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BHYTPEHHMUWE BOJIE3HH

INTERNAL DISEASES

PE3IOME

AkmyanbHocmeb. bonesHo @abpu (b®) — 3mo 2eHemuyvecku 06yc/108/1eHHOE
3a6oegaHue, npu KOMmopom hopmupyemcs degpuyum usu NOSIHOe omcymcmaue
akmusHocmu a-zanakmo3sudasel A (GLA/AGAL, galactosidase alpha/alpha-
galactosidase). JuazHocmuka 0aHHO20 3a60/1€8AHUA CONPAXEHA C OnpedesiéH-
HbIMU CJIOXXHOCMAMU, 0CO6eHHO Npu No30Hem 0ebrome, ¢ NpeuMywecmaeHHbIM
nopaxkeHuem cepoya.

Lens uccnedoeanus. OyeHka cneyuadsibHO pa3pabomaHHbIX anzopummos cKpu-
HuHza 6one3Hu Pabpu 8 peasibHOU KAUHUYeCcKoU Npakmuke.

Mamepuansel u Memoobl. AHA/IU3 NPOBOOUJICA PeMpPOCNEKMUBHO HA OCHO8e
MeOuyuHckol dokyMmeHmayuu. buiio npoaHanu3uposaHo 91 848 meOuUYUHCKUX
3akntoyeHul. ChopmuposaHsi 08a an20pumma 0715 hopmMupo8aHus 6a3bl OGHHbIX.
Mepesbiti anzopumm 8ka4an nayueHmos 25-60 nem ¢ ymonuwjeHueM CmeHKU
n1eso2o xesnyoouka (/1K) 0o 13 mm u 6os1ee no 0aHHbIM 3xoKkapouozpaguu (IxoKT)
U MAa2HUMHo-pe3oHaHcHol momozpaguu (MPT), umetowjux HapyweHuUs pumma,
nposodumocmu cepdya usiu ykopouyeHue uHmepegasna PQ. Kpumepuamu ucknio-
YeHuUsA ABAIUCH 2UNEPMOHUYECKAs 60/1e3Hb USIU apmepuasibHAs 2unepmeH3us,
amusioudos cepoya, 6ose3Heb fowe. Bmopol anzopumm eK104a I NauueHmMos
25-601em c ymonweHuem cmeHku JIXK 0o 13 mm u 6os1ee no daHHsim IxoKIu MPT
8 codemaHuu ¢ apmepuassHol 2unepmer3uel, HapyweHUsMU pumma, nposo-
oumocmu cepoya usu ykopodeHuem uHmepegasna PQ. Kpumepuamu uckioyeHus
ABJIANIUCL AMUJIOUO03 cepoya u 6ose3Hb [owe.

Pe3ynemamel. B pe3synemame npumeHeHus 08yx as2opummos bbuiiu cgop-
MUpOBaHbI 2pynnebi: 1-a 2pynna — 46 nayueHmos, u3 HUx 17 nayueHmos ¢ Hapy-
weHuemM pumma usu npogoouMocmu cepoyd; 2-a epynna — 31 nayueHm, u3 Hux
24 nayueHma ¢ HapyweHuem pumma uau npogooumocmu cepoya. llayueHmel
6b171U Npu21auweHbl Ha NPUEM 0J19 NPoBeOeHUS 2eHeMUYeCKo20 UCC/1e008aHUS
U uamepeHus akmusHocmu a-D-2anakmoz3el. Y ecex 06¢1e008aHHbIX NAYUEHMO8
ypo8eHb akmusHocmu ¢pepmeHma a-D-2anakmosel 6611 8 npedesiax HOPMAasbHbIX
3Ha4eHul, a 2eHemu4ecKul mecm NoKasas ompuyamersibHbll pe3ysabmam.
Bb180d. Yacmomascmpeuaemocmu b® 8 kapouosiozudeckol nonyiayuu aenisem-
A HuskoU. OOHAKo npuMeHeHue cCheyuasiu3upo8aHHbIX A120pUMMOB 0/15 CKPUHUH-
2a hayueHmos c 0aHHOU namosiozueli N03801UM 8bIA8/1AMb NAYUEHMO8 Ha PAHHUX
cmaousx 3abosiesaHus 0715 ceoespeMeHH020 Hayaia mepanuu.

Knrouesoble cnoea: depuyum a-2anakmo3sudassl A, 6onesHs Gabpu, 2unepmpo-
¢uyeckas kapouomuonamus, OUAzHO3

Ona untnposaHua: letpyxuHa A.A., HacoHosa C.H., Xnpos W.B., Ocmonosckas 10.0.,
TepeuweHko C.H., Manees ®.H. CnoxHocTn AnarHoctuku 6onesHn Gabpu B peanbHON
KNMHUYecKon npakTtuke. Acta biomedica scientifica. 2025; 10(1): 50-58. doi: 10.29413/
ABS.2025-10.1.5
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ABSTRACT

Background. Fabrydisease is a genetically determined disease in which deficiency
or complete absence of a-galactosidase A (GLA/AGAL) activity is formed. Diagno-
sis of this pathology is difficult, especially in late onset, with predominant cardiac
involvement.

The aim. Evaluation of specially designed screening algorithms for Fabry disease
in real clinical practice.

Materials and methods. The analysis was conducted retrospectively on the basis
of medical documentation. 91 848 medical reports were analyzed. Two algorithms
have been developed for the creation of the database. The first algorithm included
patients aged 25-60 years with a left ventricle wall thickness of 13 mm or more,
as indicated by echocardiography and magnetic resonance imaging, and exhibiting
disturbances in cardiac rhythm, cardiac conduction, or a reduction in the PQ inter-
val, as determined by echocardiography. Exclusion criteria included hypertension,
aortic aneurysm, cardiac amyloidosis, and Gaucher disease. The second algorithm
included patients aged 25-60 years with a left ventricle wall thickness of 13 mm
or more, in conjunction with hypertension, disturbances in cardiac rhythm, cardiac
conduction, or reduction of PQ interval. The exclusion criteria were cardiac amyloi-
dosis and Gaucher disease.

