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1 MuHucTepcTBO 3apaBooxpaHeHns Poccuitckoin degepaumn, Mocksa, Poccuitckas degepauus
2 lleHTpasbHbIA Hay4YHO-UCCNEea0BaTENbCKUIA MHCTUTYT OpraHnsaLmnm u MHdbopMaTuaaLmm 34paBooxXpaHeHus,
MockBa, Poccuiickas ®enepauus

OnepaTUBHbLIA MOHUTOPUHT
MJlajeH4YeCKOMN CMepTHOCTU Ha OCHOBE
aHa/1M3a nepBUYHbLIX AaHHbIX EAUHON
rocyaapctBeHHou uHdopmMaLLlMOHHOM
cuctembl B chepe 3apaBooXpaHeHUN

KoHTaKTHas nHpopmauus:

ManaHoBa EneHa KoHCTaHTUHOBHA, KaHAWAAT COLMONOrMYECKNX HayK, PYKOBOAUTENL OTAENa AeMorpaduyecKoro aHannsa 1 penpoayKTMBHOMO 340P0BbS
LleHTpanbHOro Hay4Ho-MUccneaoBaTeNbCKOro MHCTUTYTa OpraHu3aLm u MHGopMaTU3aLnm 34paBoOXpaHeHNs

Anpec: 127254, Mocksa, yn. Jo6ponto6oBsa, 4. 11, e-mail: e.papanova@mednet.ru

Cratbsl noctynuna: 13.01.2026, npuHaTta K neyatu: 16.04.2026

O6ocHoBaHume. []1s yrnpaB/ieHusi Cay»K60n oxpaHbl 3J0p0Bbs Matepu u pebeHka Heobxoanmo obecrnedyeHme npoiecca
MPUHSTUS OPraHU3alUMOHHbIX PeLueHU aKTyasbHoW uHpopmauynen. MuHMCTepCTBOM 3ApaBooxpaHeHusi Poccuickon
depepauymnmn otpabotaHa cuCTEMaA e€KeHeAesbHbIX aHaIMTUYECKUX OTYETOB O MJ/Ia[EHYECKOW CMEePTHOCTM Ha OCHOBE
MePBUYHbIX A@HHbIX M3 MHPOPMAaLMOHHbIX CUCTEM, BKJIOYas pa3pes3 o permoHam, rnpuynHam cCMepTH, AMHaMUYEeCKUe
PSAbl U MHTErpasibHble OLEHKU. Pe3ynbTaTbl 3TOr0 MOHUTOPUHIA SB/ISIOTCS OCHOBOM MNPUHSATHS YPaBAEHYECKUX PELLIeHUI
10 COBEPLUEHCTBOBAHUIO OpraHM3almnmn MeAULIMHCKOM NOMOLLM B CHepe 0XpaHbl 30P0BbS MaTepu n pebeHKa M OLEHKH
3QOEKTUBHOCTU NPUHATLIX pelueHui. Ljeab nccanegoBaHnsa — co3faHne MOAENU aHaim3a MaafleHYEeCKON CMePTHOCTH
A5 yrnpaB/eHns paboToN aKylIEPCKO-rMHEKOIOMMYECKON U MeanMaTpMYeCcKon Cay)6bl Ha OCHOBE MEPBUYHbLIX JaHHbIX.
MeTtogabl. ICTOYHMK AaHHbIX O 3apPerncTpMpoBaHHbIX yMepLInX B Bo3pacte 4o 1 roga — AaHHble PefepasibHOro peectpa
MEANLMHCKMX JOKYMEHTOB O CMepTn EAMHON rocyaapCTBEHHONH MHGOPMAaLMOHHON CUCTEMbI B cepe 3apaBooxpaHe-
Hus (GPMAC EMNC3). Ana pacyeTta KoapduumneHTa MaageHYeCKoM CMEePTHOCTM MCMOIb3YIOTCA TaKKe AaHHble 0 Yucse
POAUBLUMXCS UBbIMM U3 DefepasibHOro peectTpa MeANLMHCKMX JOKYMEHTOB 0 poxaeHun (PPMCP ETMC3). PesynabTartsl.
PesynbTathl exxeHefesibHon ornepaTuBHon 06paboTku gaHHbix @PM/AC ETMC3 n ®PMCP ETMC3 cooTHOCSITCSA € onepaTuB-
HbIMW AaHHbIMW O M3JEHYECKON CMEPTHOCTH, OMy6IMKOBaHHbIMM PoccTtaTtom. Mcnosb3yembid noaxos no3BoJsSET ore-
PaTMBHO aHa/n3nMpoBaTh oKal3aTenm MAaeHYECKON CMEPTHOCTM Ha PernoHaabHOM YPOBHE, B TOM YMC/Ie 10 NpuYnuHam
CMepTH M MO MECTY HacTynaeHusi cMepTu. 3akndeHune. CylecTBylME NHOOPMALMOHHbIE CUCTEMbI M OTPpaboTaHHbIe
noAxoAbl K aHain3y nepBuYHbIX AaHHbIX O POXKAEHUN U CMEPTU MO3BOJISIIOT NOBbILWATE 3QOEKTUBHOCTb YIPaBIEHNUS aKy-
LIePCKO-TMHEKOJIOrMYECKON M NeanaTpPUYEeCKON Cay»K60#, npu 3ToM Habop rokasaTtesei u nepmoanYHoOCTb UX pacyeTa
MOryT 6bITb aflanTUPOBaHbl K 3arnpocam opraHn3aTopoB 34PaBOOXPaHEHMS.

Knr4yeBble cnoBa: MiafeHYecKasi CMEPTHOCTb, YIpaB/ieHUe 34PaBO0XPaHEHNEM, NMEPBUYHbIE JaHHbIE, MPUYUHbBI CMEPTH,
YUCTI0 POXKAEHUN

Ana yntupoBanus: Kotoea E.I., ManaHoBa E.K. OnepaTMBHbIA MOHUTOPWUHI MafeHYECKON CMEPTHOCTM Ha OCHOBE aHa-
In3a NepBUYHbIX AaHHbIX EAnMHOM rocygapcTBeHHOM WMHOPMaLMOHHOM cUCTEMbl B chepe 3apaBooxpaHeHus. Bornpocki
coBpemeHHow neguatpun. 2026;25(2):50-66. doi: https://doi.org/10.15690/vsp.v25i2.3011

OBOCHOBAHME

NMoka3atenb MaJeHYECKOM CMEPTHOCTM SBNSETCHA
BaXKHENLWMM WMHAMKATOPOM OOLWECTBEHHOIO 340POBbLS
M CcOoUManbHOro 6,1aronofNyyYns HaceneHus, oTpaxaowmnm
KayecTBO OpraHu3auMu aKyllepCcKO-TMHEKONOrnYecKom
CNyX06bl, OOCTYNHOCTb MEAULIMHCKOM MOMOLLM HOBOPOXK-
[EHHbIM M COCTOSIHME 3[40pOBbs MaTepen. TaK, Hanbo-
flee pacrnpocTpaHeHHble MPUYUHBI CMEPTU MNadeHLEB
ABNAOTCA NPeaoTBpPaTUMbIMU M MOTYT OblTb YCTPaHEHbI
npu Haanexauwen paboTe CUCTEMbI 34pPaBOOXPaHEHMUS,
obecrneynBatolen CBOEBPEMEHHYIO ANArHOCTUKY U KBaK-
GULMPOBAHHYIO NOMOLLb MPW NaToNornsax 6epeMeHHOCTH
M POAOB, BPOXAEHHbIX M HAacneACTBEHHbIX 3aboneBaHMaX
HOBOPOMXAEHHbIX, MHPEKLMOHHbIX 3a60NeBaHUAX y AeTeN
1-ro roga »usHu [1, 2].

Mpo6nema CHUKEHUA MNageHYeCKOM CMEPTHOCTU Npu-
obpeTaeT 0COBYI0 aKTyallbHOCTb B CBSI3M CO CHUXEHWeM
yucna poxaeHuinl 2, o6ycnoBnMBalOWMM Ha MOMNYNSLMOH-
HOM YPOBHE HEOOXOAMMOCTb [JalibHEMLLIEro COKpalleHUs
pPenpoayKTUBHbIX NoTepb. bnarogapsa addeKTMBHOMY MOHK-
TOPUHTY M NPUMEHEHUIO NEPEAOBbLIX METOLOB NPOPUIAKTU-
KW W NeYeHUs BO3MOXKHO CYLLECTBEHHOE ynyylleHWe 3[0-
POBbS U BbIXKUBAEMOCTU HOBOPOXKAEHHbIX [3, 4].

1 EcTecTBeHHOe [BWXEHWE HaceneHus B paspese CYGLEKTOB
Poccuitckon Pegepaumn 3a gHBapb — mapT 2025 roga. URL:
https://rosstat.gov.ru/storage/mediabank/EDN_03-2025.htm.

2 depepanbHaa cnyxba rocyaapCTBEHHOW CTaTUCTUKK. [emo-
rpaduydeckuin nporHos. URL: https://rosstat.gov.ru/folder/
12781+#.



B nocnegHee pgecatunetne Pocecua gobunacb 3aMeTHOro
CHWXXeHWS MnafeH4YecKon cmepTHocTn [5]. KoadduumeHT
MNafeHYeCKOM CMEPTHOCTU CHU3WACS € 8,6 ymepluux Ha
1000 poamBLumMxcs *u1BbiMK B 2012 T., KOoraa B CTpaHe Obiin
W3MEHEHbI KPUTEPUN KUBOPOXKAEHUS [6], a TaKKe npuHaTa
TPEXYpPOBHEBas cMCTEMa POLOBCMOMOXEHMS M NporpamMma
pas3BWUTMA MepuHaTanbHbIX LEHTpoB [7], Ao 4,0 B 2024 r.3
1 1o 3,6 B aHBape — aekabpe 2025 .4, [pM 3TOM NOMEHS-
JI0Cb M paHroeoe MecTto Poccuu no mnageH4YeCcKon CMepTHO-
CTU cpeaun apyrux ctpaH: B 2012 r. 6onee 4yem B 50 cTpaHax
MWpa MoKasaTenb MNafeH4YeCKOM CMEPTHOCTU OblN HUXKE,
yem B Poccuu, Toraa Kak K 2023 1. — ywe B 35 cTpaHax®.
Mo npeaBapuTenbHbIM AaHHbIM 3a 2024-2025 rr., KO3d-
GULMEHT MadeHYECKON CMEPTHOCTU B POCCUU HUXKE, YeM
B CLUA, ®paHummn 1 BennkobputaHumu®: 7: 8,

B cootBeTctBUMN ¢ PeaepanbHbIM MIaHOM CTaTUCTUYe-
CKuMx pabot Pocctata [8] ¢ 2025 1. uHbOpmaumsa o MnageH-
yecKow cmepTHocTM no Poccuiickon dPepepauunun, cybbek-
Tam Poccuiickon Pepepaumn n deaepanbHbiM OKpyram
B paMKax MOHWTOPWHra AOCTMXKEHMS MokasaTtenen dene-
panbHOro npoekta «OxpaHa MaTepUHCTBa W OETCTBa» OCYy-
LLLECTBNSAETCH €XEeMecsiHHO Ha 8- paboyni OeHb nocne

3 EMMWCC. MnageH4eckas CMEPTHOCTb (Ha 1 ThiC. POAMBLIMXCS
*usbiMu). URL: https://www.fedstat.ru/indicator/55376.

4 EMMCC. MnageHuyeckass CMEpPTHOCTb Ha 1 ThiC. POAUBLIMXCS
XUBbIMK (OnepaTuBHble AaHHble). URL: https://www.fedstat.ru/
indicator/61902.

5 World Bank Group. Mortality rate, infant (per 1,000 live births). URL:
https://data.worldbank.org/indicator/SP.DYN.IMRT.IN?end=
2023&start=2012.

6 National Center for Health Statistics. Infant Mortality
Dashboard. URL: https://www.cdc.gov/nchs/nvss/vsrr/infant-
mortality-dashboard.htm

7 The National Child Mortality Database (NCMD). Child Death Review
Data Release: Year ending 31 March 2025. URL: https://www.
ncmd.info/publications/child-death-review-data-release-2025.

8  The French Institute for Demographic Studies or INED. Infant mortality.
URL: https://www.ined.fr/en/everything_about_population/data/
france/deaths-causes-mortality/mortality-infantile.

Evgeniya G. Kotoval, Elena K. Papanova?

otyeTHOro nepuoga (nokasartesnb 2.14.93.3)°. [Jo mapta
2025 r. exxemecs4Has MHGopMaLmusa o0 MIageH4ecKon cmepT-
HOCTM ny6anKoBanacb Ha cante PocctaTta B cocTaBe one-
pPaTMBHbBIX AAHHbIX O €CTECTBEHHOM [BWMEHWUU HaceneHus
Ha 28-33-1 paboyuit IeHb Nocfie OTYETHOro Neproaa.

OnepatnBHaa nHdopMaLmUs O MNafeH4YeCcKon CMepPTHO-
cTH, nybnmkyemasi PocctatoM, He COAEPKUT AaHHbIX O pac-
npeaeneHnn ymepLunx B Bo3pacte Ao 1 roga no npuynHam
CMepPTH U ApYyruM Npu3HaKkam. T cBeLeHUs AOCTYNHbI TONb-
KO B OKOHYaTeNbHbIX rOJ0BbIX AaHHbIX, Pa3paboTKa KOTOpbIX
3aKaH4YMBaEeTCs B WMIOHE rofa, cneaylouero 3a OTYETHbIM.
Mpn aToM HaunHasa ¢ 2024 r. OKOHYaTeNbHbIE FO0BbIE AaH-
Hble PoccTtatoM He ny6ankoBannck1o,

BmecTte ¢ TeMm, AaHHble 06 U3MEHEHUM YUCNa yMEpPLUMX
B BO3pacTe [0 1 roga no npMynHam CMepTu ¢ AeTannsaumnen
3a60/1eBaHU U COCTOSAHUI, B pa3pe3e MecTa NpPOoXKMBaHUS,
BO3pacTa pebeHKa, Mecta CMepTH U APYrMx NpU3HaKoOB Ha
onepaTtMBHOM OCHOBE HEO6XOAMMbl AN CBOEBPEMEHHOM
pa3paboTKN W BHEAPEHUS Mep MO CHUMKEHMUIO CMEPTHOCTH
W yNyYLIEHWUIO KayecTBa OKa3aHUs MeAULMHCKOM NOMOLLM Ha
3Tane 6epeMeHHOCTH, POAOB M AETAM 1-r0 roaa Xu3Hu.

Taknum o6pa3om, HeobxoaAMMO obecrneyeHue opraHu-
3aTOPOB 3/[1PaBOOXPAHEHUS CBOEBPEMEHHON MNOAPOOGHON
MHPOpMaLMen 0 MIageHYeCKON CMEPTHOCTU MO pPernoHam
Poccun n npuumHam cmeptn. MUMHUCTEPCTBOM 3apaBOoOXpa-
HeHuns Poccuickon depepalMnm Ha OCHOBE AaHHbIX O 3ape-
TMCTPUPOBAHHbIX MEAMLIMHCKMX CBWOETENbCTBAX O CMEPTU

9 Pasgen 2.14. MNoKasaTenum coLuanbHO-3KOHOMUYECKOro Pa3BUTUs
Poccuiickon depepaumu, Heobxoaumble 41 MOHUTOPUHIA AOCTH-
YEHUS NoKa3aTenen HOBbIX HaLUMOHaNbHbIX MPOEKTOB U BXOAALLMX
B MX cocTaB defepanbHbIX NPOeKToB Ha nepuoj Ao 2030 roga BBe-
feH pacnopsikeHueM [MpasutensctBa Poccuitickon depepauumn
ot 19.06.2025 N2 1599-p.

10 MpaBuTtensctBoM PoccuiicKoi degepauyn MPUHATO pelleHue
0 BPEMEHHOM MNPUOCTaHOBMIEHWN NpefoCTaBNeHUs U pacnpo-
CTpaHeHUs 3Ton MHbopMaLMK B COOTBETCTBUM € 4. 10 cT. 5 Pefe-
panbHOro 3aKkoHa oT 29 Hoabps 2007 r. N2 282-d3 «06 odu-
LiManbHOM CTaTUCTUHECKOM Y4eTe U CUCTEME roCyAapCTBEHHOM
CTaTUCTMKM B Poccuiickon Pefepaumm.

1 Ministry of Health of the Russian Federation, Moscow, Russian Federation
2 Russian Research Institute of Health, Moscow, Russian Federation

Real-time Monitoring of Infant Mortality Based on Primary
Data Analysis from the Unified State Information System

in the Healthcare Sector

Background. To manage maternal and child health services, it is essential to provide relevant data to the decision-making process. The
Ministry of Health of the Russian Federation has developed a system of weekly analytical reports on infant mortality based on primary data
from information systems, including distribution by regions, causes of death, dynamic series, and integral estimates. The monitoring results
are used to implement management decisions that improve the medical care organization in maternal and child health, and to evaluate
decision efficacy. Objective. The aim of the study is to develop a model for analyzing infant mortality to manage the work of obstetric,
8ynecological, and pediatric services based on primary data. Methods. Data source on registered deaths under the age of 1 year is the
Federal Register of Medical Death Certificates of the Unified State Information System in the Healthcare Sector (FRMDC EGISZ). Data on the
number of live births from the Federal Register of Medical Birth Certificates of the Unified State Information System in the Healthcare Sector
(FRMBC EGISZ) were also used to calculate the infant mortality rate. Results. The results of data processing from FRMDC EGISZ and FRMBC
EGISZ correlate with monthly data on infant mortality published by Rosstat. The suggested approach allows rapidly analyse infant mortality
rates at the regional level, including causes and place of death. Conclusion. Existing information systems and proven approaches for
primary data analysis on birth and death counts make it possible to increase the efficacy of obstetric, gynecological, and pediatric services
management, whereas indicators and their calculation frequency can be adapted to health organizers requests.

Keywords: infant mortality, healthcare management, primary data, causes of death, number of births

For citation: Kotova Evgeniya G., Papanova Elena K. Real-time Monitoring of Infant Mortality Based on Primary Data Analysis

from the Unified State Information System in the Healthcare Sector. Voprosy sovremennoi pediatrii — Current Pediatrics.
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Original Article

OpuruHanbHas cTaTbs

(MCC), MEAMUMHCKUX CBMAETENLCTB O NEepUHaTaibHOM CMepPTH
(MCIC) n MeaMUMHCKUX CBUAETENbCTB O poxaeHun (MCP),
HaunHaa ¢ 2023 r.,, oTpaboTaHa CUCTEMA EXKeHeaesbHbIX
aHaNUTUYECKMX OTYETOB Ha OCHOBaHWW pacyeTa rpynnbl NoKa-
3aTefier CMepTHOCTM AeTen B Bo3pacTe [0 1 roga. Pesynbtathl
eXeHeaeNbHOro MOHWTOPWHIra, MOCTPOEHHOro0 Ha aHanuse
NepBUYHbIX AaHHbIX U3 MHHOPMALMOHHbBIX CUCTEM, ABASIOTCH
OCHOBOMW NPUHATHSA YNpaBleHYeCKMX pelleHni No CoBEpLUEH-
CTBOBAHMIO OpPraHM3aumm MeanLMHCKON NOMOLLM.

Llenb uccnegoBaHus

CospaHve mofenu aHanusa MnageH4ecKom CMepTHOCTH
Ons ynpasneHus paboTon aKylepCKO-TMHEeKON0rnyeckom
W NeanaTpUyecKon cny»6bl Ha OCHOBE NEPBUYHbIX JaHHbIX.

METOAbI

UCTOYHUKM AaHHbIX

MCTOYHMK [aHHbIX O 3aperMcTPUpPOBAHHbIX YMEPLINX
B Bo3pacTe 40 1 roga — [faHHble dPeaepanbHOro peectpa
MEeAMLIMHCKUX JOKYMEHTOB O CMepTh EAMHONM rocyaapcTBeH-
HOM MHDOPMALMOHHON CUCTEMDBI B chepe 34paBOOXpaHEeHUs
(PPMAC EMMC3). Ona pacyeta KoadduumeHTa mnageHye-
CKOM CMEPTHOCTM MUCMONb3YIOTCA TaKXe [aHHble O 4ucie
POAMBLUMXCH XMBbIMK M3 PenepanbHOro peectpa MeauLLmH-
CKMX AOKYMEHTOB 0 poxaeHun EFMC3 (PPMCP EFMC3).

Kputepum ot6opa

[ns onepaTMBHOr0O MOHWUTOPUHIA UCTOYHUKMU NEPBUYHbIX
[aHHbIX JO/MKHbI OTBEYaTb cneayowmm Kputepuam [9]:

1) onepaTMBHOCTb NONy4eHUs MHGOopMaLMU — LOCTYMHOCTb
€XXeJHEBHOW BbIrPY3KWU JaHHbIX;
2) ¢dopmMa BeaeHUss — B 3NEKTPOHHOM BUAe (eanHbIN Pop-

MaT, OTCYTCTBME CJly4alHbIX OLIMBOK). STOMY TPEGOBaAHUIO

B HaubO/bLIEN CTENEeHW OTBEYaloT rocyfapCTBEHHblE

MHPOPMaALMOHHbIE CUCTEMBI U pecypchl [9].

CTaTuCTMKa CMepPTHOCTM GOPMUPYEeTCs Ha OCHOBE AaH-
HbIX MCC 1 MCIIC (y4eTHble dopmbl N2 106/y n 106-2/y),
KOoTOpble BblgaloTca MeAULMHCKUMU OpraHu3aumusamu
Nto60M OpraHM3auMOHHO-NPaBOBON GOPMbI U 3aMNONHSA-
toTca Bpadamum [10]. C 2022 r. 3anonHeHne MCC 1 MCIC
OCyLEecTBAAETCA MEAULMHCKMMMU OpraHu3auusaMmn B aNeK-
TpoHHOM Buae 4vepe3 PPMAC EMMC3, nmetowmn moaynb
no NPOBEPKE NMPaBW/IbHOCTU KOAUPOBAHUS MPUYUH CMep-
™ [11]. UHdopmaumnoHHaa 6aza PPMAC EMMC3 umeer
€[VHYI0 CTPYKTYPY M COAEPXUT AaHHble Bcex nonen MCC,
BKtOYas MHdOpMaLMio 0 Bo3pacTe, none, npuiuHax cMep-
TH, MECTE UTENbCTBA, MECTE HacTynneHus cMeptu. Kpome
TOro, 4Yepe3 CUCTEMY MEXKBELOMCTBEHHOIO 3/IEKTPOHHOIO
B3anumoaencteua B PPMAC EFMC3 3arpy»atotcs AaHHble
perucrpaumm cmepten u3 cucteMbol EAMHOTO rocyaapcTBeH-
HOro peecTpa 3anucen aKkToB IPaXKAaHCKOro COCTOSHUSA
(EFP 3ArIC), yto nossonsger dopmuMpoBaTth AaHHble ANd
MOHWTOPWUHIa CMEPTHOCTU B COOTBETCTBUM C METOL0/0TUEN
Pocctata. B pa3paboTKe TaKXe HaxoauTCs y4eT AaHHbIX
®PMAC EMMC3 n3 MCC, BblgaHHbIX B3aMeH npeaBapu-
TeNbHbIX U B3aMeH OKOHYaTesbHbIX, Npu GOPMUPOBaHUU
aHaIMTUYECKUX OTHETOB.

CraTUCTUKa poX4aeMOoCTH, KOTopas UCMosb3yeTcs B TOM
yucne Ans pacyeta nokasartens MnafeHYeCKoM CMepPTHO-
cTn, popmupyeTcs Ha ocHoBe AaHHbiX MCP (yyeTHas ¢opma
N2 103/y), KoTopasi TaKKe BblAaeTcs MeaMLMHCKUMKU opra-
Huzaumsamu. C 2023 r. opopmneHne MCP ocyuiectBnsetcs
B BWAE 3MEKTPOHHOro AoKymeHta B ®PMCP EIMM3C [12].
Pecypc cogep»KuT cBefeHUs O HOBOPOXAEHHOM pebeHKe
W ero matepu 1 pyrue ceeieHus, npesycmMoTpeHHble Gopmon
[OKYMEHTa O POXKAEHUU, B COOTBETCTBMM C NMOPALKOM 3arnon-
HeHus [13], KoTopble ABAAKOTCA OCHOBaHWEM [Ans rocygap-
CTBEHHOW permcTpaumm poxaeHus un nepepatorcsa B EMP 3AIC.

MeToauka pacuyeTta noKkasarenemn

KoaddpuumeHT mnageH4ecKon CMEPTHOCTM MOKa3blBaET,
CKoNbKO AeTen n3 1000 poanBLLIMXCS KUBBIMKU HE JOXUBaET
o 1 ropall.

KoadpdUumMeHT MnageH4YeCKon CMEePTHOCTU OT BCEX MpU-
YWH cMepTH No aaHHbiM PPMCP n ®PMAC ErF'MC3 paccyunTbi-
BaJicA B COOTBETCTBUM C MeToAMKON PoccTtaTta [14] KaK YacT-
HOe OT YMcna 3aperncTpMpPoBaHHbIX YMEPLIUX B BO3pacTe A0
1 ropa 3a nepuoa 1 ycpeaHEHHOro Yncna 3aperncTpupoBaH-
HbIX POAMBLUMXCS KMBbIMKU, KOTOPbIE PUCKYIOT yMEPETL B pac-
cMaTpvMBaeMblv nepuoa B Bo3pacTte Ao 1 roga, no ¢opmyne:

qd = M{J / Ny X 1000,

roe: T — nepuoa, 3a KOTOPbIM NPOBOAUTCS pacyeT (AHBapb,
fAHBapb — deBpanb, KBapTan, sHBapb — anpenb v T.4.),
MJ — uncno 3apervcTpupoBaHHbIX yMepLIUX AeTell B BO3-
pacte o 1 roga oT BCeX MPUYMH CMEPTM 3a paccMmaTpuBa-
embl nepuod, Ny — ycpeaHeHHOe YWUC/I0 3aperncTpupo-
BaHHbIX POAMBLLMXCS XMBbIMM, KOTOPbIE PUCKYIOT yMEpPETb
B paccmatpuBaeMblit nepuof B Bo3pacte fo 1 roga, 3a
13 Mec, MNpeglecTByOWMX paccMaTpuBaeMomy nepuoay
(oT MecsiLa X nNpoLunoro roga 4o mecsua X TeKyLLero roaa).

