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BO3MOXHOCTM MaLLUMHHOIO o6yqu|/|ﬂ ana anNarHOCTUKU

opdaHHbIX 3aboneBaHui
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AHHOTaLMA

PCZ[KI/IG nin Op(baHHbIe 3a00JIeBaHMsI OTHOCSATCS K OHUM U3 Hauboee TKETBIX rpynm 3a00JIeBaHUIA. HpI/I 9TOM paH-

HSsl M TOYHAs JMAarHOCTHKA TaKuX 3a00JeBaHUil sIBIETCS CepbE3HON MpOoOIeMOoil Juisi Bpadel oOmiel NMpaKTHUKH, MeIH-
aTpoB M TepameBTOB. B crarbe paccMOTpeHBI BO3MOXKHOCTH NPHUMEHEHUS METOJOB MAIIMHHOTO OOydeHHMs, B TOM YHC-
Jie WCKYCCTBEHHOTO WHTEIUIEKTa, IUIS YIy4qIIeHWs JHAaTHOCTHKM peakmx Oonesneil. [IpmBommress mHbOpMamms o pas-
JUYHBIX MOJENSX, pa3pabOTaHHBIX, KaK MEXIYHapOIHBIMU CIENUANCTaMH, TaK M POCCHHCKUMHU HCCIIEIOBATEISIMH.
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Abstract

Rare or orphan diseases belong to one of the most severe groups of diseases. At the same time, early and accurate diagnosis
of such diseases is a serious problem for general practitioners, pediatricians and therapists. The article discusses the possibilities
of using machine learning methods, including artificial intelligence, to improve the diagnosis of rare diseases. Information is
provided on various models developed by both international experts and Russian researchers.
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BeeneHue

K omanm u3 Hamboiee THKEIBIX TPyHIT 3a00seBa-
HUN OTHOCATCA PCAKHUEC U Op(i)aHHI)Ie 3&60J‘IeBaHI/Iﬂ.
XOTSI OHHU 3aTparuBaroT HG6OJ'H)HIYIO YacCTb MOIyJA-
nuu: B POCCI/II/I CUUTAKOTCA 3a60J'IeBaHI/I$I, KOTOPLIC
UMEIOT PacIpOCTpaHEHHOCTh He Oonee 10 ciayvaeB Ha
100 ThICAY HACCJICHU S, 663 BOBpEMs HAYaTOT'O JICYHCHU S
B 60J‘ILIHI/IHCTBC CBOEM OHH OPpUBOIAT K paHHeﬁ HH-
BaJlnau3aluy IalucHTa. qTO SHAYUTCIIBHO YXyAIIAacT
JKU3Hb ITAalTMCHTA, CKa3bIBACTCA Ha (1)I/ISI/I‘IGCKOM U 5MO-
IUOHAJIbHOM COCTOJAHHH KaK €ro CcaMoro, Tak u €ro
6J'II/13KI/IX, a TaKKe HaKJiaJbIBaAcT 60J‘II)HIYIO 3KOHOMMUYEC-
CKYIO0 Harpy3Ky Ha rocyaapcTtBo.
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OpanHbIe 3200JI€BaHUS B OCHOBHOM SIBILSIFOTCSI T'e-
HETUYECKUMH, U, CONIPOBOXKAAIOT NAllUEHTa B TEUCHUE
BCEH JKU3HU, NPH 3TOM CHUMIITOMBI MOTYT IPOSIBISTH-
cst He cpasy. s Bpadeli o0uieil npakTHKH, IeIMaTpoB
U TEpareBTOB, KOTOPbIE HE UMEIOT JOCTAaTOUHBIX 3HA-
HUH A7 UX BBISBICHUS, PAaHHSSI U TOUHAsl AUATHOCTH-
Ka Takux 3a00JeBaHMH SBIAETCS CephE3HOM TpoOie-
Moii [1]. Kpome Toro, pexkue 3a0oneBaHUs OOBIYHO
MOKA3bIBAIOT CaMble Pa3HOOOPA3HBIE MPOSIBICHUS, YTO
MOXET CIeJaTh JUAarHOCTHKY eIé OoJee CIIONKHOM.
Joxrop MeauuuHCKuX Hayk, aupekrop ®I'BHY «Me-
JIUKO-TeHeTH4eCcKuii Hay4HbIi neHTp umenu H. I1. bou-
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koBa» Cepreit Kynes ormeuaet: «Knaccuueckuii mpu-
Mep — Oomnes3Hp Pabdpw, rie oT NEPBBIX CUMIITOMOB 10
KOPPEKTHOTO JTMarHo3a mpoxoauT 7—10 KpuTuueckux
JUTSI )KU3HU TIaltueHTa et [2].

