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AHHOTaADMA:

B 3TOM CTaThbe pacCMaTpPUBAETCS POJib U 3HauyeHHWe UHQPOpPMALMOHHBIX TEXHOJIOTHU B aHa/IW3e
pe3syabTaToB JIHK-skcnepTHs3bl, aBTOMaTH3alus Ipolecca ONpeAeseHHs IM0C/ael0BaTeJbHOCTH
o6pasuoB [JHK c mnomo1ibio nporpaMMHbBIX CPE/ICTB, UTO CHUXKAET YEJI0BEYECKYI0 OIIUOKY U MOBbIIIAET
TOYHOCTb pe3yJIbTaTOB aHa/M3a. TakKe ¢ MOMOIbI0 HHPOPMaALMOHHBIX TEXHOJIOTHM 06ecreyrBaeTCs
BO3MO>XHOCTb YIpaBJIEeHUSI U aHa/u3a O0JIbIIMX 00'bEMOB JAHHBIX, UTO AAET JAaHHbIE O MOBBILIEHUU
3pPEKTUBHOCTH.

KnwuesBsle caoBa: /IHK, ananus, Excel, Word, BLAST, clustalw, MySQL, PostgreSQL.

BBeaenue

JHK-3kcnepTusa cerofHs BaXKkHa B KPUMMHOJIOTUM, MeJUIIMHE W MHOTUX JPYTUX 006JacTsX.
Pe3ysibTaThl aHanu3a o6pasuoB JAHK dacTo ciioxHBI U cofepKaT 60161101 06beM HHPOPMALUH, YTO
TpebyeT IIMPOKOro MpUMeHeHUss HHPopManuMoHHbIx TexHosoruk (MT). C nomombio
uHpopManmoHHbIX TexHosorui JHK nmomoraeT aBTOMaTU3MpoOBaThb NpOLECC aHaIU3a, ObICTPO U
TOYHO aHAJIM3UPOBATh Pe3yJbTaThbl, a TAKKE yIpPaBJIATh O0JbIIMMU 06’ beMaMU JaHHbIX [1,2].

MaTepuaJibl 1 METOAbI

Jna onpeneseHus nocaegoBaTesbHocTd JIHK ucnosib3yerca pdja nporpaMMHBIX CPeACTB U
anroputMoB. MHcTpyMeHTHl 6MoMHOopMaTHKH, Takue Kak Excel, Word, Blast u clustalw, nossossioT
6bIcTpO ¥ 3¢ PeKTUBHO aHAJAU3UPOBATh mnociaegoBaTesbHocTH JHK. [lig xpaHeHuss U 06paboOTKH
60/IbIINX 060'bEMOB JAHHBIX UCIO0JIb3YIOTCS TaKkue 6a3bl AaHHbIX, Kak MySQL, PostgreSQL. [l ananusa
JlaHHBbIX MCIOJIb3YIOTCS I3bIKM NporpaMMupoBaHus R u Python, a Takxke 6M6JIMOTEKH MAlIMHHOTO
o6y4yeHus, Takue kak TensorFlow u scikit-learn.

Pe3yJsibTaThl

C nomouipbto MHbOpManMoOHHbIX TexHosoruk JIHK 3HauuMTesbHO ycKopsieT HpolLiecc aHajav3a M
NOBbIIIAeT TOYHOCTb. Hanmpumep, ¢ momMoub0 NPOrpaMMHBIX CPeACTB aBTOMaTU3UPYeTCs MpoLecc
ceKkBeHUpOoBaHHUsA 06pa3uoB JIHK, 4TO cHMKaeT KOJIMYEeCTBO 4eJIOBEYECKUX OLIMOOK W MOBBbILIAET
TOYHOCTb pe3y/IbTaTOB aHajiu3a. TakKe BO3MOXKHOCTb YNpaBJIEHUS U aHa/M3a GOJIbLIIMX 00'bEMOB
JIAaHHBIX o6ecrneyuBaeTCss C TMOMOINbI0O HHQPOPMAIMOHHBIX TEXHOJIOTHHM, 4YTO TMOBBILIAET
3dpdekTUBHOCTS [3,4].

O6cyxaeHue.
[IpermyiiecTBa HHGOPMALMOHHBIX TexHOJIOrMH B aHanu3e [JHK BKJ/IOYAIOT CKOPOCTh U TOYHOCTH
npoiecca, BO3SMOXHOCTb 06paboTKU OOJBLIUX 06bEMOB JAHHBIX U BO3MOXXHOCTb aBTOMaTHU3aLUHU
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npouecca. OHaKO CyLeCTBYIOT OTPaHUY€eHHUSs], TAKHE KaK CTOMMOCTb MPOTPAaMMHOTO U annapaTHOro
obecrieueHUss U OTCYTCTBHE cHenuaaucTtoB. [l nmpeojosieHUS 3TUX OTpaHUYEHHWH HeoO6XoAuMa
NOArOTOBKA CIELUaJUCTOB U pa3BUTHE TEXHOJIOTUHU.