KoaddHnumMeHTbl Mr1ageHYeCcKon CMEPTHOCTHM MO MPUYK-
HaM CMEpTU pacCYMTbIBAIMCb MO aHanorm4yHon Gopmyne,
MpW 3TOM B Ka4ecTBe 3HameHaTens (My") BbICTynaeT Yncno
3aperncTpMpoBaHHbIX yMepLIMX AeTen NO KnaccaM NpuydmH
CMEepTU M OTAeNbHbIM NPUYUHAM CMEPTU B COOTBETCTBUU
¢ MexayHapoaHon KnaccudbwuKauuen 6onesHen 1M npob-
/leM, CBSiI3aHHbIX CO 340POBbLEM, [ECATOro MnepecmoTpa
(MKB-10)12 1 KpaTKOW HOMEHKNATypon MPUYUH CMEPTU
PoccTatals. PacueT aTux nokasaTenei Npou3BOAMTCS MO
nepBoHa4yanbHON NPUYNUHE CMEPTU B COOTBETCTBUU C NpPHU-
Kaszom MwuH3gpaBa Poccun oT 15 anpens 2021 r. N2 352H
«0O6 yTBEPXKAEHMUU YYETHbLIX GOPM MEOULMHCKOM [OOKY-
MEHTauuKn, yAOCTOBEPSIOWEN Clyd4an CMepTHU, U nopsiaka
UX Bblaaymu».

[oBepuTenbHbln UHTEpBan ansg KoaboduuneHTa MmnageH-
4YEeCKOW CMEPTHOCTH OT BCEX MPUYUH CMEPTU paccymTbIBascs
C ucnonb3oBaHWeMm pacnpeaeneHusa [llyaccoHa [15, 16],
NS PErMOHOB C 4YMC/OM yMeplux B Bo3pacTe Ao 1 ropa
MeHee 100 yen. — HeNocpeaCcTBEHHO M3 TabAuULbl pacnpe-
nenexus lNyaccoHa [16], Ans PErMoHOB C YMCIOM YMEPLIMX
100 v 6onee — no dopmyne:

95% [N = M{ / Ny + 1,96 \M{ / Ny.

Banupgauusa gaHHbIX

CBepKa AaHHbIX 0 KO3PDULMEHTE MIaLEeHYEeCKOM CMepT-
HOCTM M aBCOMIOTHOM YMC/e ymMepLInx B Bo3pacTe Ao 1 roga
NPOBOAMTCA Ha OCHOBE AaHHbIX PocctaTta, ony6/nKoBaHHbIX
B EAMHOM MerKBeLOMCTBEHHOW WMHOOPMALMOHHOW CUCTEME
3a AHBapb — AeKkabpb 2025 r.14. OnepatBHble AaHHble
06 abCoMOTHOM YMCNe YMEPLUMX OT BCEX MPUYUH CMEPTH He
ny6aMKOBaNnCb Ha4YMHas ¢ AaHHbIX 3a AHBapb — MapT 2025T.

11 depepanbHas cnyx6a rocyaapcTBEHHON CTaTUCTUKU. MEeTOAUKM
pacyeTa nokasatenei depepanbHOro npoekta «OxpaHa marte-
pUHCTBA W JeTcTBa» (HauMOHanbHbIM NPoeKT «Cembsr). URL:
https://rosstat.gov.ru/storage/mediabank/FP1803_N.htm.

12 MexayHapogHasi craTMcTMYecKas KiaccubuKaumusa 6GonesHen
1 npobnem, CBfA3aHHbIX CO 3A40POBbeM. [lecsThli nepecMmoTp.
URL: https://docs.cntd.ru/document/420317970.

13 depepanbHan cnyb6a rocyqapcTBeHHOM CTaTUCTUKM. KpaTkas
HOMeHKnaTypa npuinH cmeptu. URL: https://rosstat.gov.ru/
storage/mediabank/prich-smert.docx.

14 EMMCC. MnageH4yeckass CMEPTHOCTb Ha 1 ThiC. POAMBLIMXCS
¥WBbIMUK (ONepaTuBHble faHHble). URL: https://www.fedstat.ru/
indicator/61902.



OnepaTuBHbIE AaHHblE O 4YUCE YMEPLIMX U KOIPDu-
LIMEHTE M/a[JE€HYECKON CMEPTHOCTM MO MPUYMHAM CMEpPTU
B 2023-2025 rT. TaKXe He ny6nnKoBanuch. B cBa3u ¢ aTnm
CBEPKa BO3MOXHa TO/IbKO MO OKOHYaTeNbHbIM AAHHbIM 3a
2023 r. MNMopagok GopmMUpOBaHMUA OKOHYaTENbHbIX AaHHbIX
OT/InYaeTcs oT nopsigka GopmMmupoBaHns onepaTtuBHbIX [17].
Bo-nepBbix, onepaTtMBHble AaHHble GOPMUPYIOTCS MO AaTe
perncrpaummn cobbiTua (POXKAEHUS WM CMEPTU) B OpraHax
3AIC, Toraga Kak OKOHYaTeNlbHble — MO AaTe ero Hactynie-
HUS. BO-BTOPbIX, B OKOHYaTENbHbIX [AaHHbIX Y4WUTbIBAETCH
MHbOpMaLMa O NPUYMHAX CMEPTU B COOTBETCTBMM C Meau-
LIMHCKMMW CBUAETENBCTBAMM O CMEPTH, BblaHHbIMW B3aMeH
npeaBapuTeNbHbIX U B3aMEH OKOHYaTe/lbHbIX, B ONepaTuBs-
HbIX JA@HHbIX MCMONb3YyeTC MHDOPMAaLMS U3 NpeaBapUTENb-
HbIX MEAMLIMHCKNX CBUAETENLCTB O CMepTH [17].

ConoctaBneHue OLEHOK KoadduLMeHTa MnaLeHYecKon
CMEpPTHOCTU MO AaHHbIM Pocctata 1 ®PMAC EMMC3 npose-
[OEHO C y4yeToM 3HayveHun 95% [JoBepuTENnbHOro MHTepBana,
COMOCTaBMMbIMU CYUTAIOTCS OLLEHKM, AN KOTOPbIX MOKa3aTesb,
ony6anKoBaHHbIM PocctaTtoM, HaxoauTes B npeaenax AoBepu-
TEeNbHOro MHTEpPBana A1s OLEeHOK Nno aaHHbIM GPM/C EMNC3.

Kputepuu KaTteropusayum

PacnpepenerHune cybbektoB Poccunckon Pepepauum
no rpynnam B COOTBETCTBMM C MNOKasaTenem MiageHye-
CKOW CMEPTHOCTU Ans Kaptorpaduyeckoro oTobparkeHus
OCYLLECTBNANOCH [€NIEHUEM Ha rPyMMnbl C PaBHLIM YWUCIOM
pervMoHoB B Kaxgom rpynne (no 21 cy6bekTy). [pynna pervo-
HOB C Haubosiee BbICOKMMMK NMoOKalaTenssMuv MnageH4ecKon
CMEPTHOCTU COAEPHKMUT 22 pervoHa, BKMOYas YyKOTCKMM
aBTOHOMHbIV OKpPYT.

CTaTUCTU4ECKUI aHaNu3
AHanM3 v BM3yanusauus AaHHbIX MPOBEAEHbI B Mporpam-
me Microsoft Excel (Microsoft, CLLA).

PE3Y/IbTATHI

ConoctaBneHue ¢ gaHHbiMU PoccTtaTta

Mo ony6nMKoBaHHbIM AaHHbIM PocctaTa 3a fHBapb —
HO6pb 2025 . KO3DPULMEHT MNajeHY4eCKOn CMepPTHO-
cTh (OT Bcex npuy4MH cmepTtn) B Poccuickon depepauuu
coctaBun 3,6 ymepuwmnx Ha 1000 pOAMBLLMXCA MHKMBbLIMMU,
4YTO COBMajaeT C MoKal3aTenem, pPacCYMTaHHbIM MO AaH-
HbiM ®PMAC n ®PMCP EMMC3 3a yKkasaHHbI nepuoga.
Mpu 3TOM noKasaTenu M3 3TUX ABYX MCTOYHWKOB AaHHbIX
CcoBMNajaloT TaKkKe Ang 60nblMHCTBA defepanbHbiX OKPYros
n cy6bekToB Poccuickon ®depepaumn (puc. 1). OtaenbHble
pacxoXaeHns no KoapOULMEHTY BO3HUKAIOT B HEKOTOPbIX
permoHax ¢ ManblM YMCIOM yMepLIMX B Bo3pacTe Ao 1 roga
Ha KOHKpPEeTHYyIo AaTy, Npu 3ToM ¢ yyetom 95% posepuTesb-

HOro MHTEepBana BO BCEX pPerMoHax OLLEeHKW Mokasatens
MafeHYeCKOM CMEPTHOCTM NO AaHHbIM PoccTaTa HaxoaaTcs
B npefefiax norpewwHocTu 419 3Ha4eHUs, pacCcYUTaHHOro no
faHHbiM PPMIC ETNC3 (cm. puc. 1).

C y4eToM OrpaHuM4yeHuin cpaBHEHUS C OKOHYaTeNIbHbIMU
AaHHbIMK, YKa3aHHbIMK B pasgene «Metofbl», cornocrase-
HWe [aHHbIX MO NPUYMHaAM CMEPTM MPOBEAEHO Ha OCHOBE
CTPYKTYPbl MfaleHYeCKOM CMEPTHOCTM MO OCHOBHbLIM Kiac-
caM NpUYUH cMepTu. KaK nokasaHo B TabsvLe, OCHOBHas
pasHuLa HabnogaeTcsa Ans APYrMX KNaccoB NPUYMH CMEPTH,
BK/IIOYAIOWMX B TOM 4YUCIEe CUHOPOM BHE3aNHOW CMepTH
pebeHKa W Apyrne HeonpeaeneHHble NPUYUHbLI CMEPTH, YTO
CBfI3aHO C Y4€TOM AaHHbIX NpeABapuTeNibHbIX MEAULIUHCKUX
CBUAETENLCTB O CMEPTU.

MnapgeH4YyecKkass CMEpPTHOCTb MO CyGbeKTam

Poccuiickon ®egepauum

HecMmoTpa Ha yCTOMYMBOE CHUXEHWEe MnajeH4eCKoM
CMEPTHOCTU Ha YPOBHE CTPaHbl B LIE/IOM, COXPaHSIOTCS Peruo-
HallbHble pa3nnyng BHyTpu Poccunn. Hanbonee BbiICOKME NoKa-
3aTenn OTMeYeHbl B pernoHax Cnbupu n JanbHero BocToka,
rae B 60/bLIMHCTBE PErMOHOB YPOBEHb MaleHYE€CKOM CMepT-
HOCTU BblLLle CpeaHEePOCCUMCKOro noKasartens (puc. 2).

B pamKax exxeHeaenbHOro otyeta npeacrtaBieH PerTUHI
cy6beKToB Poccuiickon denepauun no KoapouLMeHTy mna-
[IEHYECKON CMEPTHOCTM C OTOOPaXKEHMEM KaK OTHOCUTENb-
HOro nokasaTens, Tak 1 abCoNOTHOro Yncna 3aperucTpmpo-
BaHHbIX yMepLMX. TakKe Ha Anarpamme oTobparkeH cpeaHun
nokasatenb no Poccuinckon deaepaumm B Lenom (puc. 3).

B TakoM ke dopmaTe npeacTaBfeHbl NoKa3atenu usme-
HeHWs KoadPULMEHTa MNageHYECKON CMEePTHOCTU U abco-
NIIOTHOr O YMCNa yMepLmx B Bo3pacTe 4o 1 roga B CpaBHEHUK
C aHaNOrMyHbIM NEPMOAOM MpeablaylWwero roga ¢ ykasaHmem
noKasaTenen 3a TeKyLWMN U NpeablayWwnin roabl U cpeaHero
n3meHeHus B Lenom B Poccuiickon Penepaumm (puc. 4, 5).

TaKKe ocylecTBASETCS pacyeT 4ONM AeTen B BO3pacTe
no 1 roga, ymepwux B cTauMoHape B % OT BCEX YMEPLINX
(puc. 6). Ha rpadmke oTob6paKeHbl 4oNs1 YMEPLWKX B CTaLLMO-
Hape, YACO0 YMEPLLMX B CTALMOHAPEe M YNCNIO YMEPLLUX BHE
cTaluuMoHapa (B MallMHe CKOPOW MOMOLLM, Ha MecTe Nnpouc-
LecTBMUSA, JOMa U B ApYyrom mMecTe).

MnageH4YyecKas CMEpPTHOCTb MO NPUYUHAM CMEPTHU

[aHHble Mo Yyucay yMepLUMX No NpuMYyMHam cmMepTu npes-
CTaBJIEHbl B pa3pe3e OCHOBHbIX K1AacCOB MPUYUH CMEPTH,
BHOCSILLMX HaMbOoNbWW BKNa4 B CTPYKTYPY MIafeHYecKon
CMEpPTHOCTKU, KOTOpble pacnpeaensiotcs Ha rpynnbl / Npu-
YUHBI CMEPTH BHYTPU KarkAoro Kiacca ¢ y4eToM MX BKiaga
B YMC/IO YMEPLUMX U TEHAEHLMU UX UBMEHEHUSA B CPABHEHUU
C NpeablaywmMmMmn rogamu (puc. 7-9).

Ta6nuua. CTpyKTypa MnageH4eCcKon CMEPTHOCTHU NO OCHOBHLIM Kflaccam Npu4uH cmepTu B 2023 1. no gaHHbIM Pocctata nt ®PMAC ETMC3
Table. Infant mortality by main classes of causes of death in 2023 according to Rosstat and the FRMDC EGISZ

MnapgeH4yecKas CMepPTHOCTb Poccrar oPMAC
Bcero ymeplunx, ot Bcex Npu4nH cmeptu, % 100 100
B Tom uuncne ot:
® OTAeNbHbIX COCTOSHWI, BO3HUKAIOLLMX B NepuHaTanbHOM nepuoae, % 46,4 43,8
® BPOX/AEHHbIX aHOManui (NMOPoOKOB pa3BuUTUA), % 20,5 19,0
® 60Ne3Hen opraHoB AblxaHus, % 6,0 52
® HEKOTOPbIX MHOEKLIMOHHbIX M Napa3uTapHbix 601e3Hen, % 4,8 3,4
® BHELWHMUX NPUYKH, % 6,5 4,7
® GOoNie3HelN opraHoB nuileBapeHns, % 0,8 0,9
® HOBOW KOpoHaBUpycHow nHdekunm (COVID-19), % 0,4 0,2
* npyrve, % 14,7 22,9
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Puc. 1. KoaddunumneHT mnageH4ecKkorm cMepTHOCTK No cyGbeKTam Poccuiickoin depepaumm no gaHHeiM PPM/C EMTMUC3 (c ydetom 95%
noBepuTenbHoro nHTepsana) n Pocctata, Ha 1000 poaMBLIMXCS KUBbIMU, SHBapb — AeKkabpb 2025 .

Fig. 1. Infant mortality rate by regions of Russian Federation according to the FRMDC EGISZ (with the 95% confidence interval) and Rosstat
data, per 1000 live births, January — December 2025
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Puc. 2. KoadpduumeHT mnageHYecKon cMepTHOCTHU o cybbekTam Poccuiickon deaepaumm B sHBape — fAekabpe 2025 r., pacyeTbl Mo AaHHbIM

SPMAC ETMC3 n dPMCP ET'NC3

Fig. 2. Infant mortality rate by regions of Russian Federation in January — December 2025, calculations based on data from FRMDC EGISZ

and FRMBC EGISZ

HET OaHHbIX

3,0-35

(21 pernon)

1,0-2,9
(21 pernoH)

[ns Taknx counanbHO 3HAYUMbIX NPEAOTBPATUMbIX NPU-
YMH, KaK BHELIHWE NPUYUHbI U HEKOTOPblE MHGOEKLMOHHbIE
W NapasuTapHble 601e3HKU (puc. 8, 9), NPMBOANTCS TaKKe
YUCNO 3aPErNCTPUPOBAHHbLIX YMEPLIMX OT OTAENbHbIX MpU-
4YMH Mo cybbeKTaM Poccuinckon depepauun (TpaHCNopTHbIE
HecyacTHble cfly4aun, HecHacCTHble Cny4yau € yrpo3omn Apbixa-
HMIO, KOK/IOL, MEHUHIOKOKKOBas MHbEKLUKS, cencuc, apyrme
6aKTepuanbHble MHPEKLNN, KOPb, APYrMe BUPYCHbIE UHDEK-
UMK, LMTOMEranoBmpycHas 60/1e3Hb).

KoaddUuMEHT MnageHYeCcKOoM CMEPTHOCTHM MO OCHOBHbIM
Knaccam MPUYUH CMEPTH, BHOCALWMM HaubOonblni BKNaL
B NoOKasaTte/lb MaleH4YeCKOM CMEPTHOCTH, paccymnTbiBaeTCs
B pa3spe3e cy6bekToB Poccuiickon depepaumm (npumep
npeacrtasiieH Ha puc. 10):

e OTAeNbHble COCTOSIHUS, BO3HUKalOLWME B NepUHaTaibHOM
nepvoae;
® BpOX/JEHHble aHOManuu (NOPOKKM pas3BuTHs), aedbopma-

LMW M XPOMOCOMHbIE HapYyLLIEHUS;
®  CUMMTOMbI, NMPU3HAKMU U OTKIIOHEHUS OT HOPMbI, BbISB-
NIEHHbIE MPU KIMHUYECKMX U NabopaTopHbIX MccneaoBa-
HUSIX, HE KnaccudULMpOBaHHbIE B APYrMX PyGpPUKaX;
BHELIHWE NPUYUHBI CMEPTH;
60ne3HM OpraHoB [bIXaHWs;
60ne3Hn HEPBHOW CUCTEMBI;

HeKOTOpble MHPEKLMOHHbIE M Napa3uTapHble 601e3HM.

Yucno ymepuiunx B Bo3pacte Ao 1 roga no mecty
}KUTeNbCTBa U MEAULLMHCKOW OpraHu3aumm,
BblaBLUei MeAULMHCKOe CBUEeTe/IbCTBO O CMEPTHU
B psge cnydaeB, NOMUMO CTaHAAPTHOM AEKOMMO3WULIMK MO
npuyYnHaM CMepTU U pernoHam, Heo6XoaWMbl AOMOHUTENbHbIE
AaHHble. Hanpumep, B pernoHax ¢ 60bWUMU MUTPaLMOHHBIMK
NMOTOKamMu (Meranosiucbl, PerMoHbl C Pa3BUTOM TYPUCTUHECKON

L] 44115

(22 pervoxa)

B s6-44
(

21 peruoH)

MHDPaCTPYKTypon) HEO6XOAMMO Y4YMUTbIBATb MECTO KUTENbCTBa
ymepLunx (puc. 11). [Ans coBepLIeHCTBOBaHUS MapLpyTUu3auunm
6epeMEHHbIX Ha PoAopa3peLleHre, Hanpumep, ¢ BbIBIEHHbIMU
NMOpoKaMu y BHYTPUYTPOGHOro pebeHKa, Heobxoanuma MHbOp-
Mauusax O pacrnpeaeneHny ymepLunx oT BPOXAEHHbIX aHOManun
1 NMOPOKOB Pa3BWTHS, NOAAAIOLLMXCA XMPYPIrUYECKON KOPPEKLINK,
N0 MEAULMHCKMM OpraHu3auuaMm, BblAaBLlUMM MeuLMHCKOoe
CBUAETENLCTBO O CMEPTU (B KOTOPbLIX HACTynuna cMepTb).

OBCYXAEHUE

Pe3iome 0CHOBHbIX pe3y/ibTaTOB UCC/IeOBaHUA

B KayecTBe WMCTOYHMKOB MEPBMYHBLIX [aHHbIX A8 pac-
4eTOB OrnepaTvBHbIX MoKasaTenen MaageH4eCcKon CMepTHO-
CTU HeobxoauMmo paccmaTtpmBate PPMAC (yTBEPrKAEHHbIN
MoctaHoBneHnem [lpaButenbcTBa Poccuitckon deaepaunmn
or 03 depana 2022 r. N2 99 «06 yrBepaeHuun [MpaBun
BeaeHus degepanbHOro peectpa MeAUUMHCKUX AOKYMEHTOB
0 cMepTw») 1 PPMCP (yTBEpKAEHHbIV MocTaHoBNeHWeEM [pa-
BuTENbCTBaA Poccuinckon denepaumn ot 05 peBpansg 2022 T.
N2 116 «O6 yrBepxaeHun MpaBun BeaeHus deaepanbHOro
peecTpa MeAWULIMHCKMX JOKYMEHTOB O POXAEHMM»).

ConocTaBneHWe eXeMeCHYHbIX [JaHHbIX N0 MaageH4e-
CKOM cMepTHOCTM PoccTata M MOHUTOpPMHIa, MPOBOAMMOrO
MuH3apaBom Poccumn Ha OCHOBE AaHHbIX M3 MHDOPMaLMOH-
HbIx cuctem (PPMAC EMMC3 n ®PMCP EFMC3), nokazano
BbICOKYO CONOCTaBMMOCTb.

PaspabotaHHbin MuH3apaBom Poccunn n oTpaboTaHHbIN
COBMECTHO C cybbeKTamu Poccuinckon depepaumm noaxoa
K 06paboTKe M MCMNOb30BAHMIO AaHHbIX U3 UHbOPMaLMOH-
HbIX CUCTEM Mpeanonaraer:
® pacyeT ¥ conocTaBieHune AMHaMUYECKMX psaoB 6Gonee

yem 30 nokasaTtesien ¢ BO3MOXHOCTbIO MX AEKOMMO3M-

MM O YPOBHS MEAMLMHCKON OpraHu3aunu;
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Puc. 3. Mpumep BugKeTa. MnageH4yeckas CMepPTHOCTb Mo cy6bekTam Poccuiickon Pegepaumu (3a sHBapb — 18 aexkabpsa 2025 r.)

OpuruHanbHas cTaTbs
Fig. 3. Widget example. Infant mortality by regions of Russian Federation (January — December 18, 2025)
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Fig. 4. Widget example. Changes in infant mortality by regions of Russian Federation from January to December 18, 2025, compared to the same period in 2024, according to FRMDC EGISZ data as of December 30, 2025
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OpuruHanbHas cTaTbs

Fig. 5. Widget example. Changes in the number of deaths under 1 year of age by region of Russian Federation from January to December 18, 2025, compared to the same period in 2024, according

to FRMDC EGISZ data as of December 26, 2025
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Fig. 6. Widget example. Number of deaths under 1 year of age by place of death by regions of Russian Federation from January to December 18, 2025, compared to the same period in 2024, according

to FRMDC EGISZ data as of December 26, 2025
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Fig. 10. Widget example. Number of deaths under 1 year of age from certain conditions originating in the perinatal period by regions of Russian Federation from January to December 18, 2025, compared

Puc. 10. Mpumep BumpKeTa. Yncno ymeplumx B Bo3pacTe A0 1 roga oT oTe/bHbIX COCTOSIHUI, BOSHMUKAIOLLMX B NepuMHaTanbHOM nepuoje, no cyébekrtam Poccu
to the same period in 2024, according to FRMDC EGISZ data as of December 30, 2025

No CpaBHEHWIO C aHaNOrMYHbIM nepuoaomM 2024 r. no gaHHbIM PPM/AC EMMC3 Ha 30.12.2025

YMEPLWE B BO3PACTE [10 1 TOfIA OT OTAENbHbLIX COCTOAHUI, BOSHUKAIOLLX B MEPUHATAIIBHOM
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e OTOGpaXeHWe pesynbTaToB aHanM3a AaHHbIX Ha aHanu-
TUYECKMX NaHensx (BuMaxeTtax) B yao6HOM Ana BoCnpus-
TMs popmarte;

e [OCTYMHOCTb BblllEyKa3aHHbIX aHaNUTUYECKUX NnaHenen
exeHenenbHo B ETNC3, 4to agenaet Bu3yanusaumto one-
paTUBHBIX AA@HHbIX JOCTYMHOM 415 BCEX UCMONHUTENbHbIX
OopraHoB BnacTu B cdbepe oxpaHbl 310P0BbSA PErMOHOB No
NMPUHLKNY «©AUHOrO OKHa»;

° [pPUMEHEHMEe NOo aHanormm pa3paboTaHHOro KOMMIEKCa
noKasaTenen, paccinMTaHHbIX Ha OCHOBE NEPBUYHbIX AaH-
HbIX B cyOobeKTax Poccuiickon Peagepaumnun, ana aHanusa
paboTbl MEAMLIMHCKMX OpraHuM3auui ¢ AEKOMMNO3ULMEN
[10 30H 06CNyKMBaHMS U Bpa4yebHbIX YH4aCTKOB Ha ypoB-
He cybbekToB. [locnegHve ypoBHM [OEKOMMO3ULUKU —
¢ ¢denepanbHOro ypoBHS A0 y4aCTKa — B HaCTOSALWMM
MOMEHT HaxoaaTcs B pa3paboTKe;

e Habop noKasaTenen U NepuoanyHOCTb UX pacyeTa MoryT
OblTb UBMEHEHbI B 3aBMCMMOCTH OT 3anpoca opraHn3aTo-
pOB 3paBOOXpPaHEeHUs;

e Habopbl NOKa3aTeNnen, paccyMTaHHbIX Ha OCHOBE AaHHbIX
M3 MHOOPMALMOHHbBIX CUCTEM, MOTYT MCMOJIb30BaTbCH
151 NOCTPOEHMS CUCTEMbI MHTErPaNbHbIX OLLEHOK b deK-
TUBHOCTU AEATENLHOCTU OpraHoB UCMOMHUTENbHON Ba-
CTU B cdepe oxpaHbl 340POBbS.