Results. Asaresult of applying two algorithms, the following groups were formed:
Group 1-46 patients, including 17 patients with cardiac rhythm or conduction disor-
ders; Group 2 - 31 patients, including 24 patients with cardiac rhythm or conduction
disorders. Patients were invited to an appointment for genetic testing and measure-
ment of a-D-galactose activity. All patients tested had a-D-galactose enzyme activity
levels within normal limits and the genetic test was negative.

Conclusion. The incidence of Fabry disease in the cardiac population is low. How-
ever, the use of specialized algorithms for screening patients with this pathology will
allow identifying patients at early stages of the disease for timely initiation of therapy.

Key words: a-galactosidase A deficiency, Fabry disease, hypertrophic cardiomy-
opathy, diagnosis
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BBEAEHUE

BonesHb Pabpu (BD) — 3T0 reHeTNYECKM OOYCNIOBEH-
Hoe 3aboneBaHue, Npy KoTopom dopmupyeTtca aeduumnt
UNY NONIHOe OTCYTCTBME aKTUBHOCTW O-ranakTo3npasbl A
(GLA/AGAL, galactosidase alpha/alpha-galactosidase) [1].

[laHHOe 3a605eBaHNe OTHOCUTCA K X-CLienneHHbIM K-
30COMarsbHbIM 3ab6oneBaHuam. GepMeHT a-ranaktusaga A
oTWennAeT TePMUHabHbIN OCTAaTOK A-TanakTo3bl ONWro-
CaxapygHOW LieHTpanbHOW Lenu rukoCchUHronnunmngos.

CHWXeHVe aKTUBHOCTY aHHOTrO GepMeHTa NpruBOAMT
K HaKOMEeHMIO IM30COMAIbHOIO r1060TPUao3uLepamu-
na (Gb3) v poacteeHHoOro emy rno6oTprao3nnchuHrosmHa
(nn30-Gb3) B sHOOTENMaNbHbBIX KNeTKax cocydos, NoAoLu-
Tax, KApAMOMMOLUTAX, KNeTKax nepudeprnieckor HepBHOM
CMCTeMbl, BBUAY Yero NponCXoauT NporpeccupyioLlee BHy-
TPVIKNETOYHOE HaKomieHne rnkodpochonmnmaos, 4to oob-
yCnaBnmBaeT COOTBETCTBYIOLLYIO KITMHNYECKYHO KapTUHY 3a-
6oneBaHus [1, 2]. B 3aBMCMMOCTYM OT NIOKanvsauum nopa-
YKEHMA B KNNHNYECKON KapTUHE MOTYT BCTpeYaTbCA Takue
NpoABNeHUs, Kak HellponaTuyeckas 60s1b, aHrMoKepaToMbl,
rMNOrMapo3, >KenygouHo-K1LLeYHble HapyLweHua. [Ind Bo3-
pactHow rpynnbl 20-40 neT Hanbosee xapakTepHO Nnopa-
»KeHre rnoyek (MPoTerHypUa N CHUXKEHNEe CKOPOCTU Kiy-
604KOBOW PpUNbTPaLK), cepaLa (rnepTpodusi MMoKapaa,
yTOJILEHMEe CTBOPOK KNanaHOB U HapyLIeHWA pUTMa cepa-
La) U LeHTPaNIbHOWM HEPBHOW CUCTEMBbI (TPAH3UTOPHbIE KLLe-
MUYeCKMe aTaku, MHCYNbTbl).

B® oTHOCUTCA K rpynne opdaHHbIX 3aboneBaHnii. Tou-
Has pacnpoCTpaHEHHOCTb faHHOro 3aboneBaHusa B PO He-
n3BectHa. B HacToAwwee Bpema B PQ 3apernctpnpoBaHo
230 naymeHToB ¢ bO, ogHako npegnonaraeMasa pacyéT-
HaA pacnpocTpaHEHHOCTb cocTasnaeT 1 ciyyanm Ha 50-
100 TbiC. HaceneHus. 3apybexKHble aBTOPbI YKa3bIBAOT Ha 60-
nee HM3KYK pacnpocTpaHéHHOCcTb BO — ot 1 Ha 117 000
1o 1Ha476 000 HaceneHusa [3].Tlo yacToTe BCTPEYaeMOCTH
B® 3aHUMaeT 2-e MmecTo noce 6onesHu Fowwe cpeam Nn13o-
COMHbIX 6osie3Hen HakonneHusa [2].

MepBble onvcaHus bO oTtHocATca K 1898 1. 310 HbINK
crlyyam € KpalHe TaKENbIM TedeHneMm, MaHudecTupyoLive
B paHHEM JeTCKOM U MOAPOCTKOBOM BO3pacTe, XapaKTepu-
3yloLmecs NoNNOPraHHON HeJOCTaTOUYHOCTbIO U NleTasbHbl-
MU rcxofdamu. Takoe «Kaccmyeckoe TeueHne» 6b110 onu-
CaHO y NaLMEeHTOB MY>KCKOro nona.

OueBNaHO, UTO AaHHOe 3aboneBaHne pa3BMBaeTCA
BBUAY OTCYTCTBMA O-ranaktuaasbl A 1 Bblpa)KEHHOrO Ha-
konneHuna Gb3 [4]. UmeHHO X-cLennieHHoe HacnefoBaHmne
N 06DBACHAET «KJACCUYECKOe TeUEHMEe» Y NNL, MY»CKOro
nona [4, 5].

KnuHunueckme nposasneHus bO npepcraBneHbl wWmpo-
KUM CneKkTpoM Hecneumdurnyeckmx CMMATOMOB, KOTOPble
He MaTOrHOMOHWYHbI M YaCTO CXOXM C CUMMNTOMaMU fpy-
rux 3abonesaHuii. Clofa OTHOCATCA MOYeYHasa He[OCTaToY-
HOCTb, KapPAMOMUONATKA, HAPYLLEHUA pUTMa CePALA, peun-
OVIBUPYIOLLME NHCYNbTbI B BO3pacTe A0 50 neT, »kenygouHo-
KuLeyHble 601, HelponaTnyeckne 601 B KOHEUHOCTSX,
rMnornapos u aHrnokepatombl [1].

