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ABSTRACT

Oksana Boyarchuk
https://orcid.org/0000-0002-1234-0040
I. Horbachevsky Ternopil National

Medical University, Ternopil, Ukraine

ARTIFICIAL INTELLIGENCE IN THE DIAGNOSIS OF
INBORN ERRORS OF IMMUNITY: CURRENT CAPABILITIES,
CHALLENGES, AND FUTURE PERSPECTIVES

Introduction. Inborn errors of immunity (IEI), also known as
primary immunodeficiencies, comprise a heterogeneous group of rare
genetic disorders with a wide range of clinical manifestations, including
increased susceptibility to infections, autoimmune and inflammatory
conditions, allergic diseases, and malignancies. Diagnosing these
conditions is often challenging due to the nonspecific nature of
symptoms, limited access to molecular genetic testing, and low clinical
awareness among healthcare providers. In this context, the potential of
artificial intelligence (AI) to improve the diagnosis of IEI is gaining
increasing attention.

The aim of this review is to analyze current and potential
applications of Al in the diagnosis of IEI and to discuss the challenges
of implementing such technologies in Ukrainian clinical practice.

Materials and Methods. A comprehensive analysis of scientific
literature was conducted, focusing on the use of Al and machine
learning (ML) in the diagnosis of IEI and data-driven clinical decision-
making. Sources were searched using databases such as PubMed,
Scopus, and Web of Science.

Results. The article outlines the primary areas of Al application in
IEI diagnostics, including automated processing of clinical data, analysis
of medical images, interpretation of next-generation sequencing (NGS)
data, predictive modeling, and development of electronic decision-
support systems. Al has been shown to reduce the time to diagnosis,
decrease the number of unnecessary tests, standardize -clinical
approaches, and enhance access to personalized medicine. Current and
emerging directions of Al use in IEI diagnosis are considered in light of
ethical, technological, and practical aspects. Several successful cases of
Al implementation in IEI diagnostics and clinical decision-making are
presented.
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Key barriers to Al implementation in Ukraine are also highlighted,
including insufficient digitalization of healthcare institutions, data
fragmentation, lack of anonymized clinical datasets, ethical and legal
concerns, and the need for interdisciplinary training of specialists.

Conclusions. Artificial intelligence is a promising tool in the
diagnosis of IEI, offering the potential for more accurate, timely, and
cost-effective identification of these rare conditions. Its effective use
requires a national digital health strategy, international collaboration,
and the development of localized tools tailored to the Ukrainian
healthcare context.

Keywords: primary immunodeficiencies, inborn errors of immunity,
artificial intelligence, diagnosis, machine learning, bioinformatics,
clinical decision support system.
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INTYYHUH THTEJEKT VY JIATHOCTHII BPOJKEHUX
INOMMJIOK  IMYHITETY: CYYACHI MOXJIMBOCTI,
BUKJIMKH TA IEPCIIEKTUBH

Beryn. Bpomxeni momwiiku imysitery (BIII), takox Bimomi sik
NEPBHUHHI IMyHOJE(DIIMTH, OXOILUIIOIOTH TETEPOreHHY TPYIy PiAKICHUX
TeHETHYHUX 3aXBOPIOBaHb i3 IIMPOKHM CIEKTPOM KIIHIYHHMX IPOSBIB i3
MIIBUIICHO CIIPUHAHSTIMUBICTIO J0 1HQEKIIH, ayTOIMyHHUX 1 3aMabHUX
NpOSABiB, alepriyHMX CTaHiB Ta 3M0AKICHUX HOBOYTBOPEHb. IX
JIIarHOCTHKA YacTO € CKJIAJHOI0 Yepe3 HeCHeHU(ivyHICTh CHMIITOMIB,
OOMEXEHY JMOCTYIHICTh MOJEKYIAPHO-TEHETUYHHUX JOCHIKEHb Ta
HU3BKY HACTOPOXKEHICTH JiKapiB. Y IbOMY KOHTEKCTi Iemani OinbIme
yBard TPHWBEPTAIOTh MOMJIMBOCTI ImTy4HOro iHTenekry (LII) y
nokpamieHHi giaraoctuku BITIL.

Meroto aHoi oriisiioBoi poOOTH € aHajli3 ICHYIOUHMX Ta MOTEHILIHHMX
HamnpsiviB Bukopuctanns LI B piarnoctuni BIIL, a takox oGroBopeHHs
BUKJIMKIB BIIPOBa/DKCHHS TaKMX TEXHOJIOTIH B YKpailHCbKY MEIUYHY
MPaKTHUKY.

Marepianu i metonu. [IpoBeneHo aHasi3 HAyKOBUX MyOIiKallii, mo
BUCBITIIIOIOTH 3acTocyBaHHs IIII Ta MeTomiB MAIIMHHOTO HaBYaHHA Y
miargoctumi BIIl Ta mpuifHATTI KiiHIYHEX pimeHs. [lomyk mkepen
3IIMICHIOBABCS y TaKUX HAYKOBHX 0a3ax manux: PubMed, Scopus, Web of
Science.

PesyabpraTn. Y cTaTTi OKpecieHo ocHOBHI cepr 3actocyBaHHs L1
B miarHoctuii BIIl: aBromartu3oBaHa 0OpoOKa KITIHIYHUX TAHUX, aHATI3
MEIUYHUX 300pakeHb, po3mm(ppoBKa Ta IHTEPHIpPETamis JaHHX
cexBeHyBaHHS HOBoro mokoiiHHA (NGS), mpeauKTUBHE MOJIETIOBAHHS,
CTBOPEHHS €JIEKTPOHHUX IHCTPYMEHTIB MiATPUMKH KIIHIYHOTO PilllCHHS.
3azHaueno, mo I cipusie ckopodeHHIO Yacy A0 BCTAHOBIIEHHS JIiarHO3Y,
3MEHIICHHIO KUIBKOCTI HEOOTPYHTOBAHMX MIOCHI/PKEHb, CTaHIapTH3aLii
MiIXOMIB 1 MOKPAmICHHIO JOCTYIY 1O IePCOHANI30BAHOI MEIUIIUHH.
CyyacHi Ta mepcreKkTHBHI HanpsiMku 3actocyBanHs I B miarHocTHmi
BIII po3risiHyTi 3 ypaXyBaHHSIM €TUYHHX, TEXHOJIOTIYHHX Ta IPaKTHYHNX
acriektiB. HaBenmeno ycmimHi mnpuknaaum  BukopuctanHs LI gns
niargoctuky BIII Ta miaATpUMKH KIIHIYHHEX PillIeHB.

Buknageno ocHoBHi Oap’epu BmpoBamkenHs LI B Vkpaini:
HEJIOCTAaTHIN piBeHb mudpoBsizarii MEIUYHUX 3aKJIaIiB,
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(parMeHTOBaHICTh JIaHMX, BIJACYTHICTh AHOHIMI30BaHUX KIIHIYHHX

JlaTaceTiB, CTWYHI Ta IPaBOBI
MDKIUCIUTDTIHAPHIA TiATOTOBII (axiBIIiB.

BucnoBku. IlITygHnii iHTEIEKT € TEPCIEKTUBHUM IHCTPYMEHTOM Y
coepi miarnoctuku BIII, 3natHiM 3a0e3neynTy OLTBII TOYHE, CBOEYACHE
Ta €KOHOMIYHO OOIPYHTOBaHE BHSBJICHHS IINX PIiIKICHUX 3aXBOPIOBAHb.
Moro edexTHBHE 3acTocyBaHHS mHOTpeOye HALOHATBHOI —CTpaTerii
(POBOrO PO3BUTKY OXOPOHHU 37I0pOB’sl, MIKHApPOAHOI CIIBIpali, a
TaKoXX CTBOPEHHS  JIOKAIbHHX aanToBaHUX 10
YKpaiHCHKUX peatiil.

BUKIIMKH, a TaKOX HOTpC6a B

IHCTPYMEHTIB,

KorouoBi cioBa: nepBuHHI IMyHOAE(IUUTH, BPOIKEHI HMOMMIKA

iMyHITETY,

LITY4YHUN

IHTEJIEKT, [JIarHOCTHKA, MAIIMHHE HAaBYaHHS,

GioiHdopmaTHKa, CHCTEMH MIATPUMKHN MPUAHSATTS KIIHIYHAX PIilICHB.

Aemop, eionosioanvnuit 3a aucmysanna: Oxcana bospuyk, xageopa oumsauyux x6opo6b 3 OumaA4€0w0 Xipypeiero
TepHoninbcvko20 HayioHanbLHO20 MeOUUH020 YHigepcumemy im.. I . opbauescvkozo, Tepnoninw, Yrpaina

e-mail: boyarchuk@tdmu.edu.ua

HEPEJIIK CKOPOYEHb

APDS — activated PI3K delta, cunnpom aktusoBanoi PI3K-nenbta

BIII — BpoKeHi MOMUIIKY IMYHITETY

3BIJl — 3aranbHuii BapiabesnbHUN iMyHOIEPILIUT
EMK - enexTpoHHI MeIU4HI KapTKH

ESID — €Bporeficbke TOBapUCTBO 3 iMyHOACPIUTIB
KREC — kamma-geneTyoui eKCIu3iiHi KUTbIs

IUIS — International Union of Immunological Societies (MixkHapomauit Coro3 iMyHOJIOTIYHUX TOBAPHCTB)

MIJ] — mepBuHHI iMyHOACDIIUTH
TKIJ] — Tsokkuii koMOiHOBaHUH iMyHOAESDIIIUT
TREC — T-kniTHHHI pelenTOpHI eKCIU31HHI KITbIIs

USIDNET — The United States Immunodeficiency Network

BCTYIl

Bpomxeni nommiku imynirery (BIII) — ne Benuka i
reTeporeHHa rpyna TeHETHYHO 3yMOBJICHHX
3aXBOPIOBaHb, IMI0 CYHPOBOKYIOTHCS —IOPYIICHHSIM

¢yukuii imyHHoi cuctemu [1]. Lli cTaHM MOXyTh MaTtH
ayTOCOMHO-/IOMIHAHTHHH, ayTOCOMHO-PEIICCUBHHN a00
X-34eIieHHil THI YCHanKyBaHHS Ta NPOSIBIATHCA 3
pi3HHM  CTyNEHEM Ha
ChOTO/HI BioMO TOHan 550 piAKiCHHX 3aXBOPIOBAHB,
OB’ sI3aHUX 13 Je(eKTaMH TeHiB, OO0 OepyTh y4acTb y
PO3BUTKY Ta (YHKIIOHYBaHHI IMyHHOI cuctemu [1].

