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AHHOTALIUA

Hacrosnmii TOKyMEHT SBISETCS WHCTPYKLHUEH CHCTEMHOIO IPOrpaMMUCTa
(aZIMHHHCTpPATOPA) IPOrPAMMBI aHATN3a MOJIEKYJIIPHO-TEHETUYECKUX XapaKTEPUCTUK
M0 JAaHHBIM  BBICOKONMPOM3BOJAUTENbHOTO cekBeHupoBanusa JIHK (mamee —
[TporpamMma), npeiHa3HaYEHHOM JIJIs MOHUTOPHUHTA 3a MOJIEKYJISIPHO-T€HETUYECKUMHU
MOKa3aTeIIMU W TMOAACPKKH NPUHATHS PEUICHUHA MEIUUHUHCKUX PAOOTHUKOB IIO
JICYECHHUIO.

B pasnene «O0mue cenenus o [lporpamme» yka3aHbl Ha3HaU€HHE U (PYHKIIUU
[Iporpammel U CBEAEHHUS O TEXHUYECKHUX M MPOTPAMMHBIX CPEJICTBAX, HEOOXOIUMBIX
11 paboTsl [TporpaMMel.

B paznene «Crpykrypa IIporpaMmeDy NpUBENEHBI CBEAEHUA O CTPYKTYypeE
[Iporpammel, TOpsAAKE B3aUMOJIEWCTBHUS COCTaBHBIX YACTEH, CBA3SX C JPYTUMU

porpaMmMaMu.
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1. OBHIME CBEJAEHMHA O ITPOT'PAMME

1.1 HaummenoBanue u Ha3HavyeHue IIporpammbl

IlonmHoe nHammeHoBanue: IIporpamMma aHamnM3a MOJIEKYJSIPHO-TE€HETUYECKHUX
XapaKTEPUCTUK IO JAHHBIM BBICOKONIPOU3BOAUTEIBHOrO cekBeHupoBanus JIHK
(manee - [Iporpamma).

Kpartkoe nanmenoBanne: NGSWizard 1.3.

[Iporpamma mnpenHa3Hay€Ha [JIi MOHUTOPHUHIA COCTOSHHUS MOJIEKYJIIPHO-

IeHETUYCCKUX MOKa3aTelie 1 IMOOACPKKHU ITPUHATHUA pGHIGHI/Iﬁ I10 JICYCHHIO.

1.2 ®ynxkuum [Iporpammel

[IporpaMma BBIMIOTHSET CASAYIONTNE (PYHKITHH:

— (GOpMHpOBaHHUE OTYETA O COCTOSIHUM CIEKTPa W3BECTHBIX KIMHUYECKH
3HaYMMBIX T€HETHYECKUX MapKEepOB OITyXOJIM MO3ra Ui KOHKPETHOI'O MalUeHTa C
COITYTCTBYIOLLEH aKTyalbHOU pedepeHCHON HHPpOopMaLnew;

— (QopmupoBanue OTYETa O COCTOSHUU CIEKTPA TUMNOTETUYECKHX HOBBIX
MapKepOB OITyXO0JIM MO3Ta JiJIsl KOHKPETHOTO MAIlMeHTa C COMMYTCTBYIOIIEH aKTyaabHOU
pedepeHcHot nndopmanuei;

— OLEHKa MPOTHO3UPYEMBIX XapaKTEPUCTUK PA3BUTHUS OIYXOJH, BKIIOYAs
BPEMEHHbBIEC OILICHKH, OCHOBBIBAsCb HAa COOCTBEHHBIX JIaHHBIX CEKBEHHPOBAHMSI,
uHpopMaluu oT Bpaya (MEIUIIMHCKOTO paOOTHUKA) U JAHHBIX JAPYTUX aHAIU30B U
HaOJIFOICHUM;

— WMIIOPT JAHHBIX CEKBEHHPOBAHMS U COIMYTCTBYIOIIEH HMH(pOpMammu Ha
cepBep 4epe3 MoJIb30BaTeNIbCKUM BeO-uHTEpdelic, yA0OHbBIN IS T0JIb30BaTEIIS;