B o6sactu cyaebHo-6mosorndyeckoi skcrneptusbl JHK desioBeka wu3B/edeHHE TeHETHYECKOUH
MHPopManMu U3 OHUOJIOTUYECKUX 00pasyoB YesioBeKa COCTOMT HW3 HEeCKOJIbKHX 3TaloB
MCC/IeOBAaTE/NbCKUX MPOLECCOB, B pe3ysibTaTe KOTOPBIX OMNpEJessTC reHeTU4ecKkhe Npoduiiy,
npeAcCTaBAsALMe 4YUCA0BOM BUZA. [lpaBUIbHBIM aHa/IW3 3THUX WAEHTUPULUPOBAHHBIX [aHHBIX,
BeJleHHEe OTJIMYHBIX MaTeMaTUYeCKUX pacyeTOoB, IPaBUJIbHOE ONlpe/ieJieHUe ypOBHEeN 610JI0TMYeCKOr0
pPO/ICTBA U UJIEHTUYHOCTH, a TAKXKE YeTKOe U KauyeCTBEHHOe 0pOpMJIeHHE IKCIIEPTHOI0 3aKJIKYEHHUs
TpeOyIT OT 3KCIIEpTAa OTPOMHOrO OMNbITA, @ TaKXKe HaBBIKOB [5,6]. KoHe4yHO, noJsiydeHHble JJaHHbIE
MOXXHO aHaJM3UPOBAaTh C T[OMOUIbI0 CHEelHUaJbHbIX M[pPOTPaMM OyXraJTepCKOro yyeTa C
MCII0JIb30BaHHUEM JJOCTMXKEHUN MH(OPMAIMOHHbIX TEXHOJIOTUN, U B OOJIbIIMHCTBE C/Ay4aeB UMEHHO
TaK NOCTYMAT 3KCIEPThHI.

B ocHOBHOM HccJiejoBaTeNbCKHE MPOLEeCChl NPOBOAATCA B CefylolleM MOps/Ke: SKCIePT U3y4yaeT
npeAcTaBJeHHble €My MaTepHuaJ/ibl, pacCMaTpUBaeT BelleCTBEHHble [0Ka3aTesJbCTBa, UCXOAsS U3
MIOCTaBJIEHHbIX BONPOCOB, GepeT 06pa3lbl U3 UMEILUXCS 06JsiacTed GHMOMaTepHasioB, MPOBOAUT
npouecc BbiAeneHuss JIHK W3 3Tux mnosiydeHHbIX 00pasloB, NPOBOAWUT KOJHUYECTBEHHBIM U
KauyeCcTBEHHbIM aHa/u3 BblgeseHHou [IHK, B 3aBucuMocTu oT KosimyectBa U KadectBa JJHK npoBoaut
ee pasbaBjieHHEe, MOBTOPHYI OYMCTKY, KOHIIEHTPALMI. OCYyILEeCTBASAET aMIIMPUKALUI0
cnenuasrM3upoBaHHbiX y4yacTkoB JJHK c¢ ucnosib3oBaHueM passinyHbix Ha6opoB [P, BbimosiHsIeT
dparMeHTHbIA aHa/U3 B TeHETUYECKOM aHa/Mu3aTope, ONpefiesisieT TreHeTHyeckue Npoduau B
cuenyaibHOM mnporpaMMHoM obecnedyeHuu (GeneMapper). 3arpyxaeT HAeHTUQUIMPOBAHHbIE
reHeTuyeckue npoduau B popme 3ampoca B BUJE CIEKTPOrpaMMbl U BPYYHYIO BBOJUT KaXK/bli
y4aCTOK reHeTU4ecKoro npoduss OJAUH 3a APYTMM B FeHeTUYeCKyl 0a3y JaHHBIX J1abopaTopHUM.
[locsie aTOro NpoBoAUTCA OyXrajTepckasi KHUra, T. €. €CJIM 3TO BONPOC GMOJIOTUYECKOr0 PO/ICTBA, TO
IpPU YCTAaHOBJIEHUM PaKTa OTLOBCTBA, HANPUMep, OTOUPAIOT U3 6a3bl reHeTUUYEeCKHe MPOPUIHU OTILA,
MaTepy U pebeHKa, UHOr/la OTLa U pebeHKa, NepeHOoCAT B pa3/es aHajJu3a U ONpefesioT CTelneHb
6uosi0ru4ecKoro poactsa [7,8].