KIIHIYHOI TEHETPaHTHOCTI.

[Iporpec y MonexysIpHiif TeHETHIIi IPHU3BIB 10 3HAYHOTO
3pocTaHHs KinpKocTi BusiBiieHnX BIII. Jlume y 2024 pori
eKCIePTHUM  KOMITeTOM  MDKHapoOIHOTO  COIO3Y
imyHomoriunux toBapucts (IUIS) 6ymo Bm3HaHO me 67
HOBHX MOHOT€HHHX TE€HeTHYHHX JedekTiB Ta 2
[2]. T xowa kOXHa OKpeMa HO30JIOTIS
3ycTpidaeTbesi pinko, 3araom BIIl € He Takumu
PIIKICHIMHU CTaHAMH 1 caMe BOHHM € YacTOI IPHYNHOIO
rocritanizanii Mali€eHTIB Ta CMEPTHOCTI BiJ pi3HHX

CYMDKHHX CTaHiB.

(enokormii

3a ocTaHHI pOKH BigMiueHO 3HauHe 3poctaHHs BIII,
OB ’s13aHUX 13 iMyHHOIO nu3peryismiero [3]. Kiiniuni

BIII €
MaHi(ecTyBaT SK MiIBHUIICHOK CIPHAHATIUBICTIO IO
TOKKUX  iHQekmiin [4], aBTOIMyHHUMH [5],
3aMalbHAMHU TIPOSBAMH, aJIepriyHUMH CTaHAMH Ta
3IOSIKICHIMHU HOBOYTBOpeHHsAMH [6]. YacTo cuMnToMu
3’SBISAIOTECA IIOCTYNIOBO, a KITiHIYHA KapTHHA €

IIPOsIBU reTepOreHHUMH 1 MOXYTb

TaKk 1

HecnenudiuHoto. Lle yckinaaHioe paHHe po3mi3HaBaHHS
XBOpOOH, 0COOJMBO Ha PiBHI IEPBHHHOI Ta BTOPUHHOI
MenuuHol nonomord. [lompu Te, M0 TEpMIH «IEPBUHHI
imyHoznedituruy (I11J]) 3anumiaeTbest B yKHUTKY, HHUHI
BCE 4YACTIillIE BHUKOPHCTOBYEThCS TOYHILIMH TEPMIH
«BpOKEHI MOMMWIJIKM iMyHiTeTy» (inborn errors of
immunity, [EI), skuii kpame BimoOpakae CKJIAIHICTH i
CIEKTp IMX cTaHiB [3].

Hesxi  BIII, KOMOIHOBaHHI
imynonedimur (TKIJ]) MOXyTh NpOSBISATHCH BXKE B

Takl K  TSDKKHHA

mepmr — MICSAIl  TCHS  HApODKEHHA  TSHKKUMHU
JKUTTEBO3ATPO3IUBIMH 1HQEKISIMH Ta MPH BiICYTHOCTI
a/IeKBaTHOTO JIIKYBaHHS MPU3BOIATH 1O CMEPTi AWTHHU.
[Ipote, xubHOIO € Ky™mKa, mo BIII nposBisioTees uie y
IUTSIOMY Bill. € HH3Ka 3aXBOPIOBaHb, AKi MOXYTh
MaHi(ecTyBaTH i B JOpOCJIOMY Billi. 30KpeMa, 3araJIbHAI

BapiaGenpHuil  imyHomedimur  (3BIJ])  Haifuacrime
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MaHI(ecTy€e B IOPOCIOMY Billi, IPUYOMY IIPOSIBH MOXXYTb
OyTH pi3HI — BiIl 4YacTHX iHQEKIIH 10 aBTOIMyHHHX
3aXBOPIOBAaHb Ta OHKOIIATOJIOT 1.

Cumrromu BIII gacTo He MOSBIAIOTHCS BCi 0z1pasy, a
MaHi()eCTyIOTh IPOTATOM MIEBHOTO Tiepioy. [iarHocTika
BIII € mympTHETaTHOIO Ta TOTPeOy€e TIIMOOKOTO aHAIIZY
aHaMHe3y, JabopaTOpHUX, IMyHOJIOTIYHHUX Ta
TCHCTHYHUX JaHWX. 3aTpuMka B giarHoctuii BIII wacto
csrae 5-10 poKiB, IO HEraTHMBHO IIO3HAYA€THCS Ha
MPOTHO31 Ta SIKOCTI )KUTTS HaIlieHTiB [4, 7].

[podeciitni Ta MAIE€HTCHKI oprasizarii
BIIPOBADKYBAIH PI3HI IHCTPYMEHTH [UIA TMOKPAIICHHS
nmiarHoctukn BIII. 3okpema, mami€HTChKa OpraHi3amis
Jeffrey Modell Foundation (JMF) po3pobmna 10 o3Hak,
SIKI HACTOPOXHTH  INOJO  IEPBHHHOTO
iMmyHOmeditmTy y miteit [7]. JaHi 03HaKM € KOPHCHHMH,

ITOBHHHI

aJie OXOIUTIOIOTH B OCHOBHOMY iH(ekuiitHi nposisu BIII.
Bkazani JMF o3Haku He BpaxoBYIOTh 3aXBOPIOBaHHS, SIKi
iH(EKIAMY,

TMPOABJIAIOTHCA CIIOpaaAuIHUMU

ayTOIMYHITETOM, ayTO3amaJICHHAM Ta 3JIOSKICHUMHU
HOBOYTBOpEHHAMH [8, 9].

B 1999 pomi €BpomeicbkuM TOBapHCTBOM 3
iMyHOme(irmTiB TakoX Oynmwm po3pobieHi 6 KpHTEpiiB,
sIKi IOBUHHI HacTopoxwutH 1moxo I1IJ1 y mopocmux. [dani
O3HAKH TAKOXK CTOCYIOTHCSI B OCHOBHOMY 1H(EKIIIH, TOMy
3a3Hava€ThCS HEOOXiMHICTS iX mepermsimy [10, 11].

ITigBuiieHdss 00I3HAHOCTI MEIUYHOI CIIJILHOTH, B
CTYJIeHTIB-MEIUKIB,  JIiKapiB-iHTEpHIB,

TOMY  YHCIHi

pe3U/EHTIB, JIKapiB SK TEPBUHHOI JIAaHKH, TaK 1
MeauyHux cecrep oo os3Hak BIII € xopommm
SHaAPAUIIM, SIKE TOKAa3aj0 CBOK S(PEeKTUBHICTH B HHU3II
JOCHiIDKeHb. 30KpeMa, Halll JOCTIKSHHS MOKa3aid
HEIIOCTAaTHIO O0I3HAHICTh MEIWYHUX TPAMiBHUKIB MIOA0
IarHOCTUKY Ta HaJaHHA IoroMord mamieatam 3 BIIL
[12]. 3aBngku  NPOBEAECHHIO 3aX0/iB

(cTBOpeHHIO HaBYANBHHX MarepialliB, TOCIOHWKIB Ta

OCBITHIX

MPOBEJICHHIO I[IJIbOBUX CEMiHapiB) BAANOCS JOCATTH
CYTTEBOTO TMOKpALIEHHs] PIBHS 3HaHb JIKapiB Ipo
CHUMITOMH,  JIIarHOCTHKY

narientam 3 T [13].

Ta HAJaHHI  JOIOMOTH

JMF po3poOuiia miaxig 10 MOKPAIIeHHS AiarHOCTHKH
IIJ] 3aBmskd TOEJHAHHIO HABYAHHA JIKapiB
IiIBUIICHHS HACTOPOXKEHOCTI HaceneHHs [14]. 3aBmsku
BIIPOBA/DKECHHIO JIAHOTO IMAXOAY BHAJIOCS MOKPAIIUTH
miarHoctuky IIIJI. [loegHaHHS OCBITHIX IMporpam Jyist

JIKapiB 3 NOKPAIEHHSIM JIIarHOCTUYHOI iHPPacTPyKTypH

Ta

MIPU3BEIIO JI0 3HAYHOTO 301JIBIICHHS KITBKOCT] BUSBICHHUX
BunankiB I/ y nmiteli B HamoMy perioHi Ta B YKpaiHi
3arajiom, o CBiTYUTH MPO €PEKTHBHICTH KOMIUIEKCHOTO
iAX0My 0 BUpIIIEHHS NMPOOJIEMH PAaHHBOI J1arHOCTHKU
A [15].

BaxnuBuM KpokoM 10 paHHbOro BusiBieHHs BIII
CTaJO BIIPOBA/PKEHHS HEOHATAJIBHOIO CKPHHIHTY Ha

Tsokki  T- 1 B-nmimdonenii 3  BHKOPHCTaHHSIM

TREC/KREC-ananizy [16-18]. Benukum JOCATHEHHSIM €
BIPOBA/KEHHS IPOTPaMH HEOHATAIBHOTO CKPUHIHTY Ha
TKIJ Ta inmi tsoxki T- 1 B-miMdorrenii 3 BUKopucTaHHIM
Bu3HadeHHA piBHIB TREC/KREC B Ykpaini [19]. [Ipore,
3aBASKHA HEOHATAJTBHOMY CKPHHIHTY BIA€THCSI BYACHO
BUSIBIIATH JIMIIE He3HauHy Kinbkicte BII, mpm sxmx
CIIOCTEPIraeThCsl BIACYTHICTH ab0 IyXe Mana KUIbKICTh
T- i B-nimdormris.

[potsirom OCTaHHIX JIBOX JECATHIIT
CIIOCTEPIraeThbcsi 3HAYHUI TpopuB y JabopaTopHii
niarsoctuni BIII, BriIO4YHO 3 iMyHO(EHOTHIYBaHHSM,
TECTaMH Ta

(yHKIIOHATTEHUMHA MacOBHM

CeKBeHyBaHHIM HOBoro mokoiirasa [20]. IIpore HaBiTh

HasBHICTh BHCOKOTEXHOJIOTIYHOTO OOJIafHAHHS HE
ycyBae  TpyIOHOIII B  iHTepmperamii CKIaIHOI,
0araTOKOMITOHEHTHOT KITiHIKO-TabopaTopHOT
iHpopMmarrii.

