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Onucanue npoexkra

CyiiecTBymomue TMOAXOAbl K OICHKE KayecTBa MJAHHBIX BBICOKOIPOU3BOAUTEIHLHOTO
CEKBEHHUPOBAHUS CXOXKH C MpaBuiIaMu BecTrapaa nis KOHTpOJIS KadyecTBa aHAIUTUYECKUX TECTOB —
JUISL TIPUHSITHSL PEIICHUS O BAJIUAHOCTH WJIM HE-BAaJUIHOCTH JAHHBIX IS JaJIbHEHIIEro aHajiusa
MOCJIEZIOBATEIbHO HMCCIEAYIOTCS HECKOJIBKO IapaMeTpoB, KOTOPHIE JOJDKHBI  YJOBIETBOPATH
3alaHHbIM KputepusiM. OAHAKO HU CIUCOK TMapamMeTpoOB HMU HajlaraéMble Ha HUX KPUTEPUH HE
SBIISIOTCS  YHU(DUIMPOBAHHBIMU U CTAHJAPTU3UPOBAHHBIMU. TakuM 00pazoM, B pazIUYHbBIX
naboparopusix “yIOBJIETBOPUTENbHBIC” IS aHAlM3a JaHHbIE O3HAYAIOT pa3Hble MOHATHS. boiee
TOT0, TEKYIIUH MPOIIecC KOHTPOJIS Ka4yecTBa HUKAK HE ONMpPEeeisieT ypOBEeHb KauecTBa JaHHBIX U TO,
HACKOJIBKO OTKJIOHEHHE OT 30JI0TOTr0 CTaHJAapTa MOXKET MOBIUSATH Ha KOHEUHBIN pe3yJbTar.

YuuTsiBas KOMILUIEKCHOCTh Kak camoro nporecca, TaK U JTAaHHBIX
BBICOKOIIPOM3BOUTEIBHOTO CEKBEHHPOBAHUS, aHAJIUTUYECKUE XapaKTepUCTUKU
(4yBCTBUTEIIFHOCTh M CHEUU(PUYHOCTD JETEKTUPOBAHHUS MYTAaIlMi) BapbUPYIOTCS HE TOJIBKO OT
camMoil muaropmbl, MHCTPYMEHTa M Habopa peareHToB, HO M OT HCIOJb3YEMbIX METOJIOB
oboramenust o nenesoir JIHK, meronoB aHanmmsa M gake THUIOB CaMHUX MYTallMid — K IPUMEDY,
JeNelUH JIeTeKTUPYIOTCS ¢ 0ojee HMU3KOM CHenu(UYHOCTbIO, YeM TOYEYHbIe HYKJIEOTHIHbIE
3aMeHbl. J[pyrumu ciioBaMu, aHAIUTUYECKHUE XapaKTEPUCTUKU MOTYT MEHSTHCSI KaK B 3aBUCUMOCTHU
OT JIabOpaTOpUM U HEMOCPEICTBEHHOIO 3aIlycKa, TaK W A KaXIOro KOHKpETHOro obpasua B
paMKax OHOTO 3aIlyCKa.

B pamkax mpoekra mpemiaraercs pa3paboTka HHCTpPYMEHTAapHsl JUIsl OLIGHKM KauecTBa
JAHHBIX BBICOKOIPOU3BOAUTEILHOTO CEKBEHHUPOBAHUS C OIPAaHUYEHHON CQepoil MpUIIOKEHUs —
I[eIeBOe CeKBeHHpoBaHWe HeOonpmx peruoHoB JIHK ¢ 3apaHee W3BECTHBIM CIICKTPOM
MHTEepecylonmx MyTtanuil (kK mpumepy, cekBeHupoBanue reHoB EGFR/KRAS wimm BRCA1/2,
CFTR), uro mo3BOJIIE€T CHMYJIMPOBAaTh OLEHKY aHAJIMTUYECKUX XapaKTEPUCTHUK KOHKPETHOIO
3aIrycKa.

3amaum B npoekTe

Pa3paboTka MeTO/I0B M MHCTPYMEHTAPHS /ISl OLICHKH Ka4eCTBa JaHHBIX
BBICOKOITPOM3BOJIUTEIIBHOTO CEKBEHUPOBAHUS B KIMHUYECKOM MTPUIIOKECHUH.

TpeooBanus/Iloxenanuss K KoMaHae
e Linux/bash
e [IporpammupoBaHue Ha CpeHEM/BBICOKOM ypoBHE (python/C++/java)

e KenarenpbHO 3HaHWE MPUHIIUIIOB aHaMM3a JaHHBIX NGS ¢ 11e1bpI0 TouCcKa MyTalHi
(mpemnporiecCHHT/BbIpaBHUBAHUE/BAPUAHT KOJUIMHT/aHHOTAITHS)
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