[locse Toro, kKak Bce JAaHHble OYAYyT YTOYHEHbI, 3KCIePT NPHUCTynaeT K (popMav3alUud CBOEro
3aKJ/Il0YEeHHUS. IJKCHepPT B COOTBETCTBUU C YCTAHOBJEHHBIM MOPSJKOM BHOCUT B 3aKJ/OYeHUE
9KCIEepTH3bl MO OJHOMY CBeJleHUs1 06 opraHe, B BeJleHHME KOTOPOr0 Ha3HauyeHa 3KCIEepPTHU3a, O
BO30Y/JJeHHOM TI'PaX/IaHCKOM WJIK YyrOJIOBHOM /JieJie, O NTOCTaBJIeHHbIX BONPOCax, O JIMLAaX, 00pa31ibl
KOTOPbIX MCCAeAYIOTCS NMpU 3KcrepTu3e. ONuUchIBaeT MPOLecC CKAHUPOBAHUS 00pa3I|0B, 3aMOJHSAET
TabJULy pe3yJbTaTOB TeHEeTUYeCKUX JaHHbIX, UHTEepPHpPEeTUPYeT pe3y/bTaTbl NepPEKPEeCTHOTO
CpPaBHUTEJILHOTO aHA/IM3a U CUHTEe33a, 0TBeYaeT Ha NOCTaBJIEHHbIE BOMPOCHI, IPUJIaraeT reHeTU4YecKue
npoduau u pororpaduu.

B mporecce cocTaB/ieHHsl 3aK/OYEHUS] 3KCIEPTHU3bl TPeOyeTCsl MOBBbILIEHHOE BHHUMaHHUe. Jlaxe
He3HAuMTeJibHas TeXHUYeCKasi OlIMOKa, OCTaBIIAsICs He3aMeUYeHHOM, MOKeT MPUBECTH K HEBEPHOMY
TOJIKOBAaHUIO 3aKJ/IIOUeHUs1 sKcnepTusbl. Ho MHOrAa TexHuuyeckue OUIMOKMU CAY4YalOTCsl, JAXKe ecd
yAeJsisieTcs CJAMIIKOM MHOTO BHMMaHus. Ha caMoM fiesie 3TO 04eBUAHO B CUTyallMsX, KOT/Zla Harpy3ka
BbICOKa. YTOObI H306exaTb IMOA00HBLIX Npob6JeM, HEOOXOAWMO MHUHUMH3UPOBATH 4esIOBeYeCKHUU
dakTop npu odopMJIEHUH 3aKJYEHUH 3KcnepTU3blB mponecce cocTaBieHUs 3aKJIHYeHUS
3KCIepTU3bl TpebyeTcs MOBbIIIEHHOe BHUMaHMe. Jlaxke He3HayuTesJbHasl TEXHUYecKas OUIMOKa,
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OCTaBILIASACA He3aMe4YeHHOU, MOXKeT IPUBECTU K HEBEePHOMY TOJIKOBAHUIO 3aKJIIOYEHUS dKCIIEePTHU3DI.
Ho uHorpga TexHuueckue OMIMOKHU CAY4YalOTCS, JaKe eC/d yAesseTcs CAUIIKOM MHOTO BHUMaHHS
[9,10]. Ha camoM jJesie 3TO O4YeBUJHO B CHUTYalMsX, KOTJA Harpy3ka BbICOKa. YTOObI H36eXaTb
NoJ06HBIX Mpo6JsieM, HEOOXOAMMO MHHHUMU3UPOBAThH 4YesioBe4eCKMH ¢akTop npu odopMsieHUHU
3aKJII0UeHUH aKcnepTU3bl. To ecTb HEO6X0AUMO pa3paboTaTh TaKoe NPOrpaMMHOe 06GEeCIT.

KoneyHo, 3Ty npo6JieMy MOXXHO PeLIUTh C IOMOLIbI0 BbICOKOKBaJIMPULUPOBAHHBIX TPOTPAaMMUCTOB.
Ho, B Microsoft Exel, oyeHb yA06HOW K 3HAKOMOM KaX[o0oMy CIELHAJUCTy MNPOTpaMMe, eCTb
BO3MOXXHOCTb pellaTh NOA00HbIE 33/1a4M JlaXKe C TOMOILbI0 MakpocoB VBA.

