYIO MEANIITHY MOKHO PAacCMaTpUBaTh Kak
IpolIece, MPe[yCMAaTPUBAOIIUI MePEHOC OTKPBITUI, CllesaH-
HBIX B pesyJbrare (hyHIaMeHTATbHbIX UCCIeA0BaHNUI B GHoMe-
JIMIIIHE, B MEAUIMHCKYIO TPAKTUKY C I€JIbI0 YIIYUIIeHUST JUar-
HocTrky 1 Jedenust. [lo muenuio sxcrieproB EBpocorosa 2008 1.,
TPAHCJISIIIUMOHHON MenIMHe Oy/IeT TPUHALIEKATh BEAyIIast
POJIb B PasBUTUM OMOMEIMIIMHBI HA TIPOTSKEHMN OJIMKaR X
JeCATUIeTU . 3a1a9¥ TPAHCIISATTMOHHON MEIUITUHBI B INATHOC-
THKe TPeAyCMaTpPUBAIOT PACIO3HABAHWE BCEX MEPBUYHBIX

1 BTOPMYHBIX MEAMATOPOB 3a00JIeBaHNsI, PA3BUTHE TEXHOIOTH-
TeCKON ¥ WHCTPYMEHTATbHOM (a3bl, CO3MaHNe AMArHOCTHIEC-
KUX TIPOTOKOJIOB 1 3(hheKTUBHON, 9KOHOMUYHON ANAaTHOCTHKH.
[lepBbIil MHCTUTYT TPAHCISAIIMOHHON MEIUIIMHBI W Teparnuu
(ITMAT) cosman B nauyase 2005 roga B CIIA, a 8 2010 roxy
B Kaymdopuun (Can-Dpaniicko) Ha HCCIe0BAHNST B yKa3aH-
HOIT 06acti BhieneHo 1,5 Mupir. mosmapos. Bo Mpanim pea-
smayetcst mporpamma SESAM 110 otieHKe TOKIMHUYECKHX TP -
3HAKOB IIATOJIOTUU ¥ OIIpPejeJeHre CKJIOHHOCTU YeIOBEKa
K pasnuuHbiM 3a00sieBatusaM, a B Beaukobpuranuu « buobanks>
0 TEHETUYECKO# MH(MOPMAINK 0 GPUTAHIIAX PASTNIHBIX ITHH-
yeckux rpy1il. [IpuoputeTHoii 3a1aueil TpaHCASIIMOHHON Me/1-
IIMHBI SIBJISIETCS Pa3paboTKa MHHOBAIIMOHHBIX METOI0B MOJIEKY -
Jgpuoit  amarHoctuku. OJHUM W3 3TATOB MPUMEHEHUS
TPAHCIAIMOHHBIX MEIWIIMHCKUAX TOAXO/I0B SBJSETCS OIlEeHKA
KJIMHUYECKOI TT0JIE3HOCTH MCIOIb30BAHUST OTKPBITUSI, OPraH-
3a1Usi COOTBETCTBYIONIMX UCCJIEIO0BAHNUI, COBEPIIEHCTBOBAHUE
JIOKA3aTeIbHBIX PEKOMEHIAINH, OpPTraHu3alns pacipocTpane-
HUST ITaTHOCTHYECKUX W JIeIeOHBIX METOIWK W BHEAPEHHE UX
B TIPAKTUKY 3[[PAaBOOXPAHEHUSI.

[TpemukTBHAS, TpeBeHTUBHAS (TIPEAYNIPEANTEIbHAST) Me-
A (MeUITHA TPOTHO3a U IMarHOCTUKN) — OJTHO U3 Hau-
GoJree EPCTIEKTUBHBIX HAMIPABJICHHUIT 1 TOCTIKEHUTT COBPEMEH-
HOI MOJIEKYJISIPHON MEIUIIHBI, KOTOPAst U3y4aeT BOZMOKHOCTD
porHo3upoBanust (IpeaBuIeHNs ) 3a00IeBaHus Y YeJI0BeKa Ha
OCHOBE UCCJIeJIOBAHUS UHANBUAYAIbHBIX OCOOEHHOCTEN ero re-
HOMa, TIPOTEOMa, MUKPOOIOMa 1 0COGEHHOCTEH MeTaboTn3Ma.
VYkazannblit TepMuH npeaiosku B 1977 romy, 3a10Jro 10 peasu-
3anuu mpoekrta «lenom uesoBekay GpaHIly3CKUil YIEHBIH, Jay-
pear HobGenesckoii pemun [Ix. [Tocca, KOTOPbI 0GHApyKu
ACCOIMAIN OTIPEZIeIeHHBIX BApUAHTOB (aJiesieil) reHeTmdec-
Koro jokyca HLA ¢ HekotopbiMit MyJIbTH(DAKTOPHBIMU 3a60J1e-
BaHUAMU (caxapHbiM AnabeToM, GPOHXUATBHON acTMOI 1 ap.).
MeTtommueckyio OCHOBY TIPETUKTUBHON MEIWITITHLI COCTABIACT
BBISIBJICHHUE TEHOB, OTIpe/IeJIeHHbIE aJITeTl KOTOPBIX TPEIPAcIIo-
JIATAIOT WK HA0O0POT MPETSITCTBYIOT PA3BUTHIO PAs3INUHBIX 3a-
GoJIeBaHNA, COCTABJIEHVE TeHHON CETH ISt KasKI0ro MYJIbTH(haK-
TOpHOTO 3a00/IeBaHns, MAeHTH(UKAINSA B HEll LEeHTPaJbHBIX
TEHOB ¥ TeHOB MO uKaTopoB. [eHeTHUeckme mOMMMOpPhOU3MBI,
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B OTJIYKE OT MyTaI[Hii, KOTOPbIE MOTYT HPUBOAUTH K MATOJIOTH-
YECKUM N3MEHEHVSIM ¥ CHILKAIOT JKI3HECTTIOCOOHOCTD, TIPOSIBIIS-
10Tcst B (DeHOTUIIE MeHee OJHO3HAYHO W OTYeTMBO. CTereHb
y4acTHsI PA3HBIX TE€HOB B Pa3BUTUU MATOJOTHYECKUX TIPOIIECCOB
JIAJIEKO HE OJIMHAKOBA: IPAKTUYCCKH JIJIst KASKION OOJIE3HU MOJK-
HO BBIZIETUTH TJIABHBIE TEHDI, TPOAYKTHI KOTOPBIX UTPAIOT KJTIO-
YeBYIO POJIb B WHUIIUAIIMU MATOJOTUN W BTOPOCTETIEHHbIE, YbH
HPOJAYKTHl UTPAIOT AOMOJHUTENbHYIO POJb. TakuM 06pasoM,
TECTUPYsT HOJUMOP(MU3MBI T€HOB MOXKHO TIPE/ICKA3aTh, KaKast
TIATOJIOTUS 1 € KaKOH BEPOATHOCTBIO OKU/AET TAHHOTO WHINBH-
JyyMa B GY/IyIieM, BBISIBJICHUIO PAHHUX, CPEHIX U TO3HUX Te-
HeTuyeckre GosesHeil.