KntoueBbiM paKTOpOM yxyALLeHWsA NPOrHo3a v kayecTsa
»K13HU NaumeHToB ¢ BO ABnAeTCA pa3BUTME MATONOMMYECKO-

52

ro npouecca B cepfLe, YTo NPUBOAUT K Pa3BUTUIO rUnep-
Tpodurueckoro peHoTMNa KapaguonaTuu [5, 6]. ITO MOXeT
NPUBOAUTb K PA3BUTUIO XPOHMYECKOW CepAeyHONn Hepo-
cTaTouHocTn (XCH) ¢ coxpaHHom ppaKumen Boibpoca (DB)
nesoro xenygouka (JTK) v »kenygoukoBbIM HapyLleHUsAM
puTMa cepaua. MaHudectauns 3aboneBaHus NPUXoanTCA
Ha MO10J0M BO3PacCT NAaLMEHTOB: }KEHLWUNHbI cTapLue 40 neT
1 My>XumHbl ctapue 30 ner [7].

Mpu npoBegeHun anddepeHLmnanbHOro agnarHosa c ru-
nepTpoduuyeckoi kapanommonatuer (TKMIM) n eé peHoKo-
NMAMKU HEOH6XOAMMO ONUPATLCA CefyoLne Ha MapKepbl:
yKopoueHue uHtepsana PQ; nHeepcusa 3ybua T; AV-6nokaaa
Ha No3aHNX CcTaguax; 6nokaga nyyka Mca; nepeHecéHHble
OCTpble HapyLUEeHNA MO3rOBOro KPOBOOOPALLEHWS; TPaH3U-
TOPHble MLIemMmnyeckmne atakm [8].

OCHOBHbIM MEeTOOM [AMArHOCTUKM KaK MopakeHus
cepaua npu bO, Tak u gpyrux BUAOB Kap[nMommonaTui Ae-
nAetca axokapauorpadpus (IxoKr). TunmMUHbIM, HO He cnew-
npunuecknm npusHakom bO aABnNsAeTCA KOHUEHTpUYeCKas
runeptpodua mmokapga JIXK 6e3 o6CcTpyKLMM BbIHOCALLErO
TpakTaJIK B NOKOe, YaCcToTa BCTPeUYaeMoCT KOTOPOW cpean
MYy>KUnH gocturaet 50 %, cpeam XeHLWmnH — ogHou TpeTu [9].
MporpeccupoBaHue 3a60neBaHKA CONPAXKEHO C POPMMPO-
BaHVeM ¢pnbpo3a M1MOKapAaa, YTO NPUBOAUT K UCTOHUYEHWIO
3afHen N HUXKHen cTeHKK JTK 1 noaBneHno 30H HapyLLeHNA
NOKanbHOW COKPATUMOCTU MUOKAPAA B BMAE YYACTKOB FMMo-
N aknHe3a. [lonofHUTENbHBIMI 3X0Kapauorpadpryeckumm
npr3HaKamuy ABNATCA rMNepTpodUa NAanVAAAPHbLIX MbILLIL,
1 YTONLLEHKe CTEHKU NPaBoro xenygouka [10]. Ha Hauanb-
HbIX CTaauAxX 3aboneBaHVA COKpaTUTeNIbHAaA CMOCOOHOCTb
Mrokappga JIXK octaértca pnutenbHoe Bpems COXPaHEHHON,
O[HAKO M0 Mepe NporpeccnpoBaHia 3aboneBaHysA nossns-
toTCA 30HbI HGMOPO3a B M1OKAPAE, a TaKXKe B Cllyyae pas3su-
TUA ULIeMUYecKon 6one3Hn cepaua Uy HapyLeHUn puT-
Ma cepaua OB nporpeccuBHo cHukaeTca [11]. Kpome Toro,
avactonuyeckas GyHKUMA MMOKapha Ha PaHHUX CTaguax
3a60/1eBaHMA TaKXKe OCTAETCst HOPMasbHOM, OAHAKO AOCTa-
TOYHO BGbICTPO OTMeuaeTcA eé HapyLleHre. OLeHKa AnacTo-
nnyeckon GYHKUMM JONXKHA OCHOBbBIBATbCA Ha KOMMEKC-
HOW MHTerpauuy JONnIepoBCKUX ANACTONNYECKIX NHOEK-
COB 1 06BEMA NIeBOro NpefcepAns U MHTepnpeTMpoBaTbCA
B KOHTEKCTE KIMHNYECKMX 1 1abopaTOPHbIX AaHHbIX.

CTBOPKM MUTPANbHOIO 1 aOpTasibHOrO KanaHoB Ya-
CTO YTOJILEHbI, C NErKOW MW YMEePeHHON peryprutauunen.
Y He6osNblUOM YacTu NauMeHToB HabnogaeTcs nponarc
MUTPANIbHOMO KnanaHa uin TsKénas MuTpanbHas peryp-
rmTayma mn3-3a gereHepaumn ctBopok [12]. OgHako 3on0-
TbIM CTaHAAPTOM ArarHocTukm bO asnaeTca MarHMTHO-pe-
30HaHcHas Tomorpadua (MPT) cepaua ¢ UCNONb30BaHU-
€M KOHTPACTHbIX BELLEeCTB Ha OCHOBE rafonumHus, obecne-
UrBaloLLaA TOYHYIO OLIEHKY pa3mepa, MacCbl U reoMeTpuu
JIXK 1 BO3MOXHOCTb BM3yanu3nposaTb ¢pnubpo3 mruokapaa,
06bIYHO pacnpenenéHHbIn B CpeaHeM CJ1oe M1UOKapAaa 3a-
[IHe6OKOBOW CTeHKU. Hannumne oblwmpHoro ¢prnbposa cBs-
3aHO C YMeHblUeHVEM OTBeTa Ha GepMeHT-3aMeCcTUTeNb-
HYI0 TEPAMKIO 1 C NMOBbILLEHHbIM PUCKOM HapyLUEHWI PUT-
Ma cepgua [13]. Y HeKOTOpbIX NaLMEHTOB, OCOOEHHO Y »KeH-
LWH, 3aMeCTUTENbHbIN G1OPO3 MOXKET onepekaTb pa3Bu-
The 3HaunTenbHou runepTpodun JIXK (M1XK).



