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IFEHETUKAJIBIK AYPYJIAP TYPAJIbI AKITAPATTbI
AJTY YHHIH AHHOTAIUAJTAHFAH MEJULIUTHAJIBIK
MOTIHAEP KOPIIYCBIH KYPY

Angarna

Makanaja dK30MIbIK CEKBEHUPIIEY HOTHIKeJIepi OOMBIHINA aJIbIHFAH OPBIC TIIHAET] KIIMHUKAIBIK MOTIHEPACH
KypajFaH aHHOTAIMsJIaHFaH KOPIYC YCBIHBITAAbL. ATanfaH KOpIyC IeHjepre, MyTalusaiaapra, TYKbIM KyaJalThIH
aypynapra, (PeHOTHUNTIK Oenrijiepre »oHe OJapblH KIMHUKAJIBIK MaHBI3IBUIBIFBIHA KAaTBICTHI aTayilbl HbICAHIAP
MEH CEMaHTHKAJbBIK OaiTaHBICTApIbl aBTOMATTHI TYpPJAC aHBIKTAY MIHACTTEPIH KOJNIAy MaKCATBIHIA J3ipJICHTCH.
KoprycTsl KanbInTacTelpy OapbIChIH/IA HAKTHI KJIMHUKAIBIK IK30MJIBIK CEKBEHUPJICY €CenTepl MailaaaaHbUIbIIIL,
JIEpeKTep aJIbIH aja aHOHWMICHIIPY JKOHE MOTIHAI HOpMayay Ke3eHaepiHeH oTkisinmi. TaxOamay yaepicinme
HGVS, OMIM, ClinVar xone HPO CHSKTBI XaJbIKapasblK CTaHIApTTap MEH OuTiM 0Oa3amapbl OacIIbLIBIKKA
QJBIHBIN, OMOMEIMIIMHAIIBIK aKNapaTThlH Oipi3ainiri MeH manairi kamrtamaceid eriunai. Kopmycra 25 000-nan
acraM OMOMeIUIMHANBIK HbicaH koHe 6000-HaH acTaM CeMaHTHKAJbIK OailllaHbIC KaMTBUIBIN, OyJl OHBI KeyeMi
MEH Ma3MYHBI JKaFbIHaH KIIMHUKAJIBIK TeHETHKA CAAChIHIAFbl MaHBI3Bl PECYPCKa alHANIBIPAIbl. AHHOTAIHSIAY
OipHellle capariblHbIH KaTHICYBIMEH KOJIMEH KYPri3iIiM, HOTHKEIep KPOCC-TEKCEPY apKbUIbI CAIBICTBIPBUIIHI,
COHJIalf-aK aHHOTAIMSUIAyIIbIIap apaChIHAAFHI KeITiCiM AeHT el apHalibl MeTpHUKaJap apKbUIbl OaramaHabl. ABIHFaH
HOTIOKETIEp KOPIYCTBIH YKOFaphl CallaChlH XKoHE CEHIMIUTITIH Kopcerei. [laiiblH KOpIyc MeIUIIMHAIBIK TeHETHKA
caJlachIHIAaFbl TAOMFHU TUII OHICY MOJACIBICPIH OKBITY MCH Oarayayfa, KIMHUKAJBIK MICIIM KaObUIIayIbl KOJIAay
JKYHeIepiH JaMbITyFa j)KOHE T'eHETHKAaJIBIK JIePEKTEp/l KypbhUIbIM/ayFa apHaJFaH KoJiaHOaIbl 3epTTeyliep/e THIMI
maiananyra MYMKIiHIIK Oeperi.

Tyiiin ce3aep: reHETHKAIBIK aypynaap, MEIUINHAIBIK MOTIH/II ©HJEY, aHHOTALMJIAHFAH KOPITYC, SK30MJIBIK

CEKBEHHUIICY, KIIMHUKAJIBIK MOTIHAEP, aTayiibl HbicaHaap sl aBToMarThl TaHy (NER), ceMaHTHKaIbIK KaTbIHACTAPbI
any (RE).
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Kipicne

['eneTukanplk aypynap — QJIEeMIIK JACHCAYIbIK CaKTay CalaChbIHIAFbl MaHbI3bl MCeENeIepIiH
6ipi. bykin anem Ooitbinia 300 MUJUTMOHHAH acTaM aJiaM CUPEK Ke3eCETIH aypyiapFa ajIbIKKaHbI
oenrimi [1]. Orphanet nepexkopbina colikec 6172 cupek aypy aHbIKTanraH, onapasiH 71,9%-bIHBIH
TeHeTHKAIBIK MbIFy Teri Oap [2]. Xammsl xanbiKTeiH 3,5-5,9%-b1 cupek aypyFa MIalibIKca, Oyl
263-446 mMmumoH ajgamra TeH Oomanel [2]. Cupek Ke3aeceTiH aypylaplblH KOIIIUIiri emipre
Kayill TOHIIPETIHIeH KYpT (Kememn) TypAe NaMbIMalIbl, SFHE Oasy epOual HeMece CHMITTOMaphl
KEH1J 00Tybl MYMKiH. JlereHMeH, TeHeTHKAIBIK JCPEeKTepAl KIMHUKAIBIK TYPFbIIAH Tajjay YLIiH
JIopirepiaepaiH IK30MIIBIK CEKBEHUPIICY HOTHIKEIEpiHE HETI3ACNTeH KIMHUKAIBIK KOPBITBIHIBIIAPHI
OacThl akmapar Ke3i OOJIbIT TaObLTA B,

CoHFBI KbUIIAPHl KIMHUKAJIBIK TEHETHKA Cajachl KYpIENdi MOJEKYJIablK JAEPEKTepi Tai-
JayablH JkaHa AeHreitine kerepiin, 3k3oMIblK (WES) sxone renomabik (WGS) cexBeHupreyaig
KJIMHUKAJIBIK IPAKTUKaFa CHY1 JKeIeNIei TycTi. By TeXHOMorusiap TYKbIM KyalalThIH aypyJiap/ibl
JIoJI IMarHOCTUKajayFa MYMKIHJIIK Oepce Jie, oapblH HOTHXKeNepl KoOiHe KYPbUIBIMChI3 MOTIH/AIK
ecenTep TYPIHIE YCBHIHBUIAIBI, COHJIBIKTAH aBTOMATThl TalAay/bl KublHAaTaabl [3]. KioumHuKambk
ecenTepieri FeHeTUKANBIK HYCKamap, (PEHOTHITIK CUIIaTTaMasiap, 0TO0ACHUIBIK aHAMHE3 )KOHE HHTEP-
MPeTaNusIIBIK TYCIHIIpMeTep OipKeIKi eMeC JMHTBHCTUKAIBIK KYPBUIBIMIAP apKbUIbl Oepiyiei.
CoHBIH cayiapblHaH aKMaparThl aBTOMATTHI TYPAE KYPBUIBIMJAY ©3€KTI MocesenepiH OipiHe
alfHaIIbI.

Knuaukanplk MOTIHIAEpICH akmapar ajxy MOCeJeCiHe apHalFaH 3epTTeylep KOPCETKEeHIEH,
KIIMHUKAJIBIK €CeNTep FhUIBIMU MOTIHJIEPre KaparaH/aa aHAFypibIM Kypieli, KOHTEKCTKE TIyelIi
CHHTAKCHCKE M€ OHE KbICKAapTy/ap MEH TepMHUHJIEPAiH aybICIalbl HYCKanapsl Xkui ke3aeceni [3].
Mynnaii epexmenikrep adctypiai NLP MoxensaepiHiH THIMAUIITIH TOMEHICTIN, KIMHUKAIBIK TiATe
OeiiiMIeNred apHaiibl KOPIYC IMEH YIriIey SMICTEepiHIH KaKeTTUIriH aprreipaasl. Con cebenrTi,
MEIUIMHAJIBIK aKITapaTThIK KYWeep e, OHBIH IIIH/e KIMHUKAJIBIK MICeIIiM KOy KypalaapblHaa
KonpaneiatelH NLP onicTepiH JaMbITy YIIIH JKOFaphbl camnaibl, aHHOTALUSUIAHFAaH JEPEKTEPAiH
Oomybl aca MaHbI3BI [4].

[eHeTHKANBIK ecenTepiH IMIiHAC ePeKIle KUBIHIBIK TYFhI3aThIH MIHACTTEPiH Oipi — reHJIiK
HycKajapasl (variants) Tany skoHe onapasl HGVS cranpaprteina coiikecteHaipy. 3epTreynep Kep-
CETKEHJIeH, TeHETUKAIIBIK MYyTalUsUIapIbl aBTOMATThI TYP/E aHBIKTAy YIIiH apHAaWbl MAaIIbIKTaHFaH
NER Monenbrepi KakeT x)oHe MyH/Iali MOJIETbACp TeK THICTI IOMEHIIK KOopiyc OOJiFaH araaina
FaHa J)KOFapbl JIIKKE KOJ JKeTKizel [S]. byt KITMHUKaTBIK TeHEeTHKA MOTIHIEpiHE apHAIFaH Canalbl
KOPITYCTap/IbIH JKETICIEYIIUIIriH alfKbIH KOpCceTe .

Kinnnukansik NLP canacbiabiy 2020 &KbUTFbI JKaFJalbIH TajJaFaH XallbIKapasblK 3epTTEyIep
JIe JI9N1 OChl Mocelere Haszap aydapaibl: aFbUIIIBIH TUTIHIE OMOMEIMIIMHAIBIK MOTIHAEpTe apHall-
FaH OipHelle Kopmyc OOJIFaHBIMEH, HAKThl KIWHUKAIBIK jkaz0ajapra OarFbITTaliFaH JOMEHIIK
pecypcTapAblH TalIbUIBIFBI Oaiikananbl, aj KenTuial kopmyctap TinTi a3z [6]. Opseic TimiHzge
KJIMHUKAJIBIK €CENTepre apHajFfaH KOPIYC KOKTHIH KAChl, OYJI T€HETUKAJIBIK €CENTep/l aBTOMATThI
Tajjaay OarbITbIH/A 3€PTTEYIEepAiH Oasy JaMybIHa OKeJeIl.