HesBaxkaroun Ha HasBHICTh pI3HUX 3HApsdb, SKi
NO3BOJLIIOTE  3amijo3puti  BIIl  Tta  MikHapomHuX
nmiarHoctnunux — kputepiiB  (IUIS, ESID), Buacha
JarHOCTHKA 3aJIMIIAETBCS BHUKIMKOM, OCOOJMBO B

KpaiHax i3 oOMmexxeHmMH pecypcamu [1, 2]. Came Tomy

BUKOPHCTaHHS aITOpUTMIB mTydHoro inrtemexty (ILII)

TIOCTAE SIK TIEPCTIIEKTUBHAHN HATpsM y Aiaraoctumi BITL
TncrpymenTn I MoxyTh 00pOOIATH BeNWKi 00CATH

3HAXOMUTH CKJIagHI  3aKOHOMIPHOCTI  Ta

Ile

PIAKICHUX,

JaHMX,
JOTIOMaraTd B yXBaJCHHI KIIHIYHUX DillICHb.

0COONMBO  BOKIMBO Yy  BHIIAJKax
ae

JIarHOCTUYHI MIIXOAU YacTO HE JalTh pe3yibraty. [lpu

TeTepOTeHHUX 3aXBOPIOBAHb, CTaH/IapTHI

HE TIpo 3aMiHy Jiikaps, a Tmpo
PO3IIMPEHHST HOTO MOMJIMBOCTEH 3aBISIKH aHATITHIHUM
THCTpYMEHTaM HOBOTO ITOKOJTiHHS.

Mertoro aHO1 OTJISIIOBOI POOOTH € aHAI3 ICHYIOUHX
MOTCHIIMHNX HampsMiB  BukopuctanHs LI B
miargoctumi BIII, a Takok OOTOBOpPEHHS BHKIHKIB

UpOMY HzeTscs

Ta

BIPOBA/KEHHSI TAKHX TEXHOJIOTIH B YKPaTHCbKY MEIMYHY
NPaKTHUKY.

JociipKeHHsT BIATIOBIIAE IUISIM CTAJIOTO PO3BUTKY
OOH, 3okpema Ilimi 3 - «Mimse
Omaromonydus», 1m0  mepeadavae
BCEOXOIHOIO JIOCTYIY 10 SIKICHOT MEIHUYHOI JOMOMOTH
Ta 3MIIHEHHSI MOXKJIMBOCTEH CUCTEMH OXOPOHHM 37I0pOB’ S
[21]. 3acTocyBaHHS IHCTPYMEHTIB IITYYHOTO 1HTEIEKTY B
JUarHOCTHUIN PINKICHUX IMYHOJOTIYHHX 3aXBOPIOBAHb

3I0pOB’Sl  Ta
3a0e31eueHHs

CIIpHSi€ pAaHHBOMY BUSIBJICHHIO, 3HI)KEHHIO CMEPTHOCTI Ta
TTOKPAIICHHIO SIKOCTI YKUTTS MAIliEHTIB.

MATEPIAJIUA I METOAU

Is ormsimoBa craTTs 6a3yeThCs HA aHAI31 HAYKOBHX
myOmikariif, 1o BUCBITIIOTh 3actocyBanHs LI Ta
METO/iB MAaIllMHHOTO HaB4YaHHS y miarHoctrmi BIII Ta
TIPUAHATTI Iomyx  mxepen
3MIMCHIOBAaBCS y TaKMX HAyKOBHX 0azax maHux: PubMed,
Scopus, Web of Science.

KIHIYHUX  pIllCHb.
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o ananizy Oynu BKIIIOYEHI: OpHIiHAJbHI HayKOBI

crarti (K  KIiHIYHI, TaK 1 eKCIepuMeHTaJbHi
JOCHIIDKCHHS), CHCTEMATH4YHI Ta HApaTHBHI OTJIAIH,
peKOMeHaNii eKCIIepTHUX TPYTI, ITyOmiKarii mpo mMomeni
IITyYHOTO IHTENIEKTy Ta iXHIO KJIiHIYHYy ampoOarito y
cepi iMyHOJIOT1i.

[Momryk oxomroBaB cTarTi, OMyOJIiKOBaHI B Mepiof 3
2015 nmo 2025 poky. Ilin yac cdopmyBaHHS KopIrycy
JoKepen OyJiM BUKOPHCTaHI Taki KIIOYOBI CJOBa Ta
koMOiHalii: “inborn errors of immunity”, “primary
immunodeficiency”, “artificial intelligence”, “machine
learning”, “diagnostic decision support”, “automated flow
cytometry analysis”, “data integration in rare diseases”,
“Al in healthcare” Tormo.

3aranoM nmo amamily Oymo BkmodeHo moHanm 30
JDKepe, sIKi Oy OILIHEeHi 3 TOYKH 30py PEJICBaHTHOCTI
mo temu I ta BIII, HOBH3HH MiIXOMdiB, HASBHOCTI
omycy  auroputMmiB  abo  Mozened, MPaKTUYHOIO
3aCTOCYBaHHS a00 MOTEHI[aly [0 BIIPOBAPKEHHS Yy
KJTIHIYHY NIPAKTHKY.

Oxpemy yBary 10
JIEMOHCTPYIOTh KOHKPETHI MPHUKJIAI BHKOPHUCTaHHS
IITyYHOTO 1HTENEKTY [UIA aHalizy
TCHCeTHYHNX a00 KIIHIYHUX MaHWX, a TaKoX pOOOTI
pedepeHc-1IeHTpiB 1 MYJIBTUANCHUILUTIHAPHAX TIiIXOIB

mo miarHoctukn BIIl i3 3acrocyBaHHAM IH(POBUX

NPUAICHO  MyOJTiKaIisam,

IMYHOJIOTIYHHX,

piLlIEHb.
PE3YJIbTATH
Ioenmudpixayin BIII 3a 0onomozoro LT
Bukopucrannst I ocobmuBO — akTyanbHO st

JIIarHOCTHMKY PiJKICHUX 3aXBOPIOBaHb, B ToMy uncii BITL
VY nmociimkensi, iHinifioBanomy JMF, cepen kxoroptu 3
427110 yvacHukiB HOBHiA nmiarHo3 BIII otpmmamu 1036
oci6 (0,2%) [22]. BogHowac y rpymi 3 BUCOKMM PU3HUKOM
Lel MokasHUK csrHyB 9%, mopiBHsHO 3 1,5% 1 0,2% y
CepeJHPOMY Ta HH3BKOMY  pPH3UKY  BIATIOBiZIHO.
Haiiuacrimmumu giarnozamu 6ynu cunapom i Jxopmki
Ta ceiekTUBHUH nedimut IgA.

Anroputmu Il we nmme BusBmsum BIIL, a i
JIOTIOMarajd KOOPIMHYBaTH MapIIpyTH IAli€HTIB 3
miarHozom BIIl: Bix TepMiHOBOTrO HampaBjCHHS 0
(axiBIst — 70 MOHITOPUHTY CTaHy MAIli€HTa, CIPHIIOUYH
MIPOAKTUBHOMY KITIHIYHOMY
3anpornoHoBaHa CTpATEris MOXKE JONOMOITH 3HHU3HTH
PHU3HK ONTHMI3yBaT  BHUTpaTu i
MiATPUMYBaTH NPUUHSTTS KIIHIYHUX pillIEHb HA OCHOBI
(EMK),
KOMaH]I 1

CIIOCTEPEKEHHIO.
YCKIJIaTHCHB,
aHaizy

3aTy4eHHS
BUKOPHCTAHHS HAMKpaIInX MpaKkTuk [22].

CJICKTPOHHUX MEIUYHHUX  KapTOK

MYJIBTHANCIAILTIHAPHAX

Tame pmocmimxenns B CILIA oxommio 17 MUIBHOHIB
mamieHTiB 3 7 MeaumyHux HeHTpiB [23]. Asmroputmu LI
Oyl BHUKOpDHUCTaHI JJs BHUSABJICHHA TNAIEHTIB 13
curgpomoM aktuBoBaHoi PI3K-mensra (APDS)
pinKicHUM iMyHOIE(DIIUTOM i3 ITOYAaTKOM y IHUTSHOMY

Billl, JUISl SIKOTO XapaKTepHi dYacTi iHQEKUil BepxXHIX
MUXAIbHAX TIISAXiB, CHHYCHUTH, OTHTH, OpPOHXITH Ta
MHEBMOHIsI. Mogenb BusiBiiia 98% (45 3 46) BimoMux
mamienTiB. Leil minxim OOBiB CBOIO e(EKTHBHICTH SK
IHCTpyMEHT IUIi MAacOBOTO CKPHHIHTY  PiIKiICHHUX
3aXBOPIOBAaHb 3 JMKyBaHHAM.  ABTOpH
MiJKPECIIOITh 3HAYCHHS TOYHOrO ()CHOTHUIYBaHHS Ta
EMK-ganux y BUsBJICHHI MOAIOHUX CTaHIB [24].

Monenn MAIIMHHOI'O HaBYaHHS XGBoost
MPOJIEMOHCTPYBajia e(PEKTUBHICT, Y TMPOTHO3YBaHHI
JIiarHO3y 3araJibHOr0 BapiabeNbHOrO IMYHOIC(INUTY
(3BLA) y miteit [25]. Ilporro3 Oy moxumBmiA 3a 10
POKIB 10 KIIiHIYHOTO HiarHo3y. KimodoBuMu o3Hakamu 3i
cTiikuM 3B';3koM 3 gursammu 3BIJ[ Oymu wactorta
MOITMPEHUX 1H(EKIIiH Ta MpU3HAYCHHS aHTHO10THKIB.

PheNet — iHmuii axroput™, 3aCHOBaHWI HA aHANI3i

HassBHUM

EMK — 3wmir nepenbauntu aiarso3 3BI/] Ginbin Hix Ha
piK paHille y TIOH3J MOJOBUHM BUMAJKIB. TOYHICTH
anroputMy ctaHoBuia 74% [26].

Ha ocnoBi peectpy USIDNET (n=2396) Oyno
po3pobaero Mogens XGBoost 13 BHKOPHUCTaHHSIM
SHAP nns intepmperanii [27]. Bymo oxomieno 286
3miaHuX Ta 12 TamiB 111, cepen sxux 3BIJ, curapom
Hdi Jxopmki, XpoHIYHa TpaHyJIeMaTo3Ha XBopoOa,
arammarioOyminemisi, HeknacudikoBarmuid 11/ Ta iH.
Tounicte Mogeni aas 3BIJ] ctanoBuia 0,80. HaiiGinbir
NPOTHOCTUYHUMHU Oynu iH(eKIil BepXHIX IUXaTbHUX
IUISXIB, TiloraMMariaooyiiHeMis, actma. Mogenb Moxe
JIOTIOMOI'TH CTBOPIOBATH 3pY4HE JEPEBO DillleHb JJIs
reHepaii AudepeHnianbHuX niarHosis [27].

