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OBIIASA XAPAKTEPUCTUKA PABOTbI

AKTYaJbHOCTh TEMbI HCCJIEIOBAHUS

HacnenctBennbie 00Ji€3HU BBI3BIBAIOT OCOOCHHBIE TPYIHOCTH B JUArHOCTUKE Ha
nosiaboparopHoM 3tare. CI0XKHOCTh NEPBUYHON IMOCTAHOBKH JHATHO3a OOBSICHSAETCS
TEM, YTO OOJILITUHCTBO 3a001€BaHUN T€HETUYECKOMN MTPUPO/IBI IBIISIOTCS OpPaHHBIMU, TO
ecTh penko BcTpeuaembiMu (MeHee 10 cirydaeB Ha 100 000 nacenenust). OgHOM U3 rpymi
op(haHHBIX 3a00JICBAHH SIBJISIOTCS TU30COMHBIE Oose3nn HakorieHus (JIBH), kotopeie
B OOJBIIMHCTBE CJIy4YaeB NPOSBISIOTCS B JETCKOM BO3pacTe M XapaKTePU3YHOTCS
nporpeccupyromumM teueHneMm. Huskas pacnpocrpanennocts JIBH npuBomut x Tomy,
YTO J1a)K€ Y MPAKTUKYIOIINX BpauY€h-Tr€HETUKOB MOXET OTCYTCTBOBATH JINUHBIN OMBIT MO
pacniozHaBanuio kiuHHYeckux ¢opm (amens B.H. u ap., 2021) no penorunuyueckum
NpOsIBIICHUSIM. J[OTIOJTHUTENBHYIO CJIOXKHOCTh ISl AuddepeHInaibHoil TUarHOCTUKY
JIBH na momaGopatopnom stame cosnaroT (['opoynosa B.H. u np., 2021), ¢ omgHoit
CTOpPOHBI, OOJIbIIas BAPUATUBHOCTh KJIMHUYECKUX MPOSIBICHUM, a ¢ JPYroil CXOXKEeCThb
KIIMHUYECKOM KapTuHbl. [loATBepKIaeHHEe JauarHo3a OCYIIECTBISICTCS MOCPEICTBOM
MOJIEKYJISIPHO-TEHETUYECKOTO TECTUPOBAHMS, KOTOPOE SBISAECTCS JIOPOTOCTOSIIUM
HCCIIEIOBAHUEM, B CBSI3M C YEM BO3HUKAET HEOOXOAMMOCTh MAaKCUMaJIbHO BO3MOYXHOTO
CY>KEHUSI TUarHOCTUYECKOTO PsIa.

[Ipu cBOEBpEMEHHOU M TOYHOU IMOCTAHOBKE JUArH03a MOsIBISIETCS BO3MOKHOCTD C
UCIIOJB30BAaHUEM HOBBIX MATOTEHETHMUYECKHUX METOJOB JICUEHHUS MPEIOTBPATUTH
MPOrpecCUpOBaHNE 3a00JICBaHUS M TOBBICHTH KAaueCTBO JKM3HM TMAalMEHTA. TakuMm
o0pa3oM pa3paboTKa M BHEJIPEHHUE KOMITBIOTEPHON CHUCTEMbl MOJICPKKA MPUHSATHS
pewenuit s nudpepenunansuoit nuarnoctuku JIBH, accuctupytoieii Bpady B OMCKe
HanOoJiee BEPOSATHBIX JUArHO30B TO (DEHOTUMUYECKUM TPOSBICHUSM, SBISETCS
aKTyaJIbHOM 3aJ1a4ucil.

CreneHb pa3padOTAHHOCTH TeMbI HCCJIEIOBAHUSA

Bbonee 30 net Ha3zan Havanock co3aanue oreuecTBeHHbIX (KoOpunckuit b.A., 1991)
u 3apyoexssix (Gouvernet J. et al., 1985, Fryer A., 1991) xoMmbrOTEepHBIX
JTUArHOCTUYECKUX CHUCTEM B 00JIACTH KIMHWYECKOW TEHETHKH, IMPOJOJDKAIOIICeCs B

Hacrosiee BpeMms (Allanson J.E. et al., 2009, Ronicke S. et al., 2019). Onu no3Boawim



MOBBICUTh YpPOBEHb PACIIO3HABAHUS TEHETHYECKH JETEPMHUHHPOBAHHBIX OOJIE3HEH.
OnHako 3T CHCTEMBI B HEIOCTATOYHOM CTENEHU YUYUTBHIBAIA PAHHHUE IPOSBIICHUS
00J€3HM UM TPOrPEeIUEHTHOCTh MATOJOTHYecKoro mpouecca. IloaTomy akTyanbHBIM
ABJISIETCA TIOWCK HOBBIX MOJAXOJOB K ITIOCTPOCHHUIO JHArHOCTUYECKUX CHUCTEM B
OpeIMeTHOW  o0JacTh  HAcJEACTBEHHBIX  OOJIE3HEH,  yUYMTHIBAIOLIUX 1754
IIPOTPECCUPYIOLLYI0 THHAMHMKY. B TOM 4mCle cO3JaHME HHTEIUIEKTYyaJIbHBIX CHCTEM,
WCIIOJIB3YIOIIUX MOJIEIIN MTPEACTABIICHNS IKCIIEPTHBIX 3HAHUU.

B Hacrosiee BpeMs OTCYTCTBYIOT OTE€UYECTBEHHBIE CHUCTEMBI I IOAJIEPKKU
MOCTAHOBKM JHMarHo3a Ha J0Ja0OpaTOPHOM 3Tame y MHAlMEeHTOB C IMOJO3PEHHEM Ha
HACJIEICTBEHHbIE 3a00JIEBaHUS.

Heabwo auccepTallMOHHOM paOOThl  SBISETCS IMOBBIIMIEHUE TOYHOCTU H
CBOEBPEMEHHOCTH  MJCHTU(PUKAUUKA  TEHETHYECKMX  OoJe3Hed  Ha  OCHOBE
UHTEIJICKTYyallbHOM  (IKCHIEPTHOM) CUCTEMBbl MHOJNJCPKKU MNPHUHITHUHA  peleHUi,
dbopmupyromeit y3kuid auddepeHinanbHO-IHarHOCTUUECKUN Pl Ha 10J1a00paTOPHOM
stane oOcnenoBanusi mnamnueHToB (Ha mnpumepe JIBH). Jlns goctikenuss uend B
JTUCCEPTALIMOHHOMN paboTe OBLIM MTOCTABJICHBI CIICTYIOIIHEC 3a/1aUH:

1. Bergenute nuarHoctryecku 3HauuMmble mnpusHaku JIBH B nmreparypHbix
VCTOYHHKAX M MPEACTABUTH UX B CTPYKTYPHUPOBAHHOM BUJIE.

2. PazpaboTarh miKanbl JJIs SKCHEPTHOW OLIEHKH MPU3HAKOB (MOJAIBbHOCTD,
MaHU]ecTalys U BBIPAXKEHHOCTb) JUIsl YETBIPEX BO3PACTHBIX NEPUOIOB.

3. U3Bneus 3HaHUS OT Bpaueh-3kcnepToB o nposisieHusx JIBH u npeactaButh nx
B (hopManM30BaHHOM BHUJIE.

4. Pa3paboTath MOJIeJIb MHTETPUPOBAHHOM OIIEHKH KIWHUYeckoi kapTuHbl JIBH B
pa3IUYHBIX BO3PACTHBIX NEPHOJAX.

5. PazpaboraTh kiaccu(UKAIMOHHBIA alIrOpuTM, O0OECIEUMBAIOIIMI CpaBHEHHUE
KJIMHUYECKOW KapTHUHBI MAIlMeHTa C TAJIOHHBIMU ONMUCAHUSIMHU OOJIE3HU B PA3TMYHBIX
BO3PACTHBIX MTEPUOAAX.

6. Pa3paborath MHTEJUIEKTYaJIbHY 0 (9KCHEpPTHYO) CUCTEMY JULSL
nuddepeHInaTbHON JUAarHOCTUKU OphaHHBIX HACIEACTBEHHBIX 0OJIe3HEN U OLICHUTD €€

3 PEKTUBHOCTS.



Hayunasi HOBH3HA [UCCEpTAllMOHHOW pabOTBHl COCTOMT B pa3paboTke
KOMIBIOTEPHON CHUCTEMBI, 00€CIeUNBIICH MOBbIMICHNE d()PEKTUBHOCTH TUATHOCTHKHU
pEIKUX HACIEJCTBEHHbIX 3a00JeBaHUNW Ha OCHOBE METOJIOB MCKYCCTBEHHOI'O
MHTEJUIEKTA, U 3aKJII0YAETCS B CIEAYIOIIEM:

1. MogudunpoBana  Mojaelb  TpUEAUHCTBA  (PAKTOPOB  yBEPEHHOCTHU
MPEICTABIICHUS] IKCIIEPTHBIX 3HAHUHM MyTEM 3aMEHbI YaCTOThI BCTPEUAEMOCTH MTPU3HAKa
Ha MOJAJIBHOCTH B IOMIOJHEHHE K MaHU(ECTAIluU 1 BHIPAKEHHOCTH.