B cBsi3u ¢ omMcaHHBIME BbIIIE MTPOOIEMaMu MOKa-
3aJI0Ch HHTEPECHBIM PACCMOTPETH BOIIPOC O BO3MOXK-
HOCTSIX TPUMEHEHHS METOJIOB MAIIMHHOTO OOYy4eHHS,
B TOM YHCJI€ UCKYCCTBEHHOTO MHTEIJICKTa, JJIS YIIyd-
LICHUS TUATHOCTUKH PEIKUX OOJIC3HEH.

C onmHOHM CTOPOHBI, HEOOIBIIOE YUCIO TAKHX Ta-
IIUEHTOB CTABUT IOJ COMHEHHE TaKyI BO3MOXHOCTbD,
HO M3YYECHHE JTUTEPATyPhl TIOKA3aJI0, YTO TAaKHE 3a/1aun
pemaroTCs ¥ BeChMa yCIICIIHO.

MeskayHapoaHBbIil ONIBIT

Ananu3 mpoBenéH Ha OCHOBe 3ampoca «Orphan
diseases machine learning Rare discases» k 0a3se
PUBMED. B ananu3 ObUTH BKJIFOUCHBI ITyOIUKAIMN
2022-2023 rT. Ha aHTJIMICKOM $I3BIKE C BO3MOKHOCTBIO
JIOCTYTIA K TIOJIHOMY TEKCTY CTaTbH.

OtoOpaHHbIe pabOThI MTOCBSIICHBI PA3JIMYHBIM Op-
(haHHBIM HO30JIOTHSIM.

Tak B crarbe [4] MOKa3aHO, YTO HMCKYCCTBEHHBIH
UHTEIUIEKT MPOJIEMOHCTPUPOBAI BBICOKYIO (P (EKTHB-
HOCTh B BBISBJICHHM MAIMEHTOB C Oose3Hbto Dadpu.
HaGop nanubix comepxan 4978 manumeHTOB C MOJ-
TBep:KAEHHOM 0os1e3Hbt0 ®adpu u 1 000 000 manmen-
TOB 03 yKa3aHHOro JuarHo3a. [Ipu HCHbITaHUSIX OH
JOCTHT IUIOIIAJ II0J] KPUBOH pabovux XapakTepH-
ctux npuemanka (AUROC) 0,82. Beicokue mokazate-
71 OBUIM COXpaHEHbI IPHU TECTUPOBAHWHU Ha KOTOpTax
TOJBKO 11 My>kunH U skeHtmH, ¢ AUROC 0,83 u 0,82
COOTBETCTBEHHO. Kak MUIIYyT aBTOpBI, alrOPUTM HC-
M0JIb30BAJI COTHH (PEHOTHITUUECKUX CUTHAJIOB IS [IPO-
THO3MPOBAHUSI U BKJIIOYA]I KaK 3HAKOMBIE CHUMIITOMBI,
CBsi3aHHBIE ¢ Oomne3Hbpr0 Pabpu, TakHe KaK MOYEUHBIC
NPOSIBIICHUS], TAK U MEHEE N3yYEeHHbIC XapaKTePHUCTHKH.

B pabote [5] coobimaeTcst 0 cO3MaHUuM MOACTH Ma-
HIMHHOTO 00yueHusi Ha 205571 MONHOMN 3MEeKTPOHHON
MEIUITTHCKON KapTe U3 OJHOTO MEAMIIMHCKOTO LIEHTpa
JUISL IMATHOCTHKKM OCTPOM 1e4€HOYHON nopdupuu Ha
ocHoBe 30 M3BEeCTHBIX ciydyaeB. B pesymbrare ObLTH
UACHTU(PHUIUPOBAHBI 22 MAlMCHTa C KJIACCHYCCKUMHU
cumnToMamu 3aboseBaHus. VM3 HUX y 7 yenoBek ObLI
B3SIT aHAJIM3 MOYU Ha NOP(OOMIMHOTEHNH, HO HU OAMH
He ObUT MOJIOKUTEIbHBIM. Kak yKa3bIBalOT aBTOPBI, 3TO
3acTaBigeT MX paboTarh HaJX aJrOPUTMOM Jalblile,
yAyd4IIas ero.