[TepconasmanpoBanHast MEUIIHA TTPEACTABIISIET COOOI MH-
TeTPaIbHYI0 MEUITIHY, KOTOPask BKIIOYaeT B cebst paspaboTKy
MIEePCOHATTM3UPOBAHHBIX CPEJCTB JIEUCHUS, TECTUPOBAHUS Ha
NPEPACIIONOKEHHOCTD K GOJIE3HSIM, TIPOMDUIAKTHKY, OObenHe-
HUe IUMarHOCTUKU C JIEYEHUEM U MOHUTOPUHTOM JI€UEHHSI.
Buiepsbie Tepmun «personalized medicine» mostBuiicst B MOHO-
rpaduu Jain R.R. B 1998 rogxy.

[lespio BHEAPEHVS] OCHOBHBIX MOJXOI0B ¥ IMPUHIIUIIOB 10~
KazaTeJbHON JIabopaTOPHON MEIMIIUHBI SIBJISIETCST UCIIOIb30Ba-
HUE B KJIWHUYECKOH MPaKTHKe 0OBEKTUBHBIX, HAYIHO 0OOCHO-
BAaHHBIX KDPUTEPUEB IO BCEM acleKTaM esTeJbHOCTH:
Ha MPEeAHATUTHYECKOM, AaHATTUTHYECKOM 1 MTOCTAHAUTUYECKOM
aranax. [Ipu atoM HeobxoauM BbIGop Haubosee s(p(HeKTHBHBIX
CTpaTErnyecKuX PeleHnii i ONTHMATBHBIX, GE30MAaCHBIX U 9KO-
HOMIYECKN 0O0OCHOBAHHBIX BAPUAHTOB COBPEMEHHBIX JIATHOC-
TUYECKUX TIOJIXO/I0B B KAXK/IOM KOHKPETHOM CJIy4ae.

JlabopaTopHas MeUIUHA, KAK U MEUIUHA B [IEJI0M, /10 He-
JTABHETO BPEMEHV 3aHNMAJIACh BBISBICHIEM MapKepOB IHarHOC-
THKN Pa3jiMuHbIX 3a00JIeBaHMil, HAUMHAs C PAHHUX CTa/H.
Mesk/1y TeM, 4eM paHbllle BEPOSITHOCTh BOSHUKHOBEHUS 3a001e-
BaHuii Oyner obHapyskena, TeM aheKTuBHEE MOKET ObITh [PO-
¢umakTrka u gedenve. JOKIMHUYECKAs CTAAsT 3a00J€BAHMII,
MOKCK COOTBETCTBYIONMINX OMOMAPKEPOB U OTIPE/IETIEHIE UX pe-
(bepeHTHBIX 3HAYEHUIL, /10 HETABHETO BPEMEHU He SIBJISLIIACH OC-
HOBHBIM OOBEKTOM aHaIM3a. VICTOPHYeCKN MeANIINHA Ha TPO-
TSDKEHWH CBOETO PAsBUTHS YeJsiia BHUMAHWE 3a00J€BIIEMY
MAIUEeHTY, IPU ATOM HUKAKOTO BHUMAHUS HE Y/EJSJIOCh JOHO-
300JIOTHYECKUM COCTOSIHUSIM. BMecTe ¢ TeM BbIsIBJIEHHE TOKJIH-
HUYECKUX IPOsIBJIeHUs 3a00JeBaHuil Ha OCHOBE aHamu3a GHo-
MapKepoB,  MPEBEHTUBHO-TPOMUIAKTHYCCKUX  MOAXOIO0B
SIBJISIETCSI TIEPCIIEKTUBHBIM HAIPABJICHUSIM PAa3BUTHSI COBPEMEH-
HOW MEIUINHBI.

B 3aBMCHMOCTH OT IIOCTaBJICHHBIX 3a/a4, OMOJIOTHYECKON
CJIOJKHOCTH OOBEKTOB MCCTEI0BAHNS, TPUMEHSIEMBIX GHOTEXHO-
JIOTHH, 1ab0paTOpHAst MEANIIMHA MOKET (DYHKIIMOHUPOBATH HA
Pa3INYHBIX YPOBHSIX.

MetaGosoMuka orpaxkaer (DyHKIMOHATBHOE COCTOSTHHE
1 TIPOIECCHI TIPOMCXOJAIINE B ONPEEJICHHOTO THIA KJETKax

1 X U3MEHEHNS BO BPEMEHH, B TOM YHCJIe CBSI3aHHbIE C TIepe/ia-
Yeii CUTHATIOB OT MTOBEPXHOCTHU KJIETOK K (haKTOpaM TPAHCKPHUTI-
1Y B SI/[PE.

[eniom u renermyeckue MOIMMOP(UMBL Pa3INIaIOT KadyecT-
BEHHBIH TeHETHYeCKNH TOJMMOPGI3M KOTOPBIH TIPE/ICTaBICH
MIPENMYIIECTBEHHO OMHOHYKJIeoTHAHBIMU 3ameHamu (OHII,
SNP) 1 KosmuecTBEHHDIH, TPEICTABIEHHDINH B YACTHOCTH BapHa-
UMK Yrcsia TangemMHbix moeTopos (STR — Short Tandem, 1-2
160 3—4 HYKJIEOTU/I0B HA IOBTOPSIONLYIOCS equtuity ). [Tepsbie
kaptel OHII Gbuti cocTaBieHbl TIPH aKTHBHOM YYaCTHH Kaji-
dopuuiickoii pupmbr «Ilepauren» (PERLEGEN), ony6imnko-
BaBIIIeH Pe3yJIBTaThl cBoux uccyegoBanuii SNP B renome ueso-
Beka. B nosGpe 2001 r. yuenble koMmanny cekBeHnpoBamu 50
OJIHBIX TaNJIOUAHBIX TeHOMOB, 0OHapykuB 1,7 M. SNP. B Ha-
crosiiiee BpeMst mocsie peasimzaimu npoekta HapMap B 6asax
JaHHBIX Xpanutcest urdopmanust o Gouee yem 10 M. SNP.

[osropsl THK MoryT umers u GOJIBIIYIO MPOTSKEHHOCTD
" BapuabelbHYI0 10 HYKJIEOTHIHOMY COCTaBY BHYTPEHHIOH
crpykrypy (VNTR — Variable Number Tandem Repeats).
B 2006 r. B sxyprasie Nature Gbliu o1ryGIMKOBaHbI Pe3yJIbraThbl
paborst R. Redon u coasropamu, KOTOpbie OOHAPYKUIM HOBBII
THI Bapualuii B reHoMe yesoseka — CNVs (copy number varia-
tions). Beio oGHapykeHo 0koso 150 yuacTKoB, B KOTOPBIX MPH-
CYTCTBOBAJIN 3HAYMUTEJbHBIE 110 JIMHE (OT HECKOJDKUX THICAY
710 HECKOJBKUX MIJUIMOHOB TIap HYKJICOTHUIOB) IYTLTUKAIIH
(ynBoenue) u peneruu pparmentos [HK. TIporsskeHHOCTD
ITUX YYACTKOB JIOBOJIbHO BEJINKA — B IIE€JIOM, 10 OIIEHKE aBTOPOB
pabothl, oHa cocraBisier 10 12% Bcero reHoMa, T.e. BKJIAJL
CNVs B BapraTUBHOCTb TeHOMa COTMOCTaBUM € BKJajoM SNP
WM Jaxke TpeBbimaeT ero. K HacroseMy BpeMeHU OOHapy-
sxkeHHble CNVS MOryT GbITh TIPUUYMHON HECKOJMBKUX JECATKOB
criapagnyeckux 3ab0JIeBaHNMN, BbI3BAHHBIX T€HOMHBIMU IEpe-
CTPONKAMU: TIOSIBIITHCH COOOIIEeH st 00 nX cBsi3u ¢ 17 Gosesms-
MH YeJIOBEKa, B TOM YHCJIE CHUCTEMHBIMU ayTOMMMYHHBIMU
U TICUXWYEeCKUMHU. B HacTosimee BpeMsi IIPOBe/IEHbI MTOJUTEHOM-
uole uccaenoBanus CNVs u Begercsa cozmanue 0as3bl JaHHBIX,
Kak OBIJTO paHee cesano st moanmopdnamos B «HapMap».