— pacuyeT METPUK CTATUCTUKMA KadyeCTBa JAaHHBIX OTCEKBEHUPOBAHHOI'O
oOpasiia, coctassstonux ero [lactopt;

— HaKOIUJICHWE M XPaHCHHE IaHHBIX CEKBEHUPOBAHUS U PE3yJbTaTOB HX
0o0paboOTKH, a TakXkKe JaHHbIX 00 ucTopuu OO0JE3HM U TMPOBEAEHHBIX aHAIM3aX
nagueHTaMu (o 500 manuMeHToB B roj) € LEJIbI0 JaJbHEWIIEH HMX BBITPY3KH U

IMPOBCACHUS HGO6XOI[I/IMBIX HCCHCHOB&HHﬁ, a TaKXKC AJI1 UCIIOJb30BaAHUA B KAUYCCTBC

pedepenca.



1.3 MuHMMAJBbHBIH COCTAB TEXHUYECKHUX CPEACTB

CepBepnas yactb [IporpaMmMbl MOKET OBITH pa3MellieHa Kak Ha IPOIPUETapHOM
cepBepe, TaKk M Ha cepBepax NpOBaiEpOB OOJIAYHBIX XPAHWIIMIL, TaKUX Kak
Yandex.Cloud, VK Cloud Solutions.

Cepsepnas yactb [IporpamMmbl BKITIOYaeT B ceOsl:

—  cepBep NPUIIOKEHUM;

—  KJIacTep BBIYMCIUTENIBHBIX PECYPCOB B COCTABE:

—  BBIYUCIIUTENbHBIN Y3€J AJIs1 HOJTHOIK30MHOI'O CEKBEHUPOBAHMS;

—  BBIYMCIIUTENbHBIN Y3€J AJIs HIOJTHOTEHOMHOT'O CEKBEHUPOBAHNUS;

— ¢aiinoBoe xpanunuiie (obmias dainosas cuctema POSIX complient).

Jliig 06paboTKH 0AHOTrO 00pasia, TpedyeTcs: pa3BepThIBAaHUE OJIHOTO KIlacTepa
BBIYHCIIUTEIBHBIX pecypcoB. s 0oTHOBpeMEHHON 00pabOTKHU HECKOIBKUX 00pa3IioB
TpeOyeTcsi pa3BEepTHIBAHHUE COOTBETCTBYIOIIETO KOJMYECTBA Y3JIOB KJacTepa

BBIYHCIIUTEIBLHBIX PECYPCOB.

CepBep  mpunoxenuin  [IporpamMmbl  JOKEH  UMETh  CIEAYIOIINE
XapaKTEPUCTHUKU:

— He MeHee 8 ['0 onepaTuBHOM MaMsITH;

— He meHee 100 I'6 mocTymHOTO MPOCTPAHCTBA HA KECTKOM JHCKE;

— ceTeBas KapTa, paboTaromasi Ha CKopocTH He Huxke 1024 MouT/cek;

— MPOLECCOP, UMEIOIINI HE MEHEE 2-X BBIYHUCIHUTENBHBIX /I€p C TAKTOBON
yactoToil He Huxe 2 [T

BoruucnuTenbHbId y3em U1l TOJIHOAK30MHOT'O CEKBEHHUPOBAHUS JT0JKEH UMETh
CJIEAYIOIINE XaPAKTEPUCTUKHU:

— He MeHee 32 ['0 onepaTUBHON NaMSTH;

— He MeHee 50 I'6 qocTynHOro mpocTpaHCTBa Ha )KECTKOM JIHCKE;

— ceTeBas KapTa, paboTaromasi Ha CKopocTH He Huxke 1024 MouT/cek;

— TIpOoLEeccop, UMEIOIINI He MeHee 4-X BBIYMCIMTENbHBIX SIIEp ¢ TAKTOBOM

yacTtoTod He Hke 2 ['T1r.