2. PazpaboTana UWHTErpUpOBaHHAs MOJENIb  3a00JieBaHUs, BKJIIOYAIOIIAS
KOMILJIEKCHBIE OLICHKM MTPU3HAKOB M YUUThIBatoLas (haKTOpbl YBEPEHHOCTH 3KCIEPTOB K
TpEM XapaKTepUCTUKAM IPU3HAKOB B PAa3HBIX BO3PACTHBIX IEPUOAAX C LENbIO
OTOOpaKeHMsI KJIMHUYECKOM KapTUHBI JSTAJOHHOIO BapuaHTa 3a0oieBaHUs U
KOHKPETHOT'O CIIyyYasl.

3. Pa3pabotan ajropuT™M OLICHKM CTENEHU CXOJCTBA KIMHUYECKUX MPOSIBICHUN
HOBOT'O CJIy4asli C ATAJOHHBIMHU ONHMCAHUSIMHU 3a00JieBaHUN B 0a3e 3HAHUM HAa OCHOBE
MHTETPUPOBAHHON MOJIeIM 3a00JIeBaHMsI, KOTOPBIM OOECreuyrBaeT paHKUPOBAHUE
BBIIBUTAEMBIX B CHUCTEME TUIOTE3 (BO3MOXKHBIX JMAarHO30B) B CUTYyalHUsIX YCJIOBHOM
M30BITOYHOCTH WJIM HEMOJIHOTHI JAHHBIX O MallUeHTE.

Teopernyeckasi 1 NPAKTHYECKAsA 3HAYMMOCTb Pad0THI

TeopeTnueckass 3HaUMMOCTh 3aKJIIOUAETCS B CO3/IaHUM HAYyYHO-OOOCHOBAHHOTO
MIPE/ICTABIICHUS 3HAHUN HAa OCHOBE XapaKTEPHUCTHK aTpUOyTOB, MOJEIH 3a00J€BaHUs U
QITOPUTMA, TO3BOJIAIOIIETO OCYIIECTBISATh MOIAEPKKY MNPUHATHS KIMHUYECKHUX
peLIeHuN IPU TMarHOCTUKe HacyiencTseHHbix JIBH.

Pe3ynbTathl, U3710°KEHHbBIE B JUCCEPTALIMH, TOJTYUYUIIU MPAKTHYECKYIO PEATU3aIUI0
B BHJE KOMIBIOTEpHON wuHTEIeKTyanbHoil cucteMbl [en/luDC (I'enetnueckas
Juarnoctuueckass OkcneptHas Cucrtema) mnsg auddepeHunanbHOl AMArHOCTUKA Ha
J0JIa0OpaTOPHOM  dTare TPpynmnbl OpdaHHBIX HACIEACTBEHHBIX OosesHeit — 30
kimHnyeckux ¢opm JIBH.

W3noxeHHpld B JUCCepTallMM TMOJIXOJ MOXET HCIOJNb30BaThCA IS 3ajad
pa3pabOTKH IKCIEPTHBIX CUCTEM M0 auddepeHnnansHoi TUarHocTuke 3a00eBaHUN

PA3JIMYHOIrO0 ICHE3a, I KOTOPBIX 3aTPYAHHUTCIBHO HIIM HCBO3MOXKHO IIPHMCHSATH



BBIYMCIIUTEIbHBIE MOAXOAbI JJI1 YCTAHOBJICHHUSI CTATUCTUYECKH 3HAYMMBIX MPUYMHHO-
CIIICTBEHHBIX CBsI3ed Mexay (EHOTUMUYECKUMHU TMPOSIBICHUSIMH U KIMHUYECKU-
IOATBEPKIAEHHBIMU TUAarHO3aMU.

MeTon0J10THsl 1 METOABI HCCIEAOBAHUS

B pabote ncrosib30Baauch METOABI MHXXEHEPUH 3HAHUM MPHU CTPYKTYPUPOBAHUU
uHpOpMallMu M3 JIUTEPATypHBIX MCTOYHHUKOB M paboTe € BpayaMU-dKCIEPTaMH,
AJIIEMEHTBI HEUETKOW JIOTHUKHU MPHU pa3pabOTKe PaHrOBbIX M MHTEpBANbHBIX IIKal. baza
3HaHU (OPMHUPOBAJIACh HA OCHOBE MATPUYHOM MOJIENIN NIPEICTaBICHUS 3HAHUM.

[Ippy mnpoBeneHUMM  KIMHUYECKOM  ampoOamuu  OTCYTCTBOBAJIO  MPSIMOE
B3aMMOJIEHCTBHE KaK C TAIIUEHTAMH U/WJIM UX 3aKOHHBIMH MPEICTAaBUTEISIMU, TaK U C UX
NEPCOHAIBHBIMU JaHHBIMHU. Banupanuss u Bepu@uKalus MNPOBOAMWINCH HA OCHOBE
AHOHMMH3UPOBAHHBIX BBIIUCOK U3 JEKTPOHHBIX MEAUIIMHCKUX KAPT, MOATOTOBIIEHHBIX
COTPYIHHMKAMU MEIUIMHCKUX OpTaHU3aLHiM.

IHos10:keHHsA, BBIHOCMMBbIE HA 3alUTY:

1. Moznens 3ab0seBaHus, cojepkailas OMUCHIBAIOIINE HO30JOTHYECKYIO (HOopMy
NPU3HAKU U MX 3KCIEPTHBIE OLEHKU, 00ECTIEYUBAET COMOCTABICHUE HOBOTO Cyyasi C
ATAJIOHHBIMU OMUCAHUSIMU 3200JIEBAHUM.

2. ANTOpPUTM MPUHATHS PELICHUH, YUUTHIBAIOINN N30BITOYHOCTD U HETIOIHOTY
JAaHHBIX y TAllMeHTa, 00ECIIeUNBAaET PAHKUPOBAHUE BBIJIBUTAEMbBIX B CHCTEME TUIIOTES.

3. «Tekcronoruyeckass Kapta», Kak ¢opMa g CTPYKTYPUPOBAHHOIO
NpEICTaBICHUS 3HAHUN, MU3BJICUYEHHBIX U3 JIMTEPATYPHBIX MCTOUYHHUKOB, 00ECHEUMBACT
eIMHO00pa3Hoe onKcaHue KinHuueckon kaptunel JIBH B pazHbie Bo3pacTHbIE EPUOIBI.

4. nTennekryanbHas (3KCIEPTHAS) CUCTEMA MOJACPKKH MPUHATHUS PEILICHUN 115
muddepennmansaoit muarHoctuku 30 knmuanyeckux Gopm JIBH y nereit obecrieunBaer
a(PexkTUBHYIO MOIJEPKKY Bpaya Ha J10J1a00paTOPHOM dTare.

CreneHpb 10CTOBEPHOCTH M anipodanusi pe3yibTaTOB

JIOCTOBEPHOCTH PE3YIbTATOB MOATBEPKAEHA MPOBEPKOM pa3pabOTaHHOU CUCTEMBI
I'en/IuDC Ha BepupUIUPOBAaHHBIX CIy4asiX U3 JIUTEPATYPHBIX HCTOUYHUKOB U B ITPOLIECCE
BaJMJalMd M Bepu(UKAIMM HA JAaHHBIX U3 OJJIEKTPOHHBIX METUIIMHCKUX KapT,

NOJIYYeHHBIX H3 4 MEIUMUMHCKUX OpraHu3aluii pa3HbIX peruoHoB Poccuiickoi
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®eneparuu. [ybnukanuu mo pe3yiabTaTaM 3TaroB UCCIEI0BAHUS ObUIA OCYIIECTBIICHBI
B PELEH3UPYEMBIX OTEYECTBEHHBIX HAYYHBIX XypHaJIaX W TPYJaX HAIMOHAIBHBIX U
MEXIYHAPOJHBIX KOH(PEPEHIM Kak MO0 HCKYCCTBEHHOMY HHTEIUIEKTY, TaK M 110
MenuiuHe (meauaTpud W TeHeTuke). Pe3ynbTaThl  UCCIEOBaHUS  SIBJISIIOTCS
BOCIIPOU3BOJAMMBIMM, YTO TIOJTBEPKAACTCS CBEACHUSIMU O BEpPUPUIUPOBAHHBIX
JMarHo3ax MalyueHToB, MOJIYYeHHBIX U3 MEJUIIMHCKUX OpTraHU3allli pa3HOTO YPOBHSI.

Amnpobanust muccepTaniioHHONW paboThl TpoBeneHa 23.06.2025 Ha 3acemanum
cemunapa Otnenenus 7 ®ULL Y PAH (mmpotoxos Neb).

OcHOBHBIE ~ MaTepualbl  JUCCEPTAlMU W pPE3YyJIbTaTbl  HCCIEIO0BAHUSA
JOKJIa/IbIBANIUCH Ha 16 pocCUUCKUX U 3apyOeKHBIX HAYYHO-TIPAKTUYECKUX METUITMHCKUX
1 UH(HOPMAITMOHHO-TEXHOJIOTUYECKUX KOH(EpEeHIIUIX.

BHeapenne pe3yJbTaTOB HCCIEI0BAHUS

Pesynbrarhl quccepTaliioOHHON pabOoThl UCIIONIB3YIOTCSA B KIMHUYECKOW MPAKTUKE
Bpauamu-renerukamu Menuko-renetnueckuii uentp (MI'L) I'bY3 MO MOHUKU um.
M.®. Bnagumupckoro (r. Mocksa), UHCTUTYT nenuatpuu Y HUBEPCUTETCKON KIIMHUKHU
(UIT YK) ®I'BOY BO «ITMMY» Munszapasa Poccuu (r. Huxuauit Hosropon).