VccnenoBanue TpaHCKPUIITOMHOTO TIPOMUIIS B PA3TMYHBIX
THUIAX KJIETOK U UX U3MEHEHUSI Y IAHHOTO MAIeHTa CO BPEMEHEM
TIPE/ICTABIIACT aKTYaIbHYIO 33/1a4y. B KIMHIYeCKIX UCIBITAaHUAX
JIOKa3aHo, 9TO (haKTOPHI, MEHATOIIHE HKCITPECCUTIO TEHOB, ACIATCS
Ha YeTBIPe PYIIIBL COCO0 U THTT TIUTAHWST; (haKTOPBI OKPYKa0-
Iei cpefibl, KIMMaTa, YPOBHS PaJiMallii, BO3AEHCTBIST KCEHOOU-
OTHKOB, 00paza; (hr3uIecKne HATPY3KH, UX THIT U PETYJSIPHOCTD;
HMOITOHATBHO-TICIXOJIOTHYECKHIT CTaTyC, YPOBEHb CTpecca.

[To cpaBHeHMIO ¢ MCCTEIOBAaHNEM TEHOMA, aHAIN3 TTPOTEOMa
NpezicTaBasgeT cOOOM CyNIeCTBEHHO (0Jiee CIOKHYIO 3ajauy.
[IpoTeoMuKa eCTeCTBEHHbIM 00PA30M SIBJISCTCS POAOJIKEHUEM
(byHKIIMOHATBHOI TEHOMUKH ¥ TPAHCKPUTITOMUKH, TaK Kak MO-
3BOJISIET CJIEUTD 32 GEJTKOBBIMI B3aMOIeHiCTBIsIME. MeToamu
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JabopaToOpHOIT MeAUIMHBL (91eKTPO(OPES, MACC-CTIEKTPOMET-
puUst, IMMYHOXIMHIYECKUI aHAIN3) BO3MOKHO IIPOBOJNTD IOJI-
HBII aHA/IM3 [POTEOMa: BCeX GEJKOB, KOTOPbIE COMEPKATHCS
B KJIMHWYECKOM MaTepuase. Upe3BblYalilHO Ba)KHO IIPU ITOM
olrpesiesieHIe Ka9eCTBEHHOTO 1 KOTMYECTBEHHOTO COCTaBa BCEX
GeJTKOB, a TaKKe IIPOBeJIeHNe MOHITOPUHTA 33 JITHAMUKOI n3Me-
HEHMI TIPY BOSHUKHOBEHUH T1ATOJIOTUH 1 TPUMEHEHHHN TeParii.

[Tocne popmupoBaHms KOHIIENIINI «<T€HOMa» W <[TPOTEOMA»
BOZHUKJIA [POOJIEMa «IJIMKOMa» — COBOKYIHOCTb KJIETOUHBIX
OJIUTOCAXapHU/IOB, KOTOPblE 3HAYNUTENILHO MHOrooOpasHee
U CJIOJKHEE HYKJIEMHOBBIX KUCJIOT U OEJIKOB, & [IPeICTaBIeHNe 00
ux Guosiornyeckoii pomu Gosee dhparmentapubl. Mmobuinza-
ST OJIUTOCAXAPUIOB HA MUKPOUUTIBI — HEOOXOAMMBIH 3Tar
B U3YUYEHUN X B3ANMOJIEHCTBIUS € OeTKaMu.

MonekynspHo-6uonormyeckme TexHonornm
nepcoHann3MpoBaHHHOW MegULUHbI

Tpu BOKHENTITIX TEXHOJIOTHH, IMEIOT OTHOTIEHNE K TIEPCOHATH-
3UPOBAHHOI MeauIHe: reHotunupoBanue SNP, Mukpoun-
11b1/61OYNIIbI ¥ ceKkBenuposanue /s moucka u upeHTduKa-
min SNP  paspaboTanbl M HPUMEHSIOTCS OKOJIO COTHH
PasJIMYHBIX METOI0B, OCHOBON GOJIBINOTO KOJINYECTBA KOTOPHIX
COCTaBJISIOT PA3HOBUIHOCTH TIOJMMEPA3HOU IEITHON PeaKInu
(TI11P).

OcHOBHBIE METOIBI J1AbOPATOPHOI MEJMIIMHBI, KOTOPbIE
TIPUMEHSIOTCS B TIEPCOHATM3NPOBAHHON U TPEANKTUBHOHN Me-
JAIITHE:

e MeTo/bl, OCHOBaHHBIE Ha MMOJIMMEPA3HOM EITHON PeaKInu
(IT1IP):
o [IIIP B peskume peasproro Bpemenu (I11TP PB)
o IIIIP ¢ ucnoab3oBaHreM 0OPaTHOI TPAHCKPHUIITASbI
(OT IILLP)

o [TosmmmopdusmM AIMHBI PECTPUKITMOHHBIX (HhParMeHTOB
(RFLP)

e KoHhopManmoHHbIii moJnMOppU3M OJJHOHUTEBBIX (hpar-
MmenToB (SSCP)

o Mertopl, He ocHoBanuble Ha [T11P
e AHaJIM3bl Ha OCHOBE PE30HAHCHOTO TIEPEHOCA IHEPTUU
payopecnennuu (FRET)
e TpaHCKPUTIIIMOHHO-0TIOCPEIOBAHHAA  aMIIJIN(DUKATIHS
(TAS)
e [lutorenernka
o Cpapautenbtass reHoMHass rubpuausanuss (CGH)
@Dayopecnentras rrubpuamsanus in situ (FISH)
o Cynpeccruonnas BbrauTaiomas rupuansanus (SSH)
e HaHopuarnocrtuka
e VlHTerpanus AMarHOCTUKU € Tepanueil Ha OCHOBE HAHO-
YACTHIL
e YTOUHEHWS TUATHOCTUKHY JIJIST TieJiei (hapMaKOTeHEeTHKI

e Metozpl mpoTeOMUKN
o DryopectienTHAS IeTeKIwMsT Oenka in situ
e [IpoTenn/menTuHbIC YUITHI
o TexHOJIOTMH TPOTEMHOBBIX OMOYUTIOB
o Jenernueckne 1 MUKPOGIIONTHBIE MIKPOUUIIBI
e TecTnl, OCHOBaHHBIE Ha HKCTIPECCUT T€HOB
e /ITHK cexBenmpoBanue
e Muosxkectsennoe /IHK cexBennpoBanue
o CekBEeHMPOBAHNE B PEAKTOPAX B MMUKOJUTPOBBIX MUKPO-
obbemax
e CeKkBEHMPOBAHUE BCETO TEHOMA
e TokcukoreHoMuKa
o [eHOTHIIMPOBAHIIE OJMHOYHOTO HYKJICOTHAHOTO TTOJHUMOP-
dmama (SNP)
e Vccnenosanus metusmposanus JJTHK
e MukpoPHK nuarnocruka