B [6] yka3biBaeTcst HA BOBMOYKHOCTH BBIYUCITUTEINb-
HOTO M3BJICYCHHS CMBICTIA M3 €CTECTBEHHOTO YeJIOBe-
YECKOTo SI3bIKa. DTH aJTOPUTMbI IPUHUMAIOT B Kade-
CTBE BXOJHBIX JJAHHBIX TOKYMCHT U BBIBOIST IIOJIE3HOE
npeoOpa3oBaHUe JOKYMEHTa, HampuUMep, I03BOJIAA
BBIJICJIATH IPU3HAKK 00JIee BHICOKOTO YPOBHS U3 AJIEK-
TPOHHBIX MEIUIIMHCKUX KapT M MPOBOAUTH HA OCHOBE
UX JMarHOCTHKY.
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VYuénsie n3 Kutas [7], ucrnoab30Baiy METOIbI Ma-
HIMHHOTO OOYy4eHHs JUlsi IMAarHOCTUKH (PEHUIIKETOHY-
pun. B OONbIIMHCTBE CilyyaeB CKPUHUHT 3a00J1€BaHMs
MIPOBOJUTCSL MYTEM OLIGHKH YPOBHEH (heHMIIaNaHHHA
(PHE) u Ttuposmna (TYR) B HeoHaTadbHBIX CyXHX
KPOBSIHBIX MITHAX, HO OH IPUHOCUT BBICOKHI yPOBEHB
JIOKHOTIONIOKUTEIFHBIX PE3YJAbTaTOB. A 3TO B CBOIO
o4epe/ib, Kak MHUIIYT aBTOPbI, IPUBOAUT K OTEPE OOJIb-
IIOr0 KOJIWYECTBa MEAMLMHCKUX PECYpPCOB U MOXKET
BbI3BaTh MaHUKY B BOBJICYEHHBIX CeMbsiX. Takum 00-
pas3oM, CyIIecTByeT OoJblias KIMHUYECKasl [EHHOCTh
JUIsl TIOBBIIIEHHSI TOUHOCTH CKPUHHMHTA (DEHUIIKETOHY-
puu. B naHHOM wuccinenoBaHuu y4y€Hble IPUMEHUIIU
«aITOPUTM CITyYaiHOTO JIecay AT YIyqlIeHUs MOJCIN
CKPHHUHTA, YTO MO3BOJIMIIO YMEHBIINUTH YPOBEHbD JIOXK-
HOTIOJIOXKHUTEIBHBIX Pe3yIbTaToB.

B pabore [8] nmpuBoasTcst pakTOphl KOTOPbIE BaX-
HBI, U1 TOTO, YTOOBI Bpa4M U MAIMEHTHl CMOIJIH JI0-
BEPSITH PE3yNbTaTaM MOIYYEHHBIM C TOMOIIBIO HCKYC-
CTBEHHOTO HHTe/UIeKkTa. Ha ocHOBe ompoca cnenuaim-
CTOB JIENAIOTCS CJEAYIOUINE BBIBOABI: MHCTPYMEHTHI,
UCIIOJIb3yeMble JUIS JMArHOCTHKH DPEIKHUX 3abolieBa-
HUI, MOTYT BOCIIPHHHMAThCS Kak Ooyee Haa&KHBIE,
€CJIM TI0JIB30BaTeNb MOJKET OPYUUTHCS 32 HaZIEKHOCTh
1 TOYHOCTH TEXHOJIOTUH, a YEJIOBEK, HCIONb3YIOLIHUN 1/
WM pa3padaThIBAIOIINIT UX, 3aCITy)KUBACT JJOBEPUSL.

OnsbIT Poccuiickoii @enepanuu

B Poccun naHHO€E HalpaBlleHUE TOKE Pa3BUBAETCS,
tak B HayuHoii anekrponnoii oudnuorexe eLIBRARY.
RU mnpencrarieHa uHPOpPMAIUS O HECKOJIbKUAX TI'PaH-
Tax, MOCBSIIEHHBIX JAHHOW TeMe, HO MOKa JTOCTYIHBIX
pe3yapTaToB padboT Malo.

B crarbe [3] coobmiaercs, 0 BO3MOKHOCTSX Iepe-
npoQUIMPOBaHUS JIEKAPCTBEHHBIX CPEJCTB JUIsl TOMO-
¥ MAIeHTaM ¢ ophaHHbIME 3a00eBaHusIME. B nan-
HOM CJIy4ae C OMOIIbI0 METO/I0B INTyOOKOTro 00y4YeHus
(r1yOMHHBIX HEHPOHHBIX CeTel) MPOaHAIU3UPOBAHBI
JIlaHHBIE TIPO(UIIS SKCIPECCUU TEHOB JUIsl IIpejicKa3a-
HUS TePaNeBTUYECKUX KaTerOpuii Mpernaparos.