Conrbl XbUTHapel TpaHchopMmep HETi3iHAeri aiJblH ana OKbIThUIFaH Moxenblaep (BioBERT,
Clinical BERT, PubMedBERT) OuomenuiuHaibIK MOTIHIACP YIIH JKOFapbl HOTHOXKEIEP KOPCETIN
keneni. JlereHMeH, Oyl MOeNbACp HETi3iHEeH aFbUINIBIH TUTIHICTI FHUIBIMH JIEPEKTEPAC OKBITHLI-
FAH/IBIKTAH, KIWHUKAJIBIK >ka30ajapipl, OHBIH IMIIHAC TEHETHUKAIBIK €CenTepAl OHIeY Ke3iHJe
KockiMIa Oeiimmeyni taman eteni [7]. OcbiFan OaillaHBICTBI HAKTHI KIMHHUKAJIBIK KOHTEHTKE He-
Ti37eNITeH aHHOTalMsJIaHFaH KOPIYCTap/IbIH JKacalybl — KenTuiai MeauuuHainelk NLP sxyiienepin
JAMBITY/IaFbl TMICTTYII KaJdaM.

By syMBIC OpBIC TiNIHAETI KIMHUKAIBIK TeHETUKAIIBIK €CEeNTEPICH aKnapaT ajyFa apHaJFaH,
XaJIbIKapaJiblK CTaHIAApTTapMEeH YHIECKeH aHHOTalMsUIaHFaH KOPITyCTapAblH OOJMaybIMEH ©3€KTi
60:1bIm 0TBIp. COHABIKTAH OYJ1 3€pPTTEY COJT OJIKBUIBIKTHI TOJITHIPY/IbI MAKCAT €TE/1 )KOHE TeHETUKAJIBIK
€CeMNTEep/ICH aBTOMATTHI aKMapar ajxy JKyHelepiH Kypyra Heri3 OoyaThlH jkKaHa KOpIyc d3ipieymdi
YCBIHA]IBI.
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XKymeictapra mory

Buomenuumnaneik tadburu Tingi eHuxey (BioNLP) camaceiHmarbl COHFBI JKbUILAAPAAFHI XKETic-
TIKTEp aFbUIIBIH TUTIHIETI MOTIHIEPre apHAFaH KOITEreH >KOFaphbl carajbl aHHOTAlMsJIaHFaH
KOpITyCTap bl maita 6omybiHa okeni. Ocel pecyperapabiy inmriage BCSCDR [8], CRAFT [9] xxone
BioRED [10] cusKThI KOprycTap yakbIT ©Te Keie 3TaloHbIK Oombin Kajiael. BCSCDR kopmycer
XUMIBUTBIK 3aTTap MEH aypysiap apachlHAarbl KaTblHACTapibl mbiFapyra OarbiTTasica [8], CRAFT
KOPITYCHl OHTOJIOTHSUIAPMEH TypaslaHFaH TYCIHIKTEPIiH TEpeH AaHHOTAIMICHIH YCBIHAIBI [9].
Conbiven karap, BioRED xoprycel renzaep, aypyiap *oHE XMMHUSUIBIK 3aTTap CHSKTBI OpTYpIIi
HBICAHJAp apachbIHJaFbl KaThIHACTAPbl KAMTHABI, OYJ OHBI KYpedi OHOMEIUIIMHAIBIK O1lTiMi
HIBIFAPY YIIIH KYH/BI pecypcka aitHanasipaas! [10].

Artamn aiTKaHIa, TEHIIK HYCKajap MEH MyTauusiapibl TaHyFa apHajFaH 3epTTeyiep eneyimi
nporpecke KoJ xkeTkizai. Bangalore skone opintectepi (2021) BioBERT Topi3mi anbiH ana OKBITBUTFaH
TpaHchopMepITiK MOAENbAEP Il KONAaHa OTBIPHIN, PKiH MOTIHAEPACH MyTalUsIIap/Ibl aHBIKTAy MEH
oJIap/IbIH HOpMaJlaHy TIPOIECIHACTI ©3¢KTI Macesenep i TanaaraH [5]. OmapabIH )KYMBICHI JOMEHTIK
Ou1iMi Oap MOAENbACPAIH MAHBI3ABUIBIFBIH KOPCETTI, Oipak COHbIMEH Oipre MyHIail Moaenbaepal
OKBITY YIIIiH )KETKUIIKTI aHHOTALMSJIAHFaH JIepeKTepAiH OOMybIHBIH HMIEKTEYIUIITH 1€ arar oTTi [5].

JlerenMeH, >xorapbla aranFaH koprycrap HeriziHeH PubMed xone PMC cusikThl ke3aepreH
aNbIHFaH FRUIBIMHU onebuerTepre HerizaenreH. HakTbl KIMHUKANBIK ecen OepysepiaeH, MBICAIIbI,
9K30M/IBIK CEKBEHHUPJIEY HOTIDKENepi OOWBIHINA KIMHHUKAJIBIK KOPBITBIHABUIAPAAH KYpallFaH KOp-
mycrap a1 ae cupek keaaecei. 2020 xpuibl Wang oHe OHBIH 3epPTTEY TOOBI KIIMHUKAJIBIK MOTIHIACPIL
OHJIeY Ke31HAE KMl Ke3JE€CEeTIH KypAesl CHHTAKCUCTIK KYpbUIbIMIAp, KONMAarbIHAJIbUIBIK KOHE
KBICKapTyJIapAbIH MOJIIBIFbI CUSKTHI (PaKkTOpIIap bl KApacThIPbI, osapablH 1ocTypii NLP omictepinig
KOJIIAHBUTYBIH KHUBIHJIATaThIHBIH KepceTTi [3]. Axn conm xbutkl Neveol OacraraH 3epTreyuriyiep
kHUKaIbIK NLP canaceina apHaiFraH KeH KeJIeM/Ii IOy KYPTi3il, HaKThl KIMHUKAJIBIK JepeKTepre
CYHWEHTEH KONTUIII pecypcTapibl TaMBITY/IBIH ©3CKTUTIITIH aTaml eTKeH [6].

Opsic TimiHgeri omomenunuHanblk NLP koHTekcTiHae OipHemie Oacramaiap makjga OOJJIbI.
NEREL-BIO [11] >xone RuUMLS-Nested [12] cusiktbl xo06anap opbic TUIAIK OHMOMEIUIIUHAIBIK
MOTIHJIEpTe apHaAJIFaH aHHOTAIMSUTAHFAaH PeCypCTap/Ibl KypyFa OarsITTanFaH. Anaiiia, Oy pecypcrap
HET131HEH FRUTBIMHA a0CTPAKTTEPTe HETI3ICNTEeH KoHE KIIMHUKAJIBIK TeHETUKAIBIK €CENTEePAiH HAaKThI
JMHTBUCTUKAJIBIK JKOHE CEMAaHTHUKAJBIK EpeKIIeNiKTepiH, Mbicanbl, Human Genome Variation
Society (HGVS) HOMeHKIaTypackl OOWBIHINA KYPAETi T€HIIK HYCKaJapIblH KOPIHICTEPIH TOJBIK
KamMThIMan bl [13].

KnuHMKaIbIK TeHETUKANIBIK KOHTEKCTTE aKIaparThl MIBIFApYFa apHaJIFaH KOPIYyCTapAbIH 00JI-
Maybl epekiie mpoodmaemainap Tyasipansl. Cohen xoHe oHBIH 3epTTey TOOBI (2020) FHUTEIMU d/1e0UeT-
TepACH TEH/IK BapUaHTTAp >KOHIHAErl MOIIMETTepAl anyda TYbIHIAWTBIH KUBIHABIKTApAbI Taj-
JaFaHbIMEH, KJIMHHUKAIBIK €CenTepil OHJACY acleKTiciHe apHaibl TokTasMarad [4]. KimHHKaIbIK
eCenTep XKHui KipicTipUIreH HhIcaH1ap sl (MbIcaibl, reH iminaeri HGVS 6enrineyi) xoHe KIIMHUKAIIBIK
TYPFBIIAaH MaHbI3/Ibl KaTbIHACTAPbI (MBICANIbI, HYCKAaHBIH MATOTCHIUIIr) KAMTHIBI, OJap/bl AYpPhIC
AQHHOTALIMSUIAY YIIIH apHAHBI CXeManap/bl KaXeT eTe/l.

Tpancdopmep apXUTEKTypachlHa HET13/I€TeH aJIbIH ajla OKbITBUIFAH T1J1 MOJIEIbAEPIHIH Maiaa
6omysl (BioBERT [14], PubMedBERT [15]) 6uomenuimuansik NLP canaceiaaa TyTac peBOIIOIHS
»acabpl. Yoon skoHe opinrrectepi (2020) 6yi1 Moaenbaep i OnoMeTUuITMHAIBIK MOTIHACP I OHACYIeT]
THIMIUTITIH TOIeAeTeHIMEH, OJapblH HAKThI KIIMHUKAJIBIK JOMEHCPTe, 9cipece aFbUIIIBIH TUTIHEH
e3re Tijmeperi cananapra OeiiMIenyiH KaMTaMachl3 €Ty YIIiH KOCBIMIIA 3epTTEYNIEp/iH KaXeT
ekeHiH aram oTkeH [7]. OcblFan 0ailIaHBICThI, HAKTHI KIMHUKAJIBIK JEPEKTEp HETi31HAEC OKbITHIIFaH
JKOHE KOTITII KOHTEKCTKE OeHIMIeNTeH MOJIebAEeP/l TaMbBITy ©3€KTi Macese OOJIbIN Kajia Oepeti.