CooTBeTCTBEHHO, 6ObLIa pa3paboTaHa mporpamMmma moJ; Ha3dBaHueM DNAraportuz. I[IporpamMma
COIEPKUT 22 sA4eWKH, KOTOpble HEOOXOJAMMO 3aMOJHUTh. BOJIBIIMHCTBO 3TUX S4Y€EK 3aNOJIHSIOTCS
TOJIbKO TNyTeM BbIOOpa M3 CHHUCKAa B pPaCKpbIBAKOLIEMCH CHHCKe MpU 2-M LieJYKe IO s4YeHKe.
3anoJiHeHUe ToJied B mporpamMmMe 3aiMeT 5-6 MuHyT. [locie 3anosiHeHUs BceX MOJied JAOKYMEHT
opopmisieTca. To ecTb 3aK/YeHUE IKCIEPTU3bl B TFOTOBOM COCTOSSHUM OTKpbIBAaeTC 4Yepes
nporpamMmy Microsoft Word.

const | Ma'lumotlar | data | /crt | M2 | M3 | Mwcd | wars | et | Macroransp .. B

Pucynok 1.

Ectb cTon6ubl A u V. B cTonbue V ecTb iueliKHU, KOTOpble HEOOXOAMMO 3al0JIHUTh, @ B CTOJIOIE a
npejcTaB/ieHbl IPUMepPhI BBO/IA TAHHBIX UMEHHO U3 KPOBH.

[Ipexxsie Bcero, Npy OTKPBITHU MPOTrPaMMbl HAXKMMAETCs KHOMKA “YAaluTh JaHHbIe”, YTOObI YIAJTUTh
B HeHl cTapble JlaHHble 3KCHEpPTHU3bl. 3aTeM HaXKMMaeTcsl KHOMKAa 3arpy3Kd TeHOTHUNa, U B
OTKpBIBLIEMCS OKHE BbIOMpAaeTCs TEKCTOBbIM (aiis, 3arpy>keHHblil U3 nporpaMmmsl “GeneMapper”,
KOTOPBIN COXpaHseTCs B IaMATH KOMIIbIOTepa UJIK Ha dJielike. UMeHa 06'beKTOB B TEKCTOBOM ¢aiie,
reHeTuyeckass MHGopmMalus, MM Habopa, “HPopMaIUs O JIOKyCax 3arpPy»KarlTcs B MporpaMmy. ITH
npobeJsibl B JAHHBIX UCIPABJSIOTCS HaXKaTHEM KHOMOK~ 3aMOJIHUTh MyCTble SYEUKU “U” 3alOJHUTH
NycThle T4eHKU". 3aTeM HAKUMaeTCsl KHOMKA” 3arpy3uTh 00'beKTHI".
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PucyHok 2.

Ha cnepyrouem sTane 3anosiHAITCA He06X0JMMble /J15 3al0JIHEHUS 1014 B rpade “V " nporpaMmsl.
JlJ1s1 3TOro CHayas1a BbloMpaeTcs a6JI0H 3KCHepTHU3bl (2-1 pa3 LieKaeTcs s4eiiKa, B KOTOPOX HY»KHO
HanucaTh 11a6JI0H, U BbIOUpaeTcs Ma6JI0H U3 COMCKAa B OTKPbIBLIEMCSl OKHE, 11a6JIOHb] OTJIMYAI0TCS
JIpyT OT Jpyra B OCHOBHOM KOJIMYeCTBOM JieTel, 3a/laBaeMbIMH BONIPOCAMH), BbIOUpAETCS IKCIEPT
(npu BbIGOpE 3KcnepTa HHGOPMaLUs 06 3TOM 3KCIEPTe — AOKHOCTb 3KCIEPTA, CTaxX paboThl, KOrja
OH IOJIYYMJI CTATyC IKCIEPTA, JOKYMEHT, B KOTOPOM OH PErMCTPallMOHHbIM HOMED U Jipyrue JaHHble
aBTOMAaTUYECKHU 3arpy:KalTcs B CHeliUaJbHble MO0JIS IPOrpaMMbl), CBeJleHUs 00 sKClepTu3e — MpHU
NOCTYIIJIEHUH BBOJAUTCSA JiaTa OoNpeJiesieHus], Cy[bs, UCTell, OTBETYHK, JaTa U T.J., U3 OTKPbIBLIEr0Cs
OKHa BbIOMpaeTcs opurc, HA3HAUYUBILUHN 3KcnepTU3y (Bce CyZbl B Halllel CTpaHe BKJ/IKOYEeHbl, MOXXHO
Jla>ke HallMCaThb OT PYKHU TOT, KOTOPBIM He BKJIIOUEH ), MUILIETCS UMsl poAUTesA-pebeHKa U BbIOUpaeTcs
Y3 BBINIaJ|al0LIero CnycKa reHeTuueckut npoouss [11,12].