MynbTnapameTpuyeckmne nccrnepoBaHus
JluarHocTiyeckasi MEHHOCTh MapKepoB OOBIYHO 3aBUCHT OT
Tpex TIoKazaTesjeil: YyBCTBUTEIbHOCTH, CIHEIU(MUIHOCTH
W TIPeICKa3aTeNbHON criocobHoCTH (Crbl). MapKepsl ¢ ujaeans-
HOH CHerMUIHOCTBIO W IyBCTBUTEILHOCTBIO PEIKU, OIHAKO
MPUYMHA MOYTH BCEX TATOJIOTHIT HUKOT/A He ObIBAaeT eMHCT-
BEHHOM, a 00yCJIOBJIeHA PAAOM HEOIAaroNPUSTHBIX (HaKTOPOB.
Bosukiia octpast HeoGX0AUMOCTb B pazpaboTKe CTaHAAPTHBIX
KOMITTIEKCOB MapKepOB, KOTOPbIe OYIyT AaBaTh AOCTOBEPHYIO
JarHoctuaeckyro nHdopmanuio. [lockombKky BBICOKOTEXHOJIO-
TUYHBIE METO/IbI TO3BOJISIIOT YCTAHOBUTD IPUYUHHO-CJIE/ICTBEH-
uple B menu: ren-PHK-6emok-mMeTabomT, Takue KOMILIEKCH
MapKepOB MOTYT COCTOSITD U3 CTIETN(DUICCKIX OJTUTOHYKICOTH-
0B, GEJIKOB 1 MeTaGoMTOB. MHOKECTBEHHBII TeHETHYECKIi
aHamus (6uountisl, My abrutnpaiiMeptast ITILP u xp.), onHospe-
MEHHBIH BBICOKOYYBCTBUTENBHBIH W BBICOKOCTICIN(DITIHBIN
aHamn3 OeNTKOB, MeTabOJUTOB, BUPYCOB, MHKPOOPTaHM3MOB
MO3BOJIUT YCKOPUTHh U TOBBICUTH 3(M(DEKTUBHOCTH METONOB
MOJIEKYJISIPHOI METUTIUHBI.

CymiecTBeHHBIM TPEUMYIIECTBOM MOJEKYJISPHO-TCHETH-
YeCKNX ANATHOCTHYECKUX METO/OB SBJSETCS BO3MOKHOCTD
OJTHOBPEMEHHOU U HE3aBUCUMOI JIETEKIINHI HECKOTBKUX Pa3-
JIMYHBIX HEPaZMOM30TONHBIX THOPUAMBANMOHHBIX METOK,
nposenenne MyasTunpaiiMeproii [P wan ITI[P B peanrsnom
BPEMEHU C HECKOJBKUMH TTapaMU OJTMTOHYKJICOTHUIHBIX TTpaii-
MEpPOB, UTO TIO3BOJISIET OGHAPYKIBATh B OJHOM 0Opasile pas-
JIMYHBIE BO30YAMTEM MH(PEKIIMOHHBIX 3a00JIeBaHUI: BUPYCHI,
MHUKOOPTaHusMbl, TpuObl. PazpaboTKoil M IPOM3BOACTBOM
HA/Ie)KHBIX M 9KOHOMUYHBIX OTE€UECTBEHHBIX MYJIBTHITpaiiMep-
HBIX HAOOPOB 3aHMMAETCsT HAyYHO-TIPOU3BOICTBEHHAsT (PUpPMa
«TEHTEX» (Mocksa) (10 nsatu Bo3OyauTeneil B O4HON pe-
aKINN: XJTAMUIUS TPaxXOMaTHUC, MHUKOIJIa3Ma TeHUTATUYM,
MUKOILTa3Ma TOMUHIC, ypearla3Ma YPeaTuTHKYM, ypearniasma
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T 960), repiecsupycos (BIIT, IIMB, 9bB), manuaromasupy-
coB (BITY 16, 18), nepssbiit 3aperucrpupoBanibii M3 PO
MYJIBETUTIPAiMEPHBIN HAO0P PEAreHTOB JIsI OJHOBPEMEHHOTO
onpeznenenust JITHK nakroGanumn (Lactobacillus spp.) u rapa-
nepesuibl (Gardnerella vaginalis) merogom TIIIP (JlaktAwm),
a Ttakke HaGop <«TpubAm» maa obHapykeHus TpuOOB
T. rubrum u T. interdigitale (TpucdAm), 4T0 BasKHO B IMATHOC-
THUKE OHUXOMUKO30B.

[TepcrieKTUBHBIM HalpaBJeHHeM B MyJbrHIIApAMeTpHYec-
KUX WCCJIeJIOBAHUSIX SIBJISIETCS TpUMeHeHne MuKpodionsio-
unbix Texuosoruit. Mupmoit Fluidigm paspaborana TexHoso-
rust Fluidic Circuit Technology (IFC) ma 6ase kotopoii coznana
wiardopma st 6uounnia (Dynamic Array IFCs). Buounn cy-
mecTByeT B AByX ¢opmarax 96.96 m comepsxut 9216 sdeek
n 48.48 n 2304 stueek COOTBETCTBEHHO, B KaXK/I0M U3 KOTOPBIX
npotekaet [II1P B pexxime peasibHoro BpeMenu. Vcmosib3yembie
MUKPOOOBEMBI PEAKTUBOB IO3BOJISIOT 3HAYUTEILHO 9KOHOMUTh
peareHTsI (6 MKJT Ha 06paselr) 1 BpeMsl, YIUTBIBasT OOJIBITOE KO-
JIMYECTBO OJIHOBPEMEHHO MpOoXo/sux peaknuii (10 Mun. pac-
KarbiBaHue o6pasios, 45—90 MuH. nepemernniBanue B, 90 MUH
[P u 5 My cunThiBanme). CucTeMa sIBISIETCST OTKPBITOM /TSt
npumenenus texnosornii TagMan, Roche UPL u unrepkaym-
pytomux kpacureseir. C moMOMIb0 GHOYMITA HCCIAEAYIOT IKC-
MIPECCUI0 TEHOB, B TOM YHCJI€ B €IUHUYHBIX KJIETKAX, MUKPO
PHK, OHII — tunuposanue, CNV Bapnantsl. [lokasannr Bos-
MOKHOCTH TTPIMEHEHNsT GHOUYNTIA B OHKOJIOTHH TIPH BBISTBIIEHIN
MYyTaIUU OPU OCTPON MUEIOUHOM JielikeMUH, IpUYeM 4yBCT-
BUTEJBHOCTD yIAm0Ch yBeamanTsh B 50—100 pas.