Xanbikapanbsik BioNLP cepikrectik sxo6anapsl MeH n2¢2 cUAKThI KTMHUKAIBIK NLP ceiHakTapb!
KIIMHUKAJIBIK €CENTEePACH aKIapar MbIFapy MaceseNepin oencenmi Typae 3eprreni [3, 6]. lerenmen,
Oy1 sko0amappIH 0achlM KOTIIUIITT aFbUIIIBIH TUTIHAET] AepekTepre ayaapraH. OchlUlaiIna, opbIC
TUIIIK KJIMHAKAIBIK TEHETHKAJIBIK €CENTePre apHaJlFaH )KOFaphl canalibl, KOJIMEH aHHOTalUsJIaHFaH
KOPITYC 9711 JI€ KOK, OYJT 0ChI MaHbI3/Ibl IOMEH/IE 3€PTTEYJIep MEH TEXHOJIOTUSIIBIK JaMYy/Ibl IIEKTEH 1.
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Bbruomenuumnansik NLP canacsiHaars! HEri3ri KOPIMyCTapAbl CABICTHIPY ONapAbIH KYIITI )KOHE
QJICi3 JKaKTapbhlH aHBIK Kepcereni. Temenmeri 1-kecrene KOPIyCTapablH CaJIbICTHIPMAIIbI TaJIaybl

YCBIHbLIFaH.

Kecrte 1 — buomeauuunnansik NLP GoiibiHIIa HETi3r1 aHHOTAIMsIaHFaH KOPITYCTapAbl CaJIbICTBIPY

Kopmyc Timi JHepekkesi Herizri Epexmemikrepi [Texreymepi
aTaysl HBICaHIAp
BC5CDR [8] | Arpurmibsa Frutervm Xumus, aypy Xumus-aypy Tek FRUTBIMH
MakaJanap KaTbIHACTAPbI onmebuer
CRAFT [9] AFBUTIITBIH Feubivu I'en, aypy, Ontronorusmapmer | TymHycka
Makajanap Oemok TEpeH Typanay MOTIH KHBIH,
KITMHUKAJIBIK
eMec
BioRED [10] | Arpummsa Feutbivu I'en, aypy, bipuemie Tek FeUTBIMH
Makaamzap XUMUS HBICAH TypJiepi onebuetr, HGVS
apachIH/aFbl HKOK
KaTbIHACTAp
NCBI AFBUIIIBIH FruibiMu Aypy MeSH-ke Tex aypy
Disease [16] Makalanap HOpMaJay aTaysapbiHa
OarpITTANFaH
NEREL-BIO | Opsic/ PubMed I'en, Aypy, Kentimainik, Knunukansix
[11] AFBUIIIBIH abcTpaxrrepi Benox UMLS-ke emec, HGVS
curremenep KaMTbUIMaraH
RuUMLS- Opsic buomenuuunansix | I'en, Aypy, ki (nested) Herizinen
Nested [12] MOTIHIEP Hopi Heicanaap, UMLS FBUIBIMHU
MOTIHZED

Kecrenen kepiHin Typranaaii, OapiblK HEri3rl KOPIyCTap aFbUIIIbIH TUTIHIET] FBUIBIMU dJie-

ouerrepre HeriznenreH. Opsic Timingeri corrsl )kobanap (NEREL-BIO, RuUMLS-Nested) MmaHbI3/161
OosFaHbIMEH, OJlap Ja FBUIBIMH KOHTEHTKE IIEeKTeJe[l KOHE KIMHHKAJBIK T'€HETHKAHBIH HaKThI
KaXeTTUTIKTepiH, Mbicaibl, HGVS HOMeHKIIaTypachiH HeMece HYCKaHBIH MaTOTeHIUTITT CUSKTHI KITH-
HUKAJIBIK HHTEPIPETANNSIBIK HBICAHIAPBI TOJIBIK KAMTHIMAIBI.

Ozipienetin GENEXOM Kopirychl OCBI OJKBUTBIKTApIBl €CKEPE OTHIPHIIN, Keleci Karuaaiap
OOMBIHIIIA KYPHUTATHIH OO0JIaIbI:

¢ Jlepekke3: HaKThl KIIMHUKAJIBIK 9K30MJIBIK CCKBCHHUPJICY €CENTEepi MaianaHblIa b,

¢ Tin: opbIC TUTIHE HETI3ENEI];

¢ AHHOTALUSHBIH TEPEHIIr: Xanbsikapaiblk ctanaaprrapmer (HGVS, OMIM, ClinVar, HPO)
COMKECTEH/TIPIIITeH KONKa0aTThl HhICAHIap MEH CEMAHTUKAJIBIK KAThIHACTAP KapacThIPbLIA/IbI,

¢ JIoOMEHIIK MaHBI3bUIBIFBI: TCHETHKAJBIK JUArHOCTUKAFa TiKelIeld KaTBhICTBI HBICAHIAP/IbI
KaMTY JKOCTIapJIaHFaH.

Ocpinaiima, kasipri 3amanrbl BioNLP nmanmmadTel KYpBUIBIMIBIK TYPFbIIaH Oaii Ooisica na,
oJ OI31iH 3epTTeyiMI3IiH HETI3ri Makcarhl OOJBIN TaOBUIATHIH HAKTHI KIIMHUKAJIBIK TCHETHKAJIBIK
ecenTepre apHaJIFaH KOINTUIIl, JOMEHIe apHaJFaH pecypcTap OOWBIHIIA alTapIbIKTal OJTKBUIBIKTHI
cakraiigpl. GENEXOM Koprychl OChI OJKBUIBIKTBI TOJNITHIPYFa, OPBIC TUTIHIETT KIMHUKAJIBIK TeHe-
THKa YIIH Oiperei, XaJbIKapaiblK CTAHAAPTTAPMEH TypaJaHFaH KOHE KONMKAa0aTThl aHHOTAIMSIIAH-
FaH PEeCypCThI YChIHYFa OarbITTaJIFaH.

Marepuangap MeH dicTep

1) lepexke3aep jkoHe alIbIH ana oHIey
GENEXOM xopnyceiabiH Heri3iH 2018-2023 sxox. apansiFbiHaa xuHaurad 200 HaKThl 9K30M-
neiK cexBenupiiey (Whole Exome Sequencing, WES) GoiibIHIIa KIMHUKAIBIK €CENTEP Kypanbl.
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Hepextep xuHarbpl KazakcTaHHBIH TYPJi MEAMIIMHAIIBIK T€HETHKAJIBIK OPTaIbIKTapbIHAH aHOHUM/II
TYpZie aJIbIHbI. KOpIyCThIH KIIMHUKAIBIK COMKECTITT MEH IEPEeKTEPAiH alyaH TYPJILUTIriH KAaMTaMachl3
€Ty YLUiH ecenTepi ipikTey Keiecl Kpurepuitsiep OOMbIHILA SKYPri3iiii:

¢ DK30M/IBIK CEKBEHHPIIEY HOTHIKEJIep1 OOMBIHIIIA TOJBIK KITMHUKAIBIK KOPBITHIHIBIHBIH OOJTYHI;

¢ T'ennik nyckanapasiH HGVS crangapTsl O0BIHIIIA CHITATTaMACHI;

¢ DEHOTHITIK CUMaTTaMaJIapIbIH eTKeH-TeT eIl CHITaTTaMachl;

¢ AypynsiH OMIM naeHTn(uKaTOppIMEH HEMECe aTaybIMEeH aHBIKTATYBI;

¢ HyckanbiH ClinVar nepekkopbiHa ciiTeMeciHiH O0yHbl.

Jlepekrepi )KuHay KoHE aJlfbIH aja eHJey KOHBelepl ToMEeHIer ke3eHaepAeH Typasl (1-cyper):

JepexTepai XuHay xaHe
aHOHNMARY

MaTiHAI NapCUHITeY XaHe
6enin any

Marinai Hopmanay xaHe
6ipbiHFaiAnanablpy

AepekTepAiH canacsiH
Texkcepy

AHHOTauusanayra
A3NbIHABIK,

Cypet 1 — GENEXOM kopnychIH KypyAbIH JepeKTep/i oHaey KOHBeHepi

1. Jlepexrepai >kuHay >KOHE aHOHMMIEY. bacTamkel Ke3eHIe KIMHHKAIBIK-IAArHOCTHKAIIBIK
MeKeMeJIep/ieH allbiaFaH MeaunuHaiIbK ecentepaid PDF sxone DOCX ¢opmarTapbl )KHUHAKTAbIT,
Kayilci3mik jkoHe KOH(UACHIMANIBUIBIK TaJanTapblHA COMKEC, )KeKe OachlH aHBIKTayFa OOJaThIH
OapnbIKk akmaparrap (HMAlMEHTTIH aTbl-KeHl, TyFaH KYHI, JKE€Ke KYyoJiK HeMipl, MEKEeH-XKaiibl)
JepeKTep/ii OHACYAIH OacTanKpl Ke3eHIHIe KOUBLIIbI. AHOHUM/IEY MPOIIEypachl aBTOMATThI TYPJIe
XKYPTi31IiN, apThlH KaJIbIpMail TeKcepui.

2. MortiHai mapcuHITEy *oHe IibFapy. KIMHHKaJBIK ecenTepliH KYpPBUIBIMCHI3 MOTIHIEPIH
erney ymiH PDFPlumber [17] »xone python-docx [18] kiTamxaHamapsl KOJTaHBULABL. by
KiTanxaHajlap MEIUIMHAIBIK KYKaTTapAblH Kypaeni ¢gopMarrapeiMeH (kectenep, Oacma Oerrepi,
cypeTTep) THIMJI XKYMBIC icTel amanbl. Ocipece, PDFPlumber kiTamxanacel kectenepai >KoHE
KYpaeni KYpbUIBIMIBI aHbIKTay/la >KOFapbl JJAIK KepceTkeH [17]. IlapcunHrrey HoOTHXKECiHIE
aJIbIHFaH MOTIHJIEp O1piKTipiiim, Oip (aiia peTiHae caKTabl.