C nomouypbio MPT cepiLia MOXXHO BbIABUTb anmKasbHYIo
[T12K, uto 3aTpyaHeHo npu npoBeaeHnn IxoKIr, a Takxe ru-
nepTpodUio NANUANAPHBIX MbILULL. TU NPOABNIEHUA ABMAIOT-
CA MapKepamm paHHero nopaxeHus cepaua [14]. 3a nocnen-
Hee BpeMms LUMPOKOe NprMeHeHue B AnarHocTuke b® Haxo-
AnT MPT C HaTMBHbIM (HEKOHTPACTHbIM) T 1-KapTUpoBaHKEM,
NpPU KOTOPOM CHUMKEHHble 3HaueHna T1 oTpakaloT HaKo-
niaeHne rMKOCPUHroNMMNMAOB B MUOKape, YTO MPOUCXO-
OWT ropas3fo paHblue BbiABNeHUA 3HaunTenbHom [TIK [15].

SHAOMMOKapANaNbHY B1ONCUIO C SNEKTPOHHOW Mu-
KpOCKOoMmnen MOXHO pPaccCMOTpeTb AnA gmarHoctnkm O
y NauMeHTOB C BapMaHTaMn HEN3BECTHOW 3HAYMMOCTU
1N HU3KMW YPOBHAMM Nn30-Gb3.

OcHoBHasA uenb neveHnsa bO — 3amegneHne nporpec-
CMpOBaHMA 3aboneBaHVA 1 NpeaoTBpaLleHne HeobpaTtu-
MbIX MOBPEXAEHNA XKN3HEHHO BaXHbIX OpraHoB. MynbTu-
AVCUMNINHAPHbINA NOAXOA — OCHOBA ANA BeeHUA JaHHOW
KaTeropuu nayneHToB C yYacTMeM Bpayel pasHbIX cnewu-
anbHocTen [7].

OCHOBHbIMK CTpaTerMyeckMMy HanpaBieHUAMU AB-
nAwTca: 1) BHeApeHme B KIMHUYECKYI0 NPaKTUKY 3ame-
CTUTENbHON Tepanuu; 2) paHHee BblABNEHNE MaLUEHTOB
¢ b®; 3) pnddepeHuranbHas gMarHocTKa oT Apyrux npu-
ynH [TPK [16]. OueHKa BNMAHKA 3aMeCcTUTENIbHONM Tepannn
NPOBOAMTCA MO TaKUM NapaMeTpam, Kak GyHKLIMOHANbHbIN
knacc XCH, knacc cteHoKapAauu, TonwmHa cteHkn JIXK, nH-
JeKc Maccbl mrokapga u OB JTXK. Mpu nomowym dpusmotepa-
MY MOXHO JOCTNYb CNIeflyIOLMX TePaneBTMUeCKnNX 3P dek-
TOB: CTabunuzaumsa GyHKLMM NoYeK unv 3ameasieHne npo-
rpeccnpoBaHnA TEPMUHANIbHOW MOYEYHOW HEAOCTAaTOUHO-
CTuW; CTabnnr3auma TONLWMHBI U GYHKLUM CepLeYHO CTEHKN
WM yMeHblLUEeHMe runepTpodurm 1eBOro »enyfouka; Kynu-
poBaHue HelponaTuyeckor 601 1 yMeHbLIEHUE Keny-
[JOYHO-KMLLIEYHbIX PaCcCTPOWCTB; yNyylleHre noTooTaene-
Hua [17-20]. KpaeyronbHbiM KamHeM B CTpaTernumn ABnsAeT-
CA CBOEBPEMEHHOE BbiiB/IEHVE MaLMEHTOB C NO403PEeHMEM
Ha b® gnAa NocTaHOBKM AMarHo3a 1 Ha3HayeHWA naToreHe-
TUYECKON Tepannn Ha paHHUX STanax.

LEJIb UCCNEAOBAHUA

OueHKa cneumnanbHo pa3paboTaHHbIX anropuTMoB
CKpUHMHra 6onesHn Oabpun B peanbHON KINHUYECKON
NpaKTuKe.

MATEPUAIJIbl U METOAbI

Hamu 6bina npoaHanm3anpoBaHa BbiIbopKa MeauLuH-
CKOW [OKYMEHTaLUu NauneHToB, rocnuTann3npoBaHHbIX
B OI'BY «HaumoHanbHbIN MeaULUHCKUN nccneaoBaTesb-
CKUI LeHTP Kapanonorum nmeHn akagemuka E.N. Yasosa»
MwuH3gpasa Poccum B nepuog ¢ 2018 no 2022 r.

B pe3ynbTate otbopa 6bina chopmmpoBaHa nepsurY-
Haa 6asa gaHHbIX, cocToAwan n3 1 044 892 MmeaNLMHCKMX
3aK/MoYeHNn. B Uncno MHCTPYMEeHTanbHbIX METOL0B 00-
cnefoBaHnA, [OCTYMHbIX AN1A aHann3a, BOLWIW: NMPOTOKOSbI
kapguosepcum — 130 939; npotokonol MPT - 4 681; npo-
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ToKonbl cTpecc-IxoKl — 17 415; npoTokonbl YpecnuLe-
BoAHOro IxoKl — 6 277; NpOTOKOJbl TPaHCTOPaKabHOWN
OxoKI - 21 233.

Ona peweHna ganbHeNWnx 3agay 6biIM BbIOpaHbI
[Ba anroputma aHanm3a 6a3bl faHHbIX. B nepBom cnyuae
LOMONIHUTENbHOMY aHanM3y noABepraanucb JOKYMEHTbI
nauMeHToB B BO3pacTe 25-60 feT C yTomnweHneM CTeHKM
JI’K 13 mm 1 6onee no gaHHbIM OxoKI/MPT, HapyLieHrAMY
pWTMa, NPOBOAMMOCTI CepAaLa UM YKOPOUYEHNEM NHTEpP-
Bana PQ v oTcyTCTBMEM paHee YCTaHOBJIEHHbIX AMarHO30B
rMnepToOHMYeCcKo 6onesHn/apTepranbHON rMnepTeH3n
(Al), ammnonpo3sa cepaua, 6onesHu lowe 1 HbIX 6os1e3HeNn
HakonaeHUs N1 UHGUNbTPATUBHOW NaTONOrK CepaLa.