Pe3ynbrarhl 1uccepTailMOHHOTO MCCIIEIOBAaHUS BHEAPEHBI B YUE€OHBIH Mpoliecc Ha
kadeape menunuHcKor kudepHeTuku u nHbpopmaruku uM. C.A. INacnapsina Mucturyra
onomenuimabl (Mb®) ®I'AOY BO PHUMY um. H.U. [Muporoa Munszapasa Poccun
(ITmporoBckuii YHuBepcuter) U Ha Kadenpe memuuuHckoi reHetukun OI'BOY HITO
PMAHIIO Mun3znpasa Poccun.

IIyoukanuu no Teme JUCCEPTALMHU

Pe3ynbTaThl AMCCEPTAIIMOHHOTO MCCIIEIOBAHUSI OMYOJMKOBAaHBI B 16 medaTHBIX
paboTax, U3 KOTOPHIX 2 HAYyYHBIE CTaThU B PEIEH3UPYEMBIX U3MaHMIX U3 niepeuns BAK
no crneuuanbHocTH 3.3.9 MenuuuHckas uHpopMarvka (MEIMIIMHCKHE Hayku), 1
WHJIEKCUpPOBaHA B eAuHOW OumOmmorpaduueckoit u pedepaTuBHON 0Oa3ze HTaHHBIX
peueH3upyeMon HaydyHoil auteparypsl Scopus, 3 — B RSCI, 1 — B PUHII, 6 nayuHbix
crateil B Marepuanax KoH(epeHuuid, | Te3uchl, MOJy4eHO | CBHUIIETEIBCTBO Ha

perucTpanuio 6a3bl JaHHBIX U 1 CBUAETEIHCTBO HA PETHCTPAIIHIO TporpaMmbl 11t DBM.



CTtpykrypa u 00b€éM quccepTannu

JuccepTanuusi COCTOUT U3 BBEJICHHUSI, TPEX IJ1aB, 3aKJIFOUEHHUS], CIUCKA COKPAILICHUI
U YCJIOBHBIX O00O3HAUYEHMM, CHHUCKA JIUTEpaTypbl W 5 mnpuioxeHuid. Juccepranus
M3JI0KEHAa Ha 158 cTpaHuIiax MalIMHONMCHOTO TeKCTa, M3 HUX 101 cTpanuily cocTaBisieT
OCHOBHOM TEKCT paloThl, BKItouas 22 pucyHka u 16 Tabmuu. CHucok JuTepaTypbl
BKitouaeT 81 HaumeHoBanue (31 oredyecTBeHHBIN U 50 3apyOeKHBIX UCTOYHUKOB) Ha 8
CTpAaHHIIAX.

COAEPKXAHUE PABOTbDI

B nepBoii riiaBe npencTaBlieH aHATUTUYECKUN 0030p nuTeparypsl. B mepBom
pa3aene naHa xapakrepuctuka JIBH. PaccMoTpeHBl CIOXKHOCTHM IHArHOCTUKU U
BJKHOCTb CBOEBPEMEHHOM IOCTAHOBKM JHMArHO3a JUJIl HA3HAYEHUS CIIEHHAIBHOTO
aedyeHus. Bo BTOpoM pazzene mnpencTaBlieH 0030p CUCTEM NOAJEPKKU MPUHATHUS
pelieHuit pu HacleACTBEHHBIX 3a00I€BaHUSX.

Bropasi riiaBa coliepKuT onucaHUE MaTEpUaIoB U METOJOB. DKcHepTamMu ObLI
onpenenéx nepeyeHb u3 30 knuunyeckux ¢popm JIBH, Bxongmux B nuddepeHmanbHo-
JTUATHOCTUYECKUM  psii I pa3padOTKH  MHTEJUICKTyaJIbHOW cuCTeMbl — 15
Mykomnoaucaxapuo3oB (MIIC), 7 ranrimmo3uao3os (I'3) u 8 mykonunugozos (MJIIT). Ha
stane ¢GopMHupoBaHMS 0a3bl 3HAHWM TPOBOAWICS aHaM3 45 METUIUHCKUX
JIMTEPATYPHBIX UCTOYHUKOB 10 nuarHoctuke JIbH Ha pycckOM M aHITIMKICKOM SI3BIKAxX U
onnaiin 6a3 nanueix OMIM, GARD, HPO u OrphaNet 1151 yTouHeHHsI XapaKTEPUCTHK
BCTPEYAEMOCTH MPU3HAKOB TpH KimHIYeckux popmax JIBH.

JUisi  KOMIUIEKCHOW TIPOBEPKH pa3pabOTaHHOM CHCTEMBbI HCIOJIb30BAIHCH
pEeTpOCIEeKTUBHbIE AaHHbIE 142 ManuEeHTOB ¢ BEPUPUIUPOBAHHBIMU J1a0OPATOPHBIMU
WU MOJIEKYJSIpHO-TeHETHYeCKUMU Metojgamu auarHo3amu JIBH: 50 knmHuueckux
CJIy4yaeB U3 JIUTEPATyphl IJIs1 TECTUPOBAHUS U 92 nenepcoHu(UIMPOBAHHBIE BHITUCKHU U3
AJIEKTPOHHBIX METUIIMHCKUX KapT (OMK) manmeHnToB aJis Banmuganuu u Bepudukaimu.
Bxrouanuch nanueHTsl 000uX MOJIOB, C POXKICHUS 10 18 5eT ¢ HamuyueM ojHoi u3 30
UCCJENyEeMbIX B paMKax JIaHHOM paOOThl KIMHUYECKUX (OpM, HAMpaBlICHHbIE B
CHeLUaIN3UpOBaHHOE yupekaeHrue. He BKIIIOYaauch MalMeHThl ¢ MHBIMU JUArHo3amu

OCHOBHOTO 3aboJjieBaHusi (C JpyruM TeHeTH4yeckuMm jaedekTom). Bamumanus
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OCYIIECTBIISIACh Ha BHIOOPKE aHOHMMH3WPOBAHHBIX BBIMUCOK U3 54 DMK, koTopsie
obutn ostyuensl u3 OCII HUKU nenuatpuu u aetckoi xupypruu um. akagemuka 0. E.
Benstumera ®I'AOY BO PHUMY uwm. H. 1. ITuporoa Munznpasa Poccun, r. MockBa
— 45 MIIC u 9 MIJIII. Bepuduxamus mpoBoauiach Ha JEHEPCOHUPHUIIMPOBAHHBIX
JaHHbIX 38 manueHToB, nojiydeHHbIX u3: MIT] I'bBY3 MO MOHHUKHU um. M.O.
Bnagumupckoro, r. Mocksa — 15 MIIC; TAY3 CO «KJL «O3MPy, r. ExarepunOypr —
16 MIIC, 1 MJIITu 3 I'3; UI1 YK ®T'BOY BO «IITUMVY» Mun3zapasa Poccun, r. Huxauit
Hogropon —2 MIIC u 1 I'3.

Mop@donoruyeckuii, CHHTAKCUYECKUd M CEMAHTUYECKMHA METOAbl aHalu3a
TEKCTOB, KAK KOMIUIEKCHBII TEKCTOJOTHYECKHUM MMOAXO0J, UCIIOIb30BAIUCH IPU aHAIU3E
JIUTEPATYPHBIX HCTOYHUKOB ¢ onucanusiMu JIbH.

B u3BrieueHuu 3HaHUi OT IBYX 3KCIEPTOB, B KAUECTBE KOTOPHIX BHICTYIIAJIU Bpayu-
CHELMATUCTBI B 00JIACTU MEJUATPUU U MEIUIIMHCKON T'€HETHKH, C YUEHBIMH CTETIEHAMU
JIOKTOPOB HAYK, YYEHBIMH 3BaHUSIMU MPOPECCOP, UMEIOIINE HENOCPEACTBEHHBIN TUYHbBIN
MHOTOJIETHUI OMNBIT paboThl ¢ mauueHtamu c¢ JIBH, npumensicss KoMMyHHKAaTUBHBIN
METO/I.

[IpucBoenue  (GakTOpoB  YBEpPEHHOCTHM  (MEpbl  JIOBEpUS  DIKCIIEPTOB)
XapaKTepUCTHKAM MTPU3HAKOB OCYILECTBISUIOCH C UCIIOIb30BaHUEM MOAU(PULIPOBAHHOMN
ctaHdopackon moaenu (Shortliffe E.H., Buchanan B.G., 1984), npencraBienHoi Tpems
skcniepTHhIMU oueHkamu (Koopunckuii B.A., 2018).

Pa3paboTanbl TOPSAIKOBBIC JIMHTBUCTHUYECKHE IIKAJIBI JUIS PaHXHUPOBAHUS
ONMHMCAHUN KauyeCTBEHHBIX MPU3HAKOB M HHTEPBAJIbHBIC Kbl JIJIi CEMAaHTUYECKOTO
MPEICTABIICHUS] YACTOBBIX 3HAYEHUH.

B npoextupoBanuu 6a3bl 3HAHUN TPUMEHSIICS MATPUYHBINA METO/I.