BeruucnuTenbHbId y3€e1 A1 OJTHOTEHOMHOIO CEKBEHUPOBAHUS TIOJHDKEH UMETh
CJIEAYIOIINE XAPAKTEPUCTUKHU:

— He MeHee 64 ['6 onepaTUBHOM MaMATH;

— He meHee 400 I'6 1ocTynmHOro MPOCTPAHCTBA HA KECTKOM JHUCKE;

— ceTeBas KapTa, paboTaroiasi Ha CKOpocTH He Huxe 1024 MouT/cek;

— TIpOLECCOp, UMEIOIUI He MeHee 16-X BBIYMCIHUTENBHBIX SAEP C TAKTOBOM
yacToToil He Hyke 2 ['T11.

@DailnoBoe XpaHUIUIIE TOJKHO UMETh CIEAYIOIINE XapaKTEPUCTHKU:

— He meHee 1 TO 10cTynmHOro MpoCTpaHCTBA HA JKECTKOM JTUCKE;

— ceTeBas KapTa, paboTaroiasi Ha CKopocTu He Huxe 1024 MouT/cexk.

Mexnay cepBepoM MNPUIIOKEHUN, BBIYMCIUTEIBHBIMHU Y3JIaMH U XPAHWIMIIEM
(baiioB JOJKHO OBITh OPraHU30BAaHO CETEBOE COETUHEHUE CO CKOPOCTBIO HE HHKE
1 I'6ut/c.

JUist HopManibHOM paboThl KiIMEHTCKoM 4vactu IIporpammel paboune mecra
II0JIB30BATENIEN TOJKHBI UMETh CJIEYIOLIUE XapaKTEPUCTUKH:

— He meHee 4 ['0 onepatuBHOM MaMsITH;

— UMHTEPHET-COeAMHEHHUE CO CKOPOCThIO He HIke 100 MOuT/cek.

—  MPOIIECCOpP, UMEIOIINI HE MEHEE 2-X BBIYUCIUTENBHBIX SIJIEp C TAaKTOBOM

yacToToil He Hrke 2 [T

1.4 MuHMMAJBHBIH COCTAB NIPOTPAMMHBIX CPEJICTB

s obecriedeHHs HOPMAIbHOTO (DYHKIIMOHUPOBAHUS CEPBEPHOW YacTH
[TporpaMMbl Ha TEXHHUYECKHX CPEACTBAX OJDKHO OBITh YCTAaHOBJCHO CIICAYIOIIEE
CIIO:

— Onmnepammonnas cuctema GNU/Linux;

—  CIIO Docker 19;

—  CVYBJ PostgreSQL 12.5.

TectupoBaHwe CHUCTEMBI TIPOBOAMJIOCH Ha CJACAYIONIUX OIEParlMOHHBIX
cuctemax: Debian 10 "Buster", Debian 11 "Bullseye", Ubuntu 18 “Bionic Beaver”,

Ubuntu 20 “Focal Fossa”.



Jlist  obecrniedeHrs HOPMAIbHOTO (DYHKITMOHMPOBAHUS KIMEHTCKOW YacTH
[TporpamMmMbl Ha paboumx MecTax TOJb30BATENCH JOJDKHO OBITh YCTaHOBICHO
cnenyromiee CIIO:

—  WEB-06pay3ep (Google Chrome Bepcun He Hmxke 50.0.2661, Mozilla
Firefox Bepcun He Huxe 52, Safari Bepcun He Huxke 10.0, Microsoft Edge Bepcuu He

Hxke 41.16299.15, Microsoft Internet Explorer Bepcun e Huke 11).