Bo BTOpOM anropntm BKAKYANNCb MegULNHCKME Jo-
KYMeHTbl MauneHToB B Bo3pacTe 25-60 feT ¢ yTonweHnem
cTeHKn JIXK 13 mm 1 6onee no agaHHbIM OxoKI/MPT B couve-
TaHun ¢ Al, HapylweHnAMM pUTMa, MPOBOAMMOCTM CcepAua
UK yKopoueHnem uHtepsana PQ n oTcyTcTBUEM gmarHo-
30B amuionao3a cepaua v 6onesHu MNowe.

MNocne aHanu3a MeguLMHCKON JOKyMeHTaunm npm no-
MOLLM MPOrpamMmm MaTeMaTU4eCKOro MoeNMpOBaHNA METO-
[OM C NPUMEHEHNEM CUCTEM NCKYCCTBEHHOTO MHTeNeKTa
naumeHTam C BbICOKOW BepOATHOCTbIO Hanuuna bO npepgna-
rafnics BU3UT B CTalMOHaPp, BO Bpems KOTOPOro bpancsa aHa-
N3 KPoBY (MeTof «CyXOM Kannu») Ana Meguko-reHeTuye-
CKOro NoATBEPXXAEHUA JaHHOr O 3aboneBaHusA 1 onpegene-
HWNA YPOBHA aKTUBHOCTY a-D-ranakTosbil.

Bce naumeHTbl ObiNy NpUrnalieHbl Ha NPUEM ansa npo-
BeeHNA reHeTNYeCKoro UCccnefoBaHuA 1 onpeaeneHms
YPOBHA aKTMBHOCTU a-D-ranakTo3bl. 16 naumeHTam, npo-
XKMBaKOLWVM B ApYrvX HAaCeNEHHbIX MyHKTax, Gbina oTrnpas-
neHa HpopmMaLma O BO3SMOXKHOCTU NPOBeAEHUs NCCIeao-
BaHMA B CBOEM pervoHe.

Mpun nopospeHun Ha bO y nuy myxxckoro nona,
KaK MpaBuiio, CHayana npoBoaaT GepmMeHTaTUBHbIN TecT
N B C/lyyae ero MnojoXUTeNbHOro pesynbTaTta BbIMOMHA-
0T reHeTnYeckoe TeCTUpoBaHume. Y XeHLMH BHavane Bbl-
MOJIHAETCA reHeTNnYeckoe TeCTUPOBaHME 1 NP NOJOXKMK-
TENbHOM TecTe NPOBOANUTCA onpefenieHne GbepmMeHTaTmB-
HOW aKTUBHOCTU. B Hawem nccnegoBaHum Bcem NpoBoau-
NINCb reHeTUYECKUN TeCT U OLLEHKA aKTUBHOCTU dpepMeH-
Ta a-D-ranakTosbl.

PE3VYJIbTATDI

B Tabnuue 1 npencraBneH nepeyeHb MeaULIMHCKOW Jo-
KyMeHTaLuMu, BKIIOYEHHOWN B aHanm3 AnA BblABIEHNA YKa-
3aHHbIX Bbllle NHOEKCHbIX MOKa3aTenen.

Ha pucyHke 1 npegctasfieHbl JaHHbIE MO BbIABNEHNIO
naumneHToB c nogo3peHriem Ha b® no pesynbTatam UCNonb-
30BaHMA NepBOro anropmntma. B pesynbrate npumeHeHuA
MepBOro anropuTma BblbpaHo 46 NaLMEHTOB, UMEIOLLX
rmnepTpoduio CTEHKN IEBOTO Xenyfouka 13 Mm 1 6onee
MO JaHHbIM VHCTPYMEHTalIbHbIX MeTOZI0B 06C/eloBaHNA.
OpHako B AaHHOW rpynne BbiABAEHO 17 nauMeHToB C Ha-
pyweHviem putma cepaua.

Ha pucyHke 2 npefactasiieHbl JaHHbIE MO BbIABNEHNIO
naumneHToB c nogo3peHriem Ha b® no pesynbTatam UCNonb-
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TABJNIULUA 1 TABLE 1

MEPEYEHb MEQULIMHCKOV AOKYMEHTALUN, LIST OF MEDICAL RECORDS USED IN THE STUDY
BKNMIOYEHHOW B UCCNEAOBAHUE

Konnyectso JOKYMEHTOB MO rogam

HanmeHoBaHMe OKyMeHTa
2018 2019 2020 2021 2022

SnuKpu3bl
BHYTPMOONbHNYHDI NePEBOAHON SNNKPU3 8151 8088 10004 9945 4880
BbinucHom anukpu3 11636 11109 7999 10041 7168
BbinncHom annKpn3 (GHEBHOM CTaLnoHap) 21 41 43 512 479
BbinvcHol anukpwm3s (xupyprs) 382 397 303 377 170
MepeBopaHom annKpu3 (B apyroe JIMY) 116 94 136 96 71
SNUKPM3-BbINUCKA U3 MEAVLIMHCKON KapTbl amOynaTopHOro 60/1bHoro 22268 26603 17188 10346 631
STanHbIN 3NUKPU3 4280 4714 4111 3879 2361

OcmoTpbl
[IHeBHas 3anucb 135966 141373 140746 127772 86110
KoHcynbTaumsa (BHeLWHAA) 2182 1293 677 696 507
OcmoTp Bpaya B NPUEMHOM OTAENEHUN 3061 3106 1488 723 289
OcMOTp Kapanosnora NOANKANHUYECKUI 32298 35360 21690 23020 12212
OcmoTp Kapauonora/xupypra 6491 6238 3504 5220 3414

UHcTpymeHTanbHble NccnefoBaHnsA

lpoTokon Kapanosepcun 130 205 181 305 248
MpoTtokon MPT 904 1041 0 1563 1173
MpoTtokon MCKT 1845 1190 3131 2056 1919
MpoTokon Harpy3ouHom IxoKI (ctpecc-IxoKr) 3236 4327 3283 3948 2621
YnbTpa3ByKoBoOe nccefoBaHue cepgua (upecnumweogHasa IxoKr) 995 1443 1144 1646 1049
YnbTpa3ByKkoBoe nccrefoBaHue cepaua (IxoKr) 193 274 589 1400 18777
Bcero 234155 246896 216217 203545 144079

Npumeuanue. MY — nevebHo-npodunaktuyeckoe yupexaerue; MCKT — mynbTucnupanbHas KoMnbloTepHas ToMorpagus.