JIng mporpaMMHOM peanu3anuyd  KOMIIBIOTEPHOM CHUCTEMbl HCIOJIb30BAJIUCH:
BBICOKOYPOBHEBBIN  00BEKTHO-OPHEHTHUPOBAHHBIN S3BIK IpOrpaMMUpOBaHus Java,
dbperimBopku Spring Boot u Bootstrap. B kauectee CYB/I a1 6a3b1 3HaHU UCTIOJIB30BaH

PostgreSQL 16.



10

MeTprka TOYHOCTH pabdOThl CUCTEMBI PACCUHUTHIBAJIACH KaK OTHOILIEHHE CYMMBI
UCTHUHHO IMOJIOKUTEIBHBIX U HICTUHHO OTPULIATEIBHBIX PE3YIbTATOB N PepeHIInaIbHOIM
JUArHOCTHKY K OOIIEMY KOJIMUECTBY CIIy4aceB.

st pacyera nokazarened 95% IOBEpUTENBHBIX MHTEPBAJIOB MPUMEHEH METO
Knonnepa-Ilupcona ¢ ucnosnb3oBanueM uHTEepHET-pecypca MedCalc (moctynen mo

https://www.medcalc.org/calc/diagnostic_test.php).

Tperbsi r1aBa MOCBSIIECHA ONMUCAHUIO PE3yJbTaTOB. Pa3zpaboTaHa skcrepTHas
cuctemMa [en/luDC mnojaepKku TPUHATUS pemieHud 1o  auddepeHmaiIbHOu
JIMarHOCTUKE Op(aHHBIX HACIIECTBEHHBIX 3a00sieBanuit (Ha mosenu JIBH).

CxeMaTUYHO OCHOBHBIE APXUTEKTYPHBIE KOMIIOHEHTBI W HAIPABICHUS MOTOKOB

JAaHHBIX IIPCACTABIICHBI HA PUCYHKC 1.

WHTepdeiic spava

I MeXaHW3mM NOrMYecKoro BblIEOdA
BBOL, JaHHBIX pelexmne {pema'renb)
NALMEHTS € oBLACHEHWEM — — —
¥ |
3aNyCK MaKrHG
NOrH4ecRors seiBoaa 3anpoc NOW3IHAKDE
»
API l Moay/b BblaBHKEHUA I NALYEHTA 8 STANDHEX
o~ runortes I >
A bt <
COXpAaHeHKWE OaHHbIX peleHne MPHUEHAKK C IKCNEPTHLIMKA CLUEHKAMK
naLumeHTa ¢ ofbACHEHMEM |_ — —— — J
¥ E MpOBEPKa B 3TaNOHax
PaBouana o6nacTe _— | OTCYTCTRYIOUAX
¥ NaLMeHTa NprsHaKoe 5333 3HaHMb\"|
| Moayne - >
aHHble nayueHTa <

A 4 AAHHDIE NaUKeHTa CPaBHUTENBHOTO AONGAHUTEABHBIC

—i | aHaNM3a Ha ocHoBe | (oTeyTerayouyme)
Y NALHEHTA NPUIHAKK

Tekyllge CocToAHAe YT PELIBHUA moaenn 3abonesanua
PEWEHWA 33434n ] F—

F

hMHANEHBIA NEPEYEHL TMNBTES

h 4

bnok obbAcHeHMA

PEWEHWE CHETEMBI £ DOBACHEHWEM

Pucynok 1 — CrpykrypHO-dyHKIHOHAIbHAs cxema cuctembl ['en [u2C

Cucrema TI'en/luDC cocTtouT U3 pAna B3aUMOJACHCTBYIOIIUX MOMYJICH.
[TocTymenne B cucteMy JaHHBIX HOBOTO TAI[MEHTA 3aIlyCKaeT padoTy MPOTPaMMHOTO
Moaysist API, koTopsIii BRIMOTHSAET (GDYHKIIHMIO YIIPABISIONIETO0 KOHTPOJIIEPA, UHUIIUUPY S
paboTy MeXaHHW3Ma JIOTUUECKOTO BbIBOJIA (MHTEIUICKTYalIbHOTO periatess). BBenéuuoie
Bpa4yOM JIaHHBIE MEePEAAIOTCA B pab04Iyr0 00J1aCTh CUCTEMBI JIJI BPEMEHHOTO XPaHEHHUSI.
N3 paboueii 061acTH JaHHBIE MAIMEHTA MTOCTYNAIOT B PeIIaTellb, KOTOPBIM COMOCTABIISIET

IMOCTYIIMBIIYIO I/IH(I)OpMaIII/II-O C DTaJOHHBIMU ONUCAHHSIMH Oa3bl 3HaHHﬁ, B TOM 4YHCJIC


https://www.medcalc.org/calc/diagnostic_test.php

11

OCYUIECTBJISIET MOMCK IPU3HAKOB, OTCYTCTBOBABIIMX y MAlUMEHTa, HO YKa3aHHBIX B
JTAJIOHAX, JJIs TMOACKa3KM Bpayy MpHU JIONOJHUTEIBHOM OCMOTpPE OOJBHOIO.
[IpomMexyTOUHBIE PEMIEHUSI CUCTEMBI, BKIIIOUasi OTBEPTHYTHIE TUIIOTE3bI, COXPAHSIIOTCS B
paboyell maMsATH Ui BO3MOKHOCTH OTCJIEKHBAaHUS MYTH HPHHATHS pELICHUS.
OuHaNBHBIA PaHKUPOBAHHBIM TEpPEUEHb TUIOTE3 C MPU3HAKaAMU Tepenaércsa B OJIOK
OOBSICHEHUH, T/I€ OCYILIECTBIISIETCS UHTEPIIPETAIIUS PEILICHUS 110 33JJaHHbIM 111a0JIOHaM B
NOHATHBIM /U1  Bpaya-NoJib3oBaTessl BUA. PemeHue cucTeMbl € OOBSICHEHUEM
coxpaHsercs B paboueit o0iacTu U nepenaérest Ha uHTepdeiic Bpaya.

N3Bnedenne 3HaHUM 0 (PEHOTUITMYECKUX MPOSBICHUAX 3a00JI€BaHUN IPOXOIUIIO B
nBa stana. Ha nepBom 3Tane oCymecTBISIICA TEKCTOJOTMUYECKAN aHalli3 CIIeUaTbHbIX
JUTEPATYPHBIX ~ HCTOYHUKOB  JJIA  BBIJICJICHUS  TMPU3HAKOB  (CHUMITOMOB),
XapaKTepU3yOIMX KInHunyeckue npossienus JIBH B paziauuHbie Bo3pacTHbIE NEPUOBI.
Pa3zpaboTtana dopma CTpyKTYypHUPOBAHHOTO MPEACTABICHUS 3HAHUM U3 JUTEPATYPbl —
«TEKCTOJIOTUYECKAsl KapTa», MpH 3aloJHEHUU KOTOPOM OBUIM  HCIOJIb30BaHbI
CIEHHUAJIBHO CO3JaHHbIE IKabl. Bo3pacTHas mkana Bkirovana 4 rpaganuu: 10 1-ro roga
XKU3HHU pedenka, 1-3 roga, 46 ner, 7 net u crapie. lllkana npucyrcTBus (Hanuuue /
OTCYTCTBUE€) NPHU3HAKOB ObLIa MpeAcTaBieHa B ¢opme “+” u “-”. PanroBas mkana
YPOBHEN MPOSBICHUS MPU3HAKOB BKJIIOYANa 5 JIMHIBUCTUYECKHX HEYETKHX OLIEHOK
BBIDAXKEHHOCTH: OYEHb CHJIBHO, CHJIBHO, YMEpEeHHO, c¢l1abdo, O4YeHb Ciado.
JIuHrBUCTMYECKAs IIKajla YacTOThl BCTPEUAEMOCTH NPHU3HAKOB HMMeEJNa CIEAYIOIIYIO
CTPYKTYpy: oueHb 4acto (>80%), wacto (60—80%), cpaBHuTensHO 4acTo (30—60%),
penko (15-30%), ouens penko (<15%).

ITo uroram aHanm3a JUTEPATYPHBIX UCTOYHUKOB Ul KAXKJIOW HO30JOTMYECKOU
dbopmbl  ObUTM  chOpMUPOBaAHBI TEKCTOJOTUYECKHE KapThl. B kauecTBe mpumepa
B Ta0nuie 1 mpeacTaBieH GparMeHT TeKkcToornueckoit kaptel GM1 173.