Buouunbl

[[Iupokoe BHeIpeHME MOJEKYJISPHO-TEHETHYECKUX METOOB
" U300peTeHNne MEAUIIMHCKAX GHOYUIIOB, B YACTHOCTH JIJIS 13-
yUeHus TOJUMOP(GU3MOB TEHOB CHUCTEMBI JIETOKCUKAIIH, OT-
KPBIIO BO3MOKHOCTH TIPOBENIEHWST MYJbTHIAPAMETPUUECKUX
nccaenoBanuil. CoXuaach HOBas CUTYAIMs B MOJIEKYJISIPHOI
Me/IMIUHE, KOT/Ia He SKCIIEPUMEHTBI MOITBEP/KIAI0T HOBbIE TH-
TOTE3bI, 4 HOBBIE MATHOCTUYECKUE TOAXO/bI M HAOOPhI 3HAUM-
MBIX GHOMapKEPOB POKAAIOTCST Ha OCHOBE COOPAHHBIX MaCCHBOB
JAHHBIX. DUOYMIIBI MPEACTABJISIOT COOG0H MUHHWATIOPHBIE
ycrpoiicTa (IIPUCIOCOOIEH ) I aHaIu3a CreluduuecKux
B3aMMOJEICTBIH OMOJOrMYECKUX MAKPOMOJIEKY (OJMIOHYK-
neorupl, hparmentsl reHoMmHoit JIHK, PHK, 6esxu, pererro-
PBI, JuTanabl U apyrue). CymecTByeT yeTbipe OCHOBHBIX BHIA
6uounnos: JJHK, PHK, Genkosble 1 KjaeTounble. TeXHONIOMN,
MCIIO/Ib3yeMBIE B OMOJIOTMYECKNX MUKPOUMIIAX — MYJIBTHIIapa-
METpUYECKIe U KPOMe MaTPUIHON apXUTEKTYPHI PeaTU3yIOTCs
MUKPOQIIONIHbIE (MU KaUJLISPHBIE) MOAXO/BI 1 MIKpoche-
PBI € 11BeTOBOI KoziupoBKoii. [Ipuniun Munmnartiopusaiuu, pea-
JIM30BAHHBIA B OMOYMIIAX, TIPUBOAMUT K CHUKEHMIO cebGecTon-
MOCTH ¥ TIOBBIIIEHUIO MTPOM3BOANTETHHOCTH BBLITTOJTHEHUS

afanam3a (HeCKONbKO JECATKOB M COTEH MTapaMeTPOB OTHOBpE-
MEHHO) 1 OYeHb BBICOKOH aBTOMaTHU3alnu uccaenoBannit. [lo-
JIy4eHHbIE C TOMOIILIO OMOYHIIOB JTAHHBIE [TO3BOJISIOT IPOTHO-
3UPOBATh ¥ OTCJIEKUBATH JAMHAMUKY PasBUTHs 3a00sieBaHuli,
JIAI0T BO3MOKHOCTD MOAOUPATh UHAUBUAYAILHO IJIS KAKIOTO
yesioBeKka Hanbosee ahheKTHBHBIE CXEMbI MEINKAMEHTO3HOTO
JiedyeHnsT MHQEKIIMOHHBIX, OHKOJOTHYECKHUX, Cep/leqHO-COCy-
IUCTBIX W JAPYruX 3abosieBaHuii (IPUHIUIBL EPCOHATH3UPO-
BaHHOI Mezaummubl). Hecomuenno, uto B GJiKaiiiiiee BpeMst
MHUKPOOHOYHUIIBI OYIyT CYIIECTBEHHO YCOBEPIIEHCTBOBAHBI
(B TOM YHMCJIE C UCIIOJIb30BAHUEM TEXHOJIOTUH POOOTOB), UTO
cleJIaeT Mpoleaypy CKpUHUHTAa MyJIBTU(AKTOPHBIX. HACJE/ICT-
BEHHBIX ¥ UHDEKIMOHHbIX 3a00JI€BaHUIT PYTHHHOI, 9KOHOMIY-
HOII IO 3aTpaTaM Tpy/ia 1 BPEMEHN Ollepariyei.

Awmepukanckue yuenbie u3 komianun «Celera Diagnostics»
1 IPYTHX HAYYHBIX IIEHTPOB IIPOBEJIN TPU HE3ABUCUMBIX HCCJIe-
TOBaHUST TT0 OOHAPYKEHIIO TEHETHYECKUX MapKePOB, aCCOIIN-
PYIOIINXCS ¢ PaHHUM pa3BUTHeM MH(papKTa MHOKapza. B ka-
YecTBe MapKepOB-KaH[M/ATOB YYEHBIMU [l MCCJIe/IOBAHUH
6b1710 oToGpano 11647 nomumopdusmos 7136 renos. B nocien-
HeM ¥IccsieoBaHuy Tpy yyactin 187 manmentos u 434 geno-
BEK KOHTPOJIbHOMN TPYIIIBI U3 8 ToaMMOp(h1U3MOB TOJIBKO 2 110~
Kazajy JIOCTOBEPHYIO acCOIMANNI0 ¢ MH(MAPKTOM MHOKap/a.
ITH noJuMOophU3MBI IpesicTaBensl B renax VAMPS (perynu-
pyer aerpanyasaumio tTpombonntos) u HNRPUL1 (xoampyer
pubonykieapHbIii 6esok). Paree aTimu ke y4eHbIMEU ObLJIa 0-
KasaHa CBs3b NOJMMOP(U3MOB I'eHOB MaJIa/[HA, THPO3UHKHU-
Ha3bl U [BYX PEIENTOPOB, CONPsUKEHHbIX ¢ G-Geakamu
(TAS2R50 w OR13G1) ¢ Gosiee MO3AHNM Pa3BUTHEM WH(papPKTa
MHOKap/a.

CylitecTByeT JiBa OCHOBHBIX THIA GHOYHUIIOB, BO-TEPBBIX,
TOYEYHbIH OUOYMII, TOJydYaeMblil HaHeceHreM (GParMeHTOB
IOHK na mwiatdhopmy 1, BO-BTOPBIX, OJUTOHYKIEOTUAHbIH G1O-
YU BBICOKOH MJIOTHOCTH, KOTOPBII ITPON3BOJAT ITyTeM MPSIMO-
TO CHHTE3a OJIMTOHYKJIeOTHI0B Ha nojmoxke. Ilepspie THK-
BPYYHYIO
kIoHpoBaHHbIX (hparmentoB JIHK wa HefimonoBbie GUIBTPHI

yunbl  OBLIM  MOJYYeHbI TIyTeM MepeHoca
1 MCTIOJTb30BAJIUCH C PAFIOM30TOTHOMEUEHHBIMHU 30HIaMU. 3a-
TEM B KayecTBe TOJJIOKKU CTAJIU TIPUMEHSITh CTEKJIO JIJIsl pas-
MEIEeHNsT JOCTATOYHOTO KOJmdecTBa mpod u (iayopectent-
HO-MEUEHHBIE 30H/bI, TaK KakK CTeKT0 o06JamaerT HU3KOH
ayrtoduyopectennmeil. Takoll ausailn 61o4ynIIa MO3BOJIAET UC-
M0JIb30BaTh PazHOOOpasHblie (hIyOPECIEHTHBIE KPACUTENH, T0-
Jiyuath 6oJiee BbIcOKoe pazpentenne: sraetiku ¢ JIHK moryT pac-
noJarateest Ha paccrostanu 0,3—0,5 MM (¢ motHOCTHIO 5000
gYeeKk Ha KB. CM.) W UMEIOT TBICSAYM TOUEK COJEpPIKaIlNX
10" mxmoub cnennduyeckoin JIHK-1po6bL.