Kputepun ncknouenus: Al amunonaos cepgua, 6onesHb Mowe

Bospact 25-60 net 36 432
MmetoT gokymeHTbl AxoKI

[TI>XK no OxoKI

—
He nmetot AT,
amunounaos cepaua, 6onesHs [owe
3HayeHne TomnLmMHbl cTeHkn JIXK
*#3 [T 13 mm 1 6onee
. #1 MwmetoT HapyLueHne 17
pUTMa/MpoBOAUMOCTH
C y4yéTtom 2
noatesepxaeHusa MPT
L L ]
* # — npvopuTeT CKPUHUHIa
PUC. 1. FIG. 1.
Smanei u pesynsmamel 06pabomku OdHHbIX NO KpUMepUAM asl- Stages and results of data processing according to the criteria
2opumma Ne 1 of the algorithm No. 1
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30BaHUs BTOPOro afiropuTtmMa. B pesynbTtate nprimeHeHus PacnpepeneHue nauneHTOB C BbICOKUM puckom bO
BTOPOrO anroputMa, KyZia BKIYannCh NnaumeHTbl, Meto-  (Bcero 77 YenoBek) NPeACcTaBneHo Ha PUCYHKe 3.

wue runeptpoduio cteHkn JIXK 13 mm 1 6onee, n naymen- Bce 77 naumeHTOB 6bInU NpuUrniaLleHbl Ans NpoBefeHs
Tbl ¢ AnarHo3om AT, BbisiBnieH 31 nauuneHT. Cpean HUX MMe-  TEHETUYECKOro TeCTa U OLeHKM akTUBHOCTU depMeHTa a-D-
NN HapyLUEHWs PUTMa U NPOBOANMOCTY 24 NauneHTa. ranaktosbl. 16 nauveHTam Oblna NpegocTaBiieHa BO3MOX-

Kputepun nckntouyenus: Al amunongos cepgua, 6onesHb Mowe

Bospact 25-60 net 36 432

MmetoT gokymeHTbl AxoKI 11 882

[T1X no OxoKI

He nmetot AT,
amunounaos cepaua, 6onesHs lowe

Nmetot Al

3HaveHune TonwmHbl cTeHkn JIXK

*#4 [TK 13 mm 1 6Gonee
42 MmetoT HapyLueHue

* pUTMa/MpoBOAUMOCTH
C y4yétom

Fa

noatesepxaexHua MPT

*# — NPVIOPUTET CKPUHUHTA

PUC. 2. FIG. 2.
Smanel u pe3ysiemamsi 06pabomku daHHbIX NO KpUMepuaM as- Stages and results of data processing according to the criteria
2opumma N° 2 of the algorithm No. 2

\
MaumeHTbl ¢ Nnogo3peHeM Ha 6onesHb ®abpu — 77 nauneHToB
\ 7
]
I ]
~
MauuneHTsl 6e3 AT, [MauueHTsl ¢ AT,
M>X13 mm X 13 mm
n 6oree n 6onee
_ J
46 nauneHToB 31 naumeHT
17 NnauneHTOB C HapyLUEHVSMU 24 nauymeHTa C HapyLleHUAMHN
puUTMa/npoBOAMMOCTH pUTMa/NnpoBoANMOCTH
PUC. 3. FIG. 3.
PacnpedeneHue nayueHmos no 2pynnam 0518 npogeodeHUsA CKpu- Distribution of patients by groups for screening
HUHZa
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HOCTb NPOXOXXAEHWA AaHHOro 06CNefoBaHNs B CBOEM pe-
FMIOHE, HO HY OAWH U3 HUX €ro He NPOLUEN.

Mo pa3nnyHbiM NprYMHamMm 29 NaLMeHTOB OTKa3anncb
OT NPOBeAeHNsA reHeTnYeckoro nccnegoBaHunsa. OguH na-
LUMeHT ymep; 4 nauyveHTaM NpuLLIIy pesynbTaTbl reHeTnye-
CKOro TeCTUPOBaHNA BO BPeMs y4acTuA B UCCef0BaHNN —
1M OblNT MOCTABMIEH AMAarHo3 amunounaos; ¢ 5 nauneHtTamm
He yJanocb yCTaHOBUTb CBA3b.

B ntore ob6cnenoBaHme 6bi10 BbINMOAHEHO 22 NaLmneH-
Tam. Bo Bcex cfiyyasix Kak reHeTu4YecKuin, Tak n broxmmm-
YyecKuni TecT Ha onpegeneHne bO 6o oTprLaTENbHBIMNA.

OBCYXAEHUE N BbiIBOAbI

PaHHAA gmarHocTuKka 6one3Hn Mabpu 3aTpyaHeHa
no pAgy NpuyunH. Bo-nepsbix, HN3Kasa HaCTOPOXKEHHOCTb
CneLranucToB NEPBUYHOrO 3BEHA, BKIKOYas NeanaTpos,
NPUBOANT K YCTAHOBNIEHMIO AMArHO3a y»Ke Ha AaNeko 3a-
Weawmnx cTagusax 3aboneBaHus, NPy KOTopon 3dpeKTnB-
HOCTb NaTOreHeTUYeCKOW Tepannn 3aMeTHO CHUXKeHa. BTo-
pasa npobrnema — HU3Kas cneundruyHOCTb OOLEKTMHMYe-
CKOW CMMMTOMATUKM 1 JaHHbIX PYTUHHBIX METOA0B MCCrie-
[IOBaHUs, TaKNX KaK fieKTpokapaunorpadus (KN 1 OxoKr.
CnepyeT NOYEPKHYTb, YTO UMEHHO MPOrpeccrpoBaHyie na-
TONOMMN CO CTOPOHBI cepaua 6e3 nposeaeHUs cneundu-
YecKkom Tepanuu OCTaéTca OCHOBHOW MPUYMHON NIIOXOro
nporHo3sa y nauneHTos ¢ b®. Bcé 310 genaeT akTyasnbHbl-
MU pa3paboTKy 1 BHEAPEHME B LUMPOKYHO NMPAKTUKY HOBbIX
AVArHOCTMYECKMX anropruTMOB, a Takke 6J10Ka obpa3oBa-
TeSIbHbIX MEPOMPUATUN, KacatloLMXCcA AaHHOW NaToNornu.