Po3podka momenmi LI mns BIIl Bumarae arperarii
JaHUX 3 KUTBKOX JPKEepel Ta BUKOPHCTAHHS €KCHEPTHHX
KIIIHIYHAX 3HAHb 71 yTOYHEHHS BUOOpY o3HaK [28].

Binpmrictes mocmimkenp mono BukopuctanHs LI y
miarsocturi BIII oxommorote mepiox 3 2019 mo 2025
poky, Oasyrotbcsi Ha EMK TpermHHOTO piBHI |1
BKJIFOYAIOTh  J1a00paTopHi komu MKX,
NpU3HAueHHs JiKiB. Bubip 3MiHHMX OyB EKCIIEPTHO
kepoBaHuM [29-30].

pe3yJbTaTH,

VY HemoaaBHOMY JoCIipKeHHl [31] Oyio cTBOpeHO

QITOPUTM  MAIIMHHOTO  HABYAHHS  JUIS
imenTudikamii mamienTie 3 BIIl Ha ocHOBiI aHami3zy
BEJIMKOTO MacuBy TekcToBux 3amuciB B EMK. Monens
pusiBisDIa maiientiB 3 BIIl wa 36 wmicsmiB paHimie Bif
BCTAHOBJIICHHS  KIIHIYHOTO  JiarHo3y, a

acomirioBani 3 IEI, craBaau ouyeBMgHUMU Bke 3a 24

PaHHBO1

O3HAKH,

MicsIi 10 HOro AiarHOCTHUKH.
Denomunyeanna — Kio4osuil ejlemenm mooeeil
i
deHoTUIyBaHHS — 1€ IPOLEC

KIIHIYHUX XapaKTepPHUCTHK, SKUH € OJHUM 3 OCHOBHHX

ineaTudikarii

etamiB, ski BukopucroBye I mns miarmoctuku BIII
[32]. ®enoTumyBaHHS MOXKE OYTH 30CEpPEKEHNUM SIK Ha
ineHTHOiKamii  cyO'eKTiB, MOXYTb

SIK1 MaTu
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iMyHonedinuT, Tak i Ha BHSBJICHHI HOBHMX BapiaHTIB
renis BIII [33].

[lepexix Big BHKOPHUCTaHHS PEECTPIB A0 aHANIZY
maanx 3 EMK BusiBnserpcs Oumbin epeKTHBHUM s
nmocmimxeras BIII, ockimeku 3abesmedye rimOie,
MaciTaboBaHe Ta IOBIOTPUBAIC BUBYCHHS IAIli€HTIB
[34]. [Jns monermenHs mpouecy (EHOTUITyBaHHS
BIIPOBA/PKCHO CTaHJAPTH30BaHi CIOBHUKH MEIUYHHX
TEpMiHIB Ta OHTOJIOTI], 30KpeMa OHTOJNOTiI0 (peHoTHITY
monuau (HPO), sika BKiIrouae TepMiHM, peNeBaHTHI I
onucy BIII [35, 36].

Ilpozno3ysanus pusuKy, 6UAGNEHHA IMYHOIOZIYHUX
ma zeHeMu4YHUX NamepHie

MamyHHe HaBYaHHS aKTUBHO 3aCTOCOBYETHCS I
OWIHKK pu3uKy po3Butky BIIl, mo miaTBepmKEeHO
HU3KOIO JTOCIIKeHb, SKi BpaXOBYBAIHU K KIIIHIYHI, TaK 1
nabopaTopHi HEHUTpOTIEHIIO,
nimdoreHiro Ta rimoramMariaooyinemiro [37, 38].

MOKa3HHUKH,  30Kpema,

Tarm JIOCJTIPKCHHS BHUKOPUCTOBYBAJIU
aBTOMaTH30BaHE MalllMHHE HaBYAHHS JJI qudepeHiianii

3BIJ] Bix iHmmx ¢opMm aedinuMTy aHTUTLT 32 AaHUMH

IMyHO(CHOTHITYBaHHS, OTpUMaHUMHU METOJIOM
mporogHoi muromeTpii [39]. BximoueHHs BenmKol
KUTBKOCTI  TAIIEHTIB 1  MYJNBTHIDKEPEIbHUX —JTaHHUX

nocumoe moreHnian Il y BusBmeHHi, kmacudikamii ta
mudepermianbHii qiarHoctumi BITL.

v
Bukopucranus 1l B iMyHOMIli — Tramysi, IO BHUBYAE

MEPCIICKTHBI nependavyaeThest aKTUBHE

MPOTHO3YBAaTH AHTHICHHY BIINOBiAb 1
TapreTHy Tepario [28, 40].

Kpim toro, Il nenami akTHBHIIIE 3aCTOCOBYETHCS B
TEHOMHHX JOCIIUKSHHSX VISl BUSABIICHHS HOBHUX JIOKYCIB
CIPUAHATINBOCTI 10 TOPYIICHb IMyHITETy, aHali3y
KIIIHIKO-TeHeTHYHNX aCOIlalliii i MOMIYKYy OJIrOTeHHUX
BapiaHTIB y MAIi€HTIB 31 CKIaaHUM (eHoTurnom [41, 42].

Inctpymentn  Face2Gene, DeepGestalt
BUKOPUCTOBYBAaTH Ui  PO3Mi3HABAHHS

Jnobuparu

MOXHa
Bi3yaJbHHX
¢enorumiB npu migo3pi Ha BIIl 3 cunapomansHuMH
pucamu [43].

LI 6 nepconanizosaniii mepanii BITT

3aBmgku aHamizy OiomapkepiB Ta BiAmoBimeH Ha
Teparniio T 3/1aTeH CIPHUATH po3podrti
repcoHani3oBanux cxeM nikyBaHasa [EI [28, 44].

HemonaBHo npoBeneHe gocmimkeHHs [45], B ssKOMy
BU3HAYAJIM 3JIaTHICTh CYy4aCHHX MOJEJICH BEINKUX MOB
(BMM)
pexomenaanii mozno BIIl mokaszano TouHicTe Ha piBHI
>88% Ta SAKICTH KIIHIYHOTO OOIpYHTYBaHHS 3a
noromoroto mkanu Revised-IDEA (R-IDEA) >8 mist 3
mozeneit (GPT-40, Llama-3.1-70B-Instruct, Mistral-
Large-Instruct-2407), mnpugomy GPT-4o0
HaWBHIIOI JiarHOCTHYHOT TOYHOCTI (96,2%).

Hogi moxmmBocti Bukopuctanas LI B cmektpi 1EI

porpaMmyBaHHs HaJaBaTH KITIHIYHI

J0cAariia

BKITFOUAIOTh BUSIBIICHHS HOBHX Giomapkepis,

wiacudikaniro miarumie 1El, ontumizaliiro A0cTymy a0
MEIUYHOI JIOTIOMOTH B HEIOCTaTHHO OOCIYrOBYBaHHX

CEKBEHYBaHHs OKPEMHX IMyHHUX KITHH. lle 10o3BonuTh paiioHax Ta MPOTHO3YBaHHS ONITHMAaJIbHUX
BUSIBIISTH crietudivHi aTepHu peuenTopis, TepaneBTUYHMX  CTpaTerid Jyuii  JIAaHOTO  MAlli€HTa
(Tabmn. 1) [28].
Tabnuysa 1 - Moxcausocmi uKopucmanus Wmy4Hozo inmenexkmy ona oiaznocmuxu BITI
Mosknusocrti 11T Onuc MOXIMBOCTEN Jxepena
Po3pizHaBaHHs KJIiHIYHUX a0JIOHIB, MOB’s3aHKX 3 iMoBipHicTIO BIII: wacri
AHaJi3 eJIeKTpOHHUX iHekuii, arumoBuii Tepedir XBOpoO, TpUBaNa aHTUOIOTHKOTEpAIis, 22.36
MEJUYHUX KapTOK cimelinuii aHamue3. CTBOpPEHHs IHCTPYMEHTIB IEPBUHHOIO CKPUHIHTY
MAII€HTIB 3 MiBUIIEHUM PH3UKOM.
Inrepnperanist pe3yabTaTiB iMyHO(EHOTHUITYBaHHS, PIBHIB IMyHOTJIOOYIIiHIB,
O06poOka maHmx ¢dyskmioHanpHUX TecTiB. Knacudikamis Ty iMyHOIE(DIUTY, BUSBICHHS 37-39
IMYHOJIOTIYHUX TECTIB | aTHIIOBHX BapiaHTIB Ta BU3HAUYEHHS HEOOXITHOCTI MOAAIBIION0 T€HETHYHOTO
00CTEXEHHS.
CekBeHyBaHHS [IUIHX €K30MiB a0 MaHeJel T'eHiB Ja€ COTHI BapiaHTIB, cepel
[arepnperanist nanux | AkuxX HeoOXimHO 3HaiTH matosoriudy. IlI-cuctemu, sx-or DeepVariant,
cexBeHyBaHHs HOBoro | Emedgene ab6o Franklin by Genoox, mnpuckoprooTs inprparito, 41-42
nokosinHs (NGS) MPOTHO3YIOTh NaTOTCHHICTH BAPiaHTIB, 3HAXOMAATH 3B’SI3KM MIK T€HOTHUIIOM 1
(heHOTHTIOM, THM CAMUM CKOPOYYFOUYH Yac JI0 BCTAHOBJICHHS J1arHo3Yy.
. Anropurmu LI MoxHa iHTErpyBaTH B €IEKTPOHHI MEAWYHI IIATGOPMH, SKi
CucTeMH TiATPUMKH . . . . . .
. .. 374aTHI  HaJaBaTH  JIKapro  Migkasku  1mogo  WMosipHocti  BIII,
MPUHAHATTS KITHIYHUX o 22,44, 45
eHE PEKOMEH/IOBAHUX OOCTEeXEeHb, MONAIBIIUX Jid, O0COOJIMBO B yMOBax
p MeAIaTPUIHOT IPAKTHKH.
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Tabnuysa 2 - llepesazu 3acmocyeannsa LI y diaznocmuuyi BITT