UHTepnpeTauus pe3ynbTaTtoB UCCNeJ0BaHUSA

B Hay4HOM nuTepaTtype aHanuMTuKa 60MblIMX AaHHbIX
paccMmaTpuMBaeTCcsl KakK OCHOBoOMonaratowmi WMHCTPYMEHT
B YMNPaBNEeHYECKOM KOHTEKCTe, MPUMEHSIEMbIA K OpraHu-
3auuKn 3gpaBooxpaHeHns. Taknum o6pa3om, 06HOBEHWE
NnoaxofoB K YNpaBfieHU0 34pPaBOOXPaHEHMEM Ha OCHOBE
NEePBMYHbIX AaHHbIX, B TOM 4WUCfle OnepaTMBHOrO aHalu-
3a MoKasaTteneh CMEePTHOCTU HaceneHus, OyaeT CAyXWUTb
XOpOLLUEN OCHOBOW ANS NPUHATUSA yNPaBNEHYECKMX PeLleHn
1 pa3paboTKn HEOBXOAUMBIX MeP MO MOBbILEHMIO AOCTYMHO-
CTW M Ka4yecTBa MEAMLMHCKON MOMOLLM C LeNbto YBENNYEHMS
TEMMNOB CHWUKEHWUS MNafeHYEeCKON CMEPTHOCTH.

KOMMNAEKCHbIM MOHWUTOPUHI MNaAeH4YEeCKOM CMEPTHOCTH
no3Bo/ISeT pa3pabaTbiBaThb Lie/ieHanpaBieHHble, OCHOBaHHbIE
Ha AOKas3aTenbCTBax CTpaTernn BMellaTeNbCTBa, KOTOpble
MOTYT 3HA4YUTENIbHO CHU3WUTb CMEPTHOCTbL CPEAN MMIAAEHLEB.

370 noATBeprKAaeTcs Ha OCHoBe OMNy6/MKOBAHHbIX MpU-
MepOoB U3 Apyrux cTpaH. Tak, P. Nogueira 1 coaBT. Ha OCHOBE
onbita [MopTyranMn nokasbiBaloT 3GPEKTUBHOCTb MOHUTO-
pUHra MnageH4YeCcKor CMEPTHOCTH B PEXUME peanbHoro Bpe-
MEHU KaK BaXHOr0 MHCTPYMEHTa ANs MOAUTUKOB U MEAULUH-
CKMX pabOTHUKOB U MOAYEPKMBAIOT BaXKHOCTb MOKa3aTenemn
3[10POBbS B PEXMUME peanbHOro BpeEMEHM B ypaBieHUN Kpu-
3ncamu obLLecTBeHHoro 3apaBooxpaHeHus [3]. C. Kroelinger
1 B. Gladders nokasanu, Kak AaHHble CTAaTUCTUKK POXKAAEMO-
CT U CMepTHOCTM nomornu wraty fenasap (CLUA) BbisBUTL
KNOYEBbIE Pa3/iMinsg B MOKa3aTensix CMEPTHOCTH, YTO NpuBe-
N0 K LileneHanpaB/ieHHbIM MepaM No NOAroToBKE K 3a4aTuto
1 NpodunaKTUKe npexaeBpemMeHHbIX poaos [4].

Cuctema MOHUTOpMHIa MnoKasaTenen CMepTHOCTHU
¢ 2020 r. npumeHsietcs MuH3apaBom Poccun ans oTcnexu-
BaHWA M3MEHEHWN MoKa3aTenen CMEepTHOCTW BCEro Hace-
neHus [9]. B 4yactHoCcTH, B nepuopg naHgemuu COVID-19
Ha OCHOBE AaHHbIX ONEpPaTUBHOr0 MOHUTOPWMHIA NPUHUMA-
JINCb PELIEeHUst O HanpaBneHun Gpurag Bpadven B CyObeK-
Tbl Poccuiickon depepaunn ans oKalaHUsA MPaKTUYECKOW
M OpraHM3auMOHHO-METOAMYECKOW MOMOLLM, MPOBeAeHMUS
KOHTPONIbHO-HaA30PHbIX MEPOMPUATUIA U Ap.

AHanu3 AaHHbIX 0 CMEPTHOCTM MNO3BOSIAET NOAYYUTb MHDOP-
MaLMIO O COCTOSIHUM 3[10POBbS HaceneHus, npobnemax, cBs-
3aHHbIX C OpraHu3auuen 1 oKasaHMeM MeAMLIMHCKOM MOMO-
WM B OpraHun3aumsax cnyx6bl poJOBCMNOMOMXEHUS M AETCTBA,
N 9BNSIETCH OCHOBOW A/11 MPUHSATUA yNpaBiIEHYECKUX peLle-

HWW, HanpaBNEHHbIX Ha NOBbIWEHME JOCTYNHOCTM M KadyecTBa
MEANUMHCKON MOMOLLM GEPEMEHHBIM KEHLUMHAM U [AETAM.
Ob6ecneyeHne cucTemMbl ynpaBneHns 34paBoOXpaHeHEM one-
paTUBHLIMU AaHHbIMK C /IOO0N YacTOTOM CPEe30B, BKJIOYAlO-
LWMMM LLIMPOKUI HAbOP XapaKTEPUCTUK YMEPLIMX MNaAeHLEB,
OEKOMMO3MPOBAHHbIX MO MPUYMHAM CMEPTU, MECTY MPOXKUBA-
HWS, MECTY HacCTyM/IEHUS CMEPTU, MEANLIMHCKOM OpraHn3aLuu,
BblAaBLIEN MeOWLMHCKOe CBMWAETENLCTBO O CMEPTU, MO3BO-
NIIET KOPPEKTMPOBATb Mepbl, HarMpaB/iEHHbIE Ha MOBbIWEHWE
KayecTBa M [OCTYMHOCTWM aKyLIEPCKOW MOMOLLM, COBEpLUEH-
CTBOBATb TEXHONOMMU MepUHaTaIbHOM MeAUUMHBI, OKa3aHus
noMoLLM AeTsM B Bo3pacTe 40 1 roga v oueHuBaTtb adpdek-
TMBHOCTb PaboTbl PErMOHasbHbIX CUMCTEM 34pPaBOOXPaHEHMS
B cepe oxpaHbl 310POBbSA MaTepu 1 pebeHkKa.

AnpoGauusa

Pesynbratel aHanusa noKasaTenen MiageH4YecKon
CMEPTHOCTU B pPaMKax eeHeeNlbHOro MOHWTOpUHIa Gblin
MCNOSIb30BaHbl Ha 0dULMaNbHbIX COBELAHNAX C PYKOBOAM-
TENAMU WCMONHWUTENbHbLIX OpraHoB BnacTu B cdepe oxpa-
Hbl 3[0POBbS, MaBHbIMW BHELWTATHbIMW CrneuManucTaMu
MuH3gpaBa W PErnoHoB, pyKoBoauTensimu deaepasnbHblX
MeANLMHCKUX opraHuM3aunin. PasmelaloTcs exxeHenenbHO
B EFMC3 ans ucnonb3oBaHua B paboTe.

OrpaHu4eHus ucciefoBaHuUsa

1. [ns otaenbHbix cy6bekToB Poccuinckon depepaumm moryt
HabnAaTbCs PacxoXaeHus KoabduuueHTa MnageHye-
CKOW CMEPTHOCTK C AaHHbIMM PoccTaTa Ha KOHKPETHYIO AaTy
BbIrPY3KM 13 MHOOPMALIMOHHbBIX CUCTEM, KOTOPbIE CBSA3aHbI
C TEXHUYECKMMM OLIMBKaMM B NpoLecce nepeayv AaHHbIX.
Takke, B HEKOTOPbIX PEMMOHAX C MasiblM YACIOM POAUBLLMNX-
CA M yMepLUMX B Bo3pacTe A0 1 roga pacxorKaeHWs MoryT
HabnoaaTbCs MeX[y BbIrpy3KaMu Ha KOHKPETHyl Aaty
1 Bpems. Npu 3TOM KOPPEKTUPOBKA AaHHbIX MOXKET ObiTb
peann3oBaHa NyTemM AOMOMHUTENbHbIX BbIrPYy30K, yCTpa-
HEHMS OLWKMBOK M [03arpy3KK faHHbIX B MHPOPMALMOHHbIE
CUCTEMbI CNYXXOOM TEXHUHECKON MOAAEPHKM.

2. TeKkywas Bepcus ONepaTMBHOIO eXeHeae/lbHOro MOHMU-
TOPUHra B TeyeHue roja MOXeT cogepxatb Lo 20%
npeaBapuTenbHbIX MEAULMHCKUX CBMAETENLCTB O CMeEp-
TH, MPUYMHA CMEPTU B KOTOPbIX B MOCNEAYIOWEM MOXKET
6bITb YTOYHEHA B COOTBETCTBUU C NpUKasom MuH3apaBa
Poccuu o1 15 anpena 2021 r. N2 352H «O6 yTBepKAEHUU
YYEeTHbIX GOPM MEAMLMHCKOW [OKYMEHTaLUMK, yaoCTO-
BepsIoLLEN criydan CMepPTH, U nopsaka mx Bbligadun» [10]
nyTemM BblAain MEAULMHCKUX CBUAETENbCTB B3aMeH
npegBapuTenbHbIX U B3aMeH OKOHYaTeNbHbIX. ATO cneay-
€T y4uTbiBaTb NpU NPOBEAEHMU OMNEepPaTUBHOIO aHann3a
MaeHYeCKOM CMEPTHOCTMU MO MPUYMHAM CMEPTU, OCO-
6eHHO B C/yyasX, KOraa nNpuvyvHa CMepTu B npeaBapu-
TeNbHbIX CBMAETENbCTBAX HE YCTAHOBMIEHA A0 NONyYeHUs
pe3ynbTaTtoB nabopaTopHbIX UCCAEeAOoBaHUM U APYrux
cBefieHnn (kog MKB-10 — R99).

3AKJ/IIOYMEHME

MuHUCTEPCTBOM 3ApaBooxpaHeHus Poccuinckon depe-
pauuu oTpaboTaHa CUCTEMa EXeHeAesbHblX aHanuTuye-
CKMX OTY4ETOB O MNaJEeHYEeCKOM CMEepPTHOCTU, BKIoYas pas-
pe3 no perMoHam, NPUYUHaAM CMepTU, AMHAMHUYECKME paabl
W MHTErpanbHble OLEHKWU. Pe3ynbTaTbl 3TOr0 MOHUTOPUHIa
ABMAIOTCH OCHOBOWM MPUHATUS YNPaBAEHYECKUX PeLleHM No
COBEPLUEHCTBOBAHUIO OpPraHn3aLnn MeauLMHCKOW MOMOLLM
B cdepe oxpaHbl 3L0POBbA MaTepU U pebGeHKa M OLEHKM
3O PEKTUBHOCTU MPUHATLIX PELLEHNUN.

UCTOYHUK ®UHAHCUPOBAHUSA
OTcyTCcTBYET.
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O6ocHoBaHue. /115 MSrkux opm myKornoamcaxapugosa | tuna (MIC |) — cuHapomoB lypnep — Ulerne u Llene — xapak-
TEPHbI MO34HEE MOSIBAEHNE M HECTELNPHUYHOCTb CUMATOMOB. B 4aCTHOCTH, JOMUHMPYIOLLEE B KIIMHUYECKON KapTuHe nopa-
JKEHWE CYyCTaBOB MOMET MOCAY)KUTb MPUYMHON OLIMBOYHOIrO NepBOHa4Ya bHOro0 AnarHo3a peBMaTUYeCKoro 3aboseBaHMs.
OnucaHue KIMHUYECKoro cayyas. Y geBoyku C. B Bo3pacTe 4 neT 8 Mec BrepBble 3aMeTUIN OrpaHNYeHne [BUKEHUI
B cycTaBax Kucten. B Bospacte 5 nieT 1 mec 6bis1 BbISIBJIEH CUMMETPUYHbIN MOJNAPTPUT C MOParKEHNEM KPYMHbIX U MEJIKMX
CyCTaBOB BEPXHMX U HUXKHUX KOHEYHOCTEMN C KOHTPaKTypamMu, aHTMHyKIeapHbin ¢aktop B Tutpe 1 : 160, guarHocTupoBaH
IOBEHU/IbHbIN ManonaTM4ecKun apTput. B Bo3pacte 5 neT 2 Mec Kpome nonmaptputa OTMETUIIN YIIJIOTHEHUE U CHUKEHME
31aCTUYHOCTU KOXM KUCTEH, NPeanaeyunii, CToN 1 roleHewn, orpaHMYeHne OTKPbIBaHMS PTa, BbISIBUIIN OPAXKEHNE KeyaoY-
HO-KHMLLIEYHOIr0 TpaKkTa (He40CTaTO4YHOCTb KapAuu, racTpoasogareasbHbii pe@toKe), 4TO onpeaeanao guarHo3 AMMUTHUPO-
BaHHOM OPMbl FOBEHM/IbHOM CUCTEMHOM CKAepoaepmmn. Ha ¢poHe npoTruBopeBmMaTnuYeCcKon tepanuu (MeTUanpeaH130J10H,
METOTPEKCaT) OTMEYEHO YMEHbLUEHUE MJIOTHOCTHU KOMXM, YBEIMYEHUE aMManTyAbl ABUXKEHWI B cycTaBax. Ocob6eHHOCTH
KJIMHUKM M TEYEHUS 3acTaBuan NPOAO0IKUTb ANarHOCTUYECKMI MOUCK. BbiMosHeHa 9H3MMOANArHOCTUKA, BbISIBIEHO CHUXE-
HMe aKTMBHOCTU asbga-ugypoHugassl 4o 0,06 mMKmonb/n (Hopma 1,00-25,00 MKMO/b/71), NPOBEAEHO KOJMYECTBEHHOE
namepeHne mukolamuHornnkaHoB (FTAlN) B moye, oblyas KoHueHTpaums TAIT — 20,0 Mr/MmOoJib KpeaTuHMHa (Bo3pacTHas
Hopma 0,8-24,9 mr/MMob KpeaTnHuHa). MeTtogom oqHOMEPHOIro aneKTpogopesa Al BbissBAEHaA NOBbILLEHHAS SKCKpeLUs
renapaxcynbparta v gepmataHcysibpata ¢ Mo4ou. MeTo[oM npsiMoro aBToMaTM4eCKoro CEKBEHMPOBaHUS NMPOBeAEH aHaln3
9K30HOB 2 1 7 reHa IDUA: o6Hapy»KeHbl natoreHHbin BapuaHT ¢.208C>T (pGin70Term), noay4eHHbI OT oTUaE, M UBMEHEHNE
HYKNeoTuaHo# nocaegoBatesibHocTH ¢.878_889dup, npuBogsuiee K 3ameHe p.Thr293_Tyr2, nony4eHHoe OoT MaTepu, B KOM-
nayHA-retepo3uroTHOM COCTOsIHMM. YcTaHoBaeH anarHo3: «MrIC I, cuHgpowm LLener. 3akno4denume. [py npoBeaeHun audpoe-
PEHUManbHON ANArHOCTUKK Y MaLMEHTOB C 0COBEHHbLIMM CyCTaBHbIMWU M3MEHEHUSAMM NeAMaTpam U JETCKUM peBmMaTosioram
cnefyeT B MPOTOKOJbl 06C/1€40BaHNUS BKIKOYaTb MOJEKY/ISSPHO-reHETUYECKME METOAb! A/11 CBOEBPEMEHHOIO BbISIBEHUS
HacneACTBEeHHbIX 3a60/1eBaHUI, M B YaCTHOCTU MSArkux ¢opm MIIC I.

KnroyeBble cnoBa: myKorionmcaxapmaos | tmna, cuHapom Llere, oBeHubHas cMcTeMHasi cKaepogepmus, anpoepeHum-
al/lbHasi AnarHocTuKa, AeTn

Ansa untupoBanus: MNogyepHsaesa H.C., 3yb6apesa T.B., Bawakmaase H.[., OcmuunHa M.K., batbipeBa 0.B., Kapamyp-
3nHa A.K., XKono6oBa E.C. AnddepeHumnanbHasa AMarHoCTMKa MArkon dopmbl Mykononucaxapuaosa | tTuna (cuHapoma
Lllee) M tOBEHUNbHOM CUCTEMHOM CKIepoAepMuU (KNMHMYECKOe HabniogeHue). Bonpocki COBPEMEHHOMN neanaTpumn.
2026;25(2):67-77. doi: https://doi.org/10.15690/vsp.v25i2.3035

OBOCHOBAHME

Mykononucaxapugos | tuna (MIC ) — 3to Taxenoe
reHeTu4yecKkoe MynbTUCUCTEMHOE 3aboneBaHue, 06YCNoB-
NeHHoe [eduunTOM NM30CcoMHOro depmeHta anbda-L-
naypoHungasbl (IDUA) [1], ¢ y4acTMeM KOTOPOro OCyLLeCcTBAs-
€TCsa TMAPOAN3 IMNKO3UAHBIX CBA3EN B KOHLIEBbIX OCTaTKax

anbda-L-naypoHOBOM KMUCAOTbl CAOXHbIX MIMKO3aMWHOTN-
KaHoB (FAlN pnepmataHcynbdata (AC) n renapaHcynbdata
(IC). CHMKeHHas aKTMBHOCTb anbda-L-uaypoHunaasbl oby-
CNOBMMBAET HeOOCTaTOYHYI Aerpajauuio 3TMX MOMEKY.
HepacuwenneHHble TC M ocobeHHo [AC HakannuBatoTcs
B /IM30COMax KMETOK M BHEKIETOYHOM MaTpuKce, UHULMK-



E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

MPys CNOXHbIM KacKaf MNaToIorMYecKMx MpOLLECCOB, YTO
B KOHEYHOM WTOre NPUBOAMT K nocteneHHomy GopmupoBa-
HWIO MHOTOYUCNEHHbLIX MOPPONOrMYECKNX UBMEHEHUI B TKa-
HSX U OpraHax C nocneaylwmMm HapyweHuem ux GyHKuun
M NOSIBNEHMIO cCOMaTUYeCKON MaHudecTaumm [2, 3]. CornacHo
MKB-10, 3aboneBaHue otHocuTca K Knaccy IV «bonesHu
3HAOKPUHHOM CUCTEMBbI, PacCTPOMCTBA MUTAHUSA U Hapylle-
HMA o6bMeHa BelecTB»: E76.0 Mykononucaxapmnao3 | Tnna.

MIC | HacneayeTcs Kak ayTOCOMHO-peLeccuBHoe 3ab0-
leBaHMe 1 C OAMHAKOBOW 4acTOTOM BCTpeYaeTcs y Malbyu-
KOB W y AeBoyek [4]. PacnpoctpaHeHHocTb MIC | BapbupyeT
M B cpeaHeM coctaBnseT 1 caydan Ha 100 TbiC. KUBOPOXK-
[OEHHbIX [4—-6].

McTopryeckn 66110 NPUHATO BbIAENATb TPU KIMHUYECKMX
deHotuna MIIC I: cuHapom [ypnep — Haubonee Taxenas
dopma (MIIC IH); cuHapom Llene — Hanbonee nerkasa dop-
Ma (MIC IS) n cuHapom lypnep — Llee — npomerkyToyHas
dopma (MIC IH/S). 3ta KnaccnudmKaums 6bl1a OCHOBaHa Ha
BO3pacTe NosiBjAEHUS CUMMNTOMOB U MX BblPaXKEHHOCTU, CKO-
POCTU MporpeccupoBaHna 3aboneBaHus, HalUYUKU U Taxe-
CTW MOpPa*KeHUs uUeHTpanbHOW HepBHOW cuctembl (LIHC).
C npaKTMyecKor TOYKM 3peHus 6onee ygobHa OuHapHas
KnaccudurKaumsa, Npu KOTOPOM NaumeHTbl AensTcs Ha aBe
KaTeropuun: ¢ TAXKEeNbIM Te4YeHMeM 3abofieBaHus (CUHAPOM
[ypnep) u ¢ 6onee nerkMm TedeHnem 3abosieBaHms (CUHAPO-
mMbl [ypnep — Wewe u Lene). 3ta knaccuduKkauusa obnerdaet
NPUHATUE pelleHns O Bbibope 040OpPEHHbIX B HacTosliee
Bpems MeToaoB fiedeHus MIIC | TpaHcnnaHTauMmM remMono-
3TUYECKMX CTBONOBbLIX KNETOK U PEepMEHTO3aMeCTUTENbHOM
Tepanuu (P3T) napoHuaason [7].

Taxenbin deHotun MIC | (cuHgpom lypnep) obycnosneH
OTCYTCTBMEM WM KpanHe HU3KOW aKTMBHOCTbio IDUA, npu
3TOM MNPU POXKAEHUU PEBGEHOK MOMKET BbIMMAAETb BMOHE
3[0POBbIM, OJHAKO CMMNTOMbI MNOSABASAOTCA B Te4eHMe nep-
BbIX MECSILIEB XU3HM.

Y)Ke B nepBble Mecsilbl W3HW MOXHO BbIIBUTb
NYMOYHYIO UM NaxoBble TPbiXXK [8] N OBLIMPHBIN KOXHbIN
MenaHouMTo3 (MOHronbckue naTtHa) [9]. OaHUM U3 paH-
HUX npoasneHun MIC IH aBnsertca rpygonosaCHUYHbIN
Kndo3s [8]. K apyrmum M3amMeHeHnsM No3BOHOYHMKa OTHOCAT
CMOHAMNOANCTES, NNATUCIOHAMUANIO, TMNONIa3unto 3y60BUA-
Horo otpocTtka C2. lNpu peHTreHoorM4eckom mnccnegoBa-
HUW BbISBASIOT MHOXECTBEHHbIM AU30CTO3. TUNUYHbLIM NPO-
asneHnem MIIC | aBnseTca nporpeccupytollas aptponaTus
C MOpa*KeHWeM MEeNKUX M KPYMHbIX CycTaBOB, KoTopas
NPosIBASETCS OrpaHUYeHUEM MOABUMKHOCTU CyCTaBOB, KaM-
NTOAAKTUAMEN NanbLEB KMCTEN («<KOTTUCTas nana») U cTon,
BanbrycHon pgedopmMaumen Ta306edpeHHbIX, KOMNEHHbIX,
rONIEHOCTOMHbIX CYCTaBOB, MJIOCKO-abAyKLMOHHO-Banbryc-
Hon pedopmaunen cton [10]. Y mauMeHTOB C Taxenowu
dopmont MIC | 06bI4HO 04EHb HU3KKI pocT [11].

Y nauueHToB HabnaaeTcs BblparKeHHasa 3aepKa pas-
BUTUS, KOTOpas NPUBOAMT K TSXKENON YMCTBEHHOW OTCTasno-
ctn [12]. MopareHne LLHC mMoXKeT BKIOYaTb NOBpEXKAEeHUE
6enoro BelecTBa, paclWMpeHne MNepUBACKYNAPHbIX MPO-
CTpaHCTB, rnapouedanuio, aTpoduio roIOBHONO MO3ra, KOM-
NPECCUOHHY Muenonatuio n ap. [13].

Orpy6neHue 4epT nuua (rapromnnadm) aBaseTcs oaHUM 13
Haubonee spkux nposisneHnn MIMC IH. K TunnyHbiM nposBne-
HUAM NULEBOro AMcMopduamMa O0THOCAT KOMOGUHALIMIO Bbiny-
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KNoro n6a 1 WMPOKOW NepeHOoCHLbl, BblAatoLLYyOCS CPEeAHIO0
yacTb NMua KM yronuieHune ry6. OTMevaloTcs rMnepTpuxo3
M aHOMa/InK NONOCTH PTa (MaKPOrnoCCUs, MEIKME U LUMPOKO
pacnonoXeHHble 3ybbl, yTonlweHne aeceH) [14]. XapaKTepHbl
3ajeprKKa npopesbiBaHUs 3y60B, OAOHTOMAHAS AUCMNa3ung,
YMNOLEHWE UKW YBESIMYEHUE allbBEONSIPHBIX OTPOCTKOB [15].
AHOManuu 4yepena MOryT BKItoYaTb J-06pasHbii CUMMTOM
TypeLKoro ceana, gonuxouedanuio 1 yTonlleHne TEMEHHOM
KOCTH, ckadouedanuto, Mmakpouedpanuio [16].

Ona 6onbHbIX MIC | xapaKTepHbl peuuaMBupytoline
MHPEKUMN BEPXHUX U HUKHUX AbIXaTelbHbIX NyTen, 06CTPYK-
LIMS1 BEPXHUX AbIXaTe/bHbIX MyTEN BO BPEMS CHA, YTO MOXKET
NPUBECTU K OBCTPYKTUBHOMY anHoa [17]. Y nauneHToB mnaa-
Lero Bo3pacTta XpOHUYECKUI CPpedHN OTUT MOKET NOoBMEYb
3a COO0M KOHAYKTUMBHYIO TyroyXxocCTb, a Y nauuMeHToB 6onee
CTaplwero Bo3pacTa 4YacTto HabnaaeTcs HempoceHCopHas
TYroyxocCTb, Bbl3BaHHas HaKomnieHneM Al B ynuTKe, Cnyxo-
BOM HEpBE U CTBOJIE FON0BHOIO Mo3ra [18].

Ons KnnHudeckon KaptuHbl MIMC | TMNMYHO noparke-
HUe cepaeydHo-cocyaucton cucteMbl. OBbIYHO OTMeYaeTcs
nporpeccupylollee yTonueHe CTBOPOK cephaeydHblX Kna-
naHoB, NPUBOASALLEE K HeaoCTaTO4YHOCTM W/UAKU CTEHO3Y
KnanaHoB, NPEUMYLLECTBEHHO MWUTPaNbHOIrO M aopTasbHO-
ro [19]. Cepae4yHo-cocyancTble MPOSBAEHUS MOFYT TaKKe
BK/IOYaTb rMNepTPOGUIO NTEBOTNO XKenyaoyka, Kapagmomuona-
THIO, CUCTEMHYIO MW IEFOYHYIO TMMEPTEH3MUIO, UIEMUYECKYIO
6051e3Hb cepaLua U paclumpeHne KopHsa aopThl [20, 21].