3. Mortinai HopManay >koHe OipbIiHFailaHablpy. KIMHMKAJIBIK TeHETHKAJIBIK ecenTepleri
TEPMUHOJIOTHSIIBIK OPTYPIILTIKTI KOO YIIIiH KeJleci HopMasay oneparusiapbl KYPri3iii:

¢ MenuuuHanblK aOOpeBUaTypasapbl aHBIKTAy >KOHE OJIapbl TOJIBIK arayiapbIMEH ayblC-
ThIpY [8]. MBIcansl, «AD» — «autosomal dominant» (ayTocoMIHO-AOMHHAHTTHI), «AR» — «autosomal
recessive» (ayrocommaHo-pernieccuBti), «VUS» — «variant of uncertain significance» (0enrici3
MaHBI3IBUIBIFBI Oap HYCKA).

+ HGVS HOMeHKIaTypacklHa COiKeC TeH/IIK HYCKaIap/sl TaHy oHe HopMmauay [ 13]. Meicaisl,
«c.5266dupCr, «p.Glu6Val» 1.6. By mporiecre HGV'S cranmapteina colikec eMec xa3ymnap (MbICaIbI,
«IYTUTMKALUS [IUTO3MHAY) (GOpPMabIbl Oemrijaepre aynapbuibl.
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¢ TepmuHzIepai cTaHmapTTay >koHe opdorpadusubiK Karenepdi Ty3eTy. Meicansl, «brcaly» —
«BRCA1», «xpomocoma 13» — «xpomocoma 13». I'eH araynapblHbIH JIYpbIC >Ka3bUTybIH TEKCEPY
ymrier HGNC [19] nepekkops! maiiaanaHbUIIbL.

4. JlepexTepiiH camachlH TeKcepy. OHAENTreH MOTIHAEPAIH JANIIITIH TeKCepy YILUIH apHaubl
ozipnenrex Python ckpunrrepi Konganeuiabl. CKpUNTTEp TOMEHET1IEH TeKcepynepal Kypri3ii:

* HGVS ¢dopmarbiHa COWKECTIKTI TEKCEPY;

¢ T'en araynapsiabiH HGNC craniapThiHa COMKECTITIH pacTay;

¢ OMIM xone ClinVar uneHTH(GUKATOPIAPBIHBIH (OPMATBIH TEKCEPY.

5. AHHOTauusnayra JalbIHABIK. AJABIH ala eHAEITeH MOTIHAEpP aHHOTALUsUIay IMpOLEeciHe
naiibiHanasl. Matinaep Label Studio mardopmachkina xKyKTenin, aHHOTALUSIIAy CXeMaChIHA ColKec
OanTangsl [20]. Opbip KykaTKa apHaiibl HACHTU(UKATOP TaFalbIHIAIBIN, AaHHOTALUSIAY TAPUXBIH
OaxplIay JKyileci OpHAThIIIbI.

Jepekrepi eHieyaiH opOip Ke3eHIHIe CTaHAapTTHI IPOIeaypaiap KOIIaHBUIBII, HOTHKEICPIIH
TYPaKTBUIBIFbI KaMTaMachl3 eTial. byt Tocin kopmyc Kypy MpoLEeciHiH KalTaaaHaThIHIbIFbIH JKOHE
OHJICNITEH JIEPEKTEPIiH KOFaphl CallaChlH KAMTaMachlI3 eTTi.

2) AHHOTaIMs1ay cXeMachl K9He MpoIleci

AHHOTanusIay MpOIECi KOPIyc KYPYIAbIH HETi3ri Ke3eHi Ooublll Tabbulaabl. AHHOTAIMsIIAY
ymrie HumanSignal kommanusceiabiy, Label Studio ameik OGactamkbl KOATHI TiaThopMachkl TaH-
nmannel [20]. byn Tapmay ruatdopmaHbIH Kelleci apThIKIIBUIBIKTapblHA HETi3Aeni: imki (nested)
JKOHE KUBLIbICAThIH (overlapping) HeICaHTApIBl KOJJIAY, CEMAaHTUKAJIBIK KaTbIHACTAPMABI Oenriiey
MyMKiHAIr1, JSON CHSKTBI MalllMHAIBIK OHJAEYre bIHFaiIbl (opMaTTapia JepeKTepAl dKCIOpTTay,
CoHfal-aK OipHelIe aHHOTaTOpIapMeH OIpJIECKEeH KYMBIC iCTeyTe apHaJIFaH MHTYUTHBTI HHTepdeiic.
[TnardopmanbiH aHHOTaIMsIIAY HHTEP(EHCIHIH KOPiHiCI 2-CypeTTe KOPCETUITeH.

@HumanSignal = Projects / Mocnepusis pabota Dashboard ~Members  DataManager ~ Settings

text  [3 #176571177 () + (W AT?T‘

chr22:41160723G:

E [ETEPOMIOTHAR 3 | GENE 1 | CDNAPROT 2  ZYGOSITY 3 | DISEASE 4 | OMIMID 5 PHENOTYPE 6 | RECOMMENDATION 7 Info Comments History
rete EP300 (Tpack

VARIANT_LOC 8  EXON_NUMBER 9 | CLINVARID O DBSNPID q | DIAGNOSTIC.METHOD w  RETEST_PLAN e . .
Selection Details

THERAPY_RECOMMENDATION t
KnuHuyeckas sHauumocThb (SIGNIFICANCE)

PATHOGENICE! LIKELY_PATHOGENIC!! vus LIKELY_BENIGN! BENIGNI®! PROTECTIVE!! RISK_FACTORM
(® DRUG_RESPONSE!!

Tun HacneposaHus (INHERITANCE_MODE)

@® ADWv Y_LINKED'! MITOCHONDRIAL®! COMPOUND_HETH
 Disease_omim_link b
chr22:41160723C"~ TorepoenlOTHBI BapuahT ..,uaHCKpMI'IT ENSTO0000263253), HyKNeoTiaHoe U3MeHeHne
¢.3671+1G>A. Knaccudmkaums ACMG: Pathogenic. 3aGonesaHusi, accounmnpoBaHHble ¢ reHom: Menke-Hennekam syndrome 2
(618333), AD. PekomeHayeTcs obcnenosaHne poautenei.

Regions Relations

Relations (6) ® =1

N
N

E & @ Nolabel
= [: & @ Nolabel

Cypert 2 — Label Studio (HumanSignal) muiatrgopmaceingarsl
aHHOTalMsIay uHTephelciHiH KopiHic

2-cypeTTe KepceTiIreH iei, aHHoTauusiay HHTepQenci yIn Heri3ri aiiMakTaH TypAbL:

¢ OpranblK maHenb: AHHOTAIMS MPOIeci YIIiH OacTankpl MOTIH OpPHAJIACTBI. AHHOTATOpIIAP
TiKeJIeW OChI alitMakTa MOTiH OerikTepin Tyrac perinae Oemimn (highlight), omapra colikec Terrepmai
TaralbIHIA]IbI;

¢ Terrep naneuni: AnjbIH ana aHbiKTanrad Hpical Typiaepinid (GENE, CDNA PROT, 1.6.) Ti3imi
opHaiacTel. AHHOTAaTOp 06N ajFaH MOTIH apalibiFbiHa Oip HEMece OipHelIe TerTepal TaralbIHaai
aJIaThIH;
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¢ backapy nanemni: Tanceipmanap apacklHaa HaBUTaLUsIIAY, asKTaJFaH aHHOTALUSIIAP/bI CAaKTay
YKOHE KaTesiep/i Ty3eTy YLIiH OacKapy J1eMeHTTepi OepiireH.

WuTepdeiicTin epekmieniri — ipikTey-TaralbIHIAy OMICIHIH KaparmalbIMIBUIBIFBI KOHE Oip
MOTIH ILIIHJAE OPTYpJl TYCTIK KOATAy apKbUIbl OlpHele HbICaH TYpiepiH Oip Me3ruiae Kepy
MYMKIiHJIr1. Mbicansl, 2-cyperte «EP300» Tipkeci GENE perinze capsl Tycnen, an «Pathogenicy
ce3i SIGNIFICANCE peringe Oacka TycrieH OenriienreH. CoHbpIMEH KaTap, Iuiatdopma imki
KypbutbiMaapasl (Meicanbl, «BRCAT ¢.5266dupC» Ttipkecinae «BRCA1» GENE, an «c.5266dupC»
CDNA_PROT perinze) aom mekapajiapMeH Oenriieyre MyMKiHIIK Oepii.

AHHOTaIMATIAY CXEMachl XallbIKapaJIbIK TYpAE TAaHBUIFAaH OMOMEIUIIMHANBIK CTaHAAPTTAp MEH
OimiM Gazamapsl HeriziHae o3ipymenai. Herisri Heicanmap (entity) Typsepi >kKOHE OJapiblH COMKeC
KEJICTIH CTaHIapTTaphl 2-KECTe/e YChIHBUIFaH.

Kecre 2 — AHHOTanMsIaHFaH HET13T1 HBICAHAP KOHE OJIapJIbIH CUTIaTTaMasapbl

Heican araysr Cumnarrama Komnanpurras cTanmapt

GENE I'ennin arayst (HGNC HGNC [19]
CoMKeCTEeHIpiNITeH)

CDNA PROT Myratustaein HGVS-dopmarrars HGVS [13]
TYpJIeHY1

ZYGOSITY 3uroraiblK Kyiii (TeTepo3uroTaibIK Knunuxanslk renetuxa [21]
HEeMece rOMO3UTOTAIIBIK)

DISEASE Aypy HeMece CUHAPOM OMIM [22]

OMIM_ID OMIM nepekkopbIHAAFbI OMIM [22]
HUICHTUDHUKATOP

PHENOTYPE Haykac Oenrizepi MEH CUMITOMIAPhI HPO [23]

RECOMMENDATION KnuHuKambIK YCBIHBICTap HEMece Knuaukansik Hyckaymap [21]
TY)KBIPBIMAAP

VARIANT LOC BapuaHTThIH reHOMIBIK/XpoMocoMaibiK | Genomic koopauHarrap [13]
OpHBI

EXON NUMBER DK30H HOMIpI Tpanckpunt anHOTaMsICH [13]

CLINVAR 1D ClinVar BapuaHT HaeHTH(OUKATOPHI ClinVar [24]

DBSNP_ID dbSNP nepexkopbIHIaFbl BAPHAHT dbSNP [25]
UICHTH()UKATOPEI

DIAGNOSTIC_METHOD Konpgaublran JUarHOCTHKAJIBIK OIC Knmankansik quarsoctuka [21]

RETEST PLAN Kaiita Tekcepy »kocmapbl Knunukansik 6akeiiay [21]

THERAPY RECOMMENDATION |EMmzaey OolbIHIIIa YCHIHBICTAP Tepamus Hyckaymapsl [21]

Label Studio rmardopmackIHBIH HKEMIUTIT1 KYp/IeJli aHHOTAIHsIIAy CXeMalapbIH )KY3ere achlpyra
MyMKiHAiK Oepai [20]. [Tnardopma apHalibl MEIUIIMHAIBIK MOTIHCPAI OHIEYTe OCHIMICITEH KOHE
KOIJICHI eIl aHHOTAIUSIIAYIbI KOJIIalIbl.