IlepeBara Omnuc nepeBaru [xepena
AJNTOpPUTMH MAITMHHOTO HaBYaHHS 3[aTHI BUSIBISATH XapakTepHi o3Haku BIII
3aJJ0BTO JI0 MTOSIBY IIOBHOTO KITiHIYHOTO CIEKTpa 3aXBOPIOBAHHSA. Y IOCIIKEHHI,
CKopodeHHs gacy 10 . . .
HOCTAHOBKHU Aiartos nposeneHoMy Ha ocHoBi anamizy EMK, IIII nepen6adar miaraos IEI 3a 1-3 poku | 25,26, 31
Y| no iforo odimiiiHoro BcraHoBieHHs. [lomiOHI pe3ysibTaTH MiATBEpIXKEHI IS
3BIJI, TKI/] ra APDS.
3MeHIIIeHHS 3aB/IsSKM TOYHOMY (PEHOTHITYBaHHIO Ta BUSIBJICHHIO KIIOYOBHMX Hpeauktopis, LI
KIJIBKOCTI JIO3BOJIIE MiHIMI3yBaTH OOCST MiarHOCTHYHHX TECTiB, 30CEPE/PKYIOUYHCh Ha 33.37.38
HEOoOIPYHTOBAHHX HaWOLIBII peleBaHTHUX OOCTeKeHHsX. Lle 3HMKye HaBaHTa)KeHHS Ha MAalli€HTa, T
JIOCITIJKEHb MEJMYHY CUCTEMY Ta BUTPATH OXOPOHH 3[10POB’SI.
VYHigikamis Ta BripoBajkeHHsT cHCTeM KIIHIYHOT MiATpUMKH pimenbs Ha 6a3i LI crpuse
CTaHIapTH3allis BIPOBA/DKCHHIO  €JJUHUX IIPOTOKOJIIB, 3MEHIIYIOYM BapiabeNbHICTE MK 46. 47
IarHOCTHYHUX KIIHIIICTAMA Ta 3akjagaMu. Taki cucteMu ocoOmBO e(eKTHBHI IpH poOOTi 3 ’
aNTOPUTMIB PLIKICHIMY 9H CKJIQTHUMH HO30JIOTi1SIMH.
MoxmmuBicts aHamizy | LI mosBomse edexrnBHO mpamtoBaTh 3 OararoMinbHoHHIMH MacuBamu EMK; sk
BEJIMKHX OyIT0 IPOIEMOHCTPOBAHO Y JOCTIHKEHHAX Ha moHax 17 muH mamientis y CHIA. 23
TIOTTY IS HHIX e BimkpmBae numix no momyssdiiiHoro ckpuHidry BIII, paHHbOTO BHSBICHHA
JTAaHUX pinkicHEX ()OpM Ta OKPAIIEHHS SIiIeMiOIOT1IHOTO MOHITOPHHTY.
[MinBrmeHHs [HTEeTpOBaHI CHCTEMH, SIKi aBTOMAaTHYHO TeHEepyIoTh mino3py Ha BIII 3a meBHIMEI
HACTOPOYKEHOCTI TpurepamMu (HampuKiIal, TOBTOpHI iHQeEKIii, TiMQoneHis), MiABUIIYIOTH 2 36
JIKapiB 3arajbHOI HACTOPOXKEHICTh MEAWYHHMX IPALiBHUKIB, OCOOJMBO B YMOBaX OOMEKEHOTO ’
MIPaKTUKH JIOCBily poOOTH 3 MOJIOHUMH 3aXBOPIOBAHHIMHU.
[lepeBaru BUKOPUCTaHHS IITYYHOTO IHTENIEKTY IS 3a0e3nevYeHHs CyMICHOCTI MIXK 1 poBUMH
miarHoctrky BIII Ta HamaHHSA JONOMOTH JaHii KaTeropii wiargopMaMy,  MATPUMKA  NPUAHATTS — KIHIYHHX

TMAIEHTIB MiICYMOBaHi B TabmIIi 2.

AmHaJti3 JiTepaTypHUX JKEePes ISMOHCTPYE MOTEHIAT
Bukopuctanns [l 118 mojomaHHS JIarHOCTHYHUX
Oap’epiB y cdepi piIKiCHUX 3aXBOpIOBaHb, 30kpema BIIIL.
e ©Oesnocepemupo crpuste peamizamii Lim  cramoro
po3Butky 3 — «MimnHe 3700pOB’S Ta OIaromONyddsD»,

OCKINIBKM ~ cHpusie  3a0€3IEYCHHI0O CBOEYACHOIO Ta
TOYHOTO JIarHOCTYBaHHS 3aXBOPIOBaHb, IO YacTo
3aJIMIIAIOTECS  HEJT00OCTEKEHUMHU. Kpim  Toro,

nocipkeHns yactkoBo Biamosigae IICP 9 — «IuHOBarmii
Ta iH}pacTpyKTypa», OCKIILKH MPOIOHYE IHHOBAILiMHI
uupoBi st
iHpPACTPYKTYpU. A MiABHUIICHHS 0013HAHOCTI METUYHHUX

pileHHs BJIOCKOHAJICHHS ~ MEAWYHOL
MpPAaIiBHAKIB 1 3aIy4eHHS MYJbTHAUCIHMILTIHAPHUX
komana kopemoe 3 LICP 4 — «SkicHa ocBita», 30KkpeMa
o0 3a0e3MeueHHs] HaBYaHHS Ui MEIMYHHMX KajpiB
MPOTArOM yChOTO KUTTs [21].

Buxnuku enposaoacenns LT

ITonpu YHCIICHH] HaYKOBI JIOCSATHEHHS,
BrpoBamkeHHs LI B peampHy KIIHIYHY TPaKTHKY
3QIMILAETHCS CKIIAJHUM 3aBJaHHAM. BUsABIEHO CyTTeBUM
pPO3pHB MDK BHCOKHMH pe3yJbTaTaMH JIOCHTIDKEHb 1
iXHIM peaJbHMM BIUIMBOM Ha CHCTeMy HaJaHHSA
MEeIUYHOI gonomoru [28].

Cepen ocHOBHHX 0ap'epiB — HeoOXiHICTb iHTEerpaii
ITOPUTMIB Y ICHyIOYl  KJIIHIYHI

BXKC rnpounecu,

pillIeHb, a TAKOXK MPO30PICTh 1 BIAMOBIIHICTh 3araJlbHUM
NpIOpUTETaM OXOPOHH 30POB’ .

Greenes Ta [46]
BIZICYTHICTh ~ CTpaTeTiyHOTO  JIIEpCTBa,
¢dopMmymoBaHHA [UIEH Ta PO3YMIHHS  JIFOJCHEKOTO
(bakrtopy NOBHOL[IHHE ~ BIPOBAJKCHHS
moneneit LI B pyruHHY KiiHidHY poOoTy. EdextnBHE
BIIPOBA/DKEHHA MOJeel KITIHIYHOI MITPUMKH DillIeHb

CITiBaBT. HAroJIOmyoTh, IO

YITKOTO

00OMEXUITH

BUMarae CKOOPJMHOBaHOI B3a€MOJii MDK JiiKapsiMu,
6ioindopmarukamu, pozpoonukamu LI, 1T-daxiBismu
Ta ynpasiiHisiMu [47].
HonarkoBy yBary
YIEPePKEHOCTI — PacOBOl, STHIYHOI YU COIAIbHOT —

TOPUALISIOTH MMUTAHHIO
IO MOXE BIUIMBATH Ha CHPaBEIUIMBICTh NPHUAHATTS
pimens [48, 49]. Y 1pOMy KOHTEKCTI
BOKJIMBOIO € TiI00ajbHA MYJBTUIIEHTPOBA CHIBIpams 3
METOI0 CTBOPEHHS y3araJlbHEHHX 1 HEKOH(IIKTHUX
Mojenei, siki 3a0e31meuyBaTUMyYTh PiBHI MOXKJIMBOCTI JIJISI

0Cc00JINBO

BCIX ITAI[I€HTIB.

CkiagHOCTI BHHHKAIOTh 1 Ha eTami TpeHyBaHHSA

Mojenel: oOMexeHi oOcsru naHuX, (PEeHOTHUIIOBE
TIEPEKPUTTS MiXK PI3HUMH CTaHAMH, a TAKOXK MOTEHITIHI
3CYBM B JIaHUX MOXYTh HETAaTHUBHO IIO3HAYATHCS Ha
SIKOCTI MOJIETICH.

He

ACIICKTH -

MCHIII  aKTyaJIbHUMH  3aJIMINAI0OTHCA eTUYHI

KOH(DIiICHIIIHICTh, Oe3leKa  JTaHWX,
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PETYJISITOPHI paMKH, Z0CcTyIHICTh [50].
Jlanuii aHaMITHIHANA KOHBEEP MOXe (YHKIIOHYBaTH
MaKCHMaJIHO €(peKTHBHO JIMIIE 32 YMOBH iHTErpamii B

CHCTeMH 3  HaIKHUM  YINPaBIIHHAM  JaHUMH,
po3BuHEeHOO  iH(pacTpykryporo  EMK,  yuactio
MyJBTHOUCIMIUTIHAPHAX ~ KOMaHA Ta  3alyd4eHHSIM
ekcriepTiB 3 imyHonyorii. Y Ttakux ymoax -

Tabnuya 3 - Odmesxncenna i euxnuxu gukopucmanns LT

Opi€HTOBaHI cCTpaTerii MOJKHa peali3yBaTH HaBiTbh Y
CHUCTEMaX OXOPOHH 370POB’sl 3 0OMEXEHUMHU pecypcaMu
— U paHHBOTO BUsBNIeHHS martieHTiB 3 BIIL, ontumizamii
BUTpAT Ta MiIBUIIEHHS SIKOCTI MEIMYHOI TortoMorH [22].
OOMexeHHT 1 LT

BUKIIMKH BUKOPHCTaHHA

TTiIcCyMOBaHi B Ta0mwi 3.

Ne OOMexeHHs 1 BUKIUKU

1. SIKicTh BXIHUX JAHWX: HEMOBHI 00 MOMIJIKOBI JTaHi 3HIKYIOTh TOYHICTh MOJICIICH.

Hecraua BanijoBaHuX nexiaTpHYHUX MOJETIEH.

ITotpeda B amanrarii 1111 g0 TokamsHUX 0COOIUBOCTEH OXOPOHH 3IOPOB .

ETuyni nuTaHHS Ta 3aXUCT NEPCOHATIbHUX NaHUX.

Sl Bl Bl B

MiATOTOBIICHHUX KaJpPiB.

3anexHICTh BiJ iHQPACTPYKTYpH: HASBHICTD CIEKTPOHHUX MEAWYHHX 3allUCiB, CTaOiIBHOTO IHTEpPHETY,

TakuMm YHMHOM, CTPYKTYpyBaHHsS Ta OOMIH JIaHUMH,
po3pobOka komawni, opientoBanux Ha BIII, cTBOpeHHs
OCBITHIX TporpaM misl KIIHIYHHX CTaXepiB €
HEOOXIIHICTIO, II03BOJINTH e(eKTUBHO
BukopuctoByBatn I gms nmiarHoctmkm BIIL Ta
TMPUHHATTS PillICHb.