Hakonnexwue TAl 1 paspyleHne KoanareHoBbIX Gpubpunn
NPUBOASAT K NOMYTHEHMIO POroBuMLbl Y 60/bLIMHCTBA Nauu-
€HTOB, 4YTO BbI3blBAET CHWMKEHWE OCTPOTbl 3PEHMUS, KOTO-
poe MOXKET ycyrybnatbcsi aTpopuen AWCKa 3PUTENbHOro
HepBa, rMayKkoMon, peTMHonatMen u aHomanuamun pedpak-
UMK (B OCHOBHOM runepmetponuen) [22]. Mpu oTcyTCTBUHK
cneumdnyecKoro neYyeHuss netanbHbld UCX04 Y MauUMEHTOB
¢ MINC IH o6bl4HO HacTynaeT B Te4eHWe NepBoro gecsatune-
TUS }KU3HW, ero NpUYMHamMmn Hanbonee 4acto SBASIOTCA NPO-
rpeccupytollas XxpoHMyecKkaa cepaeyHasi HefJoCTaTO4YHOCTb,
AblxaTeNbHas HeJoCTaTOYHOCTb M3-3a 06CTPYKLU MK AblXxaTeb-
HbIX NyTEW, pecnupartopHas nHbekums [1].

CuHapowmbl [ypnep — Lene u Lene otnnyatotca 6onee
no3gHUM HavanoMm, 6onee Mea/ieHHbIM NPOrpeccupoBaHmeEM
W coOXpaHeHMeMm MHTennekTa. MNauneHTbl ¢ aTMMK deHoTuna-
MW MOTYT AOXWUTb A0 3penoro Bo3pacTta [3]. Ecnn deHoTmn
cvHapoMma lypnep AOCTaTOYHO YETKO 04YepyeH, TO CUHAPOMBI
lypnep — Lewne n lene nmeloT WNMPOKUIA PEHOTUNUYECKUI
CMEKTP C MeHee YETKUMU pasfenuTenbHbIMU rpaHuLaMu,
W MOMIEKYNSIPHBbIE Pa3nyng Mexay aTumun nogrunamu MIIC |
TaKkKe He BbiaBneHbl [23]. B ¢BA3KM C 3TUM aKTMBHO MPOBO-
OSTCS UccneaoBaHus ANs BbIBAEHUS BOSMOMKHbIX KITMHUKO-
reHeTMYecKkumx accounaumm [24, 25.]

l[eH IDUA pacnofioKeH Ha KOpPOTKOM rnnevye 4-i Xpomo-
comMbl B obnactm pl6.3. B 6a3e gaHHbIX MyTaLuK reHos
yenoseka (HGMD) y»ke K 2017 r. 6bi10 3aperncTpupoBaHo
6onee 300 BapuaHTOB reHa IDUA v ycTaHOBEHO, 4TO ABa
pacnpoCTpaHEHHbIX BapuMaHTa HOHCEHC-MyTauun, p.Trp402 *
n p.GIn70*, BMecTe cocTaBnaoT 63% NPUYNHHBLIX BapuaH-
ToB MIIC | y eBpOneonaos [23, 26].

CornacHo gaHHbIM MexayHapoaHoro peectpa (https://
clinicaltrials.gov, NCT00144794), noytn y 80% ntoaen
c TsKenbimu deHotnnamu MIIC | HabnogaloTca reHeTu-
YyecKuMe BapuaHTbl C notepen GYHKUMKU, B TO BpeMs Kak
y Nofen C MeHee TaXenblM TedyeHMeM 3aboneBaHus
TaKne BapuaHTbl BCTpedvaroTcss ToNbKO B 23% cryyaes.
feHotunbl  p.[Trp402*];[Trp402*], p.[Trp402*];[GIn70%*]
n p.[GIn70*];[GIn70*] cocTtaBnatoT 51% oT obuiero 4ucna
reHOTUMNOB NaLMEHTOB C TAXKENbIM TedeHneM 3a6oeBaHums.
Hanbonee pacnpocTpaHeHHbIMU FreHoTUNaMK y NaLUeHTOB

¢ nerknmu dopmamu aenatotea p.[Leu490Pro];[Leu490Pro],
p.[Pro533Arg];[Pro533Arg] v p.[Leu238GIn];[Trp402*], oHn
onucaHbl B 28% cnydaeB [15, 23]. [OMO3UIOTHOCTb MK
KOMMNayHA-reTepo3nroTHOCTb MO ABYM TSXKENbiM BapuaH-
Tam Bcerga npuBOAUT K Taxkenomy deHoTtuny. Hecmotps
Ha To, 4To y 97,5% ntogen ¢ MArkuMm GeHOTUNOM ecTb Mo
KpanHen mepe oguH MUCCEHC-BapuaHT, a 6onee 45% aBng-
IOTCA reTepo3UroTHbIMM HOCUTENSIMM BapuaHTa C MnoTepen
®YHKUMK, HEKOTOPbIE MEHOTUMbI CBA3aHbl C 060MMM TUNAMK
3aboneBaHus, Hanpumep, p.[Pro533Arg];[Pro533Arg]. Kak
OKaszanochb, 6onee 4eM y 50% nauuneHtos ¢ MIC | BbigBASET-
CSl YHMKaANbHbIA FEHOTUMN, @ HEKOTOPblE MUCCEHC-BapUaHTbl
6blnM OBGHapPYXKEeHbl NPU pas3nnyHbIX GeHoTMnax, YTo genaet
CNOXHbIM NPOrHO3MpoBaHWe GEeHOTUMNAa UCKIOYUTENbHO Ha
OCHOBe WHpOpMaUMK O reHoTune ansg 60NAblWoro 4yucna
nauuneHTos [23].

BaxHO oTMEeTUTb, 4TO 3% MNaTOreHHbIX BapuMaHTOB reHa
IDUA npeactaBastoT cobon 6onblive ageneuuu, MHcepuuun
WU CMIOXHbIE MEPECTPONKN, KOTOPbIE MOTYT BbITb MponyLLe-
Hbl TPAAULMOHHBIMU MOAXOAAMM K CEKBEHUPOBAHMIO, TaKu-
MU KaK CEKBEHWpOBaHWe No CeHrepy Win ceKBeHUMpoBaHue
HOBOr0O MOKONEeHUs. B noaTBepKAEHHbIX Cnaydasix, Koraa
BbISIBMIEH TONbKO OAWH MATOrE€HHbIA BapuaHT, cneayeT npwu-
MEHSTb anbTepHaTUBHbIE METOAbI: onpeaeneHne Ao3bl reHa
WU MYNbTUIOKYCHOE CeKBeHWpoBaHue. OnucaHbl peaxue
cllydyanm MaTepUHCKOro Mo3auumMama 1 U3BECTHbI NO KpanHen
Mepe ABa annens ncesgogeduumTta (CHUKEHUE aKTUBHOCTH
IDUA 6€e3 npn3HaKoB HaKOMEHUS MUKO3aMWHOMIMKaAHOB),
p.His82GIn w p.Ala300Thr, no3aToMy WHTepnpeTupoBaTb
dYHKUMOHANbHOE 3HaYeHWe BapMaHTOB ClieayeT ¢ OCTOPOXK-
HOCTbIO M 0663aTeNlbHO B COYeTaHun C OGUOXMMMUYECKUMMU
W KIMHWYECKMMU AaHHbIMK [15].

AddekT Tepanun MIC | onpeaensercs paHHUM ee Ha3Ha-
yeHnem [27], NO3TOMY paHHee YCTaHOBAEHWE [OMarHosa
MMeEeT pellatollee 3HaveHne ana nporHo3a. B 1o ke Bpems
anarHoctuka Mmsarkmx ¢opm MIC | Bbi3biBAeT HanbOb-
line TPYAHOCTU M3-3a OTHOCUTENbHO MO34HEro MOosIBNEHMS,
HecneumMPrUYHOCTU U YMEPEHHON BbIPAXEHHOCTU KIUHUYEe-
CKMX nposiBneHun. [daHHble nuTepaTypbl CBUAETENbCTBYIOT
0 TOM, YTO B K/IMHMYECKOM KapTuHe MArkux ¢opm MIIC |
MOXeT JOMWHUPOBATb CyCTaBHOM cMHAPOM [8], 4To onpeae-
NAET PUCK YCTaHOBEHMS OLWIMBOYHOro AMarHo3a pesMaTunye-
CKOro 3aboneBaHus

HuKe npeacrtaBneHo KIMHMYecKoe HabntogeHne, AeMOH-
CTpupytolllee TPyAHOCTM MnpoBedeHus anddepeHumnanbHON
OMarHoCcTukn Markon gopmbl MIMC | U tOBEHWUIBHOW CUCTEM-
How cKnepoaepmumn (KOCCA).

KNUHUYECKUA NPUMEP

O nauueHTKe

[deBoyka C., OoT nepBoV 6GEPEMEHHOCTU Y KEHLLMUHbI
30 nert, NnpoTeKkaBllen Ha poHEe TOKCMKO3a M Yyrpo3bl Npepbl-
BaHusa B | TpumecTpe (MaTb Haxogunacb Ha CTalMOHaPHOM
neyeHunn). Poagmnack B CPOK NyTEM KecapeBa CeYeHusl, KoTo-
poe 6b1710 NPOBEAEHO U3-3a Ta30BOr0 NpeanexaHus nnoga.
3akpuyana cpagdy. Macca Tena npu poxgeHmn — 2900 T,
OnHa — 53 cm.

MpuBMBanacb B COOTBETCTBUM C HALIMOHANbHbIM KaneH-
fapem, NobBOoYHbIX ABNEHWW MOCNe UMMYHU3aLMKU He 6bino.
AnneproaHamHe3 He OTArOLLEH.

HacneactBeHHbIVi aHaMHe3. Hannyve y poaCcTBEHHMKOB
HacneacTBEHHbIX 3ab0/ieBaHMI, XPOMOCOMHOWM MaTONOIMMK,
BPOXAEHHbIX MOPOKOB poauTenn otpuuatoT. babywka no
MaTEPUHCKOM JIMHUKU CTPadaEeT «apTPUTOM» (TOYHbIM AMarHo3
HEe YCTaHOBJIEH).

Co cnos maTepu, Tembl PU3NYECKOTO M MCUXOMOTOPHOTO
pa3BUTUA AEBOYKM COOTBETCTBOBaNM BO3pacTy. C paHHero
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Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Bo3pacTa y peb6eHKa OTMeYaMCb YacTble OCTpble pecnupa-
TOPHble MHdeKLUMK (0 1-2 pa3 B 1-2 mec, C AIUTENbHbIM
TeyeHueM). NMepebonena nHeBMoHWeEN B 2,5 roaa.

AHamHe3 3abo/sieBaHUsl. BONbHOW [OEBOYKY CUMUTalOT
¢ 4 net 8 mec, Korga nocne oCTPon PecnmMpaTopHOr BUPYCHOM
MHOEKLMMU OTMETUAN HEKOTOPOE OrpaHUyYeHne NoABUKHOCTH
B cycTaBax KucTel. K Bpady He ob6palyanvch. 3a6oneBaHune
nporpeccupoBano, aMnanTyaa ABUKEHWUI B CyCTaBaXx KNCTeN
yMeHbllanacb, NOSBUAUCL Kanobbl Ha OrpaHUYeHue noa-
BWXXHOCTW B /ly4e3ansCTHbIX CycTaBax, YNIOTHEHNE MSATKMX
TKaHEeW KUCTEN, Npeansieyni, CTon 1 rofieHen.

B Bospacte 5 net 1 Mec Haxogunacb Ha o6cnefoBaHUm
B neavaTpuyecKom OTAeneHunM 06nacTHOM AETCKOM KIMHU-
YyecKkomn 60nbHULbI (BbIMMCKA He npeaocTaBieHa). OTMeyYeHo

Puc. 1. bonbHasa C. O6wwmi BUA
Fig. 1. Patient S. General appearance

McTouHuK: 3ybapesa T.B., 2022.
Source: Zubareva T.V., 2022.

Puc. 2. Knuctu B Buae «KOrTMCTon nanbi»
Fig. 2. Bird-arm hands

pacnpocTpaHeHHOe CUMMETPUYHOE MOparKeHUEe KPYMHbIX
M MENIKMX CYCTaBOB KOHEYHOCTEN C BbIParKeHHbIM OrpaHu-
YeHMeM MOABMMKHOCTM B HuWX. [poBefeHa peHTreHorpadmsa
(PT) KucTen — BbISBAEHbI CHUXEHWE TMNOTHOCTU KOCTEW,
KUCTOBUAHbIE MNPOCBETNEHUSA. [yMOpanbHOM aKTUBHOCTH
He OO6HapyXeHo, NnoKasaTenn peBmaToMaHOro dakrtopa,
C-peaKTMBHOro 6enKa, aHTucTpenTonnauHa-0 B nepeaenax
pedepeHCHbIX 3HAYEHWN, BbIABAEH aHTUHYK/IeapHblM dak-
Top (AH®) B TMTpe 1 : 160. AHTUTENa K 3KCTparvpyembim
S4EepPHbIM aHTUreHaM He HaldeHbl. BbinvcaHa ¢ gMarHo3om:
«KOBEeHUNbHbIN Manonatuyeckun aptput (KOUA), nonnaptu-
KYNSIPHbIA BapuaHT, cepoHeraTnBHbIn». [N yTO4YHEHMS ana-
rHO3a W ONpeaeneHns TaKTUKU BeAEHUs PEKOMEHAO0BaHO
o6cnefoBaHne B PegepanbHOM LIEHTPE.

dusukanbHas gMarHocTMKa

Brnepsble AgeBoYKa noctynuna B AETCKOE pPeBMaTosoru-
yeckoe otaeneHve KnMHWKKM JeTcKux 6onesHen B Bo3pacte
5 net 2 mec. MNpu NOCTYyNNEHUM KanoBanacb Ha OrpaHuye-
HMe MNOABMUXHOCTM B CycTaBax KWCTeW, CTOM, fyye3anscr-
HbIX U BMCOYHO-HWMMKHEYENOCTHbIX cycTaBax. PocT coctaBumn
113 cm (z-score 0,60; nepueHTUnb 72,6), macca Tena —
16 Kr (z-score —1,02; nepueHtunb 15,4), UHOAEKC MaccChbl
Tena — 12,5 Kr/m2 (z-score: —2,20; nepLeHTnb 1,4) (puc. 1).
[cMXOMOTOPHOE U NCcMXxopeveBoe pa3BUTME NO BO3PACTY.

O6pawano Ha cebs BHUMAHWE 3HAYUTENbHOE YMIOTHE-
HWE U CHWKEHWE INACTUYHOCTU KOXKMU KUCTEN, NPEeAnneymnn,
CTOM M HWXKHEN TpeTu roneHen. OTMeYanucb BblpaXKeH-
HOE OrpaHuYeHune ABWKEHWUH B MexXdanaHroBbix U NSCTHO-
danaHroBbIX cycTaBax KucTtew, gedopmauums 5-x nanbLes
Kncten. KUCTU UMENU xapaKTepHbIn BUA «KOFTUCTOW nanbl»
(puc. 2). BblpaxkeHHoe orpaHu4yeHne ABWXKEHWN B ny4vesa-
NACTHbIX, MEHEE BbIPa*KEHHOE — B JIOKTEBbLIX W NieYEBbIX
cyctaBax (puc. 3), a TaKKe B FONEHOCTOMHbIX, KOMEHHbIX
M Ta3006€epEeHHbIX cycTaBax (puc. 4), LueEMHOM OTAene No3Bo-
HOYHMKa. OrpaHM4yeHO OTKpbIBaHWe pTa (puc. 5). HocoBoe
[blXxaHWe 3aTpyAaHEHO, OTAENAEMOro HeT. [lbixaHne B Nerkux
BE3UKYNAPHOE, XPUMNOB HET. YacToTa AblXxaTe/bHbIX ABUXKE-
HUI (HO4) — 22/MuH. TOHbI cepaua 3BYYHbIE, PUTMUYHbIE.
YacTtota ceppaeyHbix cokpalleHun (HCC) — 90 ya./MuH.
ApTepuanbHoe aaBnexune (AQ) — 90/50 MM pT. cT. *KunBoT
MSAFKWMA, NpU Nanbnauun ymepeHHas 601e3HEHHOCTb B OKO-
nonyno4yHon o6nactu. lNynoyHasa rpbixka (puc. 6). MNedveHb
y Kpas pebepHOM [yru, cenedeHka He ysenuyeHa. Cryn,
MOY€eUCNyCKaHWe B HOPMeE.

MpoBeneHa Pl KOJeHHbIX CycTaBoOB, OTMEYEHO, 4TO
CyCTaBHble KOHLbl PaBHOMEPHO CHWXXEHHOW MJOTHOCTH,

Puc. 3. KOHTpaKTypbl B cycTaBax BEPXHUX KOHEYHOCTEN: MeYeBbIX, JOKTEBbLIX, Iy4e3ansCTHbIX
Fig. 3. Contractures in the joints of upper limbs: shoulder, elbow, wrist

MUcToynuK: 3ybapesa T.B., 2022.
Source: Zubareva T.V., 2022.

McToyHuK: 3ybapesa T.B., 2022.
Source: Zubareva T.V., 2022.



Puc. 4. KOHTpaKTypbl B CycTaBax HUMXHMUX
KOHEYHOCTeN: Ta306epeHHbIX, KONEHHbIX,
rONIEHOCTOMHbIX

Fig. 4. Contractures in the joints of lower
limbs: hip, knee, ankle

McTounuk: 3ybapesa T.B., 2022.
Source: Zubareva T.V., 2022.

30HbI POCTa KOCTEW HEe paclMpPeHbl, OAHOPOAHO YMIOTHEHbI.
BbinonHeHa Pl KucTter: nanblbl B COCTOSAHWUM HEMOMHOro
pa3rnbaHuns, CTPYKTypa KOCTENW PaBHOMEPHO CHUXKEHHOM
MIOTHOCTH, 30HbI POCTa KOCTEN HE paclUMPEHbI, OAHOPOJHO
YMIOTHEHbI.

YnbTpa3ByKoBoe uccriegoBaHue (Y3M) KoneHHbIX cycTa-
BOB: HA MOMEHT OCMOTpPa 3X0-NMPU3HAKKW CUHOBUTA C BbIMNO-
TOM 40 4,3 MM U1 YTONWEHWEM CWUHOBHASIbHOM 060MI0YKHK
10 2,5 MM ¢ 06eNX CTOPOH.

Y31 TazobefpeHHbIX CycTaBOB: CnpaBa paclUpeHo
LeeYvyHOo-KancynsapHoe npocTpaHcTBO — 12 MM (Hopma Ao
5 MM, acummeTpusa go 1,5 MM), cMHOBManbHas 060/104Ka —
7,4 mMm. MNpoeKuns 60NbWNX BEPTENOB — KOHTYPbl COXpaHe-
Hbl. MecTa NPUKPENNEHUS CYXOXUIMI B NPOEKUMN BONbLIOIO
BepTena 6e3 nameHeHumn. Cnesa — KOHTYPbI FOJIOBKU U LIEK-
K1 6eApeHHON KOCTU He n3MeHeHbl. LLleeyHo-KancynspHoe
npocTpaHcTBO — 14,2 MM (Hopma Ao 5 MM, acumMmeTpus
4o 1,5 mMm), cuHoBManbHas 06os04ka — 9,5 Mm. MNpoeKuuns
6ONblWNX BEPTENOB — KOHTYpPbl coXpaHeHbl. Mecta npu-
KPEenieHUs CYXOXWIWM B MNPOEeKUMn 60nbloro BepTtena
6e3 M3MEHEHUN. 3aK/OYEHUE: 3XO-MPU3HAKMU BblPaXKeH-
HOr0 CWMHOBMTa C YTOJILLEHMEM CUHOBMANIbHOW O060N0YKHM
10 9,5 MM ¢ 06eMNX CTOPOH.

Y3M cyctaBOB KUCTeM u nyde3arnscTHbIX cycTaBoB: Y3-
NPU3HaKKM CUHOBUTA C 06EMX CTOPOH C YTOJLLEHUEM CUHOBM-
a/ibHOM 060104KM A0 1,3 MM M BbINOTOM A0 2,3 MM.

BbinonHeHa marHuTHo-pe3oHaHcHasi Tomorpagus (MPT)
(CHMMKM yTpayeHbl): OTMEYaeTcs Hanuyue MOBbILEHHOIO
KOJIMYECTBA XMAKOCTM B MOMOCTN Ta306eAPEHHbIX CYCTaBOB,
B KPYyroBomn 30He ¢ 06enx cTopoH. CMHOBManbHas 060/04Ka
yMepeHHO yTtosnuieHa. MP-curHan KOCTHOro Mo3ra JIoKanbHO
YCUNEH OT Kpblll BEPTYKHbIX BMNaauH, 60/€e BblparKeHHO
cnpasa. 3akntoyeHne: MP-npu3Haku yMepeHHoOro CMHOBUTa
Ta3006eApeHHbIX CYyCTaBOB, JIOKa/IbHOrO TpabeKynsipHoro oTe-
Ka B 06/1aCTU Kpblll BEPTAYKHbIX BNaauH. Mo gaHHbIM MPT
KPEeCTLI0BO-M0AB3/I0LHbIX COY/IEHEHMI BbIIBIEHbI MPU3HAKK
YMEPEHHO BbIPaXKEHHOI0 CaKkpounenTa ¢ 06enx CTOPOH.

Y3U opraHoB renatobuanMapHoi CUCTEMbI: BbISIBNEHbI
3XO0-MPU3HAKU YMEPEHHOTO YCUNEHMS COCYAMCTOrO PUCYHKa
HE3HAYUTENIbHO YBENWYEHHON MEYEHW, YMEPEHHOrO ynaoT-
HEHWSA CTEHOK XENYHOro ny3bipsi, CTEHOK OBLLErO XEeN4YHOro

Puc. 5. OrpaHuyeHve oTKpblBaHWs pTa
Fig. 5. Restriction of mouth opening

McTounuk: 3ybapesa T.B., 2022.
Source: Zubareva T.V., 2022.

Puc. 6. [ynoyHas rpbixa
Fig. 6. Umbilical hernia

McTouHuk: 3ybapesa T.B., 2022.
Source: Zubareva T.V., 2022.

NPOTOKA, PEAKTUBHbIX U3MEHEHWI NMOMKENYJOHYHON Kenesbl,
PEaKTUBHbIX M3MEHEHWIH Me3eHTepuanbHbIX nuMdaTnye-
CKMX Y3/10B.

Y3W noyek, HaanMno4Ye4YHUKOB M 3aBPIOLIMHHOIO [PO-
CTPaHCTBA: BbISIBNIEHbI 3XO-MPU3HAKM YMEPEHHOrO ynaoT-
HEeHWs CTEHOK CcOoBGMpaTenbHOro KOMMAeKca MoYeK ¢ 06enx
CTOpPOH.

930¢aroracTpocKonus: BbISIBNEHbl 3PO3WBHbIN OyNbOUT
C HeBbIpaXeHHoM NTMMbODONNNKYNSIPHOW rMNepniasnen, kata-
panbHbi pednoKc-a30darut, yMEPEHHO BblparKeHHas Heao-
CTaTO4YHOCTb KapAWK, aHTPasbHbIM NOBEPXHOCTHbLIN racTpuT.

Oxokapanorpagus (9xoKl) ¢ AonniepoBCKUM aHaIM30M:
3X0-MPU3HAKK JIEFKOr0 KiamaHHOro cTeHo3a aopTbl; CA
(rpagveHT gaBneHus B cuctony) — max 15 MM pT. CT., min
7 MM PT. CT.; aopTalibHbIiM KnanaH TPexcTBop4YaTbli, CTBOP-
KW YMEPEHHO YMNIOTHEHbI, AedOpMUpPOBaHbI, peryprutaums
MWHUMasbHas; TPMKyCcNuaanbHas, eroyHas M mutpasnbHas
peryprutauus B npeaenax HopMbl; pa3mepsbl NoaocTen cepa-
La, ToflMHa M1OKapaa B npefenax HopMbl; CUCTONMYECKas
dYHKLMS NEBOTO enyaoyKa He HapylleHa.

KomnbtoTepHasi Tomorpagusi opraHoB rpyAHON KIETKM:
NaToIOrMYECKUX USMEHEHUI B NIETKMX HE BbISIB/IEHO.

OneKkTpokapanorpapus (3Kr): naTonorum He BbISBNEHO.
CNMpOMETPUSA — CHUMKEHHOE YCuiMe Bblaoxa.

KoHcynbTaumm cneymnannmctoB: OTOPUHONAPUHIONOIOM
BbIiIB/IeHa rUNepTpodus ageHongos; odTanbMOIOrOM —
rMNepMeTponunsa cnabomn CTeNEHU, CIOXKHbIN TMNEPMETPONU-
YECKMM aCTUrMaTU3M.

KnuHuyeckum gnarHos

Ha ocHoBaHuu [lpeaBapuTeNbHbIX KnacCUPUKaLMOH-
HbIX KPUTEPUEB OBEHWUIBHOW CUCTEMHOW CKIEPOAEPMUH
PRES/ACR/EULAR (2007) [28] 6bl1 yCTaHOBNEH KIUHMYE-
ckun aguarHo3: «KOBeHunbHas CUCTEMHas CKIepoaepmus,
NMMUTUPOBaHHas GopMa, C MOParKEHNEM KOXN Npenumyliie-
CTBEHHO [WCTa/bHbIX OTAENIOB BEPXHUX U HUMKHUX KOHEY-
HOCTEW B BWU€E UHAYPaALIMKU; OrpaHUYEeHNe OTKPbIBAHUS pTa;
CUMMETPUYHbIN MONMAPTPUT C MOpPaxKeHUem mexdanaH-
roBbiX, MACTHO-paNaHroBbIX, 3aNSACTHbIX, Jly4e3ansaCTHbIX,
rO/IEHOCTOMHbIX, KOMIEHHbIX, Ta306eApEHHbIX CYCTaBOB,
KPECTLLOBO-MNOAB3AO0LIHbIX COYTIEHEHUI, BbIPaXXEHHbIE KOH-
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KnuHunyeckKoe Ha6noaeHue H Clinical Observation

TpaKTypbl CyCcTaBOB KuUCTeW C GOPMWUPOBAHUEM “KOrTH-
CTOM nanbl”, orpaHUyYeHne OBUKEHUN B LUEWHOM OTaene
NO3BOHOYHUWKA; MOpParKeHMe Kenygo4yHO-KULWEYHOro Tpak-
Ta (HeaoCTaTOYHOCTb Kapauu, ractpoasodareanbHbli ped-
ntoKe), AHD (+)».