2. CTPYKTYPA IIPOI'PAMMBI
2.1 Crpykrypa n apxurekrypa [IporpamMmmsl

IIporpamma peanu3oBaHa B KIIACCHYECKOM apXUTEKType KIMEHT-CEpBEp, 3a
WUCKJIIFOYEHNEM  KJJacTeépa  BBIYMCIUTEIBHBIX  Y3JI0B, MPEIHA3HAYEHHBIX  JUIS
BBIIIOJIHEHHS PECYPCOEMKHX omepanuid. K Takum onepanusM OTHOCATCS MPOLIEAYPbI
OUYMCTKH MCXOJHBIX JTaHHBIX, KAPTUPOBAHMS, MOUCKA MYTAallMd U Bapuauui (JIaHHbIE
3alaud  MOTYT BBIIIOJIHATBCS OT HECKOJIBKMX MHUHYT JO HECKOJBKMX YacoB B
3aBUCUMOCTH OT pPa3MEpPOB HCXOJHBIX JAHHBIX M HCIOJB3YEMBIX allapaTHbIX

pecypcoB). Apxurekrypa [Iporpammsl nipeacTaBiieHa Ha Pucynke 1.

KnueHTtckoe
BeO-npunoxexHve

HTTP lMNpoTokon
Cepsep BblyncnurenbHblie
Y D y3nbl
NPUNOXEHNI
Cepsep |
a3 gaHHbIX

O6wwas annosas cucrtema

Pucynok 1 — Apxurektypa [Iporpammsl

Hcnonp3oBaHne KilacTepa BRIYUCIUTEILHBIX Y3JIOB MO3BOJISIET CHITh HATPY3KYy
C OCHOBHOT'O CepBepa NPUIIOKEHHI U 00eCTIEYUTh TOPU30HTAIEHOE MacIITA0MPOBaHHE
JUIS TapajuieIbHON 00paboTKU MHOXKeCTBa (aitnoB. CepBep NPUIOKEHUIN BBICTyHaeT
B POJIM KJIMEHTA KIACTepa, BBIYMCIMTEIBHBIC Y3JIbI — B POJM CEPBEPOB KilacTepa B

tepMuHax Apache Ignite. DpeiMBOpK peraeT ciaeayroIme 3a/1auu:
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— service discovery — cepBep MPHIOKEHHH M BBIYMCIUTCIIBHBIC Y3JIbI
HaXOMSAT IPYT IPYTraB CETH U PETUCTPUPYIOTCS B KIIACTEPE;

— task execution — BEIYUCITUTENBLHBIC Y3JIbI TIOTYYAOT 321241 Ha BHITIOJTHEHUE
¥ BO3BPAIIIAIOT HAa CEPBEP MPUIIOKECHUHN pe3yIIbTaTh;

— publisher/subscriber ~ communication —  BBIUHCIMTEIbHBIC  Y3IIbI
OTIIPABJISTFOT COOOIICHMSI O TEKYIIIEM cTaTyce (IIporpecce) BHIMOJHEHUS 33719,

— failover — ecim 3amaya He ObUIa BBINOJIHEHA H3-32 OIIMOKHM KiacTepa
(ceTeBoii cOOM, cOOM Ha BEIYUCIUTEIHHOM Yy37I€), TO OHA MepPeaeTCs Ha BBIOJIHEHUE
Ha JIpyroil y3en. Y3en aBTOMaTH4eCcKy IepesaycKkaercs, B ciaydae cOosl.

B kauectBe CYBJ] ucnonb3yercs Postgresql 12.5 (https://www.postgresql.org)
UM OTBEUAeT 3a XpaHCHHWE JAHHBIX O IOJIb30BATEINIAX, HACTPOCK MPHIOKCHHUS,
METaIaHHbIX HMCXOIHBIX (DailyioB ((popmaT, THII CEKBEHATOpa, UMs, pa3Mep, BpeMs
3arpy3Ku) U IPOTOKOJIOB UX 00pabOTKH.

Jlist utepatuBHOro OOHOBIECHHS CTPYKTyphl BJl mcmonb3yercs OuOnmoreka

Flyway (https://flywaydb.org).

JUist XpaHeHus: UCXOIHBIX (ailyioB W (alIoB, MOIYYEHHBIX B pe3yJbTaTe
00paboTKku, Kcoib3yeTcs obmas ¢aimoBas cucteMa POSIX complient, noctymHas
KakK CEepBEpy NMPUII0KEHUM, TAK U BEBIYUCIUTEIIBHBIM y3JIaM.