Ilepcnexmueu euxopucmanns LT

sgKa

MaiibyTHE 3acTOCYBaHHS LITYYHOIO IHTENIEKTY B

miargocTuni Ta MeHemkMmenti BIIl o0iuge 3HauHe
pO3LIUPEHHS MOXJIMBOCTEHN MEPCOHAI30BaHOT
MEIMIMHKA, CKOPOYEHHS 4Yacy [0 BCTAHOBJIICHHS

JiarHo3y Ta MiJBUILEHHS e()eKTUBHOCTI Tepalrtii.
Ki1t040Bi BEKTOPH PO3BUTKY BKITIOYAIOT!

o JImrerpamis Il y mOBCAKAEGHHY KITiHIYHY
MIPAKTHKY: po3pobka  iHTepdeiiciB,  sKi
JIO3BOJISIFOTH KJIIHIIUCTaM e(eKTHBHO

BukopuctoByBatu LI mis miarsoctuxu [EL

e MynbTHOMIKA Ta IMyHOMIKa: MOEIHAHHS TAHHX
CeKBEHYBaHHsI OJMHUYHUX KIITHH (single-cell
RNA-seq),
anroputmamu 11 no3BonmuTh rmbie po3ymitu

NPOTEOMIKH Ta MeTabOJOMIKH 3

po3po0IIsITH
IHAMBIqyaTi30BaHi cTparerii JikyBaHHS [28, 42].

iMyHHI MeXaHi3MHU Ta

e PosmmpenHs 0a3 paHWX 1 penpe3eHTaTHBHOCTI:

CTBOpEHHS  IIOOAIBHMX  PENo3uTapiiB 3
ypaxyBaHHAM T'€HETHYHOTO Ta  ETHIYHOTO
PI3HOMaHITTS TTOKPAIIUTh MIPOTHOCTUYHY

IIHHICTE MOJENEN.
e ETnuHi Ta perynaTOpHI paMKH: YJOCKOHAJICHHS

MEXaHI3MIB 3aXHCTy II€PCOHAJIBHUX JIAHHX,

BIIPOBA/DKCHHS HALIOHAJIBHUX 1 MDKHAPOIHHUX
craraaptiB Bukopuctanas LI y menummni [50].

e [ligBumeHHss OOI3HAHOCTI JiKapiB: po3poOka

OCBITHIX ~MOJYJIB, TpPEHIHIB Ta CHCTEM

HaCTaBHHUIITBa JUIA HiHFOTOBKI/I

e(heKTUBHO

¢axiBIiB,

3IaTHUX npamroBaty 31 LI-
Moayisimu [22].
e IlporHo3yBaHHsA BimmoBimi Ha Tepamito: I

J03BOJII€ HE JHUIIEC ITOCTaBHUTH Z[ial"HOS, ajge

NPOTHO3YBAaTH pEaKLil0 HA KOHKPETHI BUAU
iMyHOTeparii, o 3abe3mneuye OLTBII
TapreToBaHuii 1 eQeKTUBHMH WiOXig 10

JiKyBaHHs [44].

e Menuyna piBHicTh i moctymHicte: I moxe
CTaTH IHCTPYMEHTOM JJIsi 3MEHIICHHS PO3PUBY
MK BEJIMKHMHU aKaJeMIYHUMH [EHTpaMH Ta
MeIUYHUMHU
3a0e3neuyroun
CKJIQJIHOT JiarHocTuky [48, 51].

yCTaHOBaMHu B perioHax,

CNpaBeUIMBUH  JOCTYIl [0
VY cykymHOCTI i HampsAMKA (GOPMYIOTh MiIIPYHTS
IUIsL CTBOPEHHS CTIifiKHMX, JOCTYNHHX i BHCOKOTOYHHX
CHCTEeM JIarHOCTUKH Ta JikyBaHHs BIII, opieHTOBaHMX
Ha maijieHTa. Peaiizalisi IMX NEPCHEKTHB MOXJIMBa
JMIIE 33 YMOB TICHOT MDKAMCUMIUIIHAPHOI CIiBIIpal,
y4acTi MAI[iEHTChKUX CIUIBHOT 1 MOJIITHYHOI BOJI 10
TpaHcdopMallii CHCTEMH OXOPOHH 3/10POB's.

epcnexTuBn BIIPOBA/ZKEHHS I I
niarnoctuxu BIII B Ykpaini
3Bakal0uM Ha 3pPOCTAIOYHMU IHTEpeC HayKOBOI

cinpHOTH 10 BukopuctanHs LI y menuuniil nmpakTuii,
30KpeMa Ul JIarHOCTHUKU Ta MPHUHATTS KIIHIYHAX
pimens y cdepi BIIl, a Takox Ha HOro YHCIIEHHI
repeBaru, MU TPOAHATI3YyBajdW TMOTCHIIIHHI [UISXU
BrpoBakeHHs I B Ykpaini. Y KoHTeKcTI akTHBi3amii
3ycWib TIOAO TMOKpamieHHs niarHoctuku BIII B
nepxasi, Bukopuctanas LI moxe OyTu pearnizoBaHe 3a

TaKUMH CTpaTeFi‘IHI/IMI/I HaIllpsIMKaMu:
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CrBopeHHs HauioHanbHOro peectpy BIII 3
BOY/JIOBAaHUMH IHCTPYMEHTAaMH aHANITHKH Ta
Bi3yamizamii, 1[0 JO3BOJIATHME  BUSBIITH
3aKOHOMIPHOCTi,  OI[iHIOBaTH  €(EeKTHUBHICTh
Tepamii Ta MPOTHO3yBATH PU3UKH.

Hudporizaris MeIUIHAX KapTOK 3 YpaxyBaHHIM
BIIl: crammapTu3aiiis CICKTPOHHUX MEIMIHHUX
3aIKCiB /I MOJIETIICHHS] aBTOMaTHIHOTO 300py
JAHWX, PpEJNCBaHTHHX MU  IMyHOAE(DIIUTIB
(cumntomMu, yacrora iHQeKUid, pe3yibTaTH
aHai3iB).

Po3pobka inTepodeiiciB s imterpamii LI B
MeanyHi iHpopMmamiiHi cuctemu (MedData,
eHealth Tommo).

3arycK MiJIOTHUX MPOEKTIB Y IUTSIUX JIIKAPHIX
3 BUKOPUCTAaHHAM KJIIHIYHHUX pimeHs Ha 0a3i [
JUIL PAHHBOTO BHSIBIICHHS IITCH 13 MiI03pOI0 Ha
BIII.

dopmyBaHHS MYJIBTUIUCHUIUTIHADHAX KOMaHI,
SIKi BKITFOYAIOTh JUTSIYMAX IMYHOJIOTIB, MEAMIHHUX

reHeTuKiB, OioiHdopmarukiB, ¢daxiBuiB 3
00poOku MeauuHUX naHuX Ta IT-ekcrepTis.

e PosmmpeHHs MiKXHapoOAHOI CHIiBHIpall, 30KpeMa
yepe3 ydacTb y  TJOOQIBHHX  IIPOEKTaxX
(mampuxnax, JMF, ESID, IPOPI) ta ysidikamito
yYKpaiHCBPKMX 0a3 HaHWX 3 MDKHApPOJIHUMH
CTaH/apTaMH, 10 JAO03BOJHTH MiJBHUIIUTH SIKICTh
JIarHOCTUKH Ta JJOCIIIIXKCHB.

e 3ajyueHHs YKpalHCBKUX CTapTamiB, TEXHIYHUX
KOMIaHId Ta MDKHAPOJHUX IHBECTOPIB IS
crBopenHss LI-nponykriB y cdepi piaxicHUX
3aXBOPIOBaHb, 30kpema BIII.

e CruMmymioBaHHS IHHOBAIlif dYepe3 TPaHTOBI
KOHKypcu a0o axcenepaTopy y CIiBIpami 3
MO3, MOH, USAID, Horizon Europe Toro.

BmpoBamxenus Il B memmuny cdepy VYxipainy,

30kpema s giarHoctuku  BIII, wMae  3HauHuMii
NOTEHIiall,  OJHAK  CYNPOBOIKYETHCS  HHU3KOIO
CHCTEMHHUX, TEXHIYHHMX, €THYHMX Ta KaJpOBUX
npo6iieM, sIKi HaBeJleHo B Tabmnuii 4.

Tabnuusa 4 bap’cpu enposadcenns LI ¢ diacnocmuxy BIII ¢ Ykpaini

OOMeKeHHS

Onrc oOMeXeHHs

Henocraras nudposizartis
CHCTEMH OXOPOHH 3JI0POB’S

e  DparMeHTOBAHICTh CICKTPOHHUX MEIUYHHX 3aIKCIB, BIICYTHICTh YHI(IKOBAHOTO
MIIXOy IO CTPYKTYPYBaHHS JaHUX.

e  HeBnpoBa/HKEHICTh €JEKTPOHHOT iCTOPil XBOPOOHU Yy OLIBIIOCTI 3aKIIa/liB, OCOOIMBO
B perioHax.

e  BinCyTHICTP TOBHOIIHHHX €NCKTPOHHHAX PEECTPIB MAIIEHTIB 13 PiOKICHAMH
3aXBOpIOBaHHAMHU (30kpema BIII).

OO6MerxeHa JOCTYTHICTh
SKICHUX KJIIHIYHUX 1
FEHETUYHUX JAaHUX

e  MarnoneHTpoBicTs a00 pO3PI3HEHICTh JaHWX, BIJACYTHICTH IIEHTPATi30BAaHOTO
30epiraHHs.

e  Husekwuii piBeHh MOJEKYISAPHOI MiarHOCTUKH, oOMexkeHui noctyn 1o WES/WGS-
aHaizy.

e  JlaHi yacTO HECTPYKTYPOBaHi, BIICYTHS CTaHAaPTH3AIlis TEPMIHOJIOTII.

Jedinut xBamiikoBaHIX
KazpiB

e DBpak (¢axiBiiB, sKi OJHOYACHO PO3YMIIOThCS HA KIIHIYHIA MEIUIMHI,
oioirndopmaruir ta IT.

e  BigcyTHICTP MDKIUCUMIUTIHAPDHMX OCBITHIX MporpaM JUis IMiATOTOBKH TaKHX
CIIEIaIiCTIB.

e  Hwuspka 00i3HaHICTb JiKkapiB momo MoxiruBocteit L1 y mpakTuii.