ConyterByowmne gmarHo3sel: «Pedntokc asodarut. Xpo-
HUWYECKUIM racTpuT, accouunpoBaHHbin ¢ Helicobacter pylori,
o6ocTpeHune. Ipo3nBHbIN ByNbOUT. PYHKLMOHANbHbIE Hapy-
WEHUS KEeN4YeBbIBOASALWMX NyTEN. PeaKTUBHblE M3MEHEHUS
NoaXKenyao4YHON Kenesbl».

®oHoBoe 3a60eBaHMe: «KnanaHHbI CTEHO3 a0pPThbl Ner-
Kon cTteneHun. [Mneptpodus ageHomaoB. [MnepmeTponus cna-
60 CTEMEHMU, CNIOXKHbIN TMNEPMETPONUYECKUN aCTUTMaTU3M.
MynoyHas rpbixkanr.

Havata 6asucHasa Tepanua: nyabc-Tepanusa MeTU-
npegHuM3onoHom B/B B Ao3e 250 mr N 3, 3ateM MeTun-
NPeaHM30/0H MNepopanbHO B CTapToBOM Ao3e 12 Mmr/cyT
(0,9 Mr/Kr/cyt no NpeaHn30/I0Hy) C NOCIEAYIOLNM CHUKeE-
HWEeM A0 4 mr/cyT, MeToTpeKcaT NOoAKOXHO B Ao3e 10 mr
(13,6 Mr/m2) 1 pas B Heaento. Ha poHe nedeHns oTMedanach
NONOXWTeNbHas AMHAaMWKa B BMAE YMEHbLIEHUS MIOTHOCTH
MSAMKMX TKaHEN KOHEYHOCTEN, yBENNYEHNUS amMNauTyabl ABU-
YEHWN B cycTaBax.

HecMoTps Ha MONOMXKMUTENbHYIO AMHAMUKY COCTOSIHUS Ha
doHe Tepanuu, AMarHo3 Bbl3blBas COMHEHMUSA, 4TO 6blio
06yCcnoBAEHO OCOOEHHOCTAMM KIMHUYECKOW KapTUHbI: OTCYT-
CTBMEM CHMHAPOMa PerHO 1 nopaxKeHns MArKnx TKaHew nuua,
HanM4yMem KOHTPaKTYp He TONIbKO MPOKCUMaNbHBbIX, HO U AUC-
TanbHbIX CyCTaBOB KOHEYHOCTEW. [JUarHOCTUYECKMM MOUCK
OblN NPOAOIKEH.

B Bospacte 6 neT BbINONHEHA 3H3MMOAWArHOCTU-
Ka (onpegeneHne akKTMBHOCTM anbda-L-naypoHuaassl
B CYXMX NSATHaxX KPOBW), BbISIBEHO CHUXEHWE aKTMBHOCTU
anbda-uaypoHmaassl 4o
0,06 MKMoOnb/n (Hopma
1,00-25,00 MKMonb/n),
xapakTtepHoe ana MIIC I.
[lpoBeaeHO KONUYECTBEH-
Hoe namepenue Al B Move,
obuwan KoHueHTpaums Al
coctasuna 20,0 Mr/mMmornb
KpeaTuHMHa (BO3pacTHas
Hopma 0,8-24,9 mr/mMmonb
KpeaTtuHuHa). o pesynb-
TatTaM OAHOMEPHOro 3NeK-
Tpodopesa Al BbiSBAEHa
NOBbIWEHHaAaA 3KCKpeuus
'C n AC ¢ moyon.

MeTtogom npsiMoro aBTo-
MaTU4EeCKOro CEeKBEHMPO-
BaHWS MNpoBefAeH MOMHbIN
aHanua reHa IDUA: y neBouy-
KW BbISBNEHO W3MeEHeHWe
HYK1€OTUAHOW nocnenoBa-
TenbHoctn ¢.208C>T, npwu-
BOAsllLee K 3aMeHe p.Q70*
(pGin70Term), B reTepo-
3UFOTHOM COCTOSIHWMMK, OMK-
caHHoe B Human Gene
Mutation Database (HGMD;
https://www.hgmd.cf.ac.
uk/) Kak naToreHHoe
(CM930424), n U3MeHeHUe
HYK1I€OTUAHOW nocnenoBa-

Puc. 7. leBo4yKa B Bo3pacTte

6 net 2 Mec 80 Havyana 3T
Fig. 7. 6-year-and-2-month-old
girl before ERT

McTouHuK: Bawakmaase H.A,.,

2023. TenbHocTn ¢.878_ 889dup,
Source: Vashakmadze N.D., npueojdllee K 3amMeHe
2023. p.Thr293_Tyr296dup

B reTepO3UroTHOM COCTOSIHMM, TaKKe onucaHHoe B HGMD
KaKk natoreHHoe (Cl951941). lNpoBeneH cerperauyoHHbIN
aHanua, poguTensMm npobaHaa METOLOM MNPSIMOro aBTo-
MaTUYECKOrO0 CEKBEHWPOBAHMUS OCYLLECTBAEH MOUCK BbISIB-
NIEHHbIX Bap1aHToB reHa IDUA: y oTua o6HapyXeH BapuaHT
c.208C>T (p.Glu70Term) B TreTepoO3UroTHOM COCTOS-
HWUK, a Y MaTepn — myTaumsa ¢.878_ 889dup (p.Thr293_
Tyr296dup) B reTepo3nroTHOM COCTOSIHUU.

OKoHYaTeNbHbIM AWArHO3, YCTaHOB/IEHHbIN AEBOYKE:
«Mykononucaxapvaos | Tunar». KNMHUKO-reHeTU4YecKkue npo-
ABNeHns 3abosieBaHWS COOTBETCTBOBaIM MArkon dopme
60ne3Hn — cuHapomy Lene.

JAnHamMuKa u ucxopbl 3ab6osieBaHua

Ona panbHenwero HabnloAeHUS W Jle4YeHUs OeBOoYKa
B Bo3pacte 6 netr 2 mec noctynuna B HUWN neamatpum
1 oxpaHbl 3a0poBbs ageten HKL N°2 dIrBHY «PHLUX num. akaa.
b.B. lMeTpoBcKoro». MNpu nocTynneHnn obpallanv Ha cebs
BHMMaHWe 0CO6EHHOCTU GeHoTUNa: rycTble 6POBMU, ASIMHHbIE
PECHWLbI, HU3Kas rpaHuLLa pocTa BOOC Ha Nby, 4yTb 3anaB-
wee, WMPOKOE NEpPEeHOChe, ANCMNACTUYHbIE, OTTOMbIPEHHbIE
YIUHblE PAKOBWHbI, TMNEPTPMX03, YTOJLLEHME KOXM, KPblio-
BUAHbIE NIONATKKW, BOPOHKOOGpa3Hasa agedbopmauunsa rpyaHom
KNETKK, AedopMaLmn MENKUX CYyCTaBOB KMCTEN MO TUMY «KOr-
TUCTOW nanbl», OrpaHUyYeHne MOABWUKHOCTM B TFONEHOCTONM-
HbIX, KOIEHHbIX, NAeYeBblIX, ly4e3ansCTHbIX, Ta306e4peHHbIX
cycTaBax, HapyweHwe OCaHKW, MOMYTHEHWE POroBMLbI,
nynoYvHas rpbixa (puc. 7). [leBo4yka KOHTaKTHa, obLmTeNbHa.
MHTennekTyanbHoe pa3Butme No BO3pacrTy.

B xoge npoBeaeHHoro o6cnegosanus Ha AKI n no gaH-
HbIM XONTEPOBCKOro MoHWUTOpHUpoBaHus KT pernctpmpyrotcs
CMHycOBas TaxuKapaus, MPU3HaKKU paHHew penonspusaunu
KENy[o4KoB, yXyAlWeHWe npolecca penonspusalmnm B MUO-
Kapge enyaoykoB B optoctasde. Ha OxoKI oTtmevatotcs
KpaeBon Gn6p03 CTBOPOK aopTaslbHOIO KianaHa ¢ He3Hauu-
TeNbHbIM CTEHO30M KanaHa, YToLEeHWe M orpaHuYyeHne noa-
BUXHOCTM CTBOPOK MUTPaNnbHOro KnanaHa. Mpu Y3W opraHos
OpPIOLLHOM NMOMNOCTU OTMEYAIOTCA NPU3HAKKU YBEIMYEHUS pas-
MEPOB MeYEHU, PEaKTUBHbIX UBMEHEHWI MAaPEHXMMbI MEYEHMU,
yBEMYEHUS IMHENHBIX Pa3MepPOB MOMKENYA0YHON Kenesbl,
no6aBoYHas AosibKa cene3eHkn. Ha PIM TasobeapeHHbIx cycTa-
BOB BbISIBIEHbI NPU3HAKKU AUCMNACTUYECKOrO TUNa CTPOEHMUS
BEPTAYXHbIX BNaAWH C Nnatepanu3auuen ronoBoK 6eapeH-
HbIX KOCTEeW, acummeTpun Taza. Ha Pl rpyaHoro u nosic-
HWYHOrO OTAENOB MO3BOHOYHMKA OTMEYalTCs HapyleHue
0OCaHKM No KMPOCKONMOTUYECKOMY TUNY, HeBoNbLlasa agedop-
MauMs U HEPOBHOCTb KOHTYPOB 3aMblKaTeNbHbIX MAACTUH,
4YTO MOXET COOTBETCTBOBATb KOCTHO-CYCTABHbIM M3MEHEHMU-
M MpPW OCHOBHOM 3abo0fieBaHUM (HavafbHble WM3MEHEeHMUS)
(puc. 8). boneson cMHAPOM B 061aCTU ly4e3ansaCTHbIX CycTa-
BOB CBf3aH C KOMMpPEeccuen CPpeaMHHOro Hepea B 3ansiCTHOM
(KapnanbHOM) KaHane, 4To NPUBENO K OHEMEHMIO, MOKablBa-
HUIO, 60711 B 60MbLIOM, YKa3aTe/lbHOM U CpefHeEM nasnbLax.
MpuUHATO pelleHne OTMEHWTb METUINPEAHU30/I0H U METOo-
TpeKkcat. PEKOMEHA0BAHO onepaTMBHOE BMELLATENbCTBO.

YyuTbiBas TAXKECTb, XapaKkTep 3ab0oneBaHusl, U3BMEHEHUSA
CO CTOPOHbI CEepAeYHO-COCYAUCTOM CUCTEMBI, renatomera-
SN0, MOMYTHEHME POroBULbI, MPOrPEeCcCUpYIoLLY0 NaToso-
rMI0 ONMOPHO-ABUIraTeNIbHOM CUCTEMBI, KapnaibHbl CUHAPOM,
pe6GeHKy MOKa3aHO MOXM3HEHHOE exxeHeaenbHoe BBeaeHue
depMeHTO3aMeCcTUTENbHOrO NpenapaTta napoHuaasa, 3ape-
rMCTPUMPOBAHHOIoO Ha TeppuTopun Poccuitckon depepaunu,
B no3e 100 Ean/kr maccel Tena 1 pa3 B Hefeno B Buae
B/B MHOY3UK. 29.06.2023 geBoyke B Bo3pacTe 6 neT 2 mec
MHUUMMpoBaHa ®3T npenapaTtoM napoHMaasa.

Yepes 2 mec nocne Havana ®3T npoBeaeHoO onepaTuB-
HO€ JfleYeHUe — CUMHOBIKTOMMUS CYXOXWNUK crubaTtenen,



Puc. 8. Ha peHTreHorpamme
rPYAHOr0 U NOSICHUYHOTO
0TAEN0B NO3BOHOYHMKA

B 6OKOBOW MPOEKLIUN

B FOPU30HTaNIbHOM MOJIOKEHUU
rpyaHoOn KMdO3 CoOXpaHeH,
YCUNEH, Yron rpyaHoro kudosza
34° (no meToay Ko66a),
MOSICHUYHBIN NOPAO3 CrAaXKeH,
NPaKTUYECKM BbINPAMIIEH,
yron NosiCHUYHOro nopaosa
11° (no metoay Ko66a). Tena
rPYAHbIX NO3BOHKOB Ha BbICOTE
Knd03a HECKONBbKO YNIOLEHbI,
MWUHUManbHO KIMHOBUAHO
nedopMUpoBaHbI, KOHTYPbI
3aMblKaTeNbHbIX NAACTUH
HepoBHble. Tena NOSACHUYHbIX
No3BOHKOB 6€3 agedpopmaLimu,
KOHTYpbI POBHbIE, YETKME,
BbICOTa T€N MNOSCHUYHbIX
NO3BOHKOB HE CHUXXEHa

Fig. 8. Thoracic and lumbar
spine X-ray in lateral view in
horizontal position: preserved
thoracic kyphosis, increased,

McToyHuK: Bawakmaase H.A.,

2023.
) thoracic kyphosis angle — 34°
gggrge' Vashakmadze N.D., (Cobb method), lumbar lordosis

smoothed, almost straightened,
lumbar lordosis angle — 11°
(Cobb method). Thoracic
vertebrae bodies are flattened
and minimally wedge-shaped
with uneven contours of the
closure plates at the level of
kyphosis. Lumbar vertebrae
bodies have no deformities,
contours are even, clear, its
height is not reduced

Puc. 9. [leBoyKka Yepes roa
nocne uHuuUmMaumn 3T

Fig. 9. Girl one year after ERT
onset

pacceyeHue KapnanbHbiX
CBSI30K cfieBa v cripasa.
Yepes 1 roa aeBo4ka
nocTynuna BHOBb — [Ans
KOHTpO/NbHOro obcneaoBa-
HMSA U oLEeHKK abbEKTUBHO-
CTV MPOBOAMMOWV Tepanuu
(puc. 9). Poct — 127,7 c™m

(z-score 0,29, nepueH-
™nb 6). Macca — 23,5 Kr
(z-score -0,40, nepueH-
TMnb 34). UMT — 14,4
(z-score -0,85, nepueH-

™Mb 20). OKPYXHOCTb ro/10-

McToyHuK: Bawakmaase H.4.,

2023. Bbl — 54 cm (z-score 1,72,
Source: Vashakmadze N.D., nepueHtunb 96). 4CC —
2023. 90/MuH. AL — 100/60 mm

pT. cT. Y44 — 20 ya./MuH.

Sp0, — 99%.
3a Bpems rocnutanuMsauuu NPOBELEHO KOMIMIEKCHOE
nlabopaTopHO-UHCTPYMEHTaNlbHOe o6cnejoBaHue, No pesysb-
TaTaM KOTOpPOro B OOLLEM aHanuM3e MO4YM, B KIIMHWUYECKOM
N BUOXMMUYECKOM aHann3e KPoBU U3MEHEHUS He BbisBie-
Hbl. CMHOPOMa LWUTONU3a, a30TOBbLIAENUTENbHbLIX U 3NEKT-
POSIUTHBIX HapylweHWN, U3MEHEHUN TUPEOUHOro nNpoduns
1 nosbiweHnsa NT-proBNP HeT. [0 JaHHbIM UHCTPYMEHTaNb-
HOro MccnefoBaHus, B pamKax TedeHuns MIIC | y pe6eHka
MMeloT MecTo Anddy3Hble UBMEHEHUSA NapeHXUMbl NMEYEHMU.
MokaszaTenu GYHKLMU BHELWHErO [AblxaHUs B rnpeaenax Hop-
Mbl. MpoBeaeHo xoKI™ B AMHAMUKe, B CPaBHEHUU C Npefbl-

AYWAUM MccnefoBaHWeEM Y NMaLMEeHTKM OTCYTCTBYET OTpuLa-
TeNbHasa AMHAMUKa, B Ha3HaYeHWM KapAnOTPOMHON Tepanuu
He Hy)XgaeTcs.

MpoBeaeHo KonnyectBeHHoe onpeaenexHne Ml B Mmoye —
KoHUeHTpauua Al B npeaenax pedepeHCHbIX 3Ha4YeHUN.

[dwnarHo3 npu BbinucKe: «Mykononucaxapugos, Tmn | (CUH-
apom Lene). Tun HacneaoBaHUsA — ayTOCOMHO-PELECCUBHbIN.
MHOKECTBEHHbIE KOHTPAKTYPbl KPYMHbIX U MEIKUX CyCTaBOB
BEPXHMX U HUMKHUX KOHEYHOCTEW. [PyaonosCHUYHbIA KMDO3.
AHOManus pasBUTUA FPYAHOro oTaena MO3BOHOYHWMKA (KK-
HoBMAHas gedopmauns Th7— Th8 no3sBoHKoB). ledopmaums
rPYAHON KNETKM MO TUMy BOPOHKOOOGPA3HOW. IKBUHYCHblE
ctonbl. CUHAPOM KapnanbHOro KaHana ¢ 06enx CTOPOH, COCTO-
HWe nocne onepauuu CUMHOBIKTOMMUMU CYXOXKWIMK crubate-
Nen, pacceyvyeHus KapnasbHblX CBSI30K CleBa M crpaBa OT
17.08.2023. MuKcoMaTo3 CTBOPOK MUTPanbHOroO KianaHa.
He3HauynTenbHbIK CTEHO3 aopTanbHOro KnanaHa. HapyweHue
puTMa cepaua: cMHycoBas TaxuMKkapaus. Job6aBoyHas AofibKa
ceneseHku. NynoyHas rpoixa. NpocTon runepmMeTponmnyecKmmn
acturmaTmam cnabon cteneHn OU. OU noMyTHEHWE POroBULbI.
Mneptpoduma ageHoOMaoB 2-1 CTENEHM.

[eBouyKe LenecoobpasHo npogomxkeHne 3T ana 3amen-
NIEHUS NPOrPECCUPOBAHMUS MOAMOPraHHOM HEAOCTAaTOYHOCTH.
PebeHoK Ha ¢doHe Tepanuu UMEET BbIPaXKEHHYH MOSOXKMU-
TENbHYIO AMHAMUKY 3a CYET yBENUYEHUS 06bemMa ABUKEHUN
B AedOPMMUPOBAHHbIX CycTaBaXx, OTCYTCTBYeT 60N1E€BON CUH-
APOM B KUCTSIX PYK, MPaKTUYECKK He 6oNeeT pecnmpaTopHbl-
MU 3a60M1€BaHUAMM, aKTUBHASA, 3aHUMaETCS TaHLaMMU.

MporHos

C y4eTOM OTHOCHUTENIbHO paHHEen AnarHoCTUKKN 3aboneBa-
HUS, ero MArkon Gopmbl M nNocneaoBaTeibHO NMPOBOAUMOWN
®3T nporHo3 61aronpPUATHbLIN.

BpemeHHas wWKana
XpoHonornsa passuTns 601e3HU naumMeHTKn C. 1 ee Kito-
YyeBble MOMEHTbI NpeAcTaBieHbl Ha puc. 10.

OBCYXAEHUE

MNepBble NPU3HAKKM U cUMMNTOMbI Y 60bHbIX MIC | pas-
NM4alTCca Mo TUMY, TAXKECTM M BO3pacTy nossneHus [25].
Hecneunduryecknin xapaktep CUMMNTOMOB W UX MNO3aHee
nosiBNeHMe y naymMeHToB ¢ Marknmm ¢popmamun MIC | onpe-
AEensioT 3HaYuTe/bHble TPYAHOCTU AMArHOCTMKM 3aboneBa-
HUS, 0OCOBEHHO B paHHWE CPOKKU. PeadynbTaTbl ONpocoB, Npo-
Be[lEHHbIX B pPa3HblX CTpaHax, CBUAETENLCTBYIOT O TOM, YTO
B CpeAHEM Mexziy NepBbiM BM3UTOM K Bpady M MOCTAHOB-
KOW amarHo3a «Msarkon ¢opmbl MIC I» npoxoanno 3 roaa,
ay 20% nauneHTOoB 3TOT CPOK cocTaBnsn 5 net u 6onee [29].
MNocne obpalleHus K neamatpy aget ¢ MIC | B 3aBUCHMOCTH
OT BeayLMX KIMHUYECKUX NPOSIBAEHMUI YacTO HanpaBAsoTCs
K peBMaTosoram, optoneaam, nybMOHONOraM U racTpoOaH-
Teponoram [30]. HesaBMCMMO OT TAXKECTU 3aboneBaHns Uu
nepBoOHaYanbHbIX CUMNTOMOB, Mpexae Yem Obll NocTaBfeH
NpaBWNbHbIA AWArHO3, AETU KOHCYNLTUPOBANNUCh B CPEAHEM
C NATbIO cneynanmucTaMn, YTo NOAYEPKUBAET COXPAHSIOLLYIO-
€1 NOTPe6HOCTb B MOBbILEHWM OCBEAOMNEHHOCTU MEANLMH-
CKoro coobulectsa [25, 29].

OOHUM M3 Hanbonee 4acTbiX MPOSABAEHUN MATKUX GOpM
MIIC | aBnaeTca apTponatus, e€e 4actota Mnpu CUHOPOME
LWene pocturaer 69-80% [10, 30], a cpeaHuin Bo3pacT
nosiBNEeHUs UBMEHEHUN cocTaBnsaeT 7,6 roga [10]. Y geten
C MArKMM PEeHOTUNOM Haubonee 4acTto BCTpevaeTcs nopa-
KEHWEe JNIOKTEBbIX, /ly4e3ansiCTHbIX, KOMEHHbIX CyCTaBOB
WU MeJIKkMx cyctaBoB Kuctu (B 90% cny4vaes) [31]. MaumeHTsb
C HeauarHoctMpoBaHHOM Markon ¢opmon MIC | ¢ cyctaB-
HbIMW M3MEHEHWSIMW HEepeaKOo HanpaBAsSOTCH K peBMato-

~
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KnuHunyeckKoe Ha6noaeHue E Clinical Observation

Puc. 10. NauuneHTKa C.: XpOHONOrMUsA pa3BUTUS GONE3HU U ee KITIoYEBbIE MOMEHTbI

Fig. 10. Patient S.: disease chronology and key events

YNAOTHEHUE KOXMU, NONUAPTPUT KPYMHBIX
MonuapTtput 1 MEJKMX CYyCTaBOB KOHEYHOCTEMN,
C KOHTpaKTypamu KOHTPaKTypbl, AeopMaLIms KUCTU
MEeNKMUX B BM/E «KOTTUCTOM Narbl»,
1 KPYMHbIX orpaHuyeHue oTKpbiBaHuUs pTa,
CycTaBoB nynoyHas rpbixa, CTeHO3 aopTasbHOro
KOHe4HoCcTen KnanaHa, HeoCTaTOYHOCTb Kapamu,
rMnepMeTponus

BbIsiBfIEeHbI MOMYTHEHME
POroBULbl, CUHAPOM
3ansicTHOro KaHana,

MUHUManbHas KIMHOBUAHANA
nedbopmaumsa U HEPOBHOCTb
KOHTYPOB 3aMblKaTeNbHbIX
nnacTMHoK Th7-Th8
NO3BOHKOB

BbISIBIEHO CHUXEHWE
aKTMBHOCTK anbda-
naypoHuaasbl, NoBblLEHHas
aKcKkpeuus NC un AC,
06HapyeHbl ABe MyTaLuu
reHa IDUA B KomnayHz-
reTepo3nUroTHOM COCTOSIHWUM

Orpanuenme [AnarHos: [narHos: Avaroctiposan NHuunmnpoBaHa Mony4aet SauTensHoe
NOABUXKHOCTH IOVIA ' locca ' MMC | (cuHapom U'q):f_l_ CD%BT yBen4eHne aMnanTyabl
B CyCTaBaXx KUCTel pyK Lene) [IBUXEHWUI B cycTaBax,

YMeHblUEeHne
MNOTHOCTU KOXU

lMpumevanune. TC — renapaHcynboat; AC — gepmataHcynbdat; HUA — toBeHWNbHbIN nanonatuyeckuin aptput; KOCCL — oBeHUNbHaN
cucteMHas cknepogepmus; MIMC | — mykononucaxapuaos | Tuna; ®3T — dpepmeHTo3amMecTUTeNbHaa Tepanus.

Note. HS (I'C) — heparan sulfate; DS ([JC) — dermatan sulfate; JIA (FOMA) — juvenile idiopathic arthritis; JSS (KOCCA) — juvenile systemic
scleroderma; MPS | (MINC |) — mucopolysaccharidosis type |; ERT (®3T) — enzyme replacement therapy.

nory. Onpoc, npoBeAeHHbIM Kopnopauuen Genzyme cpeau
60 eBpOMNENCKUX M KaHaACKMX PEeBMAaTONIONOB M [OETCKMX
peBMaTo/IoroB, NoKasan, Yto meHee 20% M3 HMX pacnos-
HaloT NpPU3Haku 1 cumnTombl MIC | Man MoryT HasdHauuTb
cooTBeTCTBYOWMEe AuarHoctuyeckue tectbl [30]. YneHamu
MEeXAyHapoaHOW paboyer rpynnbl, B KOTOPYIO BOLWIM B3POC-
Nble U OeTCKMe PEBMATONONM, a TaKkKe aKcnepTbl no MIIC |,
NPeAOXKEH MOoLAaroBbi AMAarHOCTUYECKUI aniropmuTMm, KOTo-
pbIi MOXET 6bITb NpUMeHeH npu Bcex MIC [30].

JOMUHUPYIOWNIA B KIMHUKE CYCTaBHOM CUHAPOM MOXET
SBUTLCA NPUYMHOW YCTAHOB/IEHUS IMArHo3a peBMaTUYeCKo-
ro 3a60ieBaHUs, 4TO MMEI0 MECTO U B OMMUCbIBAEMOM HaM#
KNMHWYECKOM cnydae. epBbiIM CUMMTOMOM, Ha KOTOPbIA
o6paTunn BHUMaHWE poanTenu, 6bl10 orpaHUYeHne ABUKe-
HWUM B cCycTaBax KOHeYHoCTeW, a npu obcnefoBaHuK Oblin
BbISIB/IEHbl NMPW3HAKKW PacnpOCTPaHEHHOrO CUMMETPUYHOMO
nonnapTpuTa ¢ KOHTPAKTypPamu, 4To BHavane 6bi10 pacLueHe-
HO KaK nposiBneHue lONA, a 3atem — HOCC/.