Topasno 6osiee BBICOKYIO TIOTHOCTH MOKHO MOJYYHUTh
MyTeM CHHTe3a OJIMTOHYKJICOTH/IOB in Situ ¢ NCHOIb30BaHNEM

JUTOTPaUIECKOTO TIpoIiecca, KOTOPBIH Obli paspaboTaH
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U TIpUMEHEH OIHON M3 KPYHMHEHINX (UPM 110 MPOU3BOICTBY
6uounmos kommanneit Affimetrix (CIITA). Bruounts mpowsso-
nares ¢ 1993 roma, HapamMBalOTCSA TPSIMO M3 CTEKJISTHHOM
IJIACTUHKU MeTo/IoM (porosuTorpaduut ¢ MCIOJIb30BAHUEM
CTIEIMAIbHBIX MUKPOMACOK. XOTsI 9KCIIEPUMEHTATIbHO JIOCTHUT-
HyTas MIOTHOCTD COCTABUJIA /10 MIJIJIOHA sUeek Ha KBaapaT-
HBII CAaHTHMETP, KOMMepuecKH Bbimyckaembiii GeneChip mme-
et maotHocTh 64000 syeex Ha KBaZpaTHBIN CAHTUMETP.
CHauajia Ha CTEKJISIHHYIO TTOBEPXHOCTb HAHOCUTCS TTOKPbI-
THe, 4T00B1 MoseKy bl JIHK MOKHO OBITO KOBATEHTHO TIPH-
COEIMHUTD K TIOBEPXHOCTH MIaTGHOPMbl. OIUTOHYKIEOTH/IBI
CUHTE3UPYIOTCS B OTIPE/IEJICHHBIX TIO3UIUSIX ITyTEM MOCJIE0-
BATEJIbHOTO H0GABJICHUS ONPEIENEHHBIX IE30KCUHYKICO3U/IT-
prdocdaToB, KasKAbIH 13 KOTOPHIX MOANDUIINPOBAH W UMeEET
doronabumbryo sammTHyo Tpymmy. [THK He Moxker GbITh
yIJIMHEeHa, eciu He akTuBupoBana cBetoM. Dorosurorpadu-
YecKre MacK1 YKa3bIBAIOT Te paiionsl, Tie MoJiekyia JIHK mno-
JKHa OBITH y/UIMHEHA, a Te OCTaeTcsl WHepTHOW. B 3apamee
OIIPE/IETIEHHBIX MECTaX CUHTE3UPYIOTCS crenuduvecKue Io-
cnenosareabnoctu. JKemarensno, urobdel JJHK-uunsr obmaga-
JIVL JIBYMSI TIPOTHBOPEYUBBIMK CBOWCTBAMU: C OJTHON CTOPOHBI,
uHTepecHo B ogHoM [[HK-unme nmeTs Kak MOKHO GOJTBIITE sTue-
€K, 4TOOBI MOMYUUTh GOJIbIIE MHPOPMAIIUU 06 M3ydaeMoM 00-
pasiie. B To ke BpeMmsi, uccie[OBaTEIN 3a4aCTYIO BBIHYK/ICHDI
paboTaTh ¢ OYeHb MAJBIMU OOBEMaMK GHOJOTHYECKOTO MaTe-
puasna, moaTomy, 4eM MenbIre pasmep JHK-unma, tem myurre.
B Uucrtutyre Mosekymsproii 6uosorun PAH mposenena
Takke paspaboTKa AUATHOCTMYECKUX OJUTOHYKJICOTHIHbIX
MUKPOYHIIOB Jist rarHoctuku M. tuberculesis (perucrparust
M3CP P®D 2006 .) 1 ycTORYUBBIX K aHTHOMOTHKAM PrhaMIIHI-
IIUHY 1 n30HUAsuay Gopm marorena. [[pyruM HarpasieHueM
B MCIIOJIb30BAHNY OUOUMIIOB SIBJASETCS WAeHTUDUKAINS MyTa-
IIUH B TeHOMe YeIOBeKa: MIeHTU(DUKAINS HACTEICTBEHHBIX MY-
TaIVi, BBI3BIBAIONINX 3a00JIEBAHUS TIPEKE BCETO OHKOJIOTH-
YecKue ¥ UIeHTHU(MUKAIIUS My Tal[Hii B TeHaX, OTBETCTBEHHBIX 32
GuoTpaHchOPMAINIO JEKaPCTBEHHbBIX CPEACTB, TJIABHBIM 00pa-
30M, TIPUMEHSIEMBIX B XMMHUOTEPAINU OIyXoJseil. MUKpounibl
I MICHTUGUKAIIA XPOMOCOMHBIX MEpPEeCTPOEK, BBI3BIBAIO-
IIUX OCTPBIH JIEHKO3, & TAKIKE MUKPOYWII /IS BHISIBJICHUS TISITU
nauboJiee pacpocrpadeHtbix Mytaiuii B reue BRCA1, ysesu-
YUBAIOMIUX PUCK PAKA MOJIOYHON KeJIe3bl U HEKOTOPBIX JAPYTHX
OHKOJIOTHYeCKUX 3aboeBanmii. Kapauounn crmocoben ompee-
JIITh OTHOBPEMEHHO BOCEMb OJHOHYKJCOTUIHBIX IMOJHMOP-
¢dusmos cemu renoB (REN, AGT, AGTR1, AGTR2, BKR2, MTH-
FR, ADRB2), 910 3HaYNTETHHO COKPAIIAET BPEMS TTPOIIELYPhI
U CHIDKAeT ceGeCTOMMOCTD aHaIN3a JIJIsl BBISIBJIEHUST CTETIEHN
PHICKA Pa3BUTHs CEPAEYHO-COCYAUCTBIX Maroyoruil. B cBoio
0Yepesib ¢ TOMOTIBIO (hapMAKOTEHETUUECKOTO GUOUMIIA, AaHAJIH-
3upyiomniero 14 moammMophu3MoB N3BECTHBIX TEHOB ACTOKCHKA-
IIH, OTKPBIBAETCS BO3MOKHOCTH MOAOOPA OMTHMATbHBIX

JIEKApCTBEHHBIX TIPETapaToB M WX 7103 IS JIeYeHUs MHIPOKOTO
Kpyra GOJIbHBIX.

OJIMTOHYKJIECOTH IHBIE DKCIPECCHOHHBIE MUKPOUMITHI THO-
puausyiorcss co cmecbio kKoutposbhoit MPHK u msyuaemoi
MPHK. B skcnpeccnonnbix unmnax ¢ k/[HK rubpuausyrorces co
eMecnio JJTHK, nosydenHoii B pesyisrate 00paTHON TPaHCKPHII-
n KouTposbHoit MPHK u nzyuyaemoit MPHK (tak Hasbiae-
mbie [IHK-komun). Kaxmas 13 KOMIIOHEHT cMeCH METUTCS CBO-
eil payopeciieHTHOU MeTKO# (0OBIYHO HCIOAB3YETCS Hapa
Cy3/Cy5/). HopmupoBaHHOe OTHOIIEHUE CUTHAIOB (hryopec-
HEHIN faeT nHMOPMAIHI0 00 YPOBHE IKCIIPECCHHU, MTPH COOT-
HOMIEHNH OOJIbIIIE eIMHUIIBI 1 GOJIBIIE TTOPOTa CTATHCTUYECKON
3HAYNMOCTH NMeeT MECTO TIOBBINIIEHIE 9KCIIPECCHH TeHa, B TIPO-
THUBHOM CJTy4yae — MOHIKeHHe. B HacTosIee BpeMs B aKCIIpec-
CHOHHBIX MUKPOUKIIAX UCIIONB3YIOT nMMobmm3oBatHyto JIHK
JIBYX THIIOB: BO-TIEPBBIX, OTHOCUTEIBHO KOPOTKUE TeH-CIIeIn-
¢uanpre pparmentst JJHK ammoit 20-60 nykreotnaos (omm-
TOHYKJIEOTHIHBIE MUKPOUHITBI (hupMbl Affymetrix); Bo-BTOPBIX,
kpymabie dparmentsl kKAHK pmnoit 100-600-uyxieoTnmos,
noJiyyaemblie B pedyssrate kiaouuposanus, [ITIP-ammmmduxka-
run 1 ounctky (k/IHK-mukpountsr pupmer Incyte).