AnHoTanusiay OapeichiHna KIMHUKAIBIK MaHbABUIBIK (SIGNIFICANCE) ACMG/AMP
HYCKayJIbIFBIHBIH dKaHAPThIIFaH HycKachiHa coiikec Oenrineni [21]. Herisri kareropusiap 3-kecrene
KeJTipiireH.
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Kecte 3 — Knuaukanblk MaHbI3IBUIBIK KaTErOpHUsIIaphl

Kareropus AFBIIIIBIHINA aTaybl Cunarrama
[Marorenmi Pathogenic JlonenieHren maToreH i Hyckatap
blkTiman matorexmi Likely pathogenic bIkTrManbI maToreH i Hyckagap

Benriciz MaHbBI3IBUIBIFBL

VUS (Variant of Uncertain
Significance)

KinankaplKk MaHbI3ABUIBIFEI OEINTicCi3
HYCKaap

blxTnman 3akpIMCBI3

Likely benign

bIKTIManIbI 3aKBIMCHI3 HYCKATIap

3aKbIMCEI3

Benign

I[QJ'ICJI,HGHF CH 3aKbIMCbI3 HYCKaJlap

KopraHbIIThI

Protective

KopraHbIITel MyTaIus

Toyeken GakTops

Risk factor

Toyeken GpakTops

Hopimix peaxiust

Drug response

Jopimix peakius (hapMaKoreHETHKA)

Tykpeim Kyanay cyioacel (INHERITANCE MODE) renetukaibik aypylapIblH 3aMaHayd Kiiac-
cudukarnusicel 6oibiHma anbikTaiasl [21]. INHERITANCE MODE nbicanmapsr 4-kectene Kel-

TipiJIreH:

Kecte 4 — TykpiM Kyanay cysdanapsl

Mon AFBUTIIBIHIIIA aTaybI Cunarramacsl
AD Autosomal dominant AyTOCOMTHO-IOMUHAHTTHI
AR Autosomal recessive AyTOCOMTHO-PEIeCCHUBTI
XLD X-linked dominant X-xpomMocoMara OaiIaHbICTHl JOMIUHAHTTHI
XLR X-linked recessive X-xpoMocoMara OaiIaHbICTBI PELIeCCUBTI
Y LINKED Y-linked Y-xpomocomara OaiaHbICThI
MITOCHONDRIAL Mitochondrial MUTOXOHAPHAIIIBI
DE NOVO De novo mutation e novo myranms
COMPOUND_HET Compound heterozygote Kommo3utTi rerepo3uroraibt

AHHOTanusiay OapbIChIHIA HAKThl KJIMHUKAIBIK €CENTEpHIiH MbICaIapbl KOJIIaHBUIIBI.
2-cyperte kepceriireH «chr22-41160723G>A» xaz0acbIHjia KeJeci aklapaTTap aHHOTallUsAIaHFaH:
* HGVS ¢dopmareiaaarer Hycka: ¢.3671+1G>A;

* ACMG knaccudukanusicsl: Pathogenic [21];

¢ baiinansicTer aypy: Menke-Hennekam syndrome 2 (OMIM: 618333) [22];

¢ TykbIM Kyasay cyiioacel: AD (ayToCOMAHO-TOMHUHAHTTHI);

¢ KIMHHMKaIBIK YCHIHBIC: aTa-aHaHBl TEKCEPY YCHIHBUIFAH.

Label Studio miardopmacer HeicaHIap apachlHAAFbl CEMaHTUKAIBIK KaTbIHACTAPbI Oenriieyre
MyMKiHAIK 6epai [20]. By dyHkumnoHnan reH-aypy, reH-(eHOTUI KoHEe HYCKA-KITMHUKAIBIK MaHbI3-
JIBITBIK CHSIKTHI MAHBI3IbI OaliTaHbICTap bl aHBIKTayFa MyMKiHaiK Oepmi. Label Studio 6armapiamacet
OyJ1 YIIiH apHaibl Kypanaap/asl YChIHABI: aHHOTATOp O1piHII HbICAH bl TaHJAl, COaH KeHiH eKIHII1
HBICAH/IBI TAHJIATI, OJTap/bl OailIaHBICTHIPATHIH KATBIHACTHIH TYPIH Ti3IMHEH TaHAaIbl. ByJ1 KOpIycThl
tek NER ymin raHa emec, COHbIMEH Katap Oimimui mbirapy (relation extraction) sxoHe KIMHHKAIIBIK
OiiM TpadTapblH Kypy YIIiH Je KYHbI eTei. Heri3ri kaTeiHac Typiepi S-KecTene KenTipulreH.

AHHOTanusIay JONJITIH apTThIPY YIIIH KeJeci 3aMaHayH dIiCTep KOJIJaHbUIIbI:

¢ ABTOMATTHI TYpJE TEPMHUHIEP/II CTAHAAPTTHI OHTOJIOTHSIIAPMEH TEKCepy;

¢ AHHOTaUUsUIap apachlHaFbl KAUIIBUIBIKTAP/Ibl aHBIKTAY;

¢ Kypneni sxarnainapabl menry YIIiH 3KCIepTTepIiH KeliciM ceccusiapsl;

¢ Kimnukanslk MaHBBIBUIBIKTE Oenriieyae ClinVar nepekTepiniH KeMeriMeH pacrtay [24]
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Kecte 5 — CemaHnTHKaNbIK KaTbIHACTAP

Karbiaac typi Maxcatst Meican
variant in_gene MyTanusiHbeiH Oenriii 0ip renre c.3671+1G>A — EP300
THECUTIIT
gene_associated with I'eHaiH aypyMeH OaiiTaHbICHI EP300 — Menke-Hennekam
syndrome 2
variant_significance HyckaHbIH aTOreH IiIiri ¢.3671+1G>A — Pathogenic
disease_inheritance AypyasIH TYKBIM Kyalnay Typi Menke-Hennekam syndrome 2 — AD
phenotype supports disease DCHOTHIITIH aypyIbl pacTaybl syndactyly — Menke-Hennekam
syndrome
disease_omim_link Aypynsin OMIM nnentudukaropsiven | Menke-Hennekam syndrome —
GaiinaHbICHI 618333
variant zygosity HyckaHbIH 3UTOTaNBHOCTH TYPI ¢.3671+1G>A — heterozygous

Byn kemieHai TOCT KIMHHUKANBIK T€HETUKAIBIK MOTIHAEPHAIH OapIblK acleKTUIEpiH KaMTyFa
MYMKIHJIK Oep/ii )KoHE KOPITYCTBIH KOFaphI CallachblH KAMTAaMAachI3 €TTi. AHHOTAIMSJIaHFaH IEPEKTEP
keiinri NLP mMozienbaepin OKbITY YIIiH JalibIH 1A Ibl.

3) [lepexTep canachblH KaMTaMachl3 €Ty KOHE KPOCC-aHHOTAIUsIIay

AHHOTaNMsIIaHFaH KOPITYCTBIH CalachlH KOHE CEHIMIIUTITIH KAMTaMachl3 €Ty YIIIiH KOTICaThLIbI
KpOCC-aHHOTAIMSJIAY TPOIIEYPAChl KYPTi3uiai. OpOip KaThICYIIBIHBIH POl KOHE OJap/AbIH e3apa
OaifmaHbICH 3-CypeTTeri peTTik AuarpamMmMachkiaaa (Sequence diagram) kepcerinres. by mporeccre
YIII TOYeJICi3 caparniibl-aHHOTATOP KaThICTHI, OJIAP/AbIH OPKANHCHICHl OMOMETUIIMHABIK JTUHIBHCTHKA
HeMece KJIMHUKAJIBIK TeHeTHKA callachlHIa TKipuoere ne Oobl.