Tabmuma 1 — @parmenT TekcTosorudeckor kaptel GM-1 173

Bospact YpoBeHb
P [Ipucytc p Bcerpeua | Uctounuk | IIpumeua
[Tpusnak Hast MPOSIBJICH
TBHE €MOCTh (aBTOp) HUS
rpymnma us
1 2 3 4 5 6 7
TOJILLIEHUE CYCTaBOB Tonbko
Y Y 2 + - - Jones
3amsCThs HaJIn4ue
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IIpooonocenue mabauywt 1

1 2 3 4 5 6 7
+ - CpenHe Harrison,
« .. Berman, be3
BHUIIIHEBAS KOCTOYKA)
2 + - cpeaHe | Campdela | BbIpaxkeHH
Ha CeTYaTKe
creu, OCTH
3 + - peaKo Serkov

Ha BTOpOM 3Tarne s3kcnepThl yTOUHSUIM U KOPPEKTUPOBAIHN 3HAHUS O KIMHUYECKHUX
npossienusx JIBH, ncnonp3ys TekcToornueckue KapThl. beutn Beienensl 35 Hanbosee
peleBaHTHBIX (DEHOTUNIUYECKUX TpHU3HAKA. TpPUEAMHCTBO (PAKTOPOB YBEPEHHOCTHU
AKCIEPTOB B OTHOIIIEHUH BBIPAXKEHHOCTH MPU3HAKOB, CPOKOB MaHU(ECTAIIMN U YACTOTHI
BcTpeyaemoctu (KoOpunckuit B.A., 2018) Oputo MogudunupoBaHo — dacToTa
BCTPEYAEMOCTH 3aMEHEHAa MOJAJIbHOCTBIO C LEJIbI0 OTPAKEHUS] MAaTOTHOMOHUYHOCTH.
JIJ1st KaXK0ro j-ro Mpu3HaKa B KaXKIOM M3 BO3PACTHBIX MHTEPBAJIOB i-TO 3a00J1€BaHUs
DKCIepTaMu  OBUIM  BBICTABICHBI: KOA((UIIMEHT MOJATbHOCTH (BaXKHOCTU IS
JMArHOCTUKM) U (PAKTOPbI YBEPEHHOCTU MaHU(DECTALIMH U BHIPAXKEHHOCTH.

MonansHOCTh (mody), Kak olleHKa quarHoctuyeckoit 3naunmoctu (I'pubosa B.B.
u 1p., 2019), onpenensieT ypoBeHb peIE€BAHTHOCTH MPU3HAKOB HA MOAU(DUIIMPOBAHHON
ctaHpopackor  mkaine {-1}U[0;1], KkoTopas XapakTepuszyercss CIEayIOUUMHU
rpaganusaMu: -1 — He MOXKET HaOJI0JaThCA MPH JaHHOW KIMHUYEecKoil (opme; 0 —
OTCYTCTBYEeT MO Bo3pacty wiu ciydainabiid; (0;0,3] — ouens pemkwmii; (0,3;0,6] —
BropocTeneHusii; (0,6;0,8] —HeoOxoaumbrit; (0,8;1] — riaBHBIM.

Manudecrtauus (man;;) oueHnBagach GakTopoM YBEPEHHOCTH HKCIIEPTOB B TOM,
YTO MPHU3HAK TPOSBIAETCS B JAaHHOM BO3pacTHOM mniepuoje. Jus storo Oblna
UCIIOJIb30BaHA ~ MOAU(UIIMPOBaHHAs  CTIH(OpACKas mKkama. Ecim  aBTopamu
ucrosbs3oBanack HenpepbiBHas 1mikana [0;1] (Shortliffe E.H., Buchanan B.G., 1984), To B
HACTOSIIEM HMCCJIEIOBaHUM OHa ompenensercs kak {-1}U[0;1], rme: -1 xapakrepusyer
HEBO3MOHOCTh MPOSBJICHUS JAHHOTO MPU3HAKA B KOHKPETHOW BO3PAcCTHOM rpymme mno
(GbU3MONIOrHYecKUM MNpUYMHAM; 3HaueHue B wuHTepBajie [0;1] xapakrepusyer Mmepy

JIOBEpHUsl IKCIIEPTOB K TOMY, YTO MPU3HAK MaHU(PECTHPYET B JAHHOM BO3PACTHOM
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nepuose, npu 3ToM 0 XapakTepu3yer HOpMY, JIMOO OTCYTCTBHE CHMITOMA B CHILY
0COOEHHOCTEH TeueHHsI 3a00IeBaHMS.

BeipaxkeHHOCTD (Sev;;) XapakTepu3yeT YBEPEHHOCTb JKCIEPTOB B YPOBHE
IIPOSIBJICHUSI TAHHOTO NPU3HAKa B KOHKPETHOM Bo3pacTHOM rpymre. [kana nus ouenku
BBIPAXKEHHOCTH TpHU3HaKa Obla omnpesneneHa B uatepBaie [0;1], rme 0 cooTBeTCTBYET
CUTyaluH, KOTJ1a MPU3HAK OTCYTCTBYET y MAIIMEHTA, a | — MaKCUMaIbHOM BBIPA)KEHHOCTH
IpU3HAaKa.

Okcriepramu  ObuT  BbIcTaBlieHBl 12 600 omenok mis 35 mnpusHakoB 30
kiuHnyeckux ¢opm JIBH mno 4 Bo3pactHeiM mnepuoaaMm. OIEHKH TPU3HAKOB
BBICTABJISUTUCH IKCIIEPTAMU C YUETOM OTIMYAIOIIMXCA 1O TSHKECTH KIMHUYECKUX PopM,
XapaKTEPU3YIOMINXCS HEYETKOCThIO CUMIITOMOB. DTH OIIEHKU ObLITU (hOpMa30BaHbl B
BUJIE MaTPHUIIbI «00JIE3HU — MIPU3HAKWY (Tabnuua 2), TJie CTPOKU — 3TO CUMIITOMBHI (f), a
CTOJIOI[BI — SKCIIEPTHBIC OLIEHKH B 4 BO3pPACTHBIX MEPHOJIAX MO KaXKION U3 KIMHUYECKUX
dbopm 3aboeBanmii (7).

Tabnuna 2 — Bug maTpuiibl «00JI€3HU — MPU3HAKKIY
HasBanue i-ro 3a0oieBaHus

HaszBanue
1o 1 roma 1-3 rona 4-6 ner 7 et u cTapiie
MpU3HaKa

mod | man | sev | mod | man | sev | mod | man | sev | mod | man | sev

[lpusnak 1 | modii | mani1 | sevii | mod;1 | man; | sevii | mod; | man;i1 | sevii | modi | man; | sevi

[Ipusnak j | mod; | manj; | sevi | mody | many | seviy | mody | man;; | seviy | mod; | man;; | sevj

Marpuunbii  dopmar (Skillen J.D., 2017) mo3BosisieT oTOOpakaTh B
dbopMaIu30BaHHOM  BHJIC KOMOMHAIIMM  CHMIITOMOB JUII  PacCMaTPHUBAEMOIO
3a00JIeBaHHUS.

Cxema 6a3bl naHHBIX 1711 0a3bl 3HaHuM cucteMbl ['en/[uDC mpeacraBieHa Ha

pUCYHKE 2.
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@ L]
&> public < public
© 5 matrix_d-s £ signs
&> public id serial id serial
| diseases u: disease integer A sign_name character varyin
g(256)
id serial

fj disease name character var
ying(1024)

fj disease_short_name charac
ter varying(1024)

[ ied10_code character varyin

(o]
&> public

[ age_periods

ZP age_period integer
4P sign integer
A2 modality integer

fj manitestation double precis
on

A sign_hint character varying
"~ (1024)

2P grade_id integer

1 - id serial -
0(128) 16 sena fj expression_degree double p ©
fj omim_cade character varyin g period_name charater vary recision & public
" s(128) ng(1024)
modality
fj enzime_damaged character § period_start_strong double
varying(128) precision id serial
fj substrate_sccum character fj period_end_strong double pr f value integer
varying(1024) ecision -

A name character varying(12
ﬁ period_start_fuzzy double pr a

L: gene character varying(128) N
ecision

8)

F name_dvo character varying
f period_end_fuzzy double pr g 128)

[ mutation_location character
ecision

varying(128)

Pucynok 2 — Cxema 6a3bl JaHHBIX 7151 Oa3bl 3HAHUHT

Tabnuna  matrix d-s  sBIAeTCs  KJIIOYEBOM  Tabiuieit

®
&> public
| sign_grade
id serial
H sign_grade_name character
varying(1024)
[ parent_level_id integer

[ view_priority integer

U COICPKUT

(bOpMaJ'II/I?»OBaHHOC MMPpCaACTABICHHUC SKCIICPTHBIX 3HAaHUU B BHUAC MATPHIbI «0one3Hn —

IIPU3HAKW», KOTOPOE BKIIIOYAET JKCIEPTHHIE OLEHKU JUIA IPU3HAKOB IO YETBIPEM

BO3PAaCTHBIM IICpHOAaM OJI1 OUAI'HOCTHPYCMBIX KIIMHHUYCCKHUX (bOpM CDparMeHT

MaTpHIBI IIPCACTABIICH B Ta6HHHe 3.

Tabnuna 3 — @parMeHT TaOaUIbl MaTPUIA «O0JIE3HU — MPU3HAKWY J1JI 3a00JIeBaHUS C
unentudukaropom «1» (MIIC I tuna H) B ueTBEépTOit Bo3pacTHOM rpymnmne (7 JeT u

cTapiie)
) 3aboneBaHue Bospactitas [Tpusnak | MonansHocTh | Manudecranus | BbipaxkeHHOCTB
id rpynna
disease age period sign modality manifestation | expression_degree
106 1 4 1 0.8 1 1
107 1 4 2 1 0.9 0.9
108 1 4 3 0.4 1 0.8

Kak BuaHO 13 Tabnuilel 3, BUJ MaTpUIlbl «OO0JIE3HU — MPU3HAKKW» B 0a3e 3HAHUM

OBLT peoOpa3oBaH.