[To undopmanuu u3 Internet ogHOM M3 KOMIIAHUH,
3aHMMAloIeicsl pa3padoTKaMK B 00JIACTH BBISIBICHHE
penkux (TeHeTHYECKUX) 3a00JIeBaHUN C IMOMOIIBIO
UCKYCCTBEHHOTO HHTEIUIeKTa, sBisercs [limardop-
Ma MPOrHO3HOM aHanuTUKH Webiomed koMmaHuu
000 «K-CKAM» [9]. Kak yka3zaHo Ha caiiTe Komra-
nun (https://webiomed.ru/), co3naHbl aJrOpUTMbl IS
BbIsIBIICHUsI Oosie3Hn Dadpu, cuHapoma XaHrepa u 00-
ne3nu lome. st oOydeHus] CUCTEMBI B3SThI JTaHHBIE
13 3JEKTPOHHBIX MeTUIIMHCKUX KapT (OMK) menuiua-
CKUX YUPEIKICHUM.

Kommanus AO «Acton Koncantunr» ¢ 2016 roga
SIBIISCTCSA TEXHUYECKUM OIEPATOPOM MPOEKTa «AyaUT
op¢aHHbIX 3a00J1€BaHUIT» U BEAET IPOEKTHI 10 YIPaB-
JICHUIO pPEerucTpaMu mnanueHtoB 1no 20 opdaHHbIM
3a00/IeBaHUSIM: OHKOJOTHYECKHUM, OHKOTE€MaTOJIOTH-
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YECKUM, ayTOMMMYHHBIM, JIM30COMHBIM OOJI€3HSIM
HakoreHus [10]. 3a Bpems BeaeHUS MPOEKTa HAKO-
rieHa uHdopmanus 6onee yem 1o 15 000 opdanHbIx
nanueHToB. BakHOH XapaKTepUCTHKOW COOpaHHBIX
JIAHHBIX SIBIISIETCSI UX CTPYKTYPUPOBAHHOCTD, T. €. HH-
(dopmanusi cobupaercs He Kak TEKCTOBasl BBINKCKA U3
DMK, a cpaszy pazHOCHUTCS 110 HEOOXOAMMBIM TIOJISIM.
[Ipu 3TOM CTPYKTYpa KapThl OJIM3Kask MEKAY pas3iind-
HBIMH HO30JIOTHSIMH, YTO TI03BOJISIET COOMPATh B €11~
HBIA JaTaceT MH(POPMAIMIO MO Pa3IudHbIM OpdaH-
HBIM HO30JIOTHSIM U BBISIBIISITH COBOKYITHOCTD (DEHOTH-
NUYECKUX U KIMHUYECKHUX (PaKTOPOB, MO3BOJISIOMINX
npoBoauTh audGepeHIMPOBAHIE MEXIY ONU3KUMHU
[0 CUMIITOMAaTHKe 3a00JIeBaHUSIMHU M BepHUPUKALUIO
MOCTABJIEHHBIX JUArHO30B.

Junamuyeckoe HaOJroAeHHE 32 MalMeHTaMH,
a TaKke HH(GopMaIKst O Teparuu U ONEePaTHBHBIX BMeE-
[IaTeTCTBAX IO3BOJSIET OTCIEAWTH BO3HUKHOBEHHE
pa3IMuHbIX COOBITHH, TAKMX KaK IPOrpecCUpOBaHHE
3a00JIeBaHUsl B TEUEHHE OINPEACIEHHOIO Mepuosia Ha-
OJIIO/ICHHSI, OCJIOKHEHUS, HEKENIaTebHbIE SBICHUS
U JIpyTHe, a METO/Ibl MAIIMHHOTO 00y4EeHHSI II03BOJISIIOT
BBISIBUTH (DAKTOPBI, BIMSIOIIUE HA UX PA3BUTHE Y TAKUX
HAIUEeHTOB.

DOMONHUTENTbHAA NHOOPMALUA

Kon¢ukT nHTEpecoB.
ABTOp NeKIIapupyeT OTCYTCTBHE KOH(IUKTA MHTE-
pecos.
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anpHON KiMHU4YecKoi mpaxtuku (RWE), ams momormn
HanueHTaM ¢ oppaHHbIMHU 3200JICBAHUSIMHU.