AnwoTaTopnap kenicimin Baranay yaepici
(Sequence Diagram)

BaFanay

AwnnoTaTop A Annotatop B Hyne Moayni

K AT TapAk AHHOTALWANAY

»>

Ky #ATTApAE AHHOTALMARDY
>

Bip Mearingeri aHMoTauMARaY yaepici

AHHOTAUMARADAL iGepy
{entity spans)

AHHOTAUMANIPaE =ibepy
[entity spans)

L4

AHHOTAUMARIPAW CANWETWpY
(entity spans)

i
METpUEANARA ECenTey
(Precision, Recall, F1-scone)

Inter-Annotator Agreement
ecenTey (Maxpo/Mukpo F1)

o RENICl METDIMANAPLIH KARTADY |
P bl UL 22 ) AR
P Harwmenepai kepceTy

AmnoTaTop A AuwnotaTop b Hyie Earanay

Moayni

Cyper 3 — KoprycTsl aHHOTanuUsUIay MPOLECiHiH peTTik auarpammack (Inter-Annotator Agreement)

179



HERALD OF THE KAZAKH-BRITISH
Vol. 23, No. 2, 2026 TECHNICAL UNIVERSITY

3-cypeTTe KepCceTUITeHICH, TpoIiece Keyeci Heri3ri Ke3eHAepIeH TYP/IbL:

¢ Toyenci3 annoramusay (Annotator A, Annotator B): ©Op annorarop Oipzeit MoTiHIEp KHUBIH-
TeiFbiH Label Studio miardhopmaceinaa [20] Toyenci3 Typae Oenrineni;

¢ AnnoTtauumsapasl cansicTelpy (Compare annotations): Exi aHHOTaTOpAbIH HBICAH apabIK-
Tapsl (entity spans) >KOHE OJapAbIH KaTeropusiiapbl CATbICTBIPBUIIBL;

¢ Merpukanapasl ecentey (Compute Precision, Recall, Fl-score): CanbicTbipy HOTHXKEIEpi
oorierama gonmik (Precision), erinm (Recall) sxone Fl-emmreMi CHSKTBI CTaHAAPTTHI METPHKAIIAP
ecenTenmi [26];

* Kenicim nenreitin Oaranay (Inter-Annotator Agreement): CoHFbI Ke3eH/e opOip HbICAH Ka-
TEropusChl OOMBIHIIIA MAKPO XKoHE MUKpO-opTasiaMa F 1 -emmemi peTinie anHoTaTopiiap apachlHIarbl
JKaJIITBI KeJTIicIM JICHreii OaranaH/bl.

Kpocc-annotanusmnay mpoieci eki Heri3ri Ke3eHHEH TYP/IbI:

Bipinmi ke3eH — OacTamkbsl aHHOTANMsIIAy. byl Ke3eHjge op aHHOTATOp OipAed MoTiHIEp
KHUBIHTBIFBIH TAYeJNCci3 TypAe anHoranusuiaabl. Coman coH anHoTtanmsiiap Label Studio miardop-
MmacbiHAa Kkyprizuiai [20]. bactankel aHHOTaUMsUIApIbIH COMKECTIriH Tekcepy yuriH Fl-emmemi
KOJIJIaHBULIBI [26]

Exinmi ke3eH — KeJiciM ceccusyiapbl xKoHe Ty3eTyaep. MyH/1a ailTapibIKTail ailbIpMaIibUIBIKTap
Ke3/IECeTiH aHHOTammsuIap OIpJecKeH TaJKblUIayFa YCHIHBULABL. Kypmeni KIMHUKAJIBIK Karaaiuap
YIIiH KIMHUKAIBIK TEHETHK MaMaHbIHBIH KeHecl naiaanansulasl. KeiiH aHHOTalusIIbIK HYCKAYITBIK
KaiiTa KapaJiblll, HAKTbUIAH/IbI.

Kenicim nenreiiin Oaramay ymin NER >xylienepinin O6aranaybiHia KeHiHEH KoJaanbliareiH F1-
eJmeMi TaHAIIb! [26]. By Tanmay 100 mekapanap MEH HbICaH KaTeTOPUSIIAPBIH €CETIKE alaThiH CH
00BEKTUBTI KOPCETKIII OOIFaH/IBIKTAH 5KacalIbl.

Bacramnkbl kpocc-aHHOTANMsIIAY HOTHXKEIIEP1 Kenecinei 0ommpl:

* XKamnner F1-emmemi: 62.6%;

* En tomeH kemicim SIGNIFICANCE kateropusicer yurin: 48%;

¢ En xorapsl kenicim GENE kareropusicer yuin: 78%.

AHHOTaUMSIIBIK HYCKAYJIBIKTBI €Ki peT KaiTa Kapal, HaKThlJIaFaHHAH KeHiH jKOHE KelliciM cec-
CUSUTAPBIH OTKEHHEH KEWiH, COHFBI KeNIiCIM KOPCETKIITepi auTapibIKTall >KaKcapabl jKOHE oJiap
6-KecTezie KOPCETUITEH.

Kecte 6 — AHHOTaTOpIap apachlHIAFrkl COHFBI KEJICIM KOpCeTKimTepi

Kareropus Fl-emmewmi (%) Tycinaipme
GENE 92 Jorapsl cranmapTTay JIopexeci
CDNA _PROT 87 HGVS HOMEHKIaTypachIHBIH HAKTBUTBIFBI
DISEASE 85 OMIM coiikecTeHAIpyiHIH apKachl
SIGNIFICANCE 76 KoHTekcTke Tayeniik
ZYGOSITY 74 TepMUHOIOTHSLIIBIK SPTYPIILITIK
Opramma 83.5 JKorapsl ceHIMAITIK ACHT el

Kenicim neHreiiine ocep €TKeH Herisri (hakropiap:

¢ Jlexcukanslk cranaaptray: GENE sxone CDNA PROT cusiktel (hopManbabl HOTanusiap
JKOFapBI KeJTiciMTe oKeJ/Ii;

+ Konrekctke Toyenaitik: SIGNIFICANCE xone ZY GOSITY cusKTHI KaTeropusiiap TOMEHIpeK
KexmicimMre ue 6011, ce0edi oylap KIMHUKAIBIK KOHTEKCTKE OaiIaHBICTBI TYPJICHY1 MYMKIH;

¢ Kypzeni TMHTBHCTHKAIIBIK KYphUIBIMAApP: aHadopazap *oHe 1IIKi KYpbUIbIMIAp aHHOTAIHs-
HBI KUBIH/IATHII, KETICIM/I TOMEHETTI.

Camnanbl KaMTaMachl3 €TyAiH KOCBIMIIIA [Iapaiaphbl:

¢ Asromartel Typae UMLS [27] xone HPO [23] oHTONOTHATIAPBIMEH COWKECTIKTI TEKCEPY;
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¢ AHHOTaUMSUTBIK KaHIIBIIBIKTAP/Ibl AHBIKTayFa apHAJFaH apHalbl CKPUIITTEP/I 31pIey;

¢ Mep3imai Typ/e KIMHUKAIBIK TCHETUKTEP/IiH AKCIICPTTIK OaraiaybIH KYprizy.

Hotmxecinnme, 83.5% oprama Fl-emmemimven GENEXOM xopnychl OHOMETUITUHATBIK
KOPITyCTap VIIiH KOJIAHBLIATBIH XaJbIKApajblK CTaHIAPTTapFa COMKEC KEJETIH >KOFaphl Carajbl
aHHOTALMSIaHFaH pecypc 0oibIn Tabbutazs! [26, 28].

HoTu:xesiep MeH TaJaKbLIAY

byn 6enimape GENEXOM kopmyChIHBIH HEri3ri cumarraMajiapbl MEH CTAaTUCTHKAJIBIK Kep-
CeTKIITepl, COHAai-aK KOPIyCThIH OMOMEIUIIMHANBIK TaOuFru Tial eHaey (nlp) 3eprreynepinmgeri
KOJITaHY MYMKIHIIKTepl TaJIKbIJIaHA IbI.

1) Kopnyc crarnctukacsr

GENEXOM koprrycsl 200 KJIMHUKAIBIK YK30MIBIK CEKBEHHpIIEY eceOiH KaMTuabl. Kopmyc
okbITy (70%), Texcepy (10%) xone ceiHak (20%) xuHakTapbiHa OeiiHreH. JKUBIHTBIK CTaTHCTHKA-
JIBIK KOPCETKIIITEp 7-KeCTele KeNTIPLUIreH.

Kecre 7 — Kopriyctarsl KyxkaTTap, ceiliiemMJiep k9He TOKEHIEP CaHbl

Kareropus OKBITY >KUBIHBI Tekcepy KUBIHBI ChIHAK >KUBIHbI Bapibirsl
Kyxarrap 140 30 30 200
Celinemuep 8574 1836 1840 12250
Tokenaep 111340 22840 22680 156860

Kopmycra Gapnbirel 25096 aHHOTanusiIaHFaH HbICaH koHE 6428 ceMaHTHKaNbIK OaillaHbIC
OenrinieHreH. HoicanaapabIH Tapanysl 8-KecTee KOpCeTUIreH.

Kecte 8 — KopmycTarsl HpIcaH1ap MeH OaillaHBICTap CaHBI

Kareropust OKBITY JKUBIHBI Tekcepy >KUBIHBI ChIHAK JKUBIHBI Bapabrsr
GENE 870 125 250 1245
CDNA MUTATION 685 100 197 982
DISEASE 810 123 220 1153
SIGNIFICANCE 925 130 262 1317
ZYGOSITY 582 83 184 849
OMIM ID 770 150 169 1089

EH xni ke3neceTiH HpICaHIap/IbIH YIIeci:

¢ GENE - 20.2%;

¢+ CDNA PROT -16.8% ;

* DISEASE — 14.8%;

¢ SIGNIFICANCE - 10.7%;

¢ OMIM_ID —7.6%.

Kpocc-annoranusnay HoTmxkenepi OoibIHIIA aHHOTaTOpNap apachiHmarsl kericim (IAA) op-
tama ecenred 83.5% Fl-emmemin Kypaapl. by kepceTkim OHOMETUIIMHANBIK KOPITyCTap YIIiH
XaJIbIKapaJIbIK CTaHIapTTapFa colikec kemneni [26,28].

EH >xorapbl KeniciM KepCceTKIITepi:

¢ GENE - 92% (HGNC crangapThIHbIH apKachIH/Ia);

¢+ CDNA_PROT — 87% (HGVS HOMeHKJIaTypachIHBIH HaKTBUIBIFbI);

¢ DISEASE — 85% (OMIM coiikecTeHaipyi).
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TeMeHTi1 KelTiciM KOpCeTKIITepi:
¢ SIGNIFICANCE — 76% (KOHTEKCTKE TOYeIALTIK);
¢ ZYGOSITY — 74% (TepMUHOJOTHUSIIBIK OPTYPIILIIK).

GENEXOM kopryChIHBIH MPaKTUKAIBIK KYHIBUIBIFBIH KopceTy yiriH 6a3anbik NER sxone RE

MOJIENTbIIEP] OKBITBUIABL. HoTrokenep 9-kectene kepceTiiareH.