OOMeXeHe TEXHIYHE Ta
nporpaMHe 3a0e3rneueHHsI

e  Bucoki BUTpaTH Ha BIPOBA/DKEHHS CHCTEM MAIIMHHOIO HAaBYaHHS Ta OOPOOKU
BEJIMKUX 00OCSTIB JaHUX.

e  BinCcyTHICTP IOCTYIy IO 3aXWIICHUX MEAWYHUX NaTa-IeHTPiB 1 Tmatdopm mist
aHamizy.

Perynsatopna
HEBH3HAYEHICTh

e  BincyTHi 4iTKi eTHYHI Ta FOPUINYHI pamMKu Moo 3actocyBanHs LI B xiiHIYHI
TPAKTHIIL.

e  Hesusnauenwii ropunnanmii craryc LI sk iHCTpyMEHTY MEAWYHOTO PIIICHHS: XTO
HECe BiNOBITALHICTD 33 IOMHUJIKY aJTOpUTMY?

[IpobGaemu 3 MiKBiTOMUOIO
Ta MXXHAPOIHOIO
THTerpalliero

e  CkiagmicTh iHTEeTpaIlii yKpaiHCPKUX JaHUX Y MDKHApOIHI 0a3u depe3 BiJICYyTHICT
CTaHJapTH3AIIi1.

e  bBpak BigKpWUTHX [MaHWX JUIA TPEHYBaHHSA MOJAENEeH y KOHTEKCTI YKpaiHCHKOI
TIOTTY JISATIII.

®dinaHCcyBaHHSA Ta
NIPIOPUTETHICTH

e  bBpak agepkaBHOro (iHAHCYBaHHA Ha JOCHITHHIBKI TpoekTn B ramy3i LI Ta
OXOPOHH 3710POB’sI.

o  KoHKypeHIIis 32 pecypcH 3 iHIIUMH MPIOPUTETHAMH HAIIPSIMKaMHU B YMOBaX BiHHH
Ta 0OMEXEHOT0 OIOJDKETY.
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BUCHOBKH
I Tyunuit IHTEJIEKT € MEePCIIEKTUBHUM
iHCTpyMeHTOM y  0opoTe0i 3  JiarHOCTHYHUMH

3aTpUMKaMH MPH BPODKEHUX IMOMIUIKAX iMyHiTeTy. Bin
y’K€ CBOTOIHI JEMOHCTPYE VCIINIIHI pe3yiIbTaTH B
aHami3i  MEIWYHHX  3aIiciB, JIabopaTopHHX i
TeHETHYHUX JaHHX, [0 MOXKe OyTH BArOMHM BHECKOM B
peamizarito  IiIei

CTaJIOTO  PO3BUTKY, CIPUAIOYU

BKJIA/l ABTOPIB

MOKPALICHHIO JOCTYITy 10 SIKICHOT MEIUYHOI JIOTIOMOTH
B YMOBax pecypciB. OpmHak HoOTO
e(peKTHBHE BHUKOPHCTaHHA TIOTPeOye KOMIUIEKCHOTO
MiaxXoxy: Bif 300py SKICHUX AaHUX O MDKraxy3eBoi
criBmparii. B ymoBax pedopMyBaHHS OXOpPOHH 310pOB’S
B VYkpaini inrerpamis I B wminiuyHy 1 mabopaTtopHy
MPAaKTHUKy MOX€E CTaTd 3HAYHUM IHPOPHBOM Y
CBO€YACHOMY BUSIBIICHHI Ta JlikyBaHH1 BIII.

00MEXKEHUX

ABTOp 3po0Wia BHECOK y HAINMCAHHSA IOYAaTKOBOI 1 TMEpPEerisHyTOi Bepcii IBOr0 IOKYMEHTa 1 Hece IIOBHY

BiJINIOBIJAJIBHICTH 32 IUTICHICTh YCiX aCMeKTIB poOOTH.

JOKEPEJIA ®IHAHCYBAHHSA

3a3HaueHe AOCIIHKEHHS TPOBOAMIOCH O3 TPaHTOBOI i ITPUMKH.

KOH®JIIKT IHTEPECIB

ABTOpPH 3asBIIIOTH MPO BIICYTHICTH KOH(DIIKTY iHTEpPECIB.

BUKOPUCTAHHS HITYYHOI' O IHTEJIEKTY

ABTOpH MiATBEP/KYIOTH, IO ITiJl 4ac HAIIMCAHHS YM PeJaryBaHHs PyKOIHNCY HE BUKOPHCTOBYBAJIUCS TEXHOJIOTIT

IITYYHOTO IHTEJIEKTY.

CIIUCOK JIITEPATYPU

1.  Bousfiha AA, Jeddane L, Moundir A, Cecilia Poli M,
Aksentijevich I, Cunningham-Rundles C, et al. The
2024 update of IUIS phenotypic classification of human
inborn errors of immunity. J Hum Immun. 2025;1
(1):¢20250002. https://doi.org/10.70962/hi.20250002

2. Cecilia Poli M, Aksentijevich I, Bousfiha AA,
Cunningham-Rundles C, Hambleton S, Klein C, et al;
Human inborn errors of immunity: 2024 update on the
classification from the International Union of
Immunological Societies Expert Committee. J Hum
Immun. 2025;1 (1):€20250003.
https://doi.org/10.70962/jhi.20250003

3. Notarangelo LD, Bacchetta R, Casanova JL, Su HC.
Human inborn errors of immunity: An expanding
universe. Sci Immunol. 2020;5(49):eabb1662.
https://doi.org/10.1126/sciimmunol.abb1662.

4. Thalhammer J, Kindle G, Nieters A, Rusch S, Seppanen
MR, Fischer A, et al; European Society for
Immunodeficiencies Registry Working Party. Initial
presenting manifestations in 16,486 patients with inborn
errors of immunity include infections and noninfectious
manifestations. J Allergy Clin Immunol.
2021;148(5):1332-1341.¢€5.
https://doi.org/10.1016/j.jaci.2021.04.015.

5. Patel PK, Chinga ML, Yilmaz M, Joychan S, Ujhazi B,
et al. Correction to: Clinical and Treatment History of
Patients with Partial DiGeorge Syndrome and
Autoimmune Cytopenia at Multiple Centers. J Clin
Immunol. 2024;44(3):72.
https://doi.org/10.1007/s10875-024-01677-x. Erratum
for: J Clin Immunol. 2024;44(2):42.
https://doi.org/10.1007/s10875-023-01607-3.

6.  Boyarchuk O. Allergic manifestations of primary
immunodeficiency diseases and its treatment
approaches. Asian Journal of Pharmaceutical and
Clinical Research.2018; 11(11):83-90.
doi:10.22159/ajper.2018.v11i11.29059.

7. Ghosh A, Samanta M, Ghosh P, Chatterjee M, Mondal
R, Sabui TK. Competency of Jeftrey Modell
Foundation warning signs and routine laboratory tests in
suspecting primary immunodeficiencies: A cross-
sectional multi-centric prospective study from eastern
India. Int J Rheum Dis. 2024;27(11):e15405.
https://doi.org/10.1111/1756-185X.15405. Erratum in:
Int J Rheum Dis. 2025 Feb;28(2):¢70046.
https://doi.org/10.1111/1756-185X.70046.

8. O’Sullivan MD, Cant AJ. The 10 warning signs: a time
for a change? Curr Opin Allergy Clin Immunol.
2012;12(6):588-94.
https://doi.org/10.1097/ACI.0b013e3283591534.

9. Arkwright PD, Gennery AR. Ten warning signs of
primary immunodeficiency: a new paradigm is needed
for the 21st century. Ann N Y Acad Sci. 2011;1238:7-14.
https://doi.org/10.1111/j.1749-6632.2011.06206.x.

10. Arslan S, Ucar R, Caliskaner AZ, Reisli I, Guner SN,
Sayar EH, et al. How effective are the 6 European
Society of Immunodeficiency warning signs for primary
immunodeficiency disease? Ann Allergy Asthma
Immunol. 2016;116(2):151-155.¢el.
https://doi.org/10.1016/j.anai.2015.12.001.

11.  Yildiz E, Colkesen F, Evcen R, Sadi Aykan F, Kiling
M, Arslan S. Evaluation of the Effectiveness of the 6
Warning Signs of the European Society for
Immunodeficiencies for Primary Immunodeficiencies in

1002



Eastern Ukrainian Medical Journal. 2025;13(4):993-1004

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

Older Adults. Int Arch Allergy Immunol.
2024;185(4):402-410.
https://doi.org/10.1159/000535604.

Boyarchuk O, Volyanska L, Kosovska T,
Lewandowicz-Uszynska A, Kinash M. AWARENESS
OF PRIMARY IMMUNODEFICIENCY DISEASES
AMONG MEDICAL STUDENTS. Georgian Med
News. 2018;(285):124-130. PMID: 30702085.

Hariyan T, Kinash M, Kovalenko R, Boyarchuk O.
Evaluation of awareness about primary
immunodeficiencies among physicians before and after
implementation of the educational program: A
longitudinal study. PLoS One. 2020;15(5):¢0233342.
https://doi.org/10.1371/journal.pone.0233342.

Modell F, Puente D, Modell V. From genotype to
phenotype. Further studies measuring the impact of a
Physician Education and Public Awareness Campaign
on early diagnosis and management of primary
immunodeficiencies. Immunol Res. 2009;44(1-3):132-
49. https://doi.org/10.1007/s12026-008-8092-3.
Volokha A, Bondarenko A, Chernyshova L, Hilfanova
A, Stepanovskiy Y, Boyarchuk O, et al. Impact of the J
Project on progress of primary immunodeficiency care
in Ukraine. Cent Eur J Immunol. 2021;46(2):250-257.
https://doi.org/10.5114/ceji.2021.108183.

Puck JM. Newborn screening for severe combined
immunodeficiency and T-cell lymphopenia. Immunol
Rev. 2019;287(1):241-252.
https://doi.org/10.1111/imr.12729.

Taki M, Miah T, Secord E. Newborn Screening for
Severe Combined Immunodeficiency. Immunol Allergy
Clin North Am. 2021;41(4):543-553.
https://doi.org/10.1016/j.iac.2021.07.007.

Lev A, Somech R, Somekh 1. Newborn screening for
severe combined immunodeficiency and inborn errors
of immunity. Curr Opin Pediatr. 2023;35(6):692-702.
https://doi.org/10.1097/MOP.0000000000001291.
Boyarchuk O, Yarema N, Kravets V, Shulhai O,
Shymanska I, Chornomydz I, et al. Newborn screening
for severe combined immunodeficiency: The results of
the first pilot TREC and KREC study in Ukraine with
involving of 10,350 neonates. Front Immunol.
2022;13:999664.
https://doi.org/10.3389/fimmu.2022.999664.