JIJisi  OLIEHKW CXOJCTBAa HOBBIX CJIydaeB C TMpaBWjiaMud 0a3bl 3HaHWN ObLIa

pa3zpaboTana Mojienb 3a00eBaHus. J{J1s momyyeHus: KOMIUIEKCHOM OLIEHKH j-I0 MpU3HaKa

[-10 3a00J1€BaHus ObLT BBEAEH MYJILTUILIMKATHBHBIA KPUTEPUH P;j SKCIIEPTHBIX OLEHOK,

C Y4ETOM UX PAaBHOLIEHHOCTH, B ONPEAEIEHHOM BO3PAaCTHOM IIEPHOJE:

Pij = (modij ' manl-j ' Sevij)

(1
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WHrerpupoBaHHas aJJWTHBHAs 4YUCIOBas Mojaenb [; (A1 Kaxaol BO3pacTHOM
IPYIIIbl) — CYMMAapHBIN IMOKa3aTellb, XapaKTePU3YIOINUNA KIMHUYECKYI0 KapTHUHY I-IO

3a00J1eBaHHUS C YUYCTOM IIOJIYUYCHHBIX paHCC KOMIIJICKCHBIX OLICHOK Piji

Ii=

J

Pj, ()

n
=1

r7ie # — KOJIMYECTBO MPU3HAKOB 3a00JICBaHMSI.

Mojenb 3a001eBaHus CIONb30BANach B IBYX BapUaHTaX: I; — oblIas uucioBas
OlICHKa 3a00JieBaHUs, KOTOpas BKJIIOYAET BCE ONMCAHHBIE J3KCIEPTaMH NPHU3HAKH M
ABJISIETCA TATOHOM; [; — 4acTHAs YMCIOBas OLEHKA 3a00EBAHNS, PACCUNTHIBAEMAs KaK
CyMMa NPU3HAKOB MAlMEHTa — KOHKPETHOIO KJIMHUYECKOTO CIIydasi.

HuddepenunanbHas TMarHoCTHKA (BBIABUKEHUE U OTOOP TUIIOTE3, YKA3BIBAIOLIUX
Ha BO3MOXHBIM JUAartHo3) OCYILECTBISIETCs B pemarene cuctemsl. JUIst 3Toro
UCITOJIB3YETCS AITOPUTM IPHUHSTHUS PELICHHUI, B OCHOBY KOTOPOTO IOJIOKEH MO3TAITHbII
nepedop ruroTe3 B MPOCTPAHCTBE PACCMATPUBAEMBIX COCTOSIHUM (PUCYHOK 3).

Pemarens BKIrOYaeT 2 MOAYJS: BBIIABM)KEHMS TMIIOTE3 O JUArHo3ax Ha OCHOBE
CONOCTABUTENIBHOTO aHajW3a 110 HAJIWYUIO IMPU3HAKOB M PAHKUPOBAHMS THUIIOTE3 C
UCITOJIb30BAaHUEM MOJIEININ 3a00JI€BaHUS.

Ha I arane pabotaer MOAyJb BELABHKEHUS TUIIOTE3, KOTOPHINA BKIIIOYAET 4 11ara:

[ar 1.0. IToctynnenue u3 padboueit o6acty HHGOPMAILIUK O TIAIIUCHTE.

[ar I.1. Onpenenenue BO3pAaCTHOW TPYIIbI MAlMEHTAa, U COMOCTABJIEHUE €ro
npu3HaKoB ¢ 30 3TaOHHBIMU SKCIIEPTHHIMH OMUCAHUSAMU OOJIe3HEH.

[ar 1.2. ®opmupoBanue TPEX rPyII NPU3HAKOB JJIS MALIUEHTA, B COOTBETCTBUH C

UX POJIBIO JIJIS TUIIOTE3BI i-r0 3a00JIeBaHus B 0a3¢ 3HAHUM:

— Ipusnaku «3a» runoresy — eciu mod;; > 0.
— IpusHaku «npoTUB)» TUNOTE3BI — €c Mmod,j = -1.
— Ipusnaku «BHe dTanona» — ecinu mod,;j = 0 (yCI0BHO M30BITOUHBIE IPU3HAKH).

Ecin IIpru COIIOCTABJICHHUU HOAHHBIX IMAIUCHTA C 3TAJIOHOM CCTb XOTHA OBI OAHH

IMPHU3HAK KIIPOTUB», 1100 HET HH OAHOI'0 IIPU3HAKA «3a», TO TMIIOTC3a OTBCPracTC.
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NPM3HAKOB

v

[11.5] ®opmurpoBaHne eANHOTO
NPOCTPAHCTBA OTPAHKMPOBAHHbIX
rmnoTes

Y

( KoHel, )

MepeiTh K runoTese i +1

~~—

Pucynok 3 — Anropurm npunsartus pemeHui B cucreme ['en/Ilu2C
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ar [.3. OO0benuHeHNE BBIIBUHYTHIX THUIIOTE3 B «KJIACTEPbD» HAa OCHOBAHUU
KOJIMYECTBA NPHU3HAKOB «BHE JTAJOHA». BBIYMCIAETCA KONMYECTBO IPU3HAKOB, IS
KOTOPBIX 3HaueHus mod;; = 0 ¥ TUIIOTe3a MOMEMIAETCSA B COOTBETCTBYIOIHMI «KJIaCTEP»
TI0J] HOPSAKOBBIM HOMEPOM, PABHBIM KOJIMYECTBY MOd,;.

YIopsiiounMBaHuEe «KJIACTEPOB)» OCYILECTBISAETCA 0 NMPUHLUIY — YE€M MEHbIIE
NPU3HAKOB «BHE ATAJIOHA», TEM 00JIee 3HAUUM «KJIaCTep».

Hlar 1.4. «Knacreps» runores nepenatorcs Ha Il stan paboTsl pemarens.

Ha Il aramne ocymectisieTcs nomaronasi pabota MOAYJIsl paHXUPOBAHUS TUIIOTE3:

[IIar II.1. Pacué€T orneHoK P; ju fi JUISL KOKJI0M OTOOpaHHOM TUITOTE3bI.

[ar I1.2. Pacuér crenenu CXOACTBA (9; HOBOT'O CIy4asi C STAJIOHHBIMHU BApUaHTaMU
Ha OCHOBE MPU3HAKOB «3a» MO (hopmyJe:

@; = Ii/I;. 3)

Onenka cxojacTBa 1O JaHHOM (opMmyJie MO3BOJSET CYAUTh HACKOJIBKO
MHTETpasibHas OIIEHKa HOBOT'O ClIydas OJIM3Ka K STAJIOHHOMU OlLIeHKE 3a00JIeBaHMUs.

[ar II.3. PanxupoBaHue rurnore3 BHyTPU KaKI0TO «KJIACTEPa» MO YMEHBIIECHHUIO
CTEIIEHU CXOJCTBA C OTAIIOHOM ;.

[ar I1.4. 3anpoc k 6a3e 3HaHUI 0 MPU3HAKAX, KOTOPbIE COAEPKATCA B 3TAJTOHHBIX
onucaHusAX 0a3bl 3HAHWM, HO HEe ObIM OTMEUEHBI BpauoM y mauuenTa. [Ipucoeaunenue
K TUTIOTe3aM U3 0a3bl 3HAHHM CPaBOYHOU MHPOpMAILIUU O 3a00JICBAHUSIX.

[ar II.5. ®opmMupoBaHHE €IUHOTO PAHKUPOBAHHOIO CIIMCKA TMIIOTE3 B MOPSAKE
PAHTOBOI'O MECTA «KJIACTEPOBY.

[Ipu paHkKUPOBAHUH BBHIIBUTAEMBIX THIIOTE3 aJITOPUTM 00padaThIBAET TaHHbIE KaK
B CHUTyallUd M30BITOYHO OTMEUEHHBIX BpayOM Yy OOJBHOTO MPU3HAKOB, TaK U MPHU
HETIOJIHBIX JAHHBIX. @urHaNBHBIN PaHXKUPOBaHHBIN IepEeYEHb TUIIOTES
(nuddepennmanbHO-IUarHOCTUYECKUN Psif) nepeaacTcsi B 010K 0ObSICHEHUS.

brox oObscHeHus QopMupyeT OOBSICHEHHWE Jisi Bpaya Ha OTPAHUYCHHOM
€CTECTBEHHOM S3bIKE€ MO 33aJaHHOMY MabioHy. B kadecTBe 0OBsSCHEHHS cHCTeMa
IIPENOCTABIACT JUIS KAXKJIOM TUIOTE3bl TPU JONOJHSAIOIIME JApPYr Jpyra TPYIIIbI

npu3HaKoB: (1) mocmyXuBIME OCHOBAaHUEM JIsl 000CHOBaHMS, (2) TPUCYTCTBOBABIIIHE Y
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NAlMEHTa, HO OTCYTCTBYIOUIME B JTAJIOHHOM OIHKCaHUH, (3) OTCYTCTBOBAaBUIME Y
NAlMEHTa, HO SBJIIONIMECS YAcCThIO 3TAJIOHHOIO BapuaHTa. B kadecTBe cIpaBOYHOMN
uH(pOpPMAIUU OCYIIECTBIIIETCS MEPEBO OTOOPAHHBIX MOJEH W3 Tabnuibl diseases B
MOHATHBIN J1J1s1 Bpaya BUJ, BKIIFOUAIOIINN JIJIs Kaxkaoro 3adoneBanus: kog MKb-10, kon
OMIM, nedunutHbli (epMeHT, HakKalIMBaeMblii CyOCTpaT, MYTAHTHBIA T€H,
Jokanu3anusa reHa. [Ipu 3ToM Bpauy-mojiab30BaTENO0 BBIBOJUTCA (110 YMOJIYAHUIO)
OrpaHUYEHHBbINA, KAK HPHUHATO, CIHCOK M3 NEPBBIX 5 THUIIOTE3-IUAarHO30B (MJIA BEChH
CHHCOK 10 JKEJIaHHUIO).