Cy1ecTByeT iBa OCHOBHBIX THITA OETKOBBIX MUKPOUYUTIOB —
AHAJTUTUYECKUE WU (PYHKI[MOHAIbHbIE YHUIIbI, B KOTOPBIX CaMU
uccaesyeMbie OeTKn MMMOOMIIUBYIOTCS Ha OUOYUIIE 1 ITpUMe-
HAIOTCSA Uil UCCIeA0BaHUsA OUOXUMUYECKOH aKTUBHOCTH
u B3auMogeiicTBust 6enkoB. Buounnbr pupmbr Dr.Fooke mpes-
HO3HAYEHBI /IJIsl OTHOBPEMEHHOTO KOJIMYECTBEHHOTO OIIpeieie-
HUSI TECTU MAPKEPOB OHKOJIOTHYECKHUX 3200JI€BaHUIL: TIPOCTAT-
crenupuaeckoro anturena (obmeit u cBobGoaHON (Hopm),
anbha-heTonpoTenHa, pakoBOro 3MOPHOHATHLHOTO AHTHTEHA,
XPOHUYECKOTO FOHAI0TPOIIMHA 1 HEHPOH-CIienudyecKoii SHO-
J1a3bl. AHAINTHYECKUE YUTIBI TIPUMEHSIIOTCS [IJIsT MOHUTOPHHTA,
a nceaemyemble OETKN HaXOAATCS B 0Opasie, KOTopbiM 0Opaba-
THIBAETCST GMOYMII, HA KOTOPOM MMMOOMTM30BAHBI YJIABINBAIO-
I[FI€ areHThl B KAYECTBE KOTOPHIX MIPUMEHSIIOTCST OEJIKU, aHTH-
Tesaa, JIEKTWHBI, OJIMTOHYKJEOTUIHbIE aNTaMepbl WK
XMMHYECKIE BEIECTBA, CBS3BIBAIOININEC OTIPEICTICHHBIC KITACCHI
Genkon. Tlocaenytomuit aHAIM3 OCYIECTBISIETCST MAaCcC-CIIEKT-
POMETPUYECKUM aHAJIU30M WJIU JIETEKINEli C NCI0Ib30BaHUEM
METO/Ia CHEKTPOCKOINY TOBEPXHOCTHOTO ILIA3MEHHOTO PE30-
marca. Cosmanusiii kommanneit Vermillion Inc, ProteinChip
UTPAET B MPOTEOMHUKE TaKyto e poJb, kak GeneChip B reHern-
YeCKHX HCCJIeIOBaHUsIX 1 ocHOBaH Ta TexHoorn SELDI (sur-
face-enhanced laser desorption/ionization). Ha takoii unn mo-
ryT GBITh UMMOOMIM30BAHbI AHTUTEHBI, aHTUTENA 1 (DEPMEHTBHL.
OCHOBHBIE ATATbl aHATI3a: 0OPA3EIl MAI[IEHTa HAHOCUTHCS Ha
YUII, 3aT€M TPOBOIUTHCS YCUJIEHUE COOTHOIIEHUS MOJIE3HbIH
CUTHAJI-TITYM, ¢ TToMoI1bio Texnosioruu SELDI nonyvaercs nn-
(hopmanns o MOJIEKyISIPHOM Bece MUTIIEHHT 1 CPABHEHUS C KOH-
TPOTLHBIME O6pastaMi. [1oydeHHbIe TIPOTENHOBbIE TIPOMIIIH
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MOTYT HPUMEHSITHCSI JIJISI CPABHEHUST HOPMAJIbHBIX, PAHHUX
1 MeTacTa3mpyIoNNX PaKOBBIX KIETOK.

B Hacrostiiee BpeMst yike co3IaHbl 06pasitbl 6eTKOBBIX OU-
OUMIOB IS aHajiu3a MpPOGUIsT KPOBETBOPHBIX (haKTOPOB
(mutokuuoB) chiBOpoTKH m0oHOPOB (Novagen, Biomax,
Clontech), mns ajmmeporognarHoCTUKN OJHOBPEMEHHO He-
CKOJIBKO JIECSITKOB MPUPOIHBIX aJlJIePTeHOB, TOPMOHOB, Map-
KEPOB cepieuHo-cocyancToix 3abosesannii (VBC-Genomics,
Randox Laboratories). ITpumensiercst mukpounn Cartesian
npousBozicTBa BioSource ams myasrumniexcnoit (mo 36) me-
TEKIUU IUTOKUHOB (4yBCTBUTEABHOCTH MeHee 100 mkr/mi).
B 1mocsieiHme TO/IBI aKTUBHO BeLyTCs PAbOTHI 110 paspaboTke
6uounnoB (MMMYHOYUIIOB) [JIi UMMYHOJIOTMYECKOU juar-
HOCTHKHN HH(PEKITHOHHBIX 3200/1eBaHII YeJI0BEeKa, B 4aCTHOC-
T BUPYCHBIX TenatutoB C u B 1 BHYTPUyTPOOHBIX HHPEK-
nuit. B IHUU Suupemuonorun Pocnorpebuazsopa cosgan
HOBBII CKPUHUHTOBBIN U TIOJTBEPKIAIONINI TECT JIJIST Cepo-
Jorudeckoit amarmoctukn BUY-undexknuu (paspenbHoe
onpeznenenue anturen kK BUY 1,2 u anturena p24 BUUY 1)
B (popmaTe UMMYHOUYMIIA HA TOBEPXHOCTU CJIAHIOB C ajbjie-
THIHBIM TIOKPBITHEM.