PucyHok 3.

Bbi6vpaeTcss Ha6Op M COBOKYMHOCTb U HAXXUMaETCsl KHOIMKA “MaTeMaTudyeckui aHanus”. [Ipu sTom
aBTOMAaTHU4YeCKU MPOUCXOJUT IepeKpPeCcTHO-CPAaBHUTEJNbHbIM aHajlu3 MeX/Jy BbIOpaHHBIMHU
npoduasaMU poJUTesb-pe6eHOK (JleTH), NOATBEp)KJeHUe WJIM HCKIIYeHHe OHO0JOrHYecKoro
OTL0BCTBA 3allMCbIBAETCA B ClIeliMaJIbHBIX N0JISAX IPOrpaMMBbl, IPY NOATBEPKAEHUHU 6M0I0TUYeCKOT0
POACTBA BU/HA CTelleHb BePOATHOCTH OTLOBCTBA, MaTepUHCTBA.
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[Tocne aToro HaxkMMaeTcsl KHONKA ‘0QOPMUTH JOKYMeHT . ITa IpaKTUKa 3alMeT HECKOJIbKO MUHYT.
JTo 3aiiMeT 3-7 MUHYT B 3aBUCUMOCTH OT MOUIHOCTH KOMIIbIOTEpPHOT0 ycTpoicTBa. Korja npouecc
OyZleT 3aBepllieH, Ha 3KpaHe MOSIBUTCA HAJANUCh “NOKyMeHTbl ToToBbl”. ['0OTOBbIE JOKYMEHTbI
coxpaHATcA B nanke “Result” B manke, B KOTOpo# XpaHUTCA 3Ta nporpaMma. [lanka 6yzieT cofep>aThb
3 3JIeKTPOHHBIX JJOKYMEHTA;

1) 3ak/t04eHHe 3KCIIePTHU3DI;

2) nyTeBOe NUMCbMO B 0QUC, HA3HAYUBIINHN 3KCIIEPTU3Y;

3) TeXHUYECKYI0 IOKYMEHTAIMIO C OTpaXKeHueM JKCIepTU3HOTO UCCIeI0BaHUs.

B ciy4dae, korjia 3ak/iroueHHe 3KCIepTU3bl CGOPMUPOBAHO NMPAKTUYECKU MTOJHOCTBIO — BBE/IEHbI BCe
JlaHHble, 3amoJIHeHbl TabJUIbl, YCTaHOBJEH (aKT OGHOJOTMYECKOTrO OTLIOBCTBA, MAaTEPUHCTBA,
pPOACTBa, NpPHU COBIAJEHUU TeHETUYECKUX IPU3HAKOB CTelNeHb BEPOSATHOCTHU OHOJIOTMYECKOTO
OTLOBCTBA (MAaTEPUHCTBA) AAETCS B MPOLEHTAX, IPU HECOBMNAJEHU U reHeTHYECKHUX TPU3HAKOB BbIBO/
dopMyiMpyeTcs B cjydae IMOJHOTO NpPUBeJEHUS Ha3BaHUM M KOJIMYeCTBa JIOKYCOB, OTPULAIOIIUX
610J1I0TUYeCKOe OTLLOBCTBO (MaTepUHCTBO. B 3aKk/itoueHMe 3aM0/IHAETCS TOJIbKO 3alpOC FreHETUYECKUX
npodusier U poTo-Tabsula (BbIOUPAETCS U3 BbINAIA0IEro CIUCcKa).

3aK/IloyeHue

MudopmaloHHble TEXHOJIOTUM WTPAIOT BaXKHYI POJib B aHasu3e pe3ynbTaToB [JHK-akcnepTussl.
OHM YCKOpSIOT MpoLecCc aHaIu3a, MOBBILIAKT TOYHOCTh U 00ecneyrnBaloT 3¢pdeKTUBHOCTL. O HAKO
eCTh HEKOTOpble OTpaHUYEHHs], KOTOpble B OyAylieM MOTYyT ObITh NPEOJ0JIeHbl 3a CYET Pa3BUTHUSA
TE€XHOJIOTUH U MOATOTOBKH CIELUATHUCTOB.

dTa CcTaTbsl CAYXKUT nAJs Oojiee TJayOoKoro wusydeHuss BakHocth UWT B ananuze [JHK wu
MHOPMHUPOBAHUS O HOBOCTSIX U JJOCTHUKEHUSIX B 3TOU 06J1aCTH.
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