MNpuMmeHeHMe ncKyccTBeHHOro nHTennekra (UMW) cra-
HOBUTCA GAKTOPOM, KOTOPbIN MOXET BHECTM 3HAUNMbIE 13-
MEHEeHVA B AMarHoCTUYeCcKnin nonck. B mmposon nurtepa-
Type npefcTaBieHbl UCCNefOBaHUA C OOHaAEXMBaOLWN-
MU pe3yfibTaTaMu, KOTOpble NOCBALLEHbI NCMOMb30BaHUIO
MW B gmarHocTuke 605e3Hei HakonneHua n UHGuUnbTpa-
TUBHbIX 3a00/1eBaHNN, TaKUX Kak amunongos. Hekotopble
Nporpammbl MOryT 06HapYyXM1BaTb NPELCUMATOMHYIO CTa-
ZM1I0 aMUIIOVIAHON KapAMOMMONaTKK, B TO BPEMS Kak Apyrue
MOTYT NpefCcKasblBaTb TOKCMYHOCTb NErkux Lenewm npu AL-
aMusioro3e Mo AaHHbIM OMONCKK U FMCTONOMMYECKOro UC-
cnepgoBaHua [21]. MNoka3aHo, uTo nporpammel IV gononHa-
0T OOHapYyXeHVie aMUTOUAHON KapaMOMUONaTAY 1 MOMO-
ratoT B AUArHOCTUKe 1 cTpaTudMKaL MM pUcKa y naureHToB
c FTKMI [22]. CnepyeT OTMETUTb, YTO OCHOBHbIM HeJoCTaT-
KOM MeTofa ABJISETCS pa3mep BblGOPKM, 0COOEHHO B Of-
HOLIEHTPOBBIX NMPOEKTax. TO Bbi3blBAET OMaCeHUsi OTHO-
CUTENIbHO BO3MOXHOCTWN SKCTpanonnpoBaHua 1 o6o6ua-
eMOCTV pe3yfbTaToB Ans 6onee WUPOKMX U pasHOObpas-
Hbix nonynaumn [23, 24]. NoTeHUManbHbIA NOAX0A K BO3-
MOHOCTV MacLUTabMpPOBaHMsA ABMAETCA MHOTOLIEHTPOBOE
0b6yuyeHue N, koTopoe nogpasymeBaeT UCNOb30BaHNE
JaHHbIX U3 Pa3fINYHbIX yupexaeHui. Takon Noaxoq npo-
LeMOHCTPUPOBAJ 3HAUUTENbHBIN YCrex B pa3paboTke npo-
rpammbl I gna guarHoctukm F’KMIM [23]. o gaHHbIM nuTe-
patypbl, B page nccnegosaHui MM ncnonb3osanu ana npo-
Be[EeHMA CKPpUHUHIa. CKPUHVIHT NPOBOAWICA MO pe3ynbTa-
TaM 3XoKapAaunorpadpuin naLmMeHToB ¢ runepTpoduren cTex-
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Ku JI?K ana paHHero BbiasneHua bO® [25, 26]. K npumepy,
ncnonb3oBaHue M ana sdpPpekTMBHOro BbISBNEHUS TU-
neptpodumn cteHkn JIXK n nposegeHna auddepeHuymanb-
HOW AMArHOCTUKN MeXAY MHOTMMM BO3MOXHbIMW 3TUOSIO-
rmaMin ABnaAeTcs MHoroobellatowen obnacTblo oA gasnib-
Henwunx nccneaoBaHunni. boino nokasaHo, uto noaxopn Ui,
OCHOBaHHbIN Ha 12-kaHanbHon JKI, nmeet 87 % uyBCTBU-
TenbHoCTU 1 90 % cneundpuUHOCTY NP BbISIBNEHUN FNep-
Tpoduryueckor Kapguommonatim [27]. Takxke 6blno nokasa-
HO, YTO MONIHOCTbIO aBTOMATM3MPOBaHHasA 3XOKapauorpa-
duryeckan nHTepnpeTauma cnocobHa obHapyxnsaTb TKMI
1 amMrUiIongo3 cepala C YyBCTBUTENIbHOCTBIO 1 cneunduy-
HOCTbI0 93 % 1 87 % cooTBeTCTBEHHO [28]. [TpnmeHeHune VA
B MPT-amnarHocTnke, OCHOBaHHOE Ha naTTepHax No3gHero
ycuneHna ragonnHna (LGE) npu npoegeHun MPT cepaua,
NpoAeMOHCTPUPOBano 88 % ANarHOCTMYECKOW TOYHOCTU
npu o6HapyXeHUN amUnonaHON Kapanomuonatum [29].
Taknm obpaszom, ncnonb3osaHue MM B guarHoctnke FKMI
n eé GpeHoKONUI ABNAETCA NePCneKTMBHbIM HamnpaBneHu-
em. CywiectByeT npobnema 06bEma BbIGOPKM 151 TOYHOCTU
pa3paboTKM NPOrpamm ANarHoCTVKM AaHHbIX 3a00N1eBaHNI
¢ nomolwbio MIN. Ecnm yuecTb, 4To YacToTa BCTpeyaeMoCTu
Kak [KIMM, Tak n ammnongHom KapanommonaTtum ropasgo
BblLLE MO cpaBHeHuio ¢ BO, To npobnema o6bEMa BbIGOPKY
CTaHOBUTCA eLLé 6onee akTyanbHOM. [laHHbIN GpakT noguép-
K1BaeT HeEOH6XOANMOCTb 00 bEeMHEHNA YCUITNIA BCETO MeAn-
LIMHCKOTro cO0bLLecTBa No CO3aHuI0 PErncTpoB, Ha 6ase Ko-
TOPbIX MOXHO pa3pabaTbiBaTb O0siee TOUHbIEe AUarHoOCThYe-
CKue nogxoabl ¢ ncnonb3osaHmem V. Kpome toro, B cee-
Te NPaKTUYECKOro NpumeHeHus M B gruarHoctuke nobbix
¢deHoTmnos ’KMI Heobxo4MMO pPYTUHHOE UCMONb30Ba-
HMe 3NIEKTPOHHbIX MEAMLINHCKUX KapT C aBTOMaTM3UPOBaH-
HbIM aHaNM30M AaHHbIX MHCTPYMEHTasIbHbIX METOAOB AMa-
rHocTukn. CnegoBaTenbHO, BCE BbILIEN3NOXKEHHOE CBMAe-
TeNIbCTBYET O HEOOXOAUMOCTY AaNIbHENLLVIX UCCIIelOBaHN
ana onpegeneHns noteHymnanbHon ponv I B anarHoctrke
B®. NMoHrMaHVe naTodU3noNorum, ANarHOCTKN U fieueHns
B® npogonkaeT cTpeMnTeNbHO pa3BrBaTbCA. Takum 06pa-
30M, Yy HaC eCTb He TOJIbKO BO3MOXKHOCTb 6ornee 3¢ deKTmB-
HO AgnarHoctTupoBaTb BO c Mcnonb3oBaHMEM pa3NNYHbIX Na-
60pPaTOPHBIX 1 BM3Yanu3npyoLmnx METOL0B, HO U CBOeBpe-
MEHHO HauyrHaTb NaTOreHeTUYeCKyo Tepanuio.

