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KntoueBble cnoBa: 6nobaHk JHK, kasaxu
BeeageHue: Lenbio cosgaHusa InterGen 6aHka OHK B PK aBnserca ugeHTudwmkayms
YHKLMKN TeHOB, YCTaHOBMEHME CBHA3el reHoB c 3aboneBaHWAMW, WAEHTUMDWKALUSA HOBbIX

TepaneBTUYECKNX MULLEHeN, Bannan3aLma HOBbIX BUONOrMYECKUX MapKepoB.

MeTtogbl: MNog TepmuHoMm «BuobaHk OHK» nogpasymeBaeTcs ynopsgoveHHoe xpaHunuile
obpasuos OHK M cuctemMaTUsMpoBaHHOW KIUHUYECKOW WHADOPMaLMKM, acCOLMUPOBaHHOM
C Kaxabim 6uoobpasuom; InterGen 6uobaHk OHK cosgaH B pamkax nmpoekta 7 pamoyHOM
nporpammMel EBpokommccnn «eHel NpeapacnonoXeHHOCTU K NpeaknamMncui B eBponenckux n
LieHTparbHO-a3naTckux nonynaynuaxy . B HacToALee BpemMs oH npeAacTasneH 11858 obpasuamu
OHK, ns Hux 2538 xeHLWuH ¢ npeaknamncuent, 2538 OHK nx geteit n 1644 OHK nx myxen; 2538
OHK XeHLWWH ¢ HeocnoXHeHHoN BGepeMeHHOCTLIO U poAamMu, Bce ABMAMUCL kasaxamu Ao 3
nokoneHus. B InterGen 6uobaHke npeactasneHsl 2000 OHK xeHLWMH kasallek ¢ pasnuyHbIMK
ocroXHeHnaAMn 6GepemeHHocT u 600 [OHK nonynAumoHHoro koHTpond. KnuHudeckas
UHopMaLms Ha kaxabli obpasey [JHK npeactaBrneHa KOMMBIOTEPHOW MNporpaMmMon
«InterPregGen», KoTopasd coAepXuT: Aemorpadpuueckne AaHHble O KaxAoMm WHAMBUAE,
BKIOYaA HALMOHaNBLHOCTL A0 3 MOKONEeHNA, CeMelHbIN aHaMHes, heHOTUNMMYeckoe onucaHue,
pesynbraThl NabopaTopHbIX M WHCTPYMEHTaNbHbBIX KMccredoBaHuin. Kaxabil obpasey OHK
UMeeT COBCTBEHHBIN GapkoA, CoNpoBOXAaeTCA NHOPMUPOBAHHBIM COrNacuem 0 BO3MOXHOCTH
ucnonb3oBaHWA Buonornyecknx obpasuUoB B HayuyHbIX KccnepoBaHuAX. KomnbtoTepHas
nporpamMa «InterGen DNA» coAepXuT WHdoOpMauuio 0 MeToAUYECKUX OCOBEHHOCTAX
pabotel ¢ JHK — AaTa 1 MeTog BbigeneHusa obpasua OHK, koHUeHTpaumsa, kavyecTBo, 06bem
obpasua, MecTo xpaHeHusa U T.4. MHdopmMaumoHHas nporpamma «InterGen» npegHasHaveHa
ANA XpaHeHWA pesynbTaToB reHeTUYeCcKOro uccrnefoBaHWA (pesynbraTel reHOTUMMPOBaHUE,
CeKBEHWPOBaHUA U T.A4.).

Pesynbratbl: [MaBHbIM ycnosueM dyHkUMoHupoBaHua InterGen BuobaHka —cobnogeHve
YCIOBUA  KOH(PUASHLMANBHOCTH, MeXAyHapoAHbIX Ouo3TUYeckUx npaeBun U YCroBWUW
XpaHeHWs, nacrnopTuaaLmm n UCNoNb30BaHWA MaTepuarnoB ANA Hay4YHo-UCccrnefoBaTenbCKuX 1
npuknagHbix Meaunko-ouonornyeckmx Uernei. MfeHeTuueckasa nHgopmaums InterGen 6muobaHka
npeAcTaBreHa pesyrsrataMu NosiHoreHoMHoro cekBeHWposaHua (WGS) 50 MyXYMH KasaxosB
1 50 xeHLWWH Kasallek, npoBedeHHoro B Sanger Institute UK. 4446 OHK nporeHoTunupoBaHbl
GWAS B Decode WcnaHaus ¢ ncnonb3oBaHueM lllumina HumanOmni 2.5-8 chip u kaxabii
obBpasel uMeeT uHdopMaLmio o 2,5 MunnuoHos SNP nonumopdmamos. 3960 obpasuos AHK
NpOreHoTUNMpoBaHbl Sequenome MeToAoM B iplex dopmaTte B Sanger Institute UK Ha 600
3HauMMbIx snp nonumopduamos. 3352 AHK nporeHoTunuposaHel B HLIATUI He MeHee, yeM
Ha 30 shp nosMMopcU3MOB.

BbiBogbl: CosgaHue InterGen 6aHka [JHK — 9T0 nepBbid Lar B MHTErpauuy Hay4HbIX
uccrieaoBaHuii B 0bnacTu reHeTky Yenoseka B PK, 4To uckniounT AyGnmposaHne U cokpatut
BpeMSA NPOBeAEeHWA FeHeTUYECKMX W KIUHUYECKUX WCCneAoBaHU ANA dyHAaMeHTarneHoro
060CHOBaHNA pa3paboTky HOBbIX MOAXOAOB K AWArHOCTMKE W NeYeHWIo MynsTUaKTOPHbIX
3aboneBaHuii.