IIpu npoBepke pabOTBl CUCTEMBI TOYHOCTh Ha TECTOBOM BBIOOpKE (50 OOJIBHBIX)
coctaBuia 0,84 (95% U [0,71;0,93]), na BanumarmonHoit (54 6onsHbIX) — 0,87 (95%
JAN [0,75;0,95]), na Bepudukarmonnoi (38 6omapHbIX) — 0,90 (95% AU [0,75;0,97]). I1o
pe3ynbTaTam aHaiau3a omrook cuctemsl ['en/IluDC yctanoBneHo, uto B 18 u3 19 HeBepHO
pacro3HaHHbIX OOJBHBIX, BEPHBIA JTUArHO3 MPHUCYTCTBOBAI B PACIIMPEHHOM PSIY
TUIIOTE3, BBIIABAEMBIX cHCTeMOW. HaxokneHue BEepHBIX JAMArHO30B Ha 00Jee HU3KHX
NO3ULHUAX PAHXKUPOBAHHOTO MEPEYHs MPEANOJaraéMblX CHUCTEMOM JMarHo30B ObLIO
00yCJIOBJIEHO, B YACTHOCTH, HETUITUYHBIMU TPOSBICHUSIMH 3a001€BaHUM.

[IpuBenénHbpie BbIIIE PE3YNbTATHl CBUAETEIBLCTBYIOT O BOCHPOU3BOJAMMOCTU
pe3yJibTaTa TOYHOCTU CUCTEMbI Ha JAHHBIX, MOJYYEHHBIX U3 Pa3IMYHBIX UCTOYHUKOB.
[ToxazaHo, uro HaOOp MpaBW, BKIIOYAIOIMIMUNA TPU SKCIEPTHHIE OIEHKU Ka)KIOTO
MpPU3HAaKa, MO3BOJIAET C JOCTATOYHO BBICOKOM TOYHOCTBHIO OCYIIECTBIIATH IUATHOCTHKY
KIMHAYECKUX (OpM CXOAHBIX 3aboieBanuii. [1o maHHBIM Bamuaanuu u BepudUKAITUU
MOXHO CJIeJIaTh BBIBOJ O BO3MOXHOCTH NPUMEHEHHS pa3pabOTaHHON CUCTEMbI B
MEJUIMHCKUX OpTraHU3aLMIX.

3akiouenue

B pamkax Hactosiiei paboTsl Oblia pazpaboTaHa U BaJIUIUPOBAHA dKCIEPTHAs
CUCTEMa  TMOJACPKKH  TpuHATUS  BpaueOHbix  pemennit  [en/luDC  mpum
muddepeHnanbHOl  IMArHOCTUKE PEAKUX  HACIEICTBEHHBIX 3a00JeBaHUN  Ha
noabopaTopHOM 3Tare o0cieaoBanus nanuenTta (Ha npumepe JIBH).

TpueanHcTBO  MOAUGUIMPOBAHHBIX 3KCIEPTHBIX  (HAKTOPOB  YBEPEHHOCTHU

IMMO3BOJIMJIO AOCTATOYHO TOHKO OIIMCBIBATH PA3JIUYHA CXOIAHBIX zmq)(bepeHquyeMbe
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3a00J1eBaHUI HAa OCHOBE KOJIMYECTBEHHOM OLEHKH HEYETKO MPOSBIIAIOIINXCS MPU3HAKOB
B KJIMHUYECKON KapTuHe HaciencTBeHHbIX JIBH. CTpyKTypupOBaHHBIE 3KCIEPTHBIE
3HaHUs ObUIM TPEJACTaBIE€Hbl B (opMe MaTpullbl «OONE3HHM — MPU3HAKW», TAe
HO30JIOTHYECKUE (POPMBI IPOrPECCUPYIOIUX 3a00J€BaHNN MPEACTABICHBI IO YETBIPEM
BO3PAaCTHBIM IIEPHOJAM, B KaXIOM U3 KOTOPBIX YKa3aHbl JKCIEPTHBIE OLICHKU
MOJIaJIbHOCTH, MaHU(EeCTaLlMU U BBIPAXKEHHOCTH ITPU3HAKOB.

B cucreme peannzoBaHa WHTErpajbHas MOJAENIb 3a00JIeBaHUS, SIBISIOMIASICS
CYMMOW KOMIUIEKCHBIX OLIEHOK ITPU3HAKOB B IIPEENIAaX BO3PACTHOM IPYIIIbI, KOTOpas, B
CBOIO OYE€pElb, SABISIECTCS NPOU3BENCHUEM TPEX JKCIEPTHBIX OLEHOK — MOJAIBHOCTH,
MaHu(ecTalM U BbIpakeHHOCTU. OOIasi MHTErpajibHas MOJEb, pacCUMTaHHAs Ha
OCHOBE BCEX IMPU3HAKOB U3 0a3bl 3HAHUM, ABJIAETCSA ATATIOHHON OLEHKOHN 3a00seBaHMs.
YacTHasg wuHTErpaJbHash MOJENb, PACCUATAHHASA TOJBKO IO YKAa3aHHBIM BpPadyoM
IpU3HAKaM HalleHTa, IpeaCTaBIsieT cOO0H OLEHKY KOHKPETHOTO CIIydast.

JUist BBIABUKEHUS, TIOJATBEPKACHUS U PAHXXKUPOBAHUS JTUATHOCTUYECKUX TUIIOTE3
ObLT pa3paboTaH aNrOpUTM MPUHATUS PEUIEHUH, KOTOPHIM BKJIKOYAET Psij IIaros,
no3BOJISIOMUX  dPheKTUBHO (POPMUPOBATH OTPAHUYEHHBIN PAl  AUATHOCTUYECKUX
runore3. B anroputme NpHUHATHS PELICHUNA CHCTEMbl MPEAyCMOTpeHa o0paboTka B
YCJIOBHSIX HE TOJIBKO HEIIOJHBIX JAHHBIX MAILMEHTOB, HO U B ClIy4asX TaK Ha3bIBAEMOM
YCIIOBHOM M30BITOYHOCTH, TO €CTh CUTYalluH, KOTJa Bpay OTMEYAeT MPU3HAKHU, KOTOpPbIE
OTCYTCTBYIOT B 3TAJIOHHBIX ONHUCAHUSAX.

Kputepuem ycnemHoil pa®oThl cHUCTEMBI OBUIO OMNPEICNICEHO BXOXKICHHE
BepU(UIIMPOBAHHOTO AMArHO3a B PAHKUPOBAHHBIA psif U3 5 runore3. B aHamornyHbix
MHTEJUIEKTYaNIbHBIX CHUCTEMAaX JUIsl MOJICPKKU MPUHITHS PEIICHUA B KIMHUYECKOU
reHeTuke BblIaércs or 3 no 10 quarHo3oB WM MOJIHBIA COMCOK. B Xxoae mpoBepku
TOYHOCTM  CHUCTEMBbl Ha  pa3HbIX  BbIOOpKax  (TecToBas,  BaJWJAlMOHHAs,
BepU(pUKALMOHHAS) ObLIa MPOJEMOHCTPUPOBAHA BOCIIPOU3BOIMMOCTh PE3YJIbTATOB, YTO
CBUJIETEIBCTBYET O BO3MOKHOCTU NpuMeHeHus cucteMbl B MI'L] (koHcynbranmsx) u

CIICOUAIM3UPOBAHHBIX CTAllMOHApaAX.
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BoiBOABI

1. Ha ocHOBe aHanM3a 0T€YECTBEHHBIX U 3apyOEKHBIX TUTEPATYPHBIX HCTOUHUKOB
ObUIM BBIJIEIECHBl JUArHOCTHUUYECKU 3HAuMMble Npu3Haku Ui 30 knuHU4YecKux (opm
JIBH, npencraBiieHHbIE B CTPYKTYpPUPOBAaHHOM BHJAE B (OPME «TEKCTOJIOTHYECKOMN
KapTbl», B KOTOPOM YKa3bIBAJIIMCh: HAJIWMYUE WJIA OTCYTCTBHE IIpHU3HAKA, BO3pacT
IIPOSIBIICHMSI, YPOBEHb IPOSBIICHMSI, 4aCTOTAa BCTPEYAEMOCTH IPU3HAKA M CChUIKA Ha
VCTOYHHK.

2. Pa3zpaboTaHbl TpU OSKCHEPTHBIE XapaKTEPUCTUKU IPU3HAKOB IJISI YETBIPEX
BO3PACTHBIX Nepuojax (¢ poxaeHus ao 1 roaa, ot 1 roxa no 3 ner, ot 4 10 6 ner, 7 net
U CTapllie) U COOTBETCTBYIOIIME MM IIKaJbl: i1 Kod(pdHIMEeHTa MOAAIBHOCTU
{-1}U[0;1], st manudecraruu {-1}U[0;1], nns BeipaskennoctH [0;1].