MopaxeHune cyctaBoB Npu MAarkux dpopmax MIC | Hepea-
KO XapaKTepu3yeTcsl KaK «CyxoW» apTpwWT, TyronoABMUKHOCTb
cycTaBOB, apTponatns ¢ GOpPMUPOBAHMEM KOHTPAKTYP.
B ocHoBe natoreHesa fiexkaT BHYTPUKIETOYHOE U BHEK/IETOY-
HO€ HaKOM/JEeHWe 4YacTUYHO pacuienneHHbix FAI U MHOUNbLT-
paumMs TKaHeW KIeTKaMW C YBENMYEHHbIMW JIM30COMamM,
YTO HapyllaeT NpaBWbHOE PacMofIOXEHME KOareHoBbIX
Gubpunn, noBpexgaeT HepBHble BOJIOKHA W Bbl3blBaeT
pa3BuUTME BTOPUYHBLIX MATOGU3MONOrMHYECKUX MPOLLECCOB:
BOCManeHns, OKMCAWUTENbHOIO CTpecca M ApYyrux Hapyle-
HWUM BHYTPUKIETOYHOIO U BHEKJIETOYHOrO romeocTtasa [31].
PazBsutre Bocnanenus npu MIIC | cBA3aHO raBHbIM 06pa-
30M C HaKOMNEHWEM B CHMHOBMANbHOM MKMAKOCTU W Mepu-
apTUKRYNApPHbIX TKaHAX [OC, KOTOPbIM CTPYKTYPHO MOXOX Ha
nunononucaxapua. 4C aktuBupyeT curHanbHbli NyTb TLR-4,
YTO MPUBOAWT K YCUIEHUIO IKCMPECCHUM U BbICBOBOKAEHMUIO
NPOBOCMNaNUTENbHbIX LIUTOKMHOB, XEMOKMHOB M MaTpMKC-
HblX MeTannonpoTenHas. KnoyeByo poib B BO3HUKHOBEHUK
CUMHOBUTA U XpoHudeckon 6onam npu MIC | urpaer TNF-a
[32, 33], uto 06bsAcHAET 3DDEKTUBHOCTb MHIMOUTOPOB

TNF-« (B 4acTHOCTH, aganMMmymaba) Ans KoOHTpons 6onu [34].
Xota TNF-a cnoco6cTByeT anonTo3dy XpsAWweBOn TKaHU, 3TOT
LIMTOKMH OKa3blBaeT nponndepaTtMBHOe AENCTBME HA CUHO-
BUWasbHbIE KIETKM, YTO COrNlacyeTcs C rmnepnnasunen, Habnto-
[aemMown B CMHOBManbHOM TKaHu npu MIC [32].

Mpn KOCCA noparkeHwe CycTaBOB W MNepuapTUKyNsap-
HbIX TKaHeh ¢ GOPMUPOBAHUEM KOHTPAKTYp O6YCNOBEHO
CKJIEPOTUYECKMMU MU3MEHEHUSIMU: CUHOBMabHas 060/104-
Ka TepsieT ABYCNOWHOE CTPOEeHWe, 3aMelaeTcs MIoTHOM
COeANHUTENbHOM TKaHbIO C O6LIMPHBLIMMU NOASMU TMANNHO3a;
NMOCTEMNEHHO MCYe3aeT BHYTPUCYCTaBHAsA XWAKOCTb, pa3py-
watotes xpawm [35]. MNo mepe nporpeccupoBaHnsg 3abonesa-
HWS MOTYT Pa3BUTbCS OCTEONN3 KOHLEBbLIX danaHr nanbues
N NepUapTUKYNAPHbIA KanbLMHO3 [29].

BTopbIM NpU3HaKoOM, KOTOPbIX ONpeaenun yctaHoBeHne
OLWMOBOYHOr0 AMarHosa Hawewn 60JbHOW, ObIIO Hanuyue
BbIPaXXEHHOro YNJIOTHEHWUSI KOXM KOHEYHoCTen (B 6onbluewn
cTeneHun amctanbHbix otaenos). Mpu MIC | ato 06ycnoBneHo
otnoxeHnem Al BO BHEKNETOYHOM MaTpUKCe, YTO NMPUBO-
OWUT K NOBbILEHHON abCcopbLMN TKaHAMKW BOAbl M Pa3BUTUIO
oTeKa. Kpome Toro, otnoxeHus Al 1 601bLIOE KOMMYECTBO
KNeToK, coaepxauwux Al cnoco6CTBYIOT Ae30praHn3aLmnm
KOJINareHoBbIX W 31aCTMHOBbLIX BOMOKOH [32]. lMpu KOCCA
B paHHeWn cTaann HabnaaTcs OTEK M TOMOreHM3aLus Ko-
nareHa gepMbl U CTEHOK MEJIKMUX COCYA0B C ANDDY3HON TUM-
doumnTapHOn MHOWUNBTPaALUMENR; B MOCAeayloWUM B CKIepo-
TMYECKOW CTaauW OTMEeYaloTCs TMMOLLEIONSAPHbLIA CKIepos
nepmbl 1 o6pa3oBaHue GONbLUMX MONEN rManuMHo3a, aTpo-
duyeckas cTagusi XapaKTepu3yeTcs MCTOHYEHWMEM KOXKMH,
HapyweHnem nurMeHTtaumm [35]. Taknm o6pas3om, B Havaslb-
HOW CTaguu MNpu OTCYTCTBUM BbIParKEHHbIX Mopdonoruye-
CKMX W3MEHEHWN KOXMW, xapakTepHbix ana HOCCA, owwu-
604YHas TpaKTOBKa MNpPEACTaBASEeTCs BecbMa BO3MOMHOW.
MaToreHeTn4YecKkme MexaHn3ambl GOPMUPOBAHMS apTponaTum
N NOParKEHNSA KOXKN OOBACHSIOT BO3MOXHYI0 3QPEKTUBHOCTb
NPOTMBOBOCMANMTENbHbLIX U aHTUNponudepaTUBHbIX MNpe-
napatoB, KOTOpble COCTaB/IAOT OCHOBY 6a3WCHOM Tepanuu
peBMaTU4YECKUX 3aboneBaHum.



Mpn nposegeHun IIAC y Hawen naumeHTKU Oblaa
BblfIBleHA HEeAOoCTaTOYHOCTb KapAuu, 4YTO XapaKTepHo
ans HavanbHoro nepuoga KOCC/, TaK KaK MMEHHO BeEpX-
HWEe OTAeNbl Xenyao4HO-KMLLIEYHOro TpaKTa BOBJEKatoTCA
B NaTOJIONMYECKM npouecc B nepByto ovepedb. OTcyTcTBUE
NPU3HAKOB NMOPaXKeHUs APYrnx BHYTPEHHUX OpraHoB (Hau-
6o5iee 4acTo Nerkux), He HacTopaXuBano, TaK KaK 3Tu
M3MeHeHUsa B Ha4vasibHOM nepuoge 3aboneBaHns 06bI4HO
ele He onpeaensioTes.

Tem He MeHee, KaK y)Ke 0TMeYanoCb, COMHEHUS B guar-
HO3e ocTaBanucb. OHW 6blIM 0BYCNOBSIEHbI OTCYTCTBMEM
y NauUMEHTKM cuHApoMa PenHO, KOTOpbIn ABNSETCS TUMUY-
HbIM npu3Hakom HOCC[, Habnwopaetcs y 87% nauneHToB
N 06bI4HO ABNAETCH NEPBbLIM UM OOHUM U3 NEPBbIX KIUHM-
YeCKMX NposiBneHun 3abonesaHuns [36]. Y 601bHON oTMeYa-
NI0Cb OrpaHWyeHMe OTKPbIBAHMUSA PTa, YTO TaKKe XxapaKTepHOo
ansa nayneHTtoB ¢ KOCC n 06ycnoBneHo nopaxeHUeM KOXKu
W MbILUL,, OKPY}KaIOLLMX POTOBYIO LWEeNb, OAHAKO APYrMX TUMKY-
HblIX MPU3HAKOB MOpPaXKeHWs TKaHen nuua (MacKoobpas-
HOCTb, nopeaeHne OGpPoOBEN W PECHUL, YTOHYEHME XpSLLen
HOCa W Ap.) He 6blno, XOTS 3T U3BMEHEHUSA MOFYT elle He
HabnaaTbCca B OTHOCUMTENBHO paHHeM nepuoae n Gpopmupy-
0TCA MO Mepe NporpeccupoBaHns 3aboneBaHus.

O6pauwano Ha cebs BHUMaHUE HaNU4yne KOHTPAKTyp He
TONbKO B [AWCTanbHbIX, HO M B MPOKCMMalbHbIX CycTaBax
KOHEeYHoCTeN yxe B AebtoTte 3aboneBaHus, GopMnpoBaHue
KOTOPbIX MPOMUCXOAUT 0ObIYHO B 6GoOnee no3gHue CPOKM.
KWCTb NaLMEeHTKM ¢ KOHTpPaKTypamu CycTaBOB HamoMuHana
«KOTTUCTYIO Nlany», 0gHaKOo He OblfI0 UBMEHEHUIN MATKUX TKa-
Hen KOoHLUEBbIX ¢anaHr nanbLes, 4TO 06bIYHO HabnogaeTcs
y 60nbHbIX KOCC/.

BbllwenepeyncneHHoe 3acTaBWIO MNPOAOCMIKMUTL auar-
HOCTMYECKMM MOMUCK W MPOBECTU AOMONHUTENbHOE 06cChe-
JOBaHWe AN UCKYEHUS TeHEeTUYEeCKOoro 3aboneBaHus.
Y [eBOYKM OblN0 BbIABEHO 2 NMaTOreHHbIX BapuaHTa reHa
IDUA B KOMNayHA-reTepo3nroTHOM COCTOSIHWUU: U3MEHEHME
HYKNeoTuaHON nocnegoBaTtenbHoctM ¢.208C>T, npuBoas-
liee K 3ameHe p.Q70* (pGin70Term), u UBMEHEHWE HYKEO-
TMAHOW nocnepoBaTenbHoCcTM €.878_889dup, npuBogsuiee
K 3aMeHe p.Thr293_Tyr296dup. Ha oCHOBaHWW UMEIOLUXCS
pe3ynbTaToB KOMMIEKCHOro o6cneaoBaHuns 6bia1 AMarHocTm-
poBaH Marknin sapmant MINC | (cuHapom Lewe).

JleyeHne MIC | BkAoYaeT B cebs pasinuyHble METOAbI,
BbI6Op KOTOPbLIX Onpefensercs BO3pacTOM W BapWaHTOM
3aboneBaHus. Ecnu nauneHTy ¢ TshKenbiM GEHOTUMOM MEHb-
we 24 Mec, eMy MOXET 6biTb Ha3dHa4yeHa TpaHcnnaHTauus
reMOono3TUYECKMX CTBOMIOBbIX KIETOK C MpeALecTBYOLLEN,
a 3a4actytlo 1M nocneayowen P3T. P3T ¢ npuMeHeHUeM
napoHuaasbl MOXeT 06ecneynTb KAMHUYECKM 3HavyuMMble
npenmylecTBa, TakKMe KaK ynydleHne GYHKUUKU Nerkux,
MOBbILEHME CMOCOOHOCTU K XOAbOEe U CHUKEeHWE U30bITOY-
HOro HaKOMJEeHWs YrNeBoAOB B oOpraHax. [enCcTBUTENbHO,
yepes rof OT Hayana NeyvyeHus Hala nauMeHTKa oTmeTuna
YMEHbLIEHNE BblPaXKEHHOCTM KOHTPAKTYp, H4TO YBENUYUIIO ee
GM3MYECKUIM NoTeHLnan.

®3T MOXKEeT NoMOoYb MpPU BUCLEPaNbHbIX MPOABIEHUSX,
O0HaKO, MOCKONbKY flapoHMaa3a He crnocobHa MPOHWKaTb
yepes rematoaHuedanmyecknm 6apbep B LUIHC, 310 neyeHune
HE MO}ET OCTaHOBUTb HerpoaereHepauuto. HecmoTtps Ha To,
4YTO MPUMEHSIEMblE TepaneBTUYECKNE NOAXOAbl MEHSIOT ecTe-
CTBEHHOE TeyeHne 601e3HM, OCTaeTCa P HepPeLEeHHbIX MPo-
651eMm, CBSA3aHHbIX, B 4aCTHOCTH, ¢ nopaxeHuem LIHC, ckene-
Ta, CEpPAEYHbIX KNanaHoB M NOMYTHEHMEM pPoroBuLbl. HoBble
TepaneBTUYECKME OMUMKU BKIOYAIOT JOCTaBKY dGepMeHToB
HenocpeacTBeHHO B LUHC, ncnonb3oBaHue rubpuaHbix 6en-
KOB, KOTOpble 06X0A4AT remMaToaHuedanmyeckuin Gapbep,
MasnblX MOMIEKYN, BIMSIOWNX Ha onpeaeneHHble NPosiBiAeH s

60/1€3HU, CTpaTerum, ynydliaowmx TpaHcnaumoo 6enka, reH-
HYIO Tepanuio 1 pegaktupoBaHue reHos [15].

3AK/IIOMEHME

Nerkne ¢opmbl MIC | (cuHapombl Typnep — Lene
n Lewne), B otninumne oT Taxkenon ¢dopmbl (cMHApom [ypnep),
XapaKTepU3YTCS OTHOCUTENBHO NMO3AHWM MOSIBAEHUEM TEX
WIIU MHbIX CBOMCTBEHHbIX 3a60/1€BaHUI0 MPU3HAKOB, UX YMe-
PEHHOW BbIPaXXEHHOCTbIO, YTO ABASETCH OAHOM U3 OCHOBHbIX
MPUYUH NO3AHEN AMArHOCTUKKU. B KAMHMYECKOM KapTuHe
y 60/bHbIX C nerknmun dpopmamun MIC | Ha onpeneneHHOM
3Tane MoryT AOMWHWMPOBATb CUMMTOMbl MOPaXKEHUs Ablxa-
TEIbHOM WAU CepAevYHO-COCYQUCTOM CUCTEM, XKENYAOYHO-
KWLWWEYHOro TpaKTa WAM OMOpHO-ABMraTeNlbHOro annapara
n ap. B Tex cnyyasnx, Koraa Beaywmnmn ABASIOTCS CyCTaBHble
M3MEHEHUS, NepBbIM CrneLunanmMcToM, K KoTopomy obpaTaTcs
poauTenu ¢ pebeHKoM, BePOsATHO, ByaeT AETCKMM peBMaTto-
nor. BoaMOXKHO ycTaHOBNEHME OLWMOOYHOro AnarHo3a pes-
MaTuyeckux 3aboneBaHui, B Tom yucne HOMUA, KOCCL, cme-
WwaHHOro 3aboneBaHUs COEAMHUTENbHOW TKaHW, OO0NEe3HU
LLlerpeHa v ap., Anst KOTOPbIX XapaKTePHO NOAUAPTUKYNSPHOE
nopakeHune ¢ GopM1MpoBaHUEM KOHTPAKTYP.

Mpu npoBeaeHUN auddepeHLanbHON AMarHoCTMKM Y Na-
LUMEHTOB C HETUMWYHBIM AN pPeEBMaTUYECKUX 3aboneBaHui
CYCTaBHbIM CMHAPOMOM B MepevyeHb BO3MOMXHbIX HO30/10rui
OETCKMM peBMaTofioram CreayeT BKIOYaTb MSArkue Gpopmbl
MTIC I. 310 TpebyeT NoBbIWEHUS OCBEAOMIEHHOCTU Bpayen 06
3TOM NATONOrMK U NPU HANMYUKM NPEANONOKEHN — aKTUBHOIO
NpOBEAEHUS CKPUHWUHIOBOIO 06Cne0oBaHus.

WHO®OPMUPOBAHHOE COIIACUE

OT poauTenen OeBO4YKM OblIIO MOSYYEHO MOAMMCAHHOE
MHPOpPMMpPOBaHHOE AOBPOBOMILHOE cornacve Ha nybnvKa-
LMo n306paxeHni u nHbopmMaumm o pebeHKe (aata Noamnu-
caHusa: 12.09.2025).

INFORMED CONSENT

Patient’s parents have signed informed written voluntary
consent on the publication of his images and child’s data
(signed on 12.09.2025).

UCTOYHUK ®UHAHCUPOBAHUSA
OtcytcTBYET.

FINANCING SOURCE
Not specified.

PACKPbLITUE UHTEPECOB

H.C. MopyepHaeBa — nojsy4eHWe roHopapoB 3a BbICTY-
NNeHUs B KayecTBe ChnuKepa (BbICTYNAEHUS Ha Hay4HbIX
MEpPONpPUATHAX, YTEHME NEKUMM Bpavyam) OT KOMMaHuu
«CaHopu».

H.A. Bawakmap3e — 4TeHue NeKkuun ang KomnaHwumn
«Takepa», «CaHoou», «bnomapwuH», «HaHonek», «Kbesu»,
«HyTpuuus», <AcTpaseHeKar.
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O6ocHoBaHue. NHpaHTUNbHas nonywapHas mvoma (MMM — rmmanbHas onyxosb, pa3BuBaloLLasicss BHyTPUYTPOOBHO Man
B MJ1Iaj€HY€ECTBE, YacTo 60/blumMX pa3mepoB. CBOeBpPEeMEHHAs AMarHoCTMKa Onyxoau 3aTpyaHeHa o npuynHe ee peaKoctu
y AeTeln paHHero Bo3pacTta, a TaKKe BCIEACTBUE BapnaTUBHOCTM MOJIEKYSAPHO-FEHETUHECKMX XapaKTEPUCTUK OMyXO/u.
lMpumeHeHne npegonepaynoHHON N MHTPaonepaLMoHHON HEHPOBU3Yyann3aLmm rnpu HEBO3MOXKHOCTHM TOTaslbHOM Pe3eKLnn
Heo6X0AUMO AN yAaneHnss Mop@OI0rM4eCcKr 3Ha4YMMbIX y4aCTKOB OryXO/IeBOW TKaHM, a LUMTOreHeTu4eckKoe uccienoBa-
HMe — [/719 N0CTaHOBKM OKOHYaTe/IbHOro AnarHo3a. OnucaHue KJAMHMYECKOro cay4vas. Pe6eHOK C 3a4€epKKON BHYTpU-
YTPOBHOro pasBuUTUSI U LiepebpaibHON uemnen 2-i cTerneHn, CMHAPOMOM ABUraTesbHbIX HapyleHni. pu HeMpocoHo-
rpagun B Bo3pacte 13 cyT BbiAB/IEHO 06LEMHOE KUCTO3HOE 06pa3oBaHue, KOTOpoe He 6blio ONpeaeseHO KaK OMnyxosb.
B BospacTte 2,5 Mec O0TMEYEHO yBEJIMHEHUE OKPYKHOCTU [010Bbl HA 7 CM, MO AaHHbIM HEMPOCOHOrpaguu onpeseneHo
yBeJIM4eHne KUCTO3HOM NOJIOCTH B IEBOV remucepe, B CBSI3U C YeM BbINOTHEHO BEHTPUKYI0MEPUTOHAIbHOE LIYHTMPOBA-
Hue. B Bo3pacTe 8 mec B pe3y/bTate MarHMTHO-PEe30HaHCHON TOMOrpagmm ro1o0BHOr0 Mo3ra BbisiIBIEHO 06bEMHOE KMCTO3-
HO-comMagHOe HOBOOBpa3oBaHne B 1eBoH remuceepe. C Lesblo MOCTaHOBKU AMarHo3a U onpeseneHns TakKTUKN ae4eHmns
Obls1a NpUMeHeHa KOMOUMHNPOBaHHas HeNpoHaBuraums: Ha npegonepaymnoHHOM atane — Mo3UTPOHHO-IMUCCUOHHAasH TOMO-
rpagus ¢ [18F]-¢pTopaTUATUPO3MHOM, COBMELLEHHAS C KOMIbIOTEPHONH TOMOrpaguer, Bo BpeMs ornepaLmm — HaBuraums nog
YIbTPa3BYKOBbIM M (J1yOPECLIEHTHbIM KOHTPOJIEM. BbINOHEHO LMTOreHETUYECKOE nccie0BaHMe ONyxou, NoaTBepanBLIee
nasbHbIf XapakTtep HOBOOOpa3oBaHUs. 3aKatloyeHue. [TokasaHa Cl0XKHOCTb anarHoctnkmn UMM, a Takke nosb3a npes-
onepalmnoHHON U MHTpaornepaLnoHHON HelpoHaBuraymm ¢ nocaeaylowmMm UUTOreHETUYECKUM UCCaeg0BaHNEM A/1s yCTa-
HOBJ/IEHMS] OKOHYaTE/IbHOro AMarHo3a.

KnroyeBblie cnoBa: MHPaHTU/IbHbIE [TIMOMbI, MO3UTPOHHO-3MUCCHUOHHAsA ToMorpagus, [L8F]-pTopaTMATMPO3KnH, 5-ammuHone-
BY/IMHOBaSs KMCJ/0Ta, ybTpa3ByKoBas HaBUralus, MarHUTHO-pe30HaHCHas ToMorpadus, ¢ayopecueHTHas HaBurayms

Ana uyntupoBaHusa: PoiHaa A.KO., Manywa J1.W., AHToHeBcKas T.JI., Bopoxuos W.H., TpadyeB H.C., JlomatuH A.B.,
CaHaKkoeBa A.B., TapakaHoBa A.B., TepeuieHko I.B. JuarHocTMka MHGAHTUALHOM NOMYLWAPHOW MUOMbI C NPUMEHEHWEM
KOMOMHMPOBAHHOW (Mpea- W MHTpaonepauuMoHHOM) HeMpoHaBUrauuu: KIMHWMYECKWMW cnydan. Borpockbl coBpeMeHHOH
negmatpmmn. 2026;25(2):78-87. doi: https://doi.org/10.15690/vsp.v25i2.3020

OBOCHOBAHME
Onyxonu ueHTpanbHOW HepBHOW cucTembl (LLHC) aBng-

TMN rMoM O6bIYHO pacrnonaraeTcs cynpaTeHTopuanbHO
W, KaK NpaBuio, MMeeT Bna O6LMPHON OMYXO/n C NpU3Ha-

loTca HanMbosee pacnpoCTPaHEHHbIMU COMAHBIMU OMyXO-
MU Y AeTen ¢ 4yacToton okono 5,5 cnydaa Ha 100 ToiC.
AeTcKoro HaceneHus [1—-3]. Okono 45% cnyvyaeB onyxonen
LUHC y geten coctasnstoT rvomsbl [1, 3, 4]. B knaccuowu-
Kauuio onyxonen LUHC BcemupHOM opraHusauuu 3gpa-
BOOXpaHeHus nocne obHoBneHna B 2021 r. 6bina BKIO-
YyeHa HoOBas HO30/0rMyeckas eanHuua — MHbaHTUIbHasS
nonywapHas rnavoma (UMM [2, 3]. Bnocneacteum 6bino
YCTaHOBJ/IEHO, YTO MJlafleHYecKas rmuomMa nmeeT xapaKkrep-
HbIM MONEKYNAPHbIN NPOPUIbL — XUMEPHbLIA TPAHCKPUNT
reHoB peLenTopHbiX TMPO3uMHKMHA3 (NTRK, ROS1, ALK
n MET) [5—7]. XUMepHbIN TPAHCKPUNT C yHacTneM reHa MET
ob6HapyxmBatT y 6-18% 6onbHbIXx ¢ UM [1, 7, 8]. 3t0T

KaMW KUCTO3HOM TpaHchopmauuu, Ho 6e3 BblpaxKeHHOro
nepudoKanbHOro OTeKa, OKa3blBaloWero 3HayuTesibHoe
B/IMSIHWE Ha OKpYrKalolliMe MO3roBble CTPYKTypbl [1, 9, 10].
OnucaHbl cnyvyam v NenTOMEHWHreanbHOW JUcCeMUHa-
LMK onyxoneBbiXx KneTtok — B 1-3% [1, 5]. OnucaHbl
eanHuyHble cnydan WM [5]. AuddepeHumnansHas aua-
rHoctnka UMM ¢ gpyrumun 3a6onesaHuamun LIHC 3atpyg-
HUTENbHa Yy [eTen rpyaHoro (MnajgeH4Yeckoro) Bo3pac-
Ta M Yy NauMeHTOB CO CKYLHOW KIIMHWYECKOM KapTUHOW
3aboneBaHud [1, 5, 11].

Hwxe npeactaBneHo onucaHuve AauarHoctukm WIMC
y pebeHKa, 3aTpyAHEHHOW HEeAOCTaTO4YHON U HEOAHO3HAYHOM
MHPOPMaLMEN, MOSlYYEHHOM C MOMOLbIO HEWPOCOHOrpa-



GUM U MarHuTHo-pesoHaHcHow Tomorpadumn (MPT), u npe-
UMYLLECTB KOMOUHMPOBAHHON HEMpOHaBUrauuu ¢ npumeHe-
HMEM MNO3UTPOHHO-3IMUCCUOHHON TOMOrpadun, COBMELLEHHON
C KoMnbloTepHOM ToMorpaduein ¢ [28F]-hTopaTUATUPO3UHOM
([*8F]-®3T-N3T/KT), Ha npeaonepaLMoHHOM aTane 1 UHTpaone-
PaLMOHHbBIM yNbTPa3BYKOBLIM M GNYOPECLEHTHBIM KOHTPOMIEM.

KNUHUYECKUHA NPUMEP

O nauueHTe

Manbuumk K., Bo3pact 9 mec. lNpu noctynneHum xanobsi
poauTenen Ha Kanpu3HOCTb pebeHKa, nepuoamyeckn bec-
MOKOWCTBO, BblbyXaHWe POAHNYKA, CHUXKEHME ABUraTeIbHOM
aKTMBHOCTU B MNpaBblX PyKe U HOre B CpaBHEHME C SIEBbIMU
pYKOM ¥ Horow, 6epeT npeaMeTbl TOJIbKO IEBOW PYKOW,
YyacTble CPbIrMBaHUS.