TexHONornmn n ycnyrn reHoAnarHoCTUKMn
TeHOTUIIPOBAHKWE — KOMILJIEKC J1aGOpPaTOPHBIX MPOIEAYD,
HAIpaB/JIeHHbIX HA MOJTydeHue HHGPOPMAIUKI O TeHETUYECKOM
craryce unauBuayyma. [lokazanusimu K uccjae[oBaHUI0 MOTYT
OBITH TTPUHAIIEKHOCTD K TPYIITIE PUCKA, CEMEWHBII XapakTep
WM paHee Hauano 3a60JI€BaHsl, a TAK/KE TOJIEPAHTHOCTD K Te-
panui. [eHernyeckoe TecTHPOBAHME [IJIsI BbISIBIEHUS TIpe/pac-
MOMOKEHHOCTH K Pas3IUUHBIM 3a00J€BaHUSIM HA3BAHO BEJH-
vaiimmm nzobperennem 2008 roza (Time, January 11, 2009).
B CHIA renermueckoe TecTMPOBaHUE HACJIEICTBEHHOMN
npezpacnosnoxennoctu B 2010 roay npumensiiocs K 213 3abo-
separusiM: qrader 1 u 2 Tuna, nadapkT MuOKapaa, GubpuLIs-
WS TIPEJICEPUH, PAK TOJICTOTO KUIIEYHHKA, JTETKUX, MOJIOYHOI
JKeJIe3bl, MPOCTATBI, PACCESTHHBIN CKJIEPO3, JEreHepaIs CeT-
YaTKM, IJIayKoMa, TPoMOO( NS, TeMOXpoMaTos, 6osesnb Kpo-
Ha, O’KUPEeHre U APyTuM. leHeTndeckoe TecTUpoBaHue, Mo-BH-
JIMMOMY, HUKOT/Ia He CTaHeT MPOCTOil 06J1acThio MPUMEHEHST
B MEAMIIMHE, IS YCIIEITHOTO ero MPOABMKEHNS HeoOX0oauMa
PEKOHCTPYKIINS B3aUMHBIX OKUIAHUIN Bpadell W MAIMEeHTOB.
Pe3ybraThl reHETIYEeCKOTO TeCTHPOBAHNS BMecTe ¢ (PeHOTHIN-
YECKIMH MapKEPaM# MOTYT YK€ CETO/IHsI OBITh YUTEHBI B IEPCO-
HAJIM3UPOBAHHOM TIPOTHO3€E, KOTOPHIN Beeraa GyAeT HOCUTh Be-
positHocTHBIN xapakTtep. B 2009 roxy paspaborana ACCE
MOJIENTb TIPOTIECCa OTIEHK Y TeHeTHIeCKnX TecToB: Analytic valid-
ity — aHAMMTHYeCKass apryMEHTHPOBAHHOCTD: KaK TOYHO W Ha-
neskro tect uamepsier rerorutt, Clinical validity — kimanyeckas
JIOCTOBEPHOCTb: HACKOJIKO IMHOOOPA3HO 1 TOYHO TECT OIIpe/ie-
JISET WJIW TIPEACKA3bIBACT TPOMEKYTOUHBIC VM KIMHIYECKHe

nocsexcrtsus, Clinical utility — kamHnyeckas momesnocTp: Ha-
CKOJIbKO BEPOSITHO TECT CYIIECTBEHHO YJIYUIIUT PE3YJIBTATDI Jie-
uenns nanuentos u Etical, legal, social implications — atuuec-
Kue, I0pPUIMYeCKie U COIUAIbHBIE BOMPOCHI, KOTOPBIE MOTYT
BO3HUKHYTD B CBSA3HU C UCIIOJIb30BAaHNUEM TeCTOB. BaykHOCTH BBe-
JIEHMST TIPOIIECCA OIEHKU TeHeTHYEeCKUX TECTOB CBSI3aHA C TEM,
uto He Gosee 30—38% MMEIOIIXCS YTBEPKACHUIT O 3HAYUMBIX
FEHETUYECKUX ACCOIHAIUSX SIBJISIETCSI HA CAMOM JI€JI€ HCTUHHBI-
MU, a OOJIbIIAS YaCTh MCTHHHBIX TEHETHYECKUX ACCOIMAINiT
npezicTaBysteT coboit ahheK T HeGOMBIION BETMINHBI C PUCKa-
mu 1,1-1,5 (1.e. 10—15% OTHOCUTEILHOTO YBEJIMUYEHNUST BEPOSIT-
HOCTH pasBuTHs 3a00seBanust). JII0O0H OTAETbHBIN TOMMMOp-
dbusM 06bruHO 00BsicHsIeT TosbKO 1-8% oT o0iero pucka
3abomeBanms B momyJstind. Ho agauTusHbI 9hdherT HeCKOMb-
KHX TakuX (GakTOpPOB PUCKA MOKET COCTaBAATE 10 20—70% 06-
[ET0 PHUCKa, OOYCJIOBJIEHHOTO TeHETHYECKMMHU (haKTopamMu
B CJIydae pacipoCTpaHEHHBIX OOJIE3HEN,

B mocsiesee BpeMst B psijie CTPaH BO3HUKJIA MeIMITHHCKAST
YCJIyTa TEHETUYECKOTO TECTHPOBaHMS o 3akasy (direct to con-
sumer testing) ¥ KOMIIAHUU TPEOCTABJSIONINE TaKOTO POia
cepuc: 23 andme, deCODEme, Navigenetics, Pathway
Genomics, Gene Essences, naboparopust PEIOHU u apyrue.

BosHukHOBeHMe Giarogapst ycrexam MeTaboJOMHUKHU. Te-
HOMUKHY, IIPOTEOMUKY, OUOMH(MOPMATUKY U CUCTEMHON Ouo-
JIOTUU TIPEIUKTHUBHON W TI€PCOHATM3UPOBAHHON MeUITHHBI
OTKPBITIO BO3MOKHOCTH H0JIee paHHETO BO3/EHCTBHUS Ha Opra-
HU3M TIOTEHI[MAJIBHOTO TIAIIMEHTA JIJIsi CBOEBPEMEHHOI KOP-
PEKIIUHE BO3MOKHOTO MATOJOTUYECKOTO TIpoIlecca ele Ha Jio-
KJINHIYECKOM ypoBHe. [Ipiuem B 0CHOBY HOBOI MeTUIIMHCKOM
CTPATETuu JOKJIUHUYECKOTO BBISIBJIEHUS MOTEHIMAIbHBIX
(hapMaKoJOTHIECKUX MUTIIEHEH MOTYT GBITh TIOJIOKEHBI TTPUH-
sl hapmMakoKoppekimn u papmakonpeserin. Heobxoau-
MO CO3/[aHue MPUHIMITHAIBHO HOBBIX AUATHOCTHYECKUX aJITO-
PHUTMOB, TIpEXIE BCETO MYJIbTH(HAKTOPHBIX 3ab0IeBaHMIL:
CEePAeYHO-COCYAUCTBIX, OHKOJOTUYECKUX, OHIOKPUHHBIX
u apyrux. J{o/KHbL GbITh HaliIeHbl HOBbIE GUOMaPKEPBI, KOTO-
pble MOTYT HPEJCKa3blBaTh MOMEHT Havyaa KINHUYECKON Ma-
HudecTannuy 3a60J€BaHUS, TSKECTh TPOTEKAHISI, BO3MOXK-
HOCTb XPOHM3AIMKM ¥ WHBAJIUU3AINK TAIUeHTOB. Perienne
yKazaHHBIX 3aj1au MOTpeGyeT paspaboTKU MPUHITUIIOB WHTEP-
MPeTaIuU Pe3yIbTaTOB MOKJINHIYECKOTO TECTUPOBAHUS U T10-
SBJIEHNE MEJUIUHCKIX KOHCYJBTAHTOB, KOTOPBIMH MOTYT
craTh Bpaun JaGopaTopHOW MeauimHbl. Heobxoaumo cosma-
HUE COBPEMEHHBIX MPOTPAMM JJIsI TIOJITOTOBKU TaKUX CIIEI[Ha-
JIICTOB 1ab0PAaTOPHOI, TPEAMKTUBHON U IIEPCOHANTN3UPOBAH-
HoWl Meauiuubl B BY3ax: Bpau KOHCYJIBTAHT TAI[MEHTOB
rpymibl pucka. IIpu perneHun yKazaHHBIX 337144 MeUIUHA
CTaHeT MO HACTOsIeMY MPOMPUIAKTHUECKON U TAPTUCUTIATOP-
HOIL. T.e. OCHOBaHHO} Ha paboTe ¢ MATMEHTOM, Pa3bsICHEHUTO
eMy COCTOSTHUE ero 3/[0POBbsI U BO3MOKHbBIE PUCKL.
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