B Hawem nccnegoBaHuK, KpoMe 06bEMa BbIGOPKH,
Mbl CTONKHYNIUCb C Npo6sieMol OTKasa NauueHToB OT Npo-
XOXKOEeHUA CKpUHUHTa Ha B®. OTKas, Kak npaBuso, 6bin 06-
YCNOBNEH HU3KOW 0CBeAOMIIEHHOCTbIO 0 B Kak cpegu na-
LMEHTOB, TaK 1 Bpayel obLen NPakTKN, HeNMoHUMaHne
BaXXHOCTW PaHHEN AMArHOCTUKM 1 HEOOXOAMMOCTU Hava-
Nla CBOEBPEMEHHOWN NaToreHeTUYeCKom 3aMeCcTUTEIbHOMN
Tepanuu, NpeogoneTb KOTOPYIO Npu NoMoLLm TeniepoHHO-
rO KOHTaKTa OKa3anocb TPYAHOW 3agayen.

NMpomegneHne ¢ ANArHOCTUKOWN M CBOEBPEMEHHbIM
HauyasoM JleueHNa OCTaTCA KPUTUYECKMU Npobnemamu
[nA MHOIVX naureHToB ¢ B®, 0cobeHHO C MO3AHUM CTapTOM
Kapguonoruyeckoro ¢eHoTrna 3abonesaHus. B pesynbTa-
Te 3pPeKT OT Tepanum MOXKeT ObITb 6osiee orpaHNUYEHHbIM.
B cBA31 € 3TM Hanbonee BaXXHbIM NPeACTaBAeTCA MyNIbTU-
ANCUMMIIMHAPHbIN NOAXO0A K CKPUHMHTY NaumneHToB Ha bO.
BarkHOe 3HaueHue nmeeT NOHMMaHKE KIMHNYECKUX MPOAB-



neHun bO n paccMoTpeHure rx Kak Yact guddepeHumans-
HOW AMArHOCTUKM NPy HEOOACHUMOM yBeNIMUYEHNY TOSLLM-
Hbl cTeHKK JTK. Mpu BbisiBNeHUN NauneHTa ¢ bO Heobxoau-
MO NPOBECTU FeHETUYECKINI CKPUHMWHT YIEHOB CeEMel, BXO-
JALKMX B rpynny prcka. B 063o0pHOM nccnefoBaHmnm pogoc-
NOBHOW ObI/I0 MOKa3aHO, UTO B CPefHEM Mo KpaiHeln mepe
y NATN YEHOB ceMbM Oblfia uarHocTMpoBaHa 6onesHb Qa-
6pu nocne NOCTaHOBKYM AnarHo3sa npobaHay [30]. 31u une-
Hbl CEMbW MOTYT OblTb LMArHOCTMPOBAHbI HA OTHOCKTESb-
HO paHHKX CTaauAx 3aboneBaHus.

Taknm o0bpa3om, HeobxoauMbl AanbHelLwme Nccneao-
BaHUA C Liesibio obecneyeHns 06006LaeMoCTL pe3ynbTaTos,
MOJyYEHHbIX NPU NCMOb30BAHMM PA3SINYHBIX aITOPUTMOB,
OLIEHKU peanbHOro BVAHWSA Ha pe3ysbTaTbl CKPUHWHIA, AW-
arHOCTVIKM U fleyeHnsa naumeHToB. Kpome Toro, HoBble mc-
CriefloBaHnA CMOryT 6e3yC/IOBHO MOBbICUTb OBEPYIE K UC-
MOMb30BaHUIO CMELManbHbIX NPOrpaMm Cpeamn MeguLnH-
CKMX CNeLunanuncTos.

3AKNIOYEHUE

B Hawem nccnenoBaHumM 6bI10 NMOKa3aHO, HACKOMbKO
penKko MOXHO BCTpeTuUTb bO B peanbHON KNMHUYECKON
npaKkTuKe y NaunMeHToB, rOCNUTaNM3UPOBaHHbIX B Kapauno-
NOTNYECKIMi CTaluMoHap, YTo NOAYEPKMNBAET BaXKHOCTb KOH-
conuaaunn MeauUMHCKOro coobLLEecTBa C LieNblo peLleHuns
CTOJb BaXKHOW 1 CNIOXKHOW 3afauu, Kak gnarHoctuka bO.

KoHnuKT nutepecos
ABTOpbI AaHHOW CTaTbX NOATBEPXKAAT OTCYTCTBME
KOHQIMKTA NHTEPECOB.
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