Knuenrtckas yacTh mpeacTaBisieT co0OM OJHOCTpaHUYHOE web-npunoxkenue
(SPA, Single Page Application). IlognepxuBaercss paboTa Ha BCEX COBPEMEHHBIX
Opaysepax: Google Chrome, Mozilla Firefox, Safari, Microsoft Edge, Microsoft
Internet Explorer.

KinnenTckas vacte B3aummomencTtByeT c cepBepHol ucnonb3ys REST API

cepBepHoii yactu no nporokosry HTTP. B kauectBe Tpancnopra ucnonbs3yercs JSON.


https://flywaydb.org/

2.2 Tlopsiaok B3amMojeiicTBUs cocTaBHbIX YacTeil [IporpaMmmbl

B3anmoneiictBue KOMNOHEHTOB IIporpaMmbl MPOMCXOIWT B CIEAYIOIIEM
MOpSIJIKE:

1. [Tons3oBaTens B web-untepdeiice [IporpamMbl BEIOMpAET 17151 3arpy3Ku
OJIMH WM HeCcKoJbKO (aitmoB. daiinpl mepemaroTcs Ha cepBep MPUIOKEHHNA I10
npotokosry HTTP u coxpanstoTcs Ha o0111ei ¢haiiioBoii cucTeme.

2. Metananubsie (QaitnnoB (yHUKaIbHBIM wuAeHTU(UKATOp, (opmar, TUI
CEKBEHATOpa, UMs, pa3Mep, Bpems 3arpy3ku) coxpansitorcs B CYB/I.

3. ACHHXpOHHO 3alyCKaloTCs 3aJaud HAECHTU(UKAIMK, BepuUKaINH,
OLICHKH KadeCcTBa, OYMCTKUA JaHHBIX, KapTUPOBAHMSA, IMOMCKA COMATUYECKUU U
IrEepMUHAIBHBIX BApUAHTOB Ha BBIYMCIUTENBHBIX Yy31ax Kkiactepa. Cepsep
MPUJIOKEHUI TMPU 3TOM BBICTYIIAET B POJU KOOpJMHATOpa Mpolecca 00pabOTKU
daiina.

4, [Tpu BbINMOJIHEHMM 3aJja4d BBIYUCIHUTEIbHBIE Y3JIbI MEPEJAIOT CEPBEPY
MPUIIOKEHUH TeKYIIHI IPOIEHT BHITIOTHEHMS 3a/1a4H U JIOTH 00paOOTKU. DTH TaHHBIE
npotokosmpyrotrcs B CYB] u noctynasl B web-untepdeiice uepe3 REST API.

S. [Ipu oOpaboTke (haloB pe3ysibTaThl BCEX 3ajJad MPOTOKOJIUPYIOTCS B
CYB/ u noctynusl B web-unrepdeiice uepe3 REST API.

6. [Tocne 3aBeprieHus: 00pabOTKU MCXOJHBIE (haWIIbl, OTYETHI MO OIICHKE
KauecTBa, W (pailybl, MOJyYEHHbIE B pe3ysbTare OOpabOTKH HOCTYNHBI B web-

unrepderice uepe3 REST APL

2.3 CaeaeHus 0 CBA3X ¢ IPYyrUMH NPOrpaMMamMu

B3aumozeiicTBue ¢ ApyruMm TporpaMMamMu  00eCTeurMBaeTCsl B paMKax
noAAep>Kku (GailJioB JaHHBIX OWOJOTUYECKUX TMOCIen0BaTeIbHOCTEN (GopMaToB

* fastq, *.bam u *.vcf.
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MNEPEYEHb COKPAIIIEHUI

Coxpamenue Pacungposka
JHK JIn30KCHpUOOHYKIICMHOBASI KUCIIOTA
CIIO CrenanbHOE IPOrpaMMHOE 0OecTieueHue
CYBA Cucrema ympaBieHus: 6a3aMu TaHHBIX
b/1 baza nanHbIX
API Application program interface
REST Representation State Transfer
JSON JavaScript Object Notation
SSL Secure Sockets Layers
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