Kecre 9 — NER xyiienepiHiH CalbICTBIPMAIIbI HOTHIKEIEPi

Monens GENE DISEASE CDNA PROT | SIGNIFICANCE Oprama F1
CRF 0.79 0.75 0.77 0.71 0.77
RuBERT 0.90 0.88 0.89 0.83 0.88

Kareinacrapael anbikray TanceipMaceiiga BERT Herizingeri Moiens epexesnepre Heri3nenreH
KyWeaeH aTapibIKTail xorapel HoTHke KopeerTi (0.74 F1 xone 0.61 F1).

GENEXOM koprtyChl OpbIC TUIIIK KJIMHUKAJIBIK TeHETUKAJIBIK MOTIHAEp YIIiH Oipereit pecypc
OobIn TaObTAABI. Bi3iH 3epTTey HOTHXKENIepi MBIHAHBI KOPCETEIi:

1. Tinmix epekmienikrep: opbic TUIIK KIMHUKAJBIK €CENTep aFbUIIIBIH TUTIHE KaparaHaa Tep-
MUHOJIOTHSUTBIK OPTYPIIUIIT] )KOFaphl €KeHIH aTan oTy kepek, 0yi1 NER sxyiienepini )KymbIc icTeyiH
KUBIH/IATaIbl.

2. JHomennik manp3abuibiK: kopiryctarbl SIGNIFICANCE xone ZY GOSITY cuskTbl apHaiibl
KaTeropusuiap KJIMHUKAJIBIK HISNIiM KaObliay YIIIH 6T€ MaHbI3/Ibl OOJIBIN TaObLIa/bI.

3. CanpicteipMansl apTeIKIIBUIBIKTap: GENEXOM Oapnbeik Oenrisii OMoMeanIMHAIBIK KOp-
MyCTapMEH CaJbICTBIPFaHAa KJIMHUKAJIBIK TCHETUKANIBIK €CEeTTePAl erKel-Ter kel KaMTHTBIH jKaJl-
FBI3 pecypc OOJBIT TaObIIAIbI.

KopnycthiH mekreynepi:

¢ Tek SK30MJIBIK CEKBEHUPJIICY JIEPEKTEPIH KAMTH/IBI;

¢ Tek opbIC TUTIHAETI MOTIHIIED;

¢ KnuHuKanelK ecentepAin (GopMaTThIK OpTYPIILIIri.

bomamrak 3eprreynep:

¢ KoprycTbl reHOMIBIK CEKBEHUPIICY €CENTEePIMEH KEHEUTY;

* Kenrinai Monensaep/ai o3ipiey;

¢ KnuHukanblK memiM Kosijaay KyHenepid eHrisy.

KopbIThIHIBI

Byn 3eprreyne opbic TUTIHACTI KIMHUKAIBIK SK30MJBIK CEKBEHHPIICY €CenTepi Heri3iHe
GENEXOM xopmycsl »kacanabl. by kopnyc KIMHHUKaNbIK M€HETUKA CallaChIHIAFbl TaOMFU TUIAL
OHJICYTe apHaJIFaH aJFalllKbl KOMKA0aTThl aHHOTALMSUIAHFaH pecypc O60bIn Tadbu1aabl. JKYMBICTBIH
FBUIBIMU JKOHE MPAKTUKAIBIK MAHBI3IBUIBIFB OHBIH KJIMHUKAJIBIK TEHETUKA MEH KaCaH/Ibl MHTEIIJICKT
CaJIachIHBIH ©3apa MHTETPANUACHIHA KOCATBIH YJIECIHE KaThIP.

3eprTey OapbIChIH/IA KeJleCl HET13T1 HOTHKEIIepre KO KEeTKIZUIII.

Kopmyc kypy camnacer:

¢ 200 KIMHUKAIBIK K30MBIK CEKBEHHUpIIEY €ceOl HEeT131H/1€e AKOFaphl canabl KOPIyC KYPhUIAbI

* 25 000-mau actam HeIcaH x2HE 6 400-1eH acTaM CEMAaHTHUKAJIBIK OaljIaHbIC T OCIrIeHAl

¢ AnHoTtaTtopnap apacbiHAarel kemiciM 83.5% Fl-emmeMiMeH orapbl CEHIMIUTIK JCHIeHiH
KOpCeTTi

OJliCHAMaIIBIK TYPFbIZA, 3epTTey OapbhIChIHIA XajiblKapanblk ctaHmaprrap — HGVS, OMIM,
ClinVar, HPO xone ACMG/AMP — Herizinae apHaiibl aHHOTanusIay cxemachl a3ipsienmi. Co-
HbIMeH Kartap, Label Studio mimardopmacbiHbIH MYMKIHAIKTEpl THIMAI NaiAalaHbUIbIN, KOIKa-
0aTThl aHHOTAIMIAY MpoLeci iCKe achIpbUIAbl. HoTHKeciHae, OpbIc TUTIHACT] KIMHUKAIBIK MOTIH-
Jiepre apHaJfaH aJFalllKpl apHaiibl aHHOTALMSUIAHFAH KOPIYC »Kacalbll, O OWOMETUITMHAIIBIK
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NLP 3eprreynepi yIIiH CEHIMII KOHE camaibl JEepeKKesre aiHaabl. [IpakTHUKaNbIK KaFbIHAH,
RuBERT wmopeni NER ranceipmacbinia 88% F1 kepceTkimmiHe KeTil, KaTblHACTapbl aHBIKTAy
tarceipmackiaga BERT werizinnmeri mogens 0.74 F1 nmeHreifinge skorapbl HOTHXKE KepceTTi. by
kepcetkimTep GENEXOM kopITyChIH KIIMHUKAJIBIK MOTIHACP/ICH aKnapar ajry KOHE TeHETHKAIbIK
ecenTep/ii aBTOMATThI TaJlJlay YIIiH CEHIM/I HEeT13 peTiHAe naijananyra MyMKiHJIIK 6epeni.

GENEXOM KopmyChIHBIH 1aMybl FEUTBIMH KOHE MPAKTHKAIBIK TYPFhIIAaH OipKaTap MaHBI3IbI
yJiectepi Kocaabl. FeUTbIMA TYPFBIZIA, OJ1 OpBIC TUTIHAETI OnomemuimHanbiKk NLP 3eprreynepine
apHanraH Oipereil aepekke3 OoibIn TaObUIaAbl, OYJl KIMHHUKAJIBIK TE€HETHKAJBIK MOTIHAEPII
OHJICY/IIH KaHa 9/icTeMeNepiH a3ipieyre MyMKiHAIK Oepeni. COHbIMEH Karap, KOPIYC KONTUIAL
onomenuimHaneik NLP 3eprreynepiHiH gamyblHa j1a HEri3 0oja ajajbl, OUTKEHI OpBIC TiTIHACTI
KIIMHUKAJIBIK KOHTEHTKE OCHIMIENTeH AepeKTep 0a3achl XalbIKapalblK 3epTTeyep YIIiH KaKeTTi
JEpeKTep/li KAMTaMachI3 €Te/Ii.

[MpakTukaneik skarbiHad, GENEXOM koprychbl KIWHHKAQJIBIK IIENNM KOJAAy >KyHelepiH
a3ipiiey JKOHE T'eHETHKAJBIK €CeNTeplli aBTOMATThI TYPIE OHJASY MEH Taijay YIIiH TiKeled KoJj-
JlaHyFa kapamabl. by mopirepriepaiH KJIMHUKAIBIK HICIIM KaObU1Iay MPOIECTEPiH JKEHIIACTIMN,
JMArHOCTHKANBIK JONIKTI apTThIpyFa bIKOnan erefl. KIIMHUKambIK TeHeTHKa cajachblHa ocepi e
MaHBI3/Ibl: CHPEK KE3/I€CETIH TeHETHKAIIBIK aypyJIap bl IUArHOCTUKAJIAYIbI KEIEIIETY, TeHETUKAJIBIK
HYCKaJap/bl HHTEPIPETANNsIAY(bl aBTOMATTAHABIPY KOHE KIMHUKAJIBIK TeHETHKAIIBIK JepeKTep/i
CTaHIaPTTAy apKbLIbI MEIUIIMHAIBIK TOKIPUOCHI KETUIAIPY MYMKIHIITIH Oepei.

3eprrey Hotmxkenepi GENEXOM koprychlH api Kapail nambITy YoIiH OipHelie HepcreKTH-
BaJIbIK OarbITTapAbl alKbIHAAW bl BipiHIIiIeH, KOPIyCThl KEHEHTY OOMBIHIIA KYMBICTAP JKYPrizy
YKOCTIApJIaHBINT OTBHIP: TE€HOMJIBIK CEKBEHUpJIEYy NIEpeKTepiH Kocy, 0acka TuIaepieri KIMHHUKAIBIK
ecenTep/ii KaMTy KoHe (PeHOTHITIK aKNapaTThl TOJBIKTHIPY. EXIHINIIEH, TEXHOIOTHUSUIBIK KETUIAIPY
Moceenepi MaHbI3IbI OOJIBIT OTHIP, OyuT OarbITTa KenTinai NLP Monenbaepin a3ipiey, KIMHAKAJIBIK
HITTM KOJIJIay KYHWEeIepiH eHTi3y jKOHE HAKThI YaKbIT PeXKUMIHJIC Talaay KYPri3y MYMKIHIIKTEpiH
Kypy Ke3aemyne. YIIiHIIIeH, MHTEeTPAIMsUIBIK sKo0aapra MOH Oepisie/ii: SIeKTPOH/IBIK ASHCaYIbIK
KapTanap xyienepiMeH OlpiKTipy, XalbIKapaJblK T€HETUKAIBIK JEPEKKOPIapMEH UHTETPaLlUs HKoHE
KIIMHUKAJIBIK TOKIpHOEre TiKeJIeH eHri3y, OyJ1 KOpIyCThIH MPaKTUKAIBIK KYHIBUIBIFBIH apTTHIPAIbI.

