JIOKAJIM3BALIUA NOTI-STSS KAK METOJI TIOMCKA H
JTJOKAJIU3AIIMHU TEHOB HA IMMPUMEPE XPOMOCOMEI 3
YEJIOBEKA

Paxmanaimes D.P., Komnanwuiines A.A., Moiicak E.B.,
Knumos E.A., Yauna U.T., Cynumosa I'.E.

Hucmumym obugen eenemuxu um. H.H. Basunosa PAH, Mockea

O/IHO M3 OCHOBHBIX JOCTHKEHHH COBPEMEHHON MEHOMMKH —
CO3/1aHKe eMHBIX KIOHOTEK, eJHHBIX MeN[yHapoaHbIX 6a3 JaHHBIX
¥ MHTETPUPOBAHHBIX KapT XpoMmocoM vuenoseka. B pamkax
nporpammbl “TeHom yenosexa” nmoctpoeHa Notl-kapra XpoMOCOMBI
3 Ha OCHOBE LIUTOr€HETHHYECKMX METOHOB. Nofl-KapThl XpoMOcoM
yeroBeKa MpECTaBIAOT OcoObIH MHTEpec, MOCKOIBKY CaifThl
y3HaBanua pectpukrassl Nofl pacnonoikeHsl B reéHOME YejlOBEKa
OTHOCHTENbHO paBHOMepHO U Gonee 80% caiitor Nod BeTpewatores
B 5’-HeTpaHCIMpyeMbiX 00acTAX FeHOB. DTO IO3BOJISET CHWTaTh
Notl-kapTy TeHHOHW KapToif YejloBeKa, He YCTYMalomeH Mo
uHhopmatuBHocTH EST-KkapTam.

@duzpyeckyro  Joxkaymsaumoo  Nofl-STSs  onpenensanu
merojom PCR-CKpHHHETa KOMMEPHYECKOH MaHelld paJHalMOHHBIX
ruOpHIoB COMAaTHYECKHX KIeToK (uenopex/xomsk) GeneBridged
(RH-kapruposanue). [loayuenHas Notl-kapra Oblia cOBMElIEHA C
ApYrumu (M3MYECKMMH KapTaMH XpOMOCOMEI 3 4enoBeka. Meton
RH-kapTupoBaHua MO3BOMAAET 3TO C/€jaTh, MOCKOIbKY OH JaeT
HH(OPMAIIHIO HE TOJILKO O JIOKAJIM3aLMHY ¥ MOPAJKE PacionoKeHUs
MapKepoB B XPOMOCOME, HO H O (M3HYCCKMX PACCTOAHMAX MEHIY
HumMH, a RH-kaprel coBMelleHbl €O BCEMU THMAMH KapT XpOMOCOM
yenoseka. [lpu moctpoenun dusmdeckoii  Nofl-kapTl, KpoMme
naHHbix no RH-kaprupoBanuio, HaMHM MCIOIL30BaHLI JaHHLIE O
(hu3uUeCKUX paccTOAHMAX mexkay Notl-kionmamu Ha OCHOBe paHee
MOJYHEHHbLIX  KOHTHIOB M3 obnactw  3p21-p22  (Ppusuueckoe
nojoskeHne KOHTHrOB Ha RH-kapre onpeiensim ¢ MOMOUIBIO
KapTupoBauus ogHoro unu AByX Nofl-STSs, BXOAAIIMX B KOHTHIH),
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a TaKke naHHble 1o RH-KaprupoBaHMIO MoOCIenOBaTENbHOCTEH ¢
BBICOKAM YPOBHEM MAEHTHYHOCTH K KOHKpeTHBIM Nofl-STSs (npu
HaIM4YMM TaKHX CBefleHui B 6azax qaHHbIX).

IlocTpoennas Hamu (usvyeckas Notl-kapra Xpomocomsr 3
uenoBeka BkIouaer 59 NofA-STSs, w3 xotopeix 45 sABISIMCH
MapKepamu retoB M 9 — mapkepamu He uaeHTHOHUMpoBaHHEIX ESTSs
yesioeka. Ha ocHoBe mosmydenHbIX AaHHBIX 1Mo RH-kaprupoBanuio
Nod-STSs namu nocTpoeHa MATErpHPOBAHHAN KapTa XPOMOCOMBI 3
4eJIOBEKA M JIOKaIH30BaHbl 14 HOBBIX reHOB YenoBeka. M3 nux ans
ABYX T€HOB BIIEPBBIE OIIpefeleHa HMX JIOKAIM3AL|sS B T'E€HOME
YCIOBEKA, /TS IIECTH I'eHOB, PaHee JIOKATH30BAHHBIX Ha APYTHX
XpOMOCOMAX, BIEPBBIE [IOKa3aHO HATHYHE MX T[OMOJIOTOB HA
XpoMocome 3, eme A0d  LeCTH TIeHOB ¢  W3BECTHOM
LUHTOTCHETHYECKON  JIOKalH3alMeH BHEpBBIE YCTAHOBJEHAa MX
(puznieckas jokanusauus. [TonydeHHbie pe3yibTaThl YKa3biBalOT Ha
BBICOKYIO  o(dekTHBHOCTE  Wcnonb3opanua — Nofd-STSs s
MOKANM3ALMK TCHOB YeJIOBEKA MpPH HAJIMYAM HHTErPUPOBAHHBIX
Notl-kapT XpoMOCOM YenoBeka.

Hacrosmas paGora BemonHeHa npu  duHAHCOBOM
noyieprikke HIT GLIHTIT “T'enom yenosexa”, Poccuiickoro donma
(ynnamenranbHpix uccnenopanuit (rpant 00-15-97777) u OLIM
“Muterpaims” (npoext 2.1-A0077).
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