3. 3HaHUS YTOYHEHBI M CTPYKTYPUPOBAHbI C yYaCTUEM BpA4YEH-IKCIEPTOB B
o01acTh KJIMHUYECKON T'€HETUKU C MCIOJIb30BaHUEM pa3paOOTaHHBIX LIKad JUIsl TPEX
DKCHEPTHBIX OLEHOK Ipu3HAKoB. Ilomyueno 12 600 skcrepTHBIX OLEHOK A 35
MPU3HAKOB, OTOOPAHHBIX crienuaIucTamMu Juist Auarnoctuku 30 knuandeckux ¢popm JIBH
B paMKax BBIIEJIEHHBIX 4 BO3pACTHBIX Ipynin. [IpM3HaKu ¢ 3KCHEPTHBIMU OLEHKAMMU
MPEACTaBJICHbl B BUJIE MATpUIIbl «OOJE3HUM — TMPU3HAKW», HA OCHOBE KOTOPOM
chopmupoBaHa 0a3a 3HaHHIA.

4. IlocTpoeHa MOz€lIb UHTETPUPOBAHHOW OLEHKHU KIMHHYeCcKOW kaptuHbl JIBH,
KOTOpasi MPEACTABISIET COOOW CyMMY KOMIUIEKCHBIX OLEHOK NPHU3HAKOB B paMKax
BO3pACTHBIX NeproaoB. KoMIuiekcHas OLleHKa NpU3HAKA SBISIETCA KaK MPOU3BEACHUEM
AKCIEPTHBIX OIEHOK. OOIiass MHTErpupoBaHHAs OLIEHKA — A3TO O3TaJOHHAs OIICHKa
3a00JIeBaHUsl — CyMMa BCEX KOMIUIEKCHBIX OIICHOK MPU3HAKOB, XapaKTEPHU3YIOIIUX
Ho30Jl0THYecKyl0 popmy. UacTHas MHTErpuUpOBaHHAs OLEHKAa — CyMMa KOMIUIEKCHBIX
OLICHOK MPU3HAKOB, KOTOPbIE ObUIM OTMEUYEHBI BpayoM Y MaIlMEHTA.

5. Pazpaboran anroput™M TpUHATHS ~pemieHud 10 auddepeHnuanbHoN
JIMAarHOCTUKE, OO0ECHEeYMBAIOIIMNA CpaBHEHUE KIMHUYECKONM KapTUHBI MalMEeHTa C
ATAJIOHHBIMU OMMCAHUSMH HO30J0TMUECKHUX (DOPM B pa3IMUHBIX BO3PACTHBIX MEPHOAAX
B 0a3e 3HaHM. AJIropuT™ (PYHKIMOHUPYET Ha OCHOBE MOATAMHOTO repedopa rumoTes ¢

MMOCJICA0OBATCIbHBIM JIBYXOTAIIHBIM  PAHXUPOBAHUEM 110 ,IIH&FHOCTH‘ICCKOﬁ pojn
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MPU3HAKOB NallMeHTa JJIsl PacCMaTpUBAEMOI0 JMAarHo3a W MO CTEMEHU CXOJICTBA C
ATAJIOHHBIM OMMUCAHUEM. AJITOPUTM MO3BOJIIET 00pabaThIBaTh CIIy4an KaK ¢ HEMOJIHBIMU
JAHHBIMHU MAIlMEHTOB, TaK M C YCJIOBHO HW30BITOYHBIMH (OTMEYEHHBIMH BpPayoOM, HO
OTCYTCTBYIOIIMMH B 3TAJIOHHBIX ONUCaHMsX). Ha ocHOBe anroputma ObUT peaii30BaH
MOJYJIb JIOTUYECKOTO BhIBOJIA (PeIIaTesb) SKCIEPTHONU CUCTEMBI.

6. Cozmana okcneptHas cucrema [en/luDC nna  auddepeHuaisHON
JTMArHOCTUKHN HACIIEJCTBEHHBIX JM30COMHBIX Ooje3Hel Ha 1071a00paToOpHOM JTare.
PemenneM cucteMsl SBISIETCS TIEpeueHb U3 5 Hanbosee BEPOATHBIX TUATHO30B, KaXKIbIN
13 KOTOPBIX COMPOBOXKIAETCSI 00BbSICHEHUEM, COAEPKAIINM MPU3HAKU: () TIOCTYKUBIIIHE
OCHOBAaHHMEM Jisi OOOCHOBAHUS BBIJIBUHYTON THIOTE3bl, (0) MPUCYTCTBOBABIIHE Y
MaIMeHTa, HO OTCYTCTBYIOIIME B ATAJOHHOM ONHCAHUHM HO30JO0TUYECKOH (OpMBbl, (B)
OTCYTCTBOBABIIIME Y TAIMEHTa, HO SIBJSIONIMECS YacCThI0 JITAJIOHHOIO BapUaHTa, C
BKJIFOUEHHEM JlonojiHuTeIbHON nHpopmaruu (kox MKB-10, kon OMIM, nedbunutHbit
(dbepMeHT, HakarmIMBaeMbld CyOCTpaT, MyTaHTHBIA T€H, JioKanu3auus reHa). Cucrema
peanu3oBaHa B BUJC Web-TIPUIIOKEHUS HA KIUEHT-CEPBEPHOU apXUTEKType. OmnbITHAs
AKCILTyaTalus (Banmpanus) CUCTEMBI MIPOBOANIIACH Ha peaIbHbIX
JenepcoHn(PUIMPOBaHHBIX JaHHBIX 54 mnamueHToB (Bbimuckax u3 OMK) onHo#
MEIMIIMHCKONW oOpraHu3anuu — To4HOCcTh coctaBwia 0,87 (95% AU [0,75;0,95]).
Bepuduxkanus cucremsl mpoBoauiack Ha 38 ciydasx W3 peabHON KIMHUYECKON
NpakTUKU (fenepcoHuduimpoBaHtbix BeiMUckax u3 OMK) u3 TpéX MeAMIIMHCKHUX
OpraHu3alui pa3IMYHbIX pernoHOB Poccuiickoii @eaepaiuu — TouHOCTh coctaBuia 0,90
(95% AN [0,75;0,97]).

IIpakTHyeckue peKoMeH alNU

OkcneptHas cuctema ['en/[uDC moxet Haiitu npumenenne B MI'1] (uenTpax) u B
OTJCJICHUSIX  HACJIEICTBEHHBIX  3a00JieBaHUW  TMEAUAaTPUUYECKUX  MEIAUITUHCKHUX
OpraHv3alMid  JJsi ~ acCCUCTHUPOBAHUSI  BpadyaM-T€HETHKaM B IPOBEJCHUU
nuddepeHanbHON AUArHOCTUKUA Ha J10Ja00paTOpHOM dTare IMpH TMOJ03PEHUH Ha
3aboneBanue u3 rpymnmsl JIBH.

OkcneptHast cucteMa ['en/luDC MOXET UCHONb30BAThCA MEAUIIMHCKUMU

OpraHu3alusIMH KaK BHCIIHCC Web-HpI/IHO}KCHI/IC, paBMeHIéHHOC B CCTHU MHTCPHET, UCPC3
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pa3paboTaHHBIN HHTEPHENC CUCTEMBI, TM00 KaK CTOPOHHHUI CEPBHUC HA OCHOBE JOCTYyIa
yepe3 APIL. Cucrema ['en/IluDC MoxkeT ObITh YCTAHOBJIEHA TAK)XKE HA CEpBEpPE BHYTPHU
KOHTYpa MEIUIMHCKOW OpraHu3allMi C aHAJOTMYHBIMU BapuaHTaMU OOpalleHHs K
TIO/IJICPYKKE TIPUHSATHUS PEIIICHUM.

OkcneptHast cucrteMa ['en/luDC pexkoMeHayeTcss K  UCHOJIb30BAaHUIO B
o0pa3oBaTeabHOM IIpoliecce g OO0ydYarluXcs MO MporpaMMaM CIeluaInuTeTa, Kak
puUMep TMPaKTUYECKOW peau3aly SKCIEPTHBIX CHUCTEM, M B OpJIWHATYPE WU IS
MOBBIIICHUS KBATU(PUKAIIMKA KaK MPOrPaMMHOE CPEICTBO /I PEIICHUS] CUTYallMOHHBIX
3alad B KIWHWYECKOW TEHETHKE C WCIOJIb30BAHMEM CHCTEM HCKYCCTBEHHOTO
WHTEJICKTA.

PazpaboTannbsie Mozenb 3a00J€BaHUS M aJTOPUTM MPUHSTHUS PEHICHUH MOTYT
OBITH MCTIOJF30BAHBI B HHTEIICKTYAIBHBIX CHUCTEMAaX JJIsl pEHIeHUs 3a71a4, TPeOyIOnux
Kiaccudukanum oObEeKTOB.
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CIIUCOK COKPAIIEHUI
IManrmmosnnos
JloBepHUTENBHBIN UHTEPBAI
NucTuTyT nenuatpun Y HUBEPCUTETCKON KIIMHUKU
JInzocomHbie 0OJIE3HN HAKOTUICHHUS
Menuko-reHeTUYECKUM LIEHTP
Myxkonunuos
Myxkononucaxapuaos
Cucrema ynpasiieHus 0a3aMu JJAHHBIX
DJIEKTPOHHAs! BBIYMCIUTENbHAS MallIHA
DJIEKTPOHHAs! MEIULIMHCKAS KapTa

Application programming interface