AHaMHe3 3a6osneBaHus. [locne poxaeHus pebeHoK
HaxoAunca B OTAENEHWW NATONOMMKU HOBOPOMXKAEHHbIX U HEeao-
HOLLEHHbIX 1eTen B Te4eHne 8 CyT C AnarHo3om: «3aJeprkKa
BHYTPUYTPOOHOIrO pPasBUTUA MO TUNOTPODUYECKOMY TuMy
1-1 cTteneHun, uepebpanbHasa uwemus |l cteneHun, CMHAPOM
ABWUraTeNbHbIX HapylweHun. Manas aHoManus pas3BUTUS
cepaua. OTKpbIToe oBanbHOE OKHO. locTrunokcuyecKkas
KapauonaTus». [ony4yan nevyeHne ¢ MNONOKUTENbHOW AMHA-
MWKOM B COMaTM4YeCKOM M HEeBpPOJSIOrMYecKoM cTaTyce. Ha
13-e cyT nocne poxaeHuns 6blsia BbINOSHEHA HEMPOCOHOMpa-
dws. B 3aK04EHMMU: HE3HAUYUTENIbHOE CMELLEHNE CPEeANHHbIX
CTPYKTYp 3a c4ET 06bEMHOI0 KUCTO3HOro 06pa3oBaHus, BO3-
MOXHO, BCNeLCTBME NEBOCTOPOHHEro Cyb6aneHaMManbHOro
KPOBOW3NUAHWUS, C MPUCOEANHEHNEM BTOPUYHOW MHPEKLNK
¢ GOPMMPOBAHMUEM KUCTO3HbIX MOIOCTEN; aCUMMETPUS pas-
MEpPOB MNepefHMX POroB GOKOBbLIX YENyA04YKOB 6€3 pacllu-
PEeHUS IMKBOPHbIX N0A060M04YEYHbIX MPOCTPAHCTB; YCKOPEH
KPOBOTOK, CHUXEH MHAEKC PE3UCTEHTHOCTU B NEPEAHMX MO3-
roBbIX apTepusix. PEKOMEHI0BaHO NpoBeaAeHWe MOBTOPHOM
HenpocoHorpadum No MecTy XuTenbCcTBa, HO 6e3 yKadaHus
BPEMEHHOI0 MHTEpPBana.

Yepes 2,5 mec pebeHOoK 6bl1 0CMOTPEH denbalepom no
MeCTY uTenbcTBa. OTMEYEH POCT OKPYKHOCTU FOMI0BbI Ha
7 cM B TedeHue 1 Mec, BbIMNOMHEHA NOBTOPHAs HEMPOCOHO-
rpadus. KnMHMYEeCKN 3HaYUMbIX UBMEHEHWUI COMATUYECKOro
W HEBPOJIOrMYECKOro cratyca pebeHKa He oTmedyeHo. [1o
[JaHHbIM HEenpocoHorpaduun BbIIBAEHO 3HAYUTENbHOE CMe-
LleHMEe CPEeANHHbIX CTPYKTYP B NpaBylo CTOPOHY 3a CYET 3Ha-
YUTENbHOW KUCTO3HOW MOJSIOCTH, KOTOpas 3aHMMaeT NpaKTu-
YEeCKMW BCIO MapeHxMMy Mo3ra neBoro nonylapus. Atpodus
M KMCTO3Has TpaHchopMaLma NapeHXMMbl CO CcAaB/IEHUEM
MO3}e4YKa W 340POBOM YacTu Mo3ra. YunTbiBasi 9TW JaHHble
B AMHaMWKe, Gbl10 MPUHATO PELUEHME O rocnuTann3auuu
nauveHTa B 06GNACTHYO AETCKY KAMHWYECKYIO GObHULLY.
MauneHTy No AaHHbIM HEMpOCcoHOrpadun B HEMPOXMPYPIU-
4YeCKOM OTAeNEHUMN BbIN0 BbINOMHEHO BEHTPUKYNONEPUTOHE-
anbHoe WYyHTMPOBaHWe cnpasa. BbinMcaH ¢ NONOXUTENbHON
OMHAMUWKOM: MO pesynbrataM HenpocoHorpadum oTMeyveHo
YMEHbLLUIEHWE pa3MepoB KMCTO3HOW MONOCTH.

Yepes 5 Mec nauumeHT 6bll BHOBb rocnuTanin3upoBaH
B HEMpoXvMpypruyeckoe otaeneHve o61acTHOM AETCKOW KIu-
HUYECKOM 60/IbHULbI C anobaMu poauTeNnen Ha HapyleHue
CHa y pebeHKa, 6eCrnoKOMCTBO, Kanpu3HocTb. KoHcynbTaums
odTanbmosora: Ha ra3sHom gHe 6e3 natonoruu. MNauneHty ycta-
HOBMEH AnarHos: «CocTosiHMe nocne BEHTPUKy/IonepuToHeasb-
HOrO LWYHTUPOBaHMA cnpasa. Murpauma KpaHWanbHOIrO0 KOH-
Lja BEHTPUKYNOMEPUTOHEANbHOrO LWyHTa». HasdHayeH agnakap6
250 mMr no 1/4 TabneTku ¢ LeNblo CHUKEHUS BHYTPUYEPENHOTO
faBneHus. B nepuog rocnutannsaumm BoinosHeHa MPT ronos-
Horo mo3ra (pexumbl: 3D-T1 FSPGR (BRAVO), T2WI, T2FLAIR,
DWI, ASL, 3D-T1 + KnapwvcKaH (ragoTepoBasi Kucnorta) 2 Mi)
noJ HapKO30M /151 UCKIIOYEHUS 06bEMHOro HOBOOGPa30Ba-
HUS B NopaHLedannyeckon Kucte. Mo gaHHbIM MPT ronoBHOro
MO3ra C KOHTPAaCTHbIM YCWIEHMEM TafJo/IMHUEM BbISBNEHO
COCTOSIHME MOCNE OMNEPaTUBHOIO nevyeHuss, AedekT B NOOGHOM
Koctu cneBa Ao 10 MM ¢ nponabupoBaHUEM NUKBOPHOIO
COAEPKMMOro NoaKoxKHo 19 X 10 mm. LyHTMpoBaHue cnpaBa,
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Background. Infantile hemispheric glioma (IHG) is a glial tumor (often large sized) that often develops in utero or during infancy. Timely
diagnosis is challenging due to its rarity in young children and the variability of its molecular genetic characteristics. Implementation
of preoperative and intraoperative neuroimaging allows to remove the most morphologically significant areas of tumor tissue when
total resection is not possible, while cytogenetic analysis allows for a definitive diagnosis. Case description. The child with intrauterine
growth retardation has grade 2 cerebral ischemia and movement disorders syndrome. Neurosonography at 13 days of age has revealed
large cystic lesion that was not identified as a tumor. An increase in head circumference up to 7 cm was noted at the age of 2.5 months,
while neurosonography has shown enlargement of the cystic cavity in the left hemisphere, thus ventriculoperitoneal shunting was
performed. Magnetic resonance imaging of the brain has revealed a large cystic and solid lesion in the left hemisphere at the age
of 8 months. We used combined neuronavigation to establish the diagnosis and determine treatment tactics: preoperative positron
emission tomography with [18F]fluoroethyl-I-tyrosine combined with computed tomography and ultrasound and fluorescence guidance
during the surgery. Tumor cytogenetic analysis was performed and confirmed the glial nature of the neoplasm. Conclusion. This case
shows the complexity of IHG diagnosis and the benefits of preoperative and intraoperative neuronavigation, as well as cytogenetic
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

OWCTaNnbHbIM KOHeLl, LWyHTa B I0O6HOM o6nactu, B cybaypasnb-
HOM npocTpaHcTBe. B nob6How fone cneBa KUMCTO3HO-CONUA-
Hoe HOBOOOGpa3oBaHWe (06LWmMi pasmep 77 X 71 X 68 MMm)
C OKpYyXalolMM HeBbIparKeHHbIM OTEKOM, 6€e3 MOBbIUEHUS
LepebpanbHOro KPOBOTOKA. PaaMepbl KUCTO3HOMO KOMMOHEH-
Ta 68 X 48 X 65 MM (NpuMepHbI 06beM 110 mn), pa3mepbl
COIMAHOIrO KOMMNoHeHTa 44 X 45 X 47 MM, CONUAHbIN KOMMO-
HEHT reTepOreHHbIM Mo CTPYKTYpeE, C OT/IOXEHMEM FreMocHaepu-
Ha no nepudepmmn ¢ AUHGOY3HbIM HAKOMIEHNEM KOHTPACTHOMO
npenapara, B KUCTO3HOM KOMMOHEHTE Ha/lM4Me NepPeropookK.
O6pasoBaHue caBMBaeT NIEBbIM GOKOBOW U TPETUM XKeNyaoy-
KM, CMeLLaeT CpeanHHbIe CTPYKTYPbI Ha 7 MM, cy6apaxHouaasb-
Hble MPOCTPaHCTBA CyXKeHbl, 60PO3bl N0 KOHBEKCUTANbHOM
NOBEPXHOCTU crnaxkeHbl. Cy6aypanbHOe CKOMIEHUE KUAKOCT-
HOr0 COAEPKMMOro NMKBOPHOW NIOTHOCTU B NOBHbIX U TEMEH-
HbIX 06/1aCTsAX MO BCEN KOHBEKCUTANIbHOM MOBEPXHOCTU: cnpa-
Ba ToLWMHOM A0 15 mm, cneBa — 0 20 MM. LiuctepHanbHble
JIMKBOPHbIE MPOCTPAHCTBa He paclwupeHbl. XKenynoykoBasi
cucTeMa ¢ OAHOPOAHBLIM COAEPXMMbIM, MpaBbii GOKOBOW [0
8 mm, lll xenyaouyek wenesuaHbin, IV xenyaoyek no cpegHen
JIMHUK, He paclnpeH. Mpo3payHas neperopogka He M3MeHe-
Ha, 6e3 ONONHUTENbHbIX 06pa3oBaHUi. ba3anbHble raHrmum,
Tanamyc, BHYTPEHHS M HApYKHas Kancynbl cnpaBa npaBuib-
HO PaCMONIOXKEHbI, C HOPMaslbHbIMW CUIHANIbHLIMK XapaKTepw-
CTMKamu, cneBa — He anddepeHumpytotes. Mo3xevyok 6e3
nameHeHun. OTeK A4eeK COCLLeBMAHOrO OTPOCTKa cnpasa.
CTpYKTYypbl Op6UT 6€3 0CO6EHHOCTEN. 3aKIlOHEHME: KMCTO3HO-
CO/IMAHOE 0B6pa3oBaHue NeBon remmchepbl ¢ Macc-adheKTom
M CMELEHNEM CPEAMHHbIX CTPYKTYp, AuddepeHumpoBaTb
NIeoOMOPPHYI0 KCaHTOACTPOLMTOMY C MWIOLMUTAPHOM acTpo-
LIMTOMOW; ABYCTOPOHHWE TUrPOMbl B JIOGHbIX U TEMEHHbIX
061acTsX; COCTOSIHME MOCNe ONEPaATUBHOMO JIEHEHUST — LUYH-
TMpoBaHus crpasa (puc. 1A, b).

Mo paHHbIM 33l OCHOBHOW PUTM OTYET/IMBO HEe orpe-
nensetcs. Npu npoBeaeHnn Npobbl ¢ pasgpaxeHmem doTo-
HamMu CBeTa NaToNIorM4eCKUX U3MEHEHUM He OTMeYeHo. 3a
BpeEMS MUccnefoBaHUa anunentMdopMHON aKTUBHOCTU He
3aperncTpupoBaHo.

[Mocne BbigBNeHUs no aaHHbIM MPT 06bEMHOro KMCTO3-
HO-CO/IMAHOro 06pa30BaHMA NaLMeHT NO HanpaBieHUo Gbin
rocnuTanu3nMpoBaH ansa onepaTtuBHOro neyeHus B Hauuo-
HaNbHbIM MEAULIMHCKUIA NUCCNeaoBaTENbCKUIM LIEHTP AETCKOM
remMaTosiorMu, OHKOMOTMKU U uMMyHonorun (HMWL, AFOW)
um. Amutpus PorayeBa (MockBa).

AHaMHe3 XHU3HHU. PebGeHOK OT BTOPOM GEpPEeMEHHOCTH,
npoTeKaBlUeX Ha GOHE TOKCMKO3a, BarMHuWTa, 0O0CTPEHUSA
XPOHWYECKON reprnecBupycHon WHbeKuuu. Poabl BTOpble,
B CPOK 37 Head, camocCTosATENbHble, AUTENbHbIN 6e3BOoa-
HblM Nepuod. XpoHW4YecKass no4vyeyHas HefoCTaTOYHOCTb.
BHyTpunyTpo6GHasa 3agepKKa pasButnsa 1-n cteneHun. Macca
Tena npu poxaeHnn — 2320 r, annHa Tena — 48 cm. o
wKane APGAR — 8/8 6annos.

®dusuKanbHaa gMarHocTuKa

ObLlee COCTOSiIHME CpefHen TAecTU. KoxHble MOKpo-
Bbl 6/1€4H0-pO30BbIe, cyxne. OTekn OTCyTCTBYIOT. lNepudepu-
yeckne nnumaooyanbl He yBennyeHbl. OKPY>KHOCTb FON0Bbl —
48 cM. bonbwon pogHMYOK 4 X 4 cM, yMEPEHHO HarpsiKeH.
fonoBa rugpouedanbHon GOpMbl: BbICTynalowme n06HbIe
6yrpbl, npeobnagaHMe MO3roBOro 4yepena Hag SULIEBbLIM.
B 06uemM comaTMyecKoM cTaTyce CO CTOPOHbI CEPAEYHO-COCY-
[LWCTON, AblXxaTeNbHOM, NULLEBAPUTENBHON, MOYEBbIAENUTENb-
HOM cucTemM — B npeaenax GruanonorMyeckom HopMbl.

HeBponornyeckui ctatyc. Co3HaHue sicHoe. 3afeprKka
B NPUOOGpPETEHNN HaBbIKOB, 3aflePKa NCUXOMOTOPHOIo pas-
BUTUSA. HYepenHo-mMo3roBble HEPBbLI: 3a NpeaMeTamu Cneaut.
[nasHble LWenn CUMMETPUYHbIE. 3padyku CUMMETPUYHbIE,
paBHble. CumnToM [pede nonoxutenbHblN. Jlerkoe pac-
xoasduleecs Kocornasune. dotopeakunu xuBble. PeaKuuu
KOHBEPreHLUMM U akKoMOoAaL MK COAPYKECTBEHHbIE. HUcTarm
rOPU30HTaNbHbIV MEeNKopa3maluncTbin. Junnonuu Het. Jnuo
aCUMMETPUYHOE, CIIaXKEHHOCTb MPaBOW HOCOTyGHOM CKnaa-
Kn. Cnyx coxpaHeH. [MoTaHve He HapyweHo. HapyleHus
QYHKUMKM MbIWL, MATKOro Heba HeT. PedneKcbl ¢ 3agHen
CTEHKM [NOTKWU BbI3bIBAOTCA. TOHYC U CUMIa MblLIL, CHUXKEHbI
cnpaBa. A3blk Mo cpegHen nuMHuKW. PedneKcbl opanbHOro
aBTOMaTU3Ma oTpuuaTtenbHble. [IBuratenbHas chepa: camo-
CTOATENbHO NepeBopayuBaetca. [010BYy He yaepXuBaerT.
[MpaBOCTOPOHHUI remunapes Ao 3 6annoB, 6epeT NpPeaMeThbI
TONbKO NEBOW PYKOW. MbIlEYHbIM TOHYC CHUXXEH cnpaBa.
Atpoduun, runotpodpumn MmblwL, HET. HapylweHue 4yBCTBM-
TEeNbHOCTU JOCTOBEPHO HE OLEHUTb U3-3a Bo3pacTa pebeH-
Ka. PednekTopHas cdepa: pedfieKCbl CHUMEHbI crpaBa.
YBEpPEHHO MepeBOpayMBaETCs TOJIbKO Ha NEBYID CTOPOHY,
npu NomnbITKax Nosi3TM onupaeTcs 60Mblle Ha NeBYylo CTOPO-
Hy, M0OXO YAEPXKMBAETCA B MOJIOXEHUN CUAS, paBHOBecCHe
OEPXKUT MNJIOXO, FONOBY AEPMUT YBEPEHHO, He BCTaeT, 3a
npeametamu cnegut. MeHuWHreasbHble CUMNTOMbl OTpULa-
TeNbHble. Ta30BbIX HapylleHUM HET. BeretatuBHbIX KOXHbIX
NPOSIBNEHUM HET.

JlaGopaTopHble uccnefoBaHua

Mo faHHbIM KIMHWYECKOro aHann3a KPoBU: KOMMNEHCUPO-
BaHHbIN MeTaboMYeCKUN auno3, HE3HaYUTENLHOE MOBbI-
lWeHue KoHLeHTpauun C-peaKTUBHOro 6efka, XpoHU4yecKas
aHeMUS Nerkom CTENeHn TAXKECTU (KOHLLEHTpaLMs remorso-
6vHa — 95 r/n).

WUHCcTpyMeHTaNnbHble UccnesoBaHus

C uenbto anddepeHumanbHON AUMarHOCTUKU MMetoLle-
rocs o6bemMHOro o6pas3oBaHWs ONOBHOMO MO3ra nauu-
eHTy npoBegeHa [18F]-®3T-N3T/KT. MMpenapaT CUHTe-
3MpoOBaH B MexaucuumnamHapHoMm ueHTpe HMWL ATOU
uMm. AMutpura PorayeBa ¢ MCNONb30BaHWEM MOAYNSA CUHTE3a
GE TRACERIlab FX-FN (GE Medical Systems, CLUA). MauneHT
ronofan B TeyeHue 6 4 go nposeaenuns MIT/KT. Yepes
20 MWH Mocne BHYTPUBEHHOM WHBbEKLMK [18F]-DIT (aKkTuB-
HocTb 156 MBK, pas6poc £69 MEK) npoBefeHO CKaHMpo-
BaHWe Ha WHTerpupoBaHHoOM [13T/KT-ckaHepe Biograph
mCT 64 (Siemens Healthineers, lepmanus). [laHHble cTa-
Tnyeckon M3T-amuccumn cobupann B TPEXMEPHOM peXUMe
C ucnonb3oBaHnem Matpuubl 200 X 200 B TeyeHne 10 MUH.
Mocneayouwme KT-ckaHMpoBaHWa 415 KOPPEKLMK 3aTyXaHus
BbIMOMHAMM C UCNONb30BAHMEM HW3KOLO3HOIr0 MpPOTOKONa
(CARE Dose 4D; 80 mAc; 120 KB; matpuua 512 X 512; ton-
WMHa cpe3a 2 mMm; war 30 mm/c; BpeMs BpaleHusa 0,5 c;
nHgekc wara 0,8). N306paxeruns MNIAT 6bINK PEKOHCTPYUPO-
BaHbl MTepatnBHO (TrueX; 3 utepauuu; 24 NOAMHOXKECTBa;
dunbTpauma laycca, 2 MM; KOppekuua pacnafa, 3aTyxa-
HUS M paccesiHus) C UCNOSb30BaHWEM CreLmann3npoBaH-
HOro MPOrpaMMHOro ob6ecnevyeHnss MPOM3BOAUTENS Syngo
MI.PET/CT (Siemens Healthineers, [epmanus).

[JdaHHble [18F]-d3T-N3T/KT-cKaHMpOBaHWSA He3aBUCH-
MO OLEeHWBaNM ABa Henpopaauosnora. Pasnunuma B crneuu-
GUYHOCTH norfouleHnn onyxonblo pagnodapmnpenapaTa
(P®I) ocHoBbIBanoCb Ha KOMOWHWMPOBAHHOM aHanuae



Puc. 1. MaumneHT K., ManbynKk 9 mec, ¢ MHGaHTUIbHOW NONyLIAPHON FMMOMOK NIeBON reMucdepbl Mo3ra: pesynbTaTbl HeMpPoBU3yanusaLuu
Fig. 1. Patient K., 9-month-old boy, with infantile hemispheric glioma of the left hemisphere: neuroimaging results
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MpumeyaHne. MPT ron0BHOMO MO3ra C KOHTPACTHbIM YCUIEHUEM rafloIMHUEM (aKCWasbHble CPEe3bl): OMyXOlb MMEET MMOWHTEHCUBHBLIA CUrHanN
Ha T2-B3BeLleHHbIX N306paxeHunsx (A), U30MHTEHCHBHbIN Ha FLAIR-u3o6paxkeHusx (b) n runepuHTEHCHBHBIN Ha T1-B3BeLEHHbIX 306paxeHusx (B).
MN306parkeHuns B pexxume CBV (cerebral blood volume) map (I): BbisBASETCS YTONLLEHHbIN 06040K C NOBbILLEHHON BaCKynsipu3aL/Men, COOTBETCTBYIOLLMM
HEpPaBHOMEPHOMY U HEOJHOPOAHOMY KOHTPACTHOMYYCUIIEHMIO. AKCHanbHble MP-1306paseHus ronosHoro Moara ([). [18F]-d3T-M3T/KT-ckaHupoBaHue:
MN3T/KT-n306parkeHne ronoBHOro mMosra, akcuanbHbii cped (E). HakonneHnve pagvodapmaueBTMHECKOro npenaparta B AMHaMUKE BO BCEX Tpex
obnactax onyxonu (XK). CoBMelleHHble akcuanbHble n3o6parerus (M3T/KT u MPT) ronoBHoro modra (3). 1 — 1-i y4acTOK Onyxonu;
2 — 2- y4aCcToK onyxonu; 3 — ocTasbHas YacTb COMMAHOIO KOMMOHEHTA OMyXO/H.

Note. Gadolinium-enhanced MRI of the brain (axial sections): the tumor is hypointense on T2-weighted images (A), isointense on FLAIR images
(B), and hyperintense on T1-weighted images (B). CBV (cerebral blood volume) map images (I'): a thickened rim with increased vascularity is
revealed, corresponding to uneven and heterogeneous contrast enhancement. Axial MR images of the brain ([). [18F]-FET-PET/CT scan:
PET/CT image of the brain, axial section (E). Dynamic uptake of the radiopharmaceutical in all three areas of the tumor (3K). Combined axial
images (PET/CT and MRI) of the brain (3). 1 — first tumor site; 2 — second tumor site; 3 — remaining solid tumor component.

[18F]-PIAT-NAT/KT 1 MPT, npenblaywmx BU3yann3aLMoHHbIX
ncenenoBaHmi M KIIMHUYECKOro aHaMHesa.

CHayvana 6bl/1 BbINO/HEH BM3YalibHblH OCMOTP CKaHOB Ha
npeamMeT nornoweHns onyxonbto PPM. 3atem Ha akcuanb-
HOM cpese, NpeacTaBAoWeM MaKCUManbHoe norolweH1e
onyxosiblo, 6blM BblGpaHbl 06/1acT MHTepeca. boinn nony-
YeHbl CTaHLapTU3UPOBAHHbIE 3HAYEHUs MOTOoWeEHUA A4S

MaKcumasnbHoro (SUV,,,,) ¥ cpeaHero norioLeHus onyxosbio
(SUV,1ean) MyTEM MOMeLleHns 10-MUNIMMETPOBON OKPYrIIon
obnacTtn nHTepeca Haf 061acTbio C MMKOBOW aKTUBHOCTbIO.
Ons oueHKn GOHOBOW aKTMBHOCTM Obl1 BblGpaH BU3yalsib-
HO HOpMasibHbIM MO3I Ha KOHTpanatepasjbHOM Monywapuu
(SUVgyg), BbIMONHEHa OLEHKa [AaHHbIX, BKO4as pacyeT
COOTHOWeEHUSA onyxonb/doH (TBR). 3atemM 6binn paccyu-
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

TaHbl cpeAgHee M MaKCMManbHOe COOTHOLIEHWE OMnyxonb/
®0H (TBReans TBRyaw)- 4019 AanddepeHumaL i B1UTanbHON
0onyxonu OT HecneundUYeCKMX UBMEHEHUI MCNONb30BaIUCh
CcTaHfapTHble noporoBble 3HavyeHus TBR. KonuvectBeHHas
oueHKa SUV,,,,, NpoBesieHa odnaiH nyteM CoBMELLEHUS iaH-
HbIX, MoAy4eHHbIX npu [18F]-dIT-NIT/KT, a TakKe AaHHbIX
MPT ¢ ucnonb3oBaHnem npotokona Oncology.

Mo gaHHbIM [18F]-dI3T-NI3T/KT-ckaHupoBaHus TIg (total
inflammatory glycolysis, KonuMyecTBeHHas oOLeHKa obbema
MeTaboMYEeCKN aKTUBHOW apTepuanbHOM TKaHW) CONUA-
HOW YacTu onyxonu coctasnsana 0,7 r/mn X cm3, Av (active
volume, MeTaboMYeCKM aKTUBHbIN 06beM TKaHun) — 1,03,
ROI (Region of Interest, nHaekc Hakonnexwna POM) — 1,11.
Ho cTpyKTypa onyxonu BKAO4ana M [Ba yd4acTka c 6onee
BbICOKMM YpOBHeEM HaKonnexwusa POl (puc. 1E, XK, 3). Xapak-
TepUCTUKM 1-ro yqactka onyxonu: Tlg — 1,0 r/mn X cm3,
Av — 3,10, ROl — 3,28. XapaKTepUCTUKK 2-ro y4acTKa ony-
xonu: Tlg — 0,5 r/mn X cm3, Av — 2,96, ROl — 3,16. Takum
06pa3oM OblIM YyCTaHOBMIEHbl HEOAHOPOAHOCTb MeTabonu-
YECKOW aKTUBHOCTM OMYXOJ1, a TaKXKe BeposATHbIE 3/10Kave-
CTBEHHbIE YHACTKM OMyX0/W, YTO BaXKHO MpW ONpeaeneHuu
[anbHEWLWEeN TaKTUKKU XMPYPIrMYECKOro JIeYEeHUs U yCTaHOB-
JIEHWNS TUCTOIOMMYECKOr0o AMarHosa.