Abrams ED, Basu A, Zavorka Thomas ME, Henrickson
SE, Abraham RS. Expanding the diagnostic toolbox for
complex genetic immune disorders. J Allergy Clin
Immunol. 2025;155(2):255-274.
https://doi.org/10.1016/j.jaci.2024.11.022.

United Nations. Transforming our world: The 2030
agenda for sustainable development [Internet]. New
York: United Nations; 2015 [cited 2025 Jun 23].
Available from: https://sdgs.un.org/goals

Rider NL, Coffey M, Kurian A, Quinn J, Orange JS,
Modell V, et al. A validated artificial intelligence-based
pipeline for population-wide primary immunodeficiency
screening. J Allergy Clin Immunol. 2023;151(1):272-
279. https://doi.org/10.1016/j.jaci.2022.10.005.
FitzPatrick AM, Chin AT, Nirenberg S, Cunningham-
Rundles C, Sacco K, Perlmutter J, et al. Piloting an

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

automated query and scoring system to facilitate APDS
patient identification from health systems. Front
Immunol. 2025;15:1508780.
https://doi.org/10.3389/fimmu.2024.1508780.
Bloomfield M, Klocperk A, Zachova R, Milota T,
Kanderova V, Sediva A. Natural Course of Activated
Phosphoinositide 3-Kinase Delta Syndrome in
Childhood and Adolescence. Front Pediatr.
2021;9:697706.
https://doi.org/10.3389/fped.2021.697706.

Alsaati N, Penney C, Helbig I, Sullivan KE. A
predictive model for identification of pediatric
individuals with common variable immunodeficiency
through electronic medical records. J Allergy Clin
Immunol. 2025:50091-6749(25)00263-5.
https://doi.org/10.1016/j.jaci.2025.02.032.

Johnson R, Stephens AV, Mester R, Knyazev S, Kohn
LA, Freund MK, et al. Electronic health record
signatures identify undiagnosed patients with common
variable immunodeficiency disease. Sci Transl Med.
2024;16(745):eade4510.
https://doi.org/10.1126/scitranslmed.ade4510.

Méndez Barrera JA, Rocha Guzman S, Hierro
Cascajares E, Garabedian EK, Fuleihan RL, Sullivan
KE, et al. Who's your data? Primary immune deficiency
differential diagnosis prediction via machine learning
and data mining of the USIDNET registry. Clin
Immunol. 2023;255:109759.
https://doi.org/10.1016/j.clim.2023.109759.

Martinson AK, Chin AT, Butte MJ, Rider NL. Artificial
Intelligence and Machine Learning for Inborn Errors of
Immunity: Current State and Future Promise. J Allergy
Clin Immunol Pract. 2024;12(10):2695-2704.
https://doi.org/10.1016/j.jaip.2024.08.012.

Juhn Y, Liu H. Artificial intelligence approaches using
natural language processing to advance EHR-based
clinical research. J Allergy Clin Immunol.
2020;145(2):463-469.
https://doi.org/10.1016/j.jaci.2019.12.897.

Wei WQ, Denny JC. Extracting research-quality
phenotypes from electronic health records to support
precision medicine. Genome Med. 2015;7(1):41.
https://doi.org/10.1186/s13073-015-0166-y.

Roberts K, Chin AT, Loewy K, Pompeii L, Shin H,
Rider NL. Natural language processing of clinical notes
enables early inborn error of immunity risk
ascertainment. J Allergy Clin Immunol Glob.
2024;3(2):100224.
https://doi.org/10.1016/j.jacig.2024.100224.

Gutierrez MJ, Sullivan KE, Fuleihan R; USIDNET
Consortium; Bingham CO 3rd. Phenotypic
characterization of patients with rheumatologic
manifestations of common variable immunodeficiency.
Semin Arthritis Rheum. 2018;48(2):318-326.
https://doi.org/10.1016/j.semarthrit.2018.02.013.
Keller MD, Pandey R, Li D, Glessner J, Tian L,
Henrickson SE, et al. Mutation in IRF2BP2 is
responsible for a familial form of common variable
immunodeficiency disorder. J Allergy Clin Immunol.

1003



Eastern Ukrainian Medical Journal. 2025;13(4):993-1004

34.

35.

36.

37.

38.

39.

40.

41.

42.

2016;138(2):544-550.¢4.
https://doi.org/10.1016/j.jaci.2016.01.018.

Farmer JR, Ong MS, Barmettler S, Yonker LM,
Fuleihan R, Sullivan KE, et al. Common Variable
Immunodeficiency Non-Infectious Disease Endotypes
Redefined Using Unbiased Network Clustering in Large
Electronic Datasets. Front Immunol. 2018;8:1740.
https://doi.org/10.3389/fimmu.2017.01740.

Robinson PN, Haendel MA. Ontologies, Knowledge
Representation, and Machine Learning for Translational
Research: Recent Contributions. Yearb Med Inform.
2020;29(1):159-162. https://doi.org/10.1055/s-0040-
1701991.

Haimel M, Pazmandi J, Heredia RJ, Dmytrus J, Bal SK,
Zoghi S, et al. Curation and expansion of Human
Phenotype Ontology for defined groups of inborn errors
of immunity. J Allergy Clin Immunol. 2022;149(1):369-
378. https://doi.org/10.1016/j.jaci.2021.04.033.

Takao MMV, Carvalho LSF, Silva PGP, Pereira MM,
Viana AC, da Silva MTN, et al. Artificial Intelligence in
Allergy and Immunology: Comparing Risk Prediction
Models to Help Screen Inborn Errors of Immunity. Int
Arch Allergy Immunol. 2022;183(11):1226-1230.
https://doi.org/10.1159/000526204.

Rider NL, Cahill G, Motazedi T, Wei L, Kurian A,
Noroski LM, et al. PI Prob: A risk prediction and
clinical guidance system for evaluating patients with
recurrent infections. PLoS One. 2021;16(2):¢0237285.
https://doi.org/10.1371/journal.pone.0237285.
Emmaneel A, Bogaert DJ, Van Gassen S, Tavernier SJ,
Dullaers M, Haerynck F, et al. A Computational
Pipeline for the Diagnosis of CVID Patients. Front
Immunol. 2019;10:2009.
https://doi.org/10.3389/fimmu.2019.02009.

Biswas N, Chakrabarti S. Artificial Intelligence (Al)-
Based Systems Biology Approaches in Multi-Omics
Data Analysis of Cancer. Front Oncol. 2020;10:588221.
https://doi.org/10.3389/fonc.2020.588221.

Lawless D, Lango Allen H, Thaventhiran J; NIHR
BioResource—Rare Diseases Consortium; et al.
Predicting the Occurrence of Variants in RAGI and
RAG2. J Clin Immunol. 2019;39(7):688-701.
https://doi.org/10.1007/s10875-019-00670-z.

Yates J, Gutiérrez-Sacristan A, Jouhet V, LeBlanc K,
Esteves C; et al. Finding commonalities in rare diseases
through the undiagnosed diseases network. J Am Med
Inform Assoc. 2021;28(8):1694-1702.
https://doi.org/10.1093/jamia/ocab050.

QOoepoicano 28.03.2025

BIJOMOCTI ITPO ABTOPIB

43.

44,

45.

46.

47.

48.

49.

50.

Mishima H, Suzuki H, Doi M, Miyazaki M, Watanabe
S, Matsumoto T, et al. Evaluation of Face2Gene using
facial images of patients with congenital dysmorphic
syndromes recruited in Japan. J Hum Genet.
2019;64(8):789-794. https://doi.org/10.1038/s10038-
019-0619-z.

Shen T, Wang H, Hu R, Lv Y. Developing neural
network diagnostic models and potential drugs based on
novel identified immune-related biomarkers for celiac
disease. Hum Genomics. 2023;17(1):76.
https://doi.org/10.1186/s40246-023-00526-z.

Rider NL, Li Y, Chin AT, DiGiacomo DV, Dutmer C,
Farmer JR, et al. Evaluating large language model
performance to support the diagnosis and management
of patients with primary immune disorders. J Allergy
Clin Immunol. 2025:S0091-6749(25)00166-6.
https://doi.org/10.1016/j.jaci.2025.02.004.

Greenes RA, Bates DW, Kawamoto K, Middleton B,
Osheroft J, Shahar Y. Clinical decision support models
and frameworks: Seeking to address research issues
underlying implementation successes and failures. J
Biomed Inform. 2018;78:134-143.
https://doi.org/10.1016/j.jbi.2017.12.005.

Kanbar LJ, Wissel B, Ni Y, Pajor N, Glauser T, Pestian
J, et al. Implementation of Machine Learning Pipelines
for Clinical Practice: Development and Validation
Study. JMIR Med Inform. 2022;10(12):¢37833.
https://doi.org/10.2196/37833.

Cary MP Jr, Zink A, Wei S, Olson A, Yan M, Senior R,
et al. Mitigating Racial And Ethnic Bias And
Advancing Health Equity In Clinical Algorithms: A
Scoping Review. Health Aff' (Millwood).
2023;42(10):1359-1368.
https://doi.org/10.1377/hlthaff.2023.00553.

Abramoff MD, Tarver ME, Loyo-Berrios N, Trujillo S,
Char D, Obermeyer Z, et al; Foundational Principles of
Ophthalmic Imaging and Algorithmic Interpretation
Working Group of the Collaborative Community for
Ophthalmic Imaging Foundation, Washington, D.C.;
Maisel WH. Considerations for addressing bias in
artificial intelligence for health equity. NPJ Digit Med.
2023;6(1):170. https://doi.org/10.1038/s41746-023-
00913-9.

Riviere JG, Soler Palacin P, Butte MJ. Proceedings
from the inaugural Artificial Intelligence in Primary
Immune Deficiencies (AIPID) conference. J Allergy
Clin Immunol. 2024;153(3):637-642.
https://doi.org/10.1016/j.jaci.2024.01.002.

3ameeporiceno 00 opyky 14.05.2025

Oxcana Bosipuyk, TOKTOp MEIMYHHX HayK, Mpodecop, 3aBigyBad Kadepy ANTIIUX XBOPOO 3 TUTSIOIO Xipypriero

TepHOMIIBCHKOTO HALIIOHAILHOTO MeIMYHOT0 yHiBepcurety iM..I. 5. opbaueBcbkoro, Tenedon +380352
524492; enektpoHHa momta — boyarchuk@tdmu.edu.ua

ORCID ID: https://orcid.org/0000-0002-1234-0040

1004


mailto:boyarchuk@tdmu.edu.ua
https://orcid.org/0000-0002-1234-0040

