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B reHome yenoseka HacuutbiBaeTcs 0T 20 0 25 ThiC. reHOB, (PYHKLMS KOTOPbIX BO MHOrOM
elle HeMoHsITHA, NO3TOMY y4yeHble pa3pabaTtbiBaloT METOAbI BblAENEHNS OTAENbHbIX TEHOB B
«aBTOMAaTM4yeckomM» pexume. llar B aToM HanpasneHun caenad coTpygHukamm otaena
FEHOMHbIX UCCNenoBaHu yHMBepcuTeTa wrata BawnHrtoH B Cuatne, y4acTByoWUMHA B
ocyuiecTtsneHun npoekta «1000 reHoMoB».

MpoekT, ocywecTBNEHME KOTOPOro Ha4anoch ABa roga Hasag, pacnonaraet 6a3oi gaHHbIX
H6onee 4eM NonyTopa COTEH NPakTMYeCKN NONHOCTbIO NpoyYnTaHHbix  [HK ntonel co Bcex
KOHTMHEHTOB. [Npn nx aHann3e BbISBMNIOCL 60NblIOE KOAMYECTBO OyNANKaUWii — yABOEHWNIA —
pparmeHToB OHK anvHoi no apyx kmnobas (Teicsiy 6ykB reH-kona, unvm HykneoTuaos).
MNMopobHoe pasnuume Yncna Konuin B reHoMax pasHblx NoAei NonyYnno HassaHne
«BapuabenbHOCTb Konuyectea konuit» (Copy Number Variation — CNV). CoTpynHukn otaena
BbISBUAM 4,1 MAIH.  NO3UUNIA OTAENbHBIX HYKNEOTMAOB, MONOXEHMNE KOTOPbIX UMEET HOMbLLYIO
NHJPOPMATUBHYIO LEHHOCTb O/ onpeaeneHns TOYHOro pacnofioXeHss KOHKPETHbIX  KOMuia, a
4yepes HUX 1 PyHKLMNOHANbHbIX FeHOB.

Y106bl NOSCHUTB, O YEM NAOET PEYb, MOXHO NMPMBECTUN CNeayowWyo aHanoruno. Bbl okazanucb
B HE3HAKOMOM ropoAe 1 B XENaHWM 4TO-TO NOECTb MW NOMUTbL MNblTaeTeCchb ONpeaennTb, rae
6nuxanwunin marasvH, obpailas BHUMaHWe Ha MIOAEN, HECYLWMX B CYMKax Ty UAN NHYIO
npoBuauto. Yem 6onblie Takmx nogei, Tem 6nmxe okasblBaeTcs Bawa Lesb.

Wccneposatensam s Crnatna, B YaCTHOCTW, yAANOCh OOHAPYXMWTb FeHbl, accouumpyembie C
pasBMTMEM MO3ra ¥ NokasbliBalolme xapakTepHoe ANns yenoseka 600/bWOe reHeTn4Yeckoe
pasHoobpasve (amBepcudpukaumio). MoaobHbln NOAX0A OTKPbIN «LOCTYMN» MNPUMEPHO K
TbICSYE rEeHOB, KOTOPbIE MHTEPECHDI B UX CBA3M C  Pa3nnyHbIMU 3a601€BaHNSAMU.
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Lpyras rpynna y4yeHbix 13 EBponeinckoro MHCTuTyta 6uonHgopMaTki, Takxe
yyacTteytowas B pabote koHcopumyma «1000 reHoMOB», NPOBOANT KapTUPOBaHWE
BapunabenbHOCTM YeNOBEYECKOro reHoMa, ucnonbays nocnegosatenoHoctn JHK ceMeliHbix
Tpuo — Mama—nana—guTa. C 37O Lenbio OHW onpenenunun y 697 4enosek NonoXeHue oKono
15 M/IH. 0AHOOYKBEHHbIX BAPUAHTOB (CUHIYNSIPHBIX  HYKNEOTUAHbIX NonuMopdunamos — SNP),
KoTopble Bpoae Obl HE CKa3blBAOTCS HA  PyHKUMK reHoB. [1onobHble BapnaHTbl MOXHO
CPaBHWTb C BO3MOXXHOCTbIO NMCaTb «Kasak» U «ko3ak» (0ba BapuaHTa He ByyT cuMTatbest
ownbkon). OgHako B HEKOTOPLIX CyYyasx NOA0OHbIE UBMEHEHMS MOTYT NPUBOAUTD K
3aboneBaHusIMm.

He coBceM npusitTHbIM pe3ynbTaToM paboThl ABASETCS TO, HTO KaXAblii YHENOBEK HECeT B
CBOUX «@HHOTUPOBAaHHbIX» reHax oT 50 o 100 BapnaHToB, KOTOPbIE MOryT NPUBOANTL K
HacnenyembIM paccTpoicTeaM. OaHako padyeT ToT pakT, YTO 340POBbI 06pa3 XM3HU He
NO3BONSET «aKTyannanpoBaTb», HAaNpuUMep, TOT BapuaHT, KOTOPbLIA cnocobeTByeT
TpaHCcgopMaLMn KNeToK Nerknx y 3asnnbix KypunbLlMKOB.

Y OBYX TPWO y4YeHble KONMYECTBEHHO ONPEAENNIN YAacTOTy UBMEHEHNSI HyKNeoTnaoB (OyKBbl
reH-kona), kKotopas AocTaToyHO HM3ka — 1:100 MNIH. 32 NOKONEeHMEe. OTO rOBOPUT O
HaLEXHOCTN CACTEM 3aWNTbl HAWKX FTEHETUYECKMUX [aHHbIX OT «BTOPXEHMUS» N3BHE. B aTOM
OTHOLUEHMWN Hal reHOM okasbiBaeTcs 6onee cTabunbHbIM, HEXENW Ta Xe opdoorpadus,
KOTOpasi MEHSIETCS CO  3HA4YUTENbHO BObLIE YacTOTOIA.

CeHOMIMKIM HALETCS, YTO 3aBepLIeHNe NPoeKTa NO3BOUT HE TONbKO 6onee TOYHO
NpeacTaBnUThb HalW reHeTUYyeckui naHawadT n YeTye yBUOETb MEXaHU3MbI  Pa3BUTUSA
6onesHein, HO TakXe 3arnsiHyTb B rNybb BEKOB, YBUAEB C MOMOLWbBI 3TOro naHawagra
3BONIOLMIO YenoBeKa Kak Buaa, nyTv Murpauum Hawmx npeakos 1 UCTOPUIO, B COTBOPEHUM
KOTOPOW NpuHMManu y4actme MHorue nokoneHusi. CerogHs Gbinoit aHanorosblin Noaxon
N3y4eHnsa HacneacTBEHHOCTM MOCTEMNEHHO CMEHSETCS OLUNJPOBKON reHoMa, YTO MOXHO
CpaBHUTb C NOCTENEHHON 3aMEHON aHanoroeoro tenesmaeHns ungposbiM HDTV BbiCOKOM
4YEeTKOCTW.
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