GENEXOM KopITyChIHBIH 1aMybl KOFaMJBIK JIEHCAYJIBIK CaKTay cajachblHa OlpHEIIe MaHbI3/IbI
ocepiepiH Turizeni. JIMarHOCTUKAJBIK CaraHbl apTTHIPY apKbUIBI TEHETHUKAJBIK aypyJaapAbl yaKbl-
TBIHAA AHBIKTAYFa, TUATHOCTUKAJIBIK KaTeJep/l a3alTyra jKoHE /oM JHAarHOCTHKA HEri3iHIe jKeKe-
JCHIIPIATeH MEIMIIMHAHBI JAMBITyFa MYMKIHJIIK Oepe/i. DKOHOMUKAJBIK TYPFbIAA, KOPITYCTBIH KOJI-
JTAHBICHI TEHETHKAJIBIK TECTLIeY HIBIFBIHAAPBIH a3aiThIN, A9pIrepliepliH YaKbITbIH YHEMEYTE JKOHE
KIIMHUKAJBIK 3epTTeyaepl sxeaenaeryre centirin turizeni. Consimen karap, GENEXOM kopmychbl
oM Oepy >KoHEe Kajapiap Jaspiay cajlachlHIa Ja MaHBI3IbI POJ aTKapaabl: TeHETUK MaMaH/Iap/Ibl
OKBITYFa, KIIMHUKAJIBIK TeHETHKA OOMBIHINIA OKY PECYpCTaphIH )KacayFa KoHe Kac MaMaH/1ap bl Kacion
TYPFBIZIAH Jaspiayiaa KoimanyFa MyMKiHIik Oepemi. Oceinaitima, GENEXOM KkopiryChl FBUIBIMH
3epTTeysep, KIMHUKAIBIK MPAKTUKA KOHE KOFaMbIK JEHCAYIIbIK CaKTay CalachlH/1a KEIIEH 1 bIKIa
€Ty QJIeyeTiHE He.

GENEXOM koprmychl OpbIC TUIAIK KIMHUKAJIBIK T€HETHKA CaJachbIHAAFbl TAOUFU TUINI OHJIEY
(nlp) 3eprreynepine Heri3 OOJbIN, JKEKEIEHAIPUITeH MEIUIMHAHBIH JaMyblHa yiec Kocajsl. Kop-
MYyCTHIH amibIK Koi skeTimaiiri (https://github.com/Anara-Sultangaziyeva/GENEXOM) oHbI keHi-
HEH KOJITaHyFa MYMKIH/IIK Oeperti.

JKYMBICTBIH HETI3T1 yJeci:

¢ OpbIC TULAIK KIMHUKAJIBIK TEHETUKA YIIIH aliFallKbl apHaiibl KOPILYC;

¢ XaJblKapaiblK CTaHAAPTTapFa COMKEC KEeJIETIH KOFaphl carnajibl aHHOTALINS;

¢ [IpakTUKaIBIK KOJAAHBUIBIMABUIBIFEI ISJICICHTEH MM,

¢ Bosnamak 3eprreyiepre KeH NepcrekTHBaIap alarbH pecypc.

GENEXOM kopItyChl T€K FBUIBIMH 3€pTTEYJIECp YIIIiH FaHa €MeC, COHBIMEH KaTap KIIMHUKAJIBIK
ToXiprOene e HaKThI Maiaa oKeJIeTiH KYpAei )KoHe KOIKBIPIIBI pecypc Oonbin Tadbuaabl. OHBIH
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JaMybl KIIMHUKAJIBIK TeHETHKA MEH YKaCaHIbl MHTEIUIEKT CAIAChIHBIH MHTETPALUSICHIHAA MAHbI3/IbI
KaJiaM OOJIBIN caHaa/Ibl.

Keneci kezeHne KOpmycThl KEHEUTY KOHE OHbI KIMHHMKAJIBIK ToKipuOere eHrizy Oomansl. by
JKOJIJIa TEHETHKAJIBIK aypyJlapMeH KypecTe jKaHa MYMKIHIIKTEp allbUTybl MYMKIH, dCipece CHUpeK
KE€37IECETIH aypyJaapbl IHarHOCTUKANIAY J)KOHE eMJIey CalachlH/a.

Kap:xbrianasipy Typajsl aknapar. «byin 3eprreyni Kazakcran PecyOnukacer Frutbiv sxoHe
YKOFapbl OLTIM MUHHCTPIITiHIH FputbiM KoMuTeTI Kapkbuianasipaasl (Ipant Ne AP26105113)».
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CO3JAHHUE KOPITYCA AHHOTUPOBAHHBbIX
MEIUIUWHCKUX TEKCTOB AJ1s1 U3BJEYEHUA UHO®OPMALI NN
O I'EHETUYECKHUX 3ABOJIEBAHUAX

AHHOTAUMS

B crarbe mpejcraBieH aHHOTUPOBAHHBIN KOPIYC, COCTOSIIHMI M3 KIMHUYECKUX TEKCTOB HAa PYCCKOM SI3bIKE,
MOJIYYCHHBIX TI0 Pe3yJIbTaTaM 3K30MHOTO CCKBEHHPOBaHUs. JJaHHBII KOpIyc ObLI pa3paboTaH B MOICPIKKY 33134
ABTOMATHYECKOTO OMNPE/ICICHUS HIMCHOBAHHBIX 00BCKTOB M CCMAHTHUUCCKUX CBSA3CH B OTHOIICHUY T'CHOB, MYyTaIlUi,
HACJICICTBCHHBIX 3a00JIeBaHNH, (DEHOTHITMYCCKUX MMPU3HAKOB U UX KIMHUYCCKOHM 3HAauMMOCTH. B xome dopmupo-
BaHMsI KOPITyca ObLTH MCIIOIb30BaHbI OTYEThI (PAKTHUECKOTO KIIMHUYECKOTO K30MHOTO CEKBEHUPOBAHUSI, TAHHBIC
MPOIITH ATAIbBI [TPEBAPUTEIbHON aHOHUMHU3AIMY U HOPMHUPOBAHUS TeKcTa. B mporecce MapKUpOBKH HCIIOJIb30Ba-
JIUCh MEXTyHAPOIHbIE CTaHAAPTHI 1 6a3bl 3HaHM, Takue kak HGV'S, OMIM, ClinVar u HPO, a taxxe obecrnieunBa-
JIach COMTACOBAaHHOCTh U TOYHOCTH OMoMeuInHcKol nHpopmanuu. Kopmyc conepxut 6omnee 25 000 Ouomenuims-
ckux 00bekTOB 1 Oosee 6000 ceMaHTHYCCKUX CBSI3CH, UTO JIENIAaCT €ro BaKHBIM PECYpCOM B 00JIaCTH KIMHUYECKOM
TCHETUKHU C TOYKH 3pEHHS 00beMa U COJCpKAHUS. AHHOTALUS MPOBOAMIACH BPYYHYIO C YYACTHEM HECKOIBKHUX
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SKCIIEPTOB, U PE3yJIbTaThl CPAaBHUBAINCH IyTEM MEPEKPECTHON MPOBEPKH, & YPOBEHb COINIACHS MEXTy aHHOTATO-
paMH OLIEHUBAJICS C TIOMOUIBIO CHENMAIbHBIX MoKa3zaTeneil. [lomyueHHble pe3yabTaThl CBUETEIBCTBYIOT O BBICO-
KOM KaueCTBE M HaJeKHOCTHU Kopiryca. [ 0TOBBIH KopItyc 1mo3BosisieT 3(h(eKTHBHO HCIOJIB30BaTh MOJIENTN 00paboTKN
€CTECTBEHHOTO SI3bIKA B 00JIACTH METUIIMHCKON TeHETHKH JU1st 00y4eHHS M OIICHKH, Pa3pabOTKN CUCTEM TOJIEPKKI
MIPUHSTHS KIMHWYECKNX PEIICHUH ¥ NPUKIAIHBIX NCCIEIOBAHNI ISl CTPYKTypPHPOBaHNS TCHETHYECKUX JAHHBIX.

KiroueBble ci10Ba: reHeTHUECKHE 3a00NEBaHuUs, 00paboTKa MEANIIMHCKIX TEKCTOB, aHHOTHPOBAHHBINA KOp-
IyC, 9K30MHOE€ CEKBEHHPOBaHME, KIIMHUYECKNE TEKCTbI, aBTOMATHUECKOE PACIIO3HABAHUE HMEHOBAHHBIX CYIIIHO-
cteif (NER), u3Bneuenue cemantudeckux otHomenui (RE).
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CONSTRUCTION OF AN ANNOTATED MEDICAL TEXT CORPUS
FOR INFORMATION EXTRACTION ON GENETIC DISEASES

Abstract

The article presents an annotated corpus consisting of clinical texts in Russian, obtained by exomic sequencing.
This corpus was developed to support the tasks of automatically identifying named objects and semantic relationships
in relation to genes, mutations, hereditary diseases, phenotypic traits and their clinical significance. During the
formation of the corpus, reports of actual clinical exomic sequencing were used, the data went through the stages
of preliminary anonymization and text normalization. The labeling process used international standards and
knowledge bases such as HGVS, OMIM, ClinVar, and HPO, and ensured consistency and accuracy of biomedical
information. The corpus contains more than 25,000 biomedical objects and more than 6,000 semantic links, making
it an important resource in the field of clinical genetics in terms of volume and content. The annotation was carried
out manually with the participation of several experts, and the results were compared by cross-checking, and the
level of agreement between the annotators was assessed using special indicators. The results obtained indicate the
high quality and reliability of the case. The finished corpus makes it possible to effectively use natural language
processing models in the field of medical genetics for teaching and evaluation, development of clinical decision
support systems, and applied research for structuring genetic data.

Keywords: genetic diseases, medical text processing, annotated corpus, exome sequencing, clinical texts,
named entity recognition (NER), relation extraction (RE).
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