ADDITIONAL INFORMATION

Conflict of interests.
The author declares no conflict of interests.

ABOUT THE AUTHORS

Natalia Y. Dmitrieva — Ph.D. Sc., Head of
Information Systems Department, Aston Consulting
JSC, Moscow, Russian Federation
Corresponding author

e-mail: n.dmitrieva@aston-health.com

©® https://orcid.org/0000-0003-1072-243X

tions (Review). Drug development & registration.
2023;12(1):182-190. (In Russ.)].

4.  Jefferies JL, Spencer AK, Lau HA, Nelson MW, Giulia-
no JD, Zabinski JW, Boussios C, Curhan G, Gliklich
RE, Warnock DG. A new approach to identifying pa-
tients with elevated risk for Fabry disease using a ma-
chine learning algorithm. Orphanet J Rare Dis. 2021
Dec 20;16(1):518. doi: 10.1186/s13023-021-02150-3.
PMID: 34930374; PMCID: PMC8686369.

5. Hersh WR, Cohen AM, Nguyen MM, Bensching KL, De-
loughery TG. Clinical study applying machine learning to
detect a rare disease: results and lessons learned. JAMIA
Open. 2022 Jun 30;5(2):00ac053. doi: 10.1093/jamiaop-
en/ooac053. PMID: 35783073; PMCID: PM(C9243401.

6. Dias R, Torkamani A. Artificial intelligence in clini-
cal and genomic diagnostics. Genome Med. 2019 Nov
19;11(1):70. doi: 10.1186/s13073-019-0689-8. PMID:
31744524; PMCID: PMC6865045.

myrwd.ru



mailto:n.dmitrieva@aston-health.com
https://orcid.org/0000-0003-1072-243X
mailto:n.dmitrieva@aston-health.com
https://orcid.org/0000-0003-1072-243X
https://pharmprom.ru/takeda-i-farmimeks-budut-razvivat-diagnostiku-redkix-zabolevanij-v-rossii/?ysclid=lf5p34sow569226820
https://pharmprom.ru/takeda-i-farmimeks-budut-razvivat-diagnostiku-redkix-zabolevanij-v-rossii/?ysclid=lf5p34sow569226820
https://pharmprom.ru/takeda-i-farmimeks-budut-razvivat-diagnostiku-redkix-zabolevanij-v-rossii/?ysclid=lf5p34sow569226820
https://doi.org/10.33380/2305-2066-2023-12-1-182-190
https://doi.org/10.33380/2305-2066-2023-12-1-182-190

myrwd.ru

Song Y, Yin Z, Zhang C, Hao S, Li H, Wang S, Yang
X, Li Q, Zhuang D, Zhang X, Cao Z, Ma X. Random
forest classifier improving phenylketonuria screen-
ing performance in two Chinese populations. Front
Mol Biosci. 2022 Oct 11;9:986556. doi: 10.3389/
fmolb.2022.986556. PMID: 36304929; PMCID:
PMC9592754

Hallowell N, Badger S, Sauerbrei A, Nellaker C, Ker-
asidou A. "I don't think people are ready to trust these
algorithms at face value": trust and the use of machine
learning algorithms in the diagnosis of rare disease.
BMC Med Ethics.2022 Nov 16;23(1):112. doi: 10.1186/
$12910-022-00842-4. PMID: 36384545; PMCID:
PMC9670402

10.

11.

12.

MPOTPAMMHOE OBECMEYEHWE py

BouBnenue peakux (TeHeTHYeCKHX) 3a0o0JeBaHUMA
C HOMOLIBI0 MCKYCCTBEHHOTO MHTeUIeKTa. MHTepHeT-
pecypc. https://webiomed.ru/novosti/zapuskaiut-proekt-
elektronnaia-dispanserizatsiia/?ysclid=1f5tjhu-
fyd561951251 (Pexum noctyma: 02.09.2023).
Opdannbie 3abosneBanus. WurepHer-pecypc. https:/
aston-health.com/terapevticheskie-oblasti/orfann-
yie-zabolevaniya.html (Pexxum nocryma: 02.309.2023).
Juarnoctuka Oonesneii: MIIC 1, ®abpu, I[lomme,
Humanna-ITuka tuma A/B. https://docsfera.ru/dbscon-
tent/ (Pexxum nocryna: 02.09.2023).

IIporpamma nuarnoctuku HAO u JIBH. UnTeprer-pe-
cypc. https://gendisease.aston-health.com/Home/About
(Pexum nocryna: 02.09.2023). mRIE
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