B Bospacte 10 mec pebeHKky B HMULL AFOU nim. Omutpusa
PorayeBa BblINOMHEHA KOCTHO-MAACTMYECKaa TpenaHauus
yepena cneBa C MUKPOXMPYPrMYECKUM yAaneHWeM Onyxo-
M NOA4 YNbTPa3BYKOBbIM U GyOPECLEHTHBIM KOHTPONEM.
C uenblo MHTpaonepaLmoHHOro $GayopecLLEHTHOrO KOHTPO-
N9 nepesj onepauver 3a 4 4 OO0 OCHOBHOro 3Ttana yaa-
NIeHUs naLuMeHT Noay4un nepopanbHo npenapaT AnaceHc

(5-AJ1A — 5-amunHoneBynuHoBas kucnota; HUOMUK, Poccus)
B Ao3upoBKe 20 Mr/Kr maccol Tena, passeieHHbin B 10 mn
CTEPWIBHON BOAbI.

Bo Bpems onepauun NPOBOAMNM aHanu3 WHTpaone-
PaLMOHHBIX YNbTPaA3BYKOBbLIX M306paxeHUn 060uX yyacT-
KOB OMyX0O/M, BbISBAEHHbIX MO AaHHbIM [18F]-d3T-MIT/
KT-ckaHupoBaHus. 1-W y4yacToK onyxonu umen 6onee
FMNO3XOreHHbIN YNBTPa3BYKOBOW CUTHaN B CPaBHEHWUU CO
2-M y4acTKOM onyxonu (puc. 2A, b) 1 0OTHOCUTENbHO OCTasb-
HOro CONMMAHOro GparMeHTa onyxosu.

BbinofiHEHHaA WHTpaonepauuoHHas dayopecLeHTHas
OnarHoCcTMKa ¢ MHAyKTopoMm dnyopecueHummn 5-AJ1A B o6omx
y4acTKax onyxosiu, BbIIBNEHHbIX MO AaHHbIM [18F]-d3T-N3T/
KT-cKaHMpoBaHuKs, NoKazana oTpuuaTenbHbll pe3ynbrart.
CBeyeHne onyxoneBon TKaHu B pexxmume GnyopecLeHLmn He
Habnoganu Bo BpeMs BCEro onepaTMBHOro BMeLLaTebeTBa,
BO BCEX yyaCTKax OMyXxonu, Ha pasHbiXx 3dTanax yaaneHus
(puc. 2B, ). Onyxonb 6bina yganeHa cy6toTtanbHO BBUAY ee
pacnpocTpaHeHus B GYHKLMOHaNbHO 3HayuMMble 0651acTu
roJIOBHOIO MO3ra.

Mpyv naToMopdONOrMH4ECKOM WCCAEAO0BAHUM OMNyXOnu
0oGHapyXeHbl TUCTONIOrMYecKas KapTuHa M MMMYHOGDEHO-
TMN OTrPaHWYEHHOW [NMOMbI HM3KOro MoTeHuMana 3no-
KayecTBeHHOCTU. C y4yeTOoM BoO3pacTa MNauMeHTa, AaHHbIX
MHCTPYMEHTANbHON HEeMWpoBM3yanusauum Wu pesynbraToB
LMTOreHETUYECKOr0 UCCNeAoBaHna BbliBieHHble MOpdO-
NOrMYEeCKMe MNPU3HAKKW COOTBETCTBYIOT WHGOAHTUILHOWM
nonywapHon rnmome, ICD O-code 9385/3 (cTeneHb 310-
KayecTBeHHOCTM no Grade) dopmanbHO He onpeaeneHb
(puc. 3A-T).

Puc. 2. MNaumeHT K., Manbyink 9 mec, ¢ MHOAHTUNbHOM NONyLLIAPHOW FMMOMOK eBOM remucdepbl rOIOBHOr0 MO3ra: KapTuHa

MHTpaonepaLmMoHHON HaBUrauum

Fig. 2. Patient K., 9-month-old boy, with infantile hemispheric glioma of the left hemisphere: intraoperative navigation image

lMpumeyvaHue. WHTpaonepaLMOHHOE YNbTpa3BYKOBOE M306paKeHWe B B-peume y4yacTKOB MOMyLIAPHOW [MMOMbI, BbIIBAEHHbLIX MO AaHHbIM
[18F]-dAT-MAT/KT-cKaHnpoBaHus: A — 1-i y4acToK, b — 2-i1 y4acToK. UHTpaonepaLmoHHas GbryopecLeHTHas KapTuHa ¢ MHAYKTOPOM hyopecLieHLImMm
5-AJ1A: B — 1-# y4acTok, [ — 2-1 yqacToK. }enTbiM Kpyrom oTMeYeHa 30Ha onyXonu, GiayopecLeHLms OTCYTCTBYET KaK B 1-M, TaK M BO 2-M y4acTKax Omnyxosnu.

Note. Intraoperative B-mode ultrasound images of the hemispheric glioma regions identified using [18F]-FET-PET/CT scanning: A — region 1,
b — region 2. Intraoperative fluorescence imaging with the fluorescence inducer 5-ALA: B — region 1, I — region 2. The tumor area is marked

with a yellow circle; fluorescence is absent in both regions 1 and 2.



Puc. 3. MNauueHT K., Manbink 9 mec, ¢ nHGaHTUILHON NOoNyLWapHOW rMoMo NeBoi remucdepbl Mo3ra: naToMopdonornieckoe nceneaoBaHue
TKaHW onyxonu
Fig. 3. Patient K., 9-month-old boy, with infantile hemispheric glioma of the left hemisphere: pathological examination of the tumor tissue

MpumeyaHme. TKaHb OMyXONn YMEPEHHON KNETOYHOCTU C MHOXKECTBEHHBLIMU 303UHODUIBbHBIMU FPAHYNSIPHBIMK TeNbLLI@MU U BOSIOKHaMK PoseHTans
(A, B). Knetku onyxonu (1-# y4acToK) npenmyLLecTBEHHO MOHOMOP®HbI, HE6ObLWOro pa3mepa ¢ OKPYIbiIMU U OBa/lbHbIMWU HOPMOXPOMHBLIMU SiAPaMu
1 MESIKOANCNEPCHBIM XPOMATUHOM, CKYAHOM 303MHODUNBHOM LuTONNa3mMon (A), B OTAENbHbIX yHacTKax (2-1 y4acToK) oTMeyvasncs 60/1ee BblparKeHHbIN
A4epHbIR NOIMMOPGU3M, BCTPEYASIMCb HEMHOMOYUCIEHHbIE KIETKU C 0BUNBHOM LIMTOMIa3MON, BHYTpUSAEepHbIMU BKtoYeHuaAMHU (B). MuToThyecKkas
1 nponudepaTMBHas aKTMBHOCTb MO UHAEKCY Ki 67 KpaliHe HU3Kas KaK B 30Hax C MOHOMOP®HbLIMU KIETOYHbIMU 3nieMeHTamu (1-# yqacToK) (B), Tak
1 B 30Hax ¢ 60/1ee BblparKeHHbIM NOAMMOPGU3MOM KNETOK (2-1 y4acToK) (), HeKpo3bl 0TCyTCTBOBaNN. OGHapPYyMeHbl 30HbI C NIOTHOM COCYANUCTOM CETbIO
N BbIPaXXEHHbIM PETUKYIMHOBbLIM KapKacom 6e3 [ocToBepHOM nponudepaumn aHgotenus (1-M y4acTok), oTMedeHbl cTtpenkamu (A). TMpu
LIMTOreHeTM4eCcKoM 1UccnesoBaHn MetToaom GyopecLLeHTHON rnbpuansaLmniu in situ 6bina o6HapyeHa amnandukaumua reHa MET (yBenvyeHus yucna
KpacHbIX CUTHaN0B OTHOCUTENIbHO 3€/1EHbIX CUTHAMIOB KOHTPOJIbHOrO reHa) ().

Note. The tumor tissue is moderately cellular with multiple eosinophilic granular bodies and Rosenthal fibers (A, B). The tumor cells (area 1)
are predominantly monomorphic, small, with round and oval normochromic nuclei and finely dispersed chromatin, with sparse eosinophilic
cytoplasm (A). In some areas (area 2), more pronounced nuclear polymorphism was noted, with a few cells with abundant cytoplasm and
intranuclear inclusions (B). Mitotic and proliferative activity, as measured by the Ki 67 index, were extremely low both in areas with
monomorphic cellular elements (area 1) (B) and in areas with more pronounced cell polymorphism (area 2) (I'); necrosis was absent. Areas
with a dense vascular network and a pronounced reticulin framework without significant endothelial proliferation were detected (area 1),
marked with black arrows (A). Cytogenetic analysis using fluorescence in situ hybridization revealed amplification of the MET gene (an increase

in the number of red signals relative to the green signals of the control gene) (4).

Mpn UMTOreHeTM4YecKoM wuccnenoBaHmMmM MetoaoMm FISH
nepectporkn reHoB NTRK1, NTRK2, NTRK3, ALK n RET He
o6HapyeHbl. B 83% o6HapyxeHa BbICOKOKOMMWUHAS amniu-
duraumnsa reHa MET (puc. 3[). Mpn MONEKYNSPHO-TEHETU-
YeCKOM uccnefoBaHuu Ha nnatdopme ldylla naToreHHbIn
BapuaHT B 600-m KogoHe reHa BRAF He 06Hapy»KeH.

KnuHuyeckum gnarHos

NHdaHTMNbHaa nonywapHas rnMoma neBon remucde-
pbl 60/bLIOrO MO3ra C BbICOKOKOMUWHON amnanduKaumnen
B reHe MET. [JBYyCTOPOHHME FUrPOMbl B NOOHbLIX U TEMEH-
HbIX o6nacTax. 3ageprKa NCUXOMOTOPHOro pasBuTus. Mpa-
BOCTOPOHHWI remunapes.

Onepaunu: 1) BEHTPUKyNONepUTOHeanbHoe WyHTUPOBa-
HMEe cnpaBa; 2) KOCTHO-NJacTUYeckas TpenaHauus yepena
cneBa, MUKPOXMPYpPruveckoe yaaneHme onyxonun nog ynbrpa-
3BYKOBbIM ¥ plyOPECLIEHTHBIM KOHTPOJIEM.

BpemeHHas wKana
XpoHonorunsa passuTust 6one3Hun naumeHta K., ee Kitove-
Bble COObITUS M NPOrHO3 NpeAcTaBieHbl Ha puc. 4.

OBCYXAEHUE

Manudectaumsa UMI B 60nbluMHCTBE clly4aeB (OKOIO
70%) npoucxoauT Ha MNepBOM rofy »usuu [5, 12, 13].
Y vactn naumeHToB (oKono 30%) KIMHMYECKas KapTuHa
3a60/1eBaHUs XapaKTepu3yeTcs YBEIMYEHUEM OKPYHKHO-
CTW rOM0Bbl, OAHAKO B GONbLIMHCTBE Cly4YaeB, Aaxke npu
3Ha4YuTENbHOM O6beME OMyXONu W MOpaxKeHWW BellecTBa
rO/0BHOI0 MO3ra, 3aboneBaHne npotekaet 6eCCUMMNTOMHO
[1, B]. O4eHb peaKo (y 3—5% naumeHTOB) ONyXo/ib MOXET
NPOABAATLCA 3aAEPKKON NMCUXOMOTOPHOrO Pas3BUTUA UK
HeBponornyecknm gedpuuntom [1, 5, 8]. Kak cneacrteue,
y 60/1blIOro Konnyectaa naymeHToB (4o 70% cnyy4aeB) ony-
XO0/lb 0GHaPYKMBAIOT Cly4anHO NPU NPOBELEHUM NIAHOBOM
CKPUHWHIOBOW HenpocoHorpadum [1, 14, 15]. B HEKOTOpPbIX
cny4Yasix onyxofb BbISABASIOT Y BHYTPUYTPOBGHOro pebeHKa
B NpeHaTanbHoMm nepuoge Bo Il unu lll TpumecTpe 6epemeH-
HocTu [1, 4]. Kak npaBuno, B npeHataibHOM nepuoge no
JaHHbIM HenpocoHorpadun onyxonb MMeET OAHOPOAHYIO
CONMMAHYo CTPyKTypy [16]. OueHKa pe3ynbTtaTtoB HEMPOCO-
Horpadmun npu UNMT 3a4actylo 3aTpyaHeHa M3-3a KPYMHbIX
pa3MepoB OMyxosu, MONYLAPHOrO PACMONOXKEHUA U OKPYT-
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 4. NaumneHT K. ¢ MHOaHTUIbHOM NONYLIAPHOM FMMOMOK NeBoi remucdepbl MO3ra: XPOHONOMMsA Pas3BUTUSA 60NE3HU, KItOYEBbLIE COOLITUS

M NPOrHo3

Fig. 4. Patient K. with infantile hemispheric glioma of the left hemisphere: disease chronology, key events, and prognosis

3agepxKa
BHYTPUYTPOGHOI0 pa3BmUTHSA
no rmnoTpopuryecKomy
TMny 1-i cTenexu,
uepebpanbHasa uwemus
Il cTeneHun, cuHapom

[ABUraTeibHblX HapyLleHUH

PocT OKpy*HOCTK ronoBbl Ha 7 cMm. HCT:
3HayuTENbHOE CMELLEHWUE CPEAMHHbIX CTPYKTYP
3a CYeT 3HaYUTENbHON KMCTO3HOM MOOCTH,
KOTOpas 3aHMMaeT NpPaKTUYECKU BCIO
napeHxMMy mMo3ra J1eBoro nosylwapus.
CpaBneHve MO3e4yKa 1 340pOBOM YacTh Mo3ra.
OnepaTMBHOE BMeLIATENbCTBO: BEHTPUKYO-
nepuToHeasNbHoe LWyHTUpOBaHWe crnpasa

OnepaTuBHOE
BMeLlaTeNbCTBO:
KOCTHO-NNacTu4ecKas
TpenaHauus Yyepena cneea,

MUKPOXMPYpPruyeckoe MporHos
yfianeHue onyxonu 1eBou COMHUTENbHBbI,

reMucohepbl NoA ynsTPasByKOBbLIM HavaTta
1 GNYOPECLEHTHBIM KOHTPOMEM XumuoTepanus

HU3HU HU3HU

HCT: oTmeyaeTcs He3HayuTenbHoe
CMeLLEeHWEe CPeaNHHbIX CTPYKTYP
3a cyeT 06bEMHOIro 06pa3oBaHms,
BO3MOXHO, BCNeACTBUE
NIEBOCTOPOHHEr0 Cy63neHaMManbHOro
KPOBOU3NUSAHUS, C MPUCOEANHEHNEM
BTOPUYHON MHEKLMUM

¢ GOPMMPOBAHMEM KUCTO3HbIX MONOCTEM Kocornasue

3apepkKa Guanyeckoro
pa3BUTUS; 3aLlePKKa
NCUXOMOTOPHOIO Pa3BUTHUS;
HEBPONOrMYECKUI AedULIUT:
NPaBOCTOPOHHUI remunapes
o 3 6annos, CUMNTOM
[pede, nerkoe pacxogsieecs

MPT ronoBHOro Mo3ra: NHdaHTUNbHas
KWUCTO3HO-CONUAHOE nonyliapHas
o6paszoBaHue Nesoi remmcdepsl ravoma
pasmepamun 77 X 71 X 68 MM, C BbICOKOKOMMWIMHOM
¢ Macc-apdeKTom amninduKaumen
1 CMELLEHNEM CPESUHHDBIX reHa MET
CTPYKTYp. [JBYCTOPOHHWE TMIPOMBI
B NIOGHbIX M TEMEHHbIX 061aCTAX

lMpumeyanne. HCIT — HewpocoHorpadus; Y3 — ynbtpasdByK; MPT — MarHuTHO-pe3oHaHcHas Tomorpadus; reH MET — reH peuentopa TMPO3WH-

NPOTEMHKMHa3bI c-Met.

Note. NSG (HCI') — neurosonography; US (¥3) — ultrasound; MRI (MPT) — magnetic resonance imaging; MET gene — the gene encoding

the tyrosine-protein kinase receptor c-Met.

non GopMbl, YTO MOXET OblTb WMHTEPNPETUPOBAHO KaK
remopparm4eckmm KOMMOHEHT WAM TPOMOO3 BEHO3HOIO
CcuHyca [16, 17].

Y Hallero nauueHTa onyxofb 6blla AWarHOCTMpOBaHa
B BO3pacTe [0 roga, umena 6Gonblive pasmepbl ¢ npe-
o6nagaHWeM KMUCTO3HOIO KOMMOHEHTa, COMpPOBOXAanach
yBEMYEHUEM OKPYKHOCTM FONOBbI U HaNU4YMEM HEBPOSIO-
rMYECKOM CUMMNTOMATUKM U Ha HavyanbHOM 3Tane npoTeKana
6eCCUMMTOMHO.

Y 45-53% nauneHToB No AaHHbIM MPT onyxonb onpefne-
NIAIETCA KaK KpyrnHoe (cpeaHnin o6bem okosno 100-130 cm3d),
4YeTKO OTrpaHMyeHHoe obpal3oBaHWe, OxBaTblBalollee, Kak
npaBuio, 0AHO Noayllapue ronoBHoro mosra [1, 5]. B cTpyk-
Type Onyxonu oyeHb 4acto (y 60%) onpeaensiorcs MHOXe-
CTBEHHblE reMopparMyecKkme o4arm u KMCTo3Hasa TpaHcdop-
MaLMs C BO3MOXHbIMW MENKUMU BKIIOYEHUAMU HEKPO30B
N KpoBousnuaHun [4, 5]. Mpu 3TOM o4var KPOBOU3IUAHUSA
MOET OblTb OGHapyXeH y 6onee YeM MOJIOBUHbI NMaLUEeH-
TOB U 3aHUMMaTb B CTPYKType OMyXonu 6OMblUyl YacTb ee
ob6bema [1, 5]. ConmaHas 4acTb OMNyxonu, No gaHHbiM MPT,
KaK npaBwuio, akTMBHO HaKaniMBaeT KOHTPACT, Y4TO NposiB-
NAETCH TMNEPUHTEHCUBHBLIM CUTHANOM Ha T1-B3BELEHHbIX
n3obparkeHusx [5, 15, 17]. TakKe onyxosb xapaKTepuayeTcs
FMMNOUHTEHCUBHbLIM CUrHaNOM Ha T2-B3BeLIEeHHbIX M306pa-
weHusax, EPI, ADC-kapTe (Npu3Hak orpaHudyeHus anddysum)
N MMeeT 3aMeTHoe orpaHuvyeHne andodysumn B pexxume DWI
[5, 15]. Mpwn aToMm, No AgaHHbIM MPT, Ana onyxonun HexapakTe-
peH nepudOoKanbHbI OTEK MO3rOBOro BELLECTBa, HECMOTPS
Ha JOCTaTO4HO 60MblUME pa3Mepbl. ITM 0COOEHHOCTM XapakK-
TEPUCTUK OMyXOSIM COXPaHAOTCH B OGONbLIMHCTBE Cly4yaeB
M B NOCTHaTalbHOM Nepuoae, HECMOTPS Ha 60/bLLOW pasmMep

camMoMr OMnyxosn, BblPaXEHHOCTb Macc-apdeKTa U MHTEH-
CUBHbIV XapaKTep HaKOMNeHUs KOHTPaCTHOro BELLECTBa NO
AaHHbiM MPT [15, 17, 18].

B HaweM KNnHWYecKoM HabnogeHn onyxonb (MO AaH-
HbiIM MPT) xapaKTtepu3oBanacb O60/blIMMU pa3Mepamu,
OT/I0OXKEHMEM remocuaepuHa no nepudepun ¢ AMdPy3Hbim
HaKOMJEeHMEM KOHTPaACTHOro npenaparta, B KWUCTO3HOM
KOMMOHEHTEe Mmena neperopofku. NepundokanbHbin OTEK
BOKPYr OMyXONM OTCYTCTBOBas. TaKKe onyxofib NposiBns-
nacb FMNEPUHTEHCUBHBIM CUTHaNOM Ha T1-B3BELIEHHbIX
M306parKeHUSaX U TMNOUHTEHCUBHBIM CUTHANOM Ha T2-B3Be-
LUEHHbIX U3006PaXKeHUAX U UMena orpaHnyeHne andoysnm
B pexunme DWI.

Kak W3BECTHO, MWOMbI OTAMYAlOTCA reTeporeHHon
CTPYKTYPOM, M pas/iMyHble y4aCTKM OMyxOau MOTyT UMETb
cneundmnyecknin MopdoorMyecKknn 1 MOoSIEKYNAPHO-reHe-
Tnyeckmn npooduns [1, 4, 5]. C aTMM cBSA3aHbl CNOXKHOCTH
Mopdosorniyeckon guarHoctukm UMM, KoTopblie ycuaneatoT
peaKocTb NaTofioruMu, M HU3Kas cneumduyHOCTb TUCTO-
NIOTMYECKMUX XapaKTepuUCTUK 3Tton onyxonu [4, 5, 7]. Ho
MMEHHO OT 3TUX XapaKTEpPUCTUK 3aBUCUT AanbHewnwas
TaKTUKa NevyeHusa aTux nauuneHToB. TaK, no gaHHoim MPT
C KOHTPAcCTHbIM YyCU/JeHMeM TpyaHO onpegenutb 6Gonee
MOP®dOSIOrMYeckn 3HauYnMble (6onee aTtUnuUyHbIE) y4acTKu
onyxonu [13, 15, 17].

M3T ¢ ucnonb3osaHvem [18F]-dIAT B KayecTBe Map-
Kepa TpaHcnopTa aMWHOKMCIIOT MOXeT npeaocTaBuTb
[OMONHUTENBbHYIO MHbOPMaUMIo 0 GUONOTMKU ONyXonu. ITO
NPW3HaHHbIK METOA BM3yanu3auuu Onyxosew y B3pOCibiX,
Yy KOTOPbIX €ro LLeHHOCTb NOATBEPKAEHA 415 NMPOrHO3MPOBa-
HuA [11, 14], MoHuTOpUHra nedverns [13] n anddepeHuma-



UMK HecneunudUYecKnx nocTrepaneBTUYECKUX M3MEHEHUN
(nceBponporpeccun) oT peunansa onyxonu [14], a TakxKe
KOCBEHHOM OLIEHKM CTEMNeHW 3/10Ka4eCTBEHHOCTU pasniuny-
HbIX Y4aCTKOB OMyXo/in B 3aBUCMMOCTM OT MmeTabonu4e-
CKOWM aKTMBHOCTU onyxoneBown TKaHu [11, 13]. Pesynsrathl
npuMeHenus [18F]-dI3T-NMIT/KT npu onyxonsx roaoBHOMO
MO3ra y [leTei npoaHann3nMpoBaHbl B HECKObKUX paboTax
[11, 13, 14]. B ogHOM MccnenoBaHWM MOKa3aHo, YTO B peasb-
HOM KJMHUYECKON npaKTuke [18F]-d3T-NIAT/KT asnsercs
None3HbIM AOMOSTHEHWEM B CIOMXHbIX MNeANaTPUYECKNUX CUTYa-
umnsx. B yactHocTH, OTMEYeHO, 4YTO BKItoYeHue M3T B gnarHo-
CTUYECKUIM anropuT™ NoBuano Ha BegeHne 60% nauneHTos
(OTKa3 OT XMPYPrM4yecKoro BmellaTenbcTtBa WMAM GUMOMNCUM,
HanpaB/ieHne Ha NPULENbHYI0 BUOMCHUIO UK XUPYPrUYecKoe
BMeLaTeNbCTBO), U3MEHUB AallbHENLIYID TaKTUKY ne4vyeHus
6o nobyanB K anbTEPHATUBHOMY XUPYPrMyecKomy BMe-
wartenbcTBy [11]. B apyrux uccnefoBaHusAx coobulaeTcs,
4yTo npumeHeHue MN3T B neaMaTtpuyecKon MpakTMKke Nno3Bo-
NAN0 HAAEXKHO OTNIMYUTb HU3KO3/TOKAYECTBEHHYIO [MTMOMY OT
BbICOKO3/I0KAY€CTBEHHOM, a TaKKe BbIIBUTb Hecneundunye-
CKME W3MEHEeHWs (Hanpumep MNCeBAOMPOrpeccus, ny4esomn
HEKpPOo3) N andpdepeHUnpoBaTb MX OT UCTUHHOIO peunanBa
onyxonu [13, 14].

B HaweMm cny4ae ucrnosnb3oBaHue [18F]-PIAT-MIT/KT
NO3BOJIUNO BbIIBUTb [ETEPOreHHOCTb MeTabonYEeCKOM
aKTUBHOCTU B OMYXO/N, @ TaKkKe 06HapyuTb Hanbonee 3n0-
KayeCTBEHHbIE y4acTKM OMNyxonu, AaibHENWnin mopdonoru-
YECKMI aHann3 KOTOPbIX MOBAMAN Ha NMOCTAHOBKY AMarHo3a
W DanbHEWLWYO TaKTUKY IeYEHNUS Y NaLMeHTa.

JleyeHue

Xvpypruyeckoe neyeHne aeTen ¢ rnuanbHbIMU OnyXonsi-
MW HaLeNeHoO Ha AOCTMXKEeHWEe MaKCUManbHO 6e30MmacHoMn
pe3eKLMM OMyXOSIM C COXPaHEHWEM MW BOCCTAaHOBIEHWEM
HEBPONIOrMYECKOro cratyca nauueHTa. Ho m3-3a 0cobeH-
HOCTEN aHaTOMMYECKOro pPacnoioXKEeHUs ONyxonu, 3a4acTyio
ee 60/blUMX pa3mMepoB U 0BMNBHOrO KPOBOCHAGXKEHUS BO
Bpems onepauuu TPyAHO JOOUTLCA MOSHOMO yaaneHus ony-
XON1 U3-3a BbICOKOIO PUCKa NocfieonepaLMoHHbIX OCOXHe-
HWIW, B YaCTHOCTM HapacTaHus rpyboro HEBPOSIOrMYECKOro
feduumnta [19-21]. B Hawem cnyqae onyxosnb Gblna yaaneHa
cy6TOTanbHO BBUAY ee pacnpocTpaHeHUs B GYHKLMOHANbLHO
3Ha4YMMble 30Hbl MO3ra, 06MIbHOr0 KPOBOCHAGKEHUS U pac-
NOJSIOXEHUS B JIEBOM MOJYLIAPUN MO3ra, a TaKKe OTCYTCTBUS
B HEKOTOPbIX Y4acCTKax YETKOW rpaHuLbl MeXAy Omnyxosblo
M OKpYKatouwmMm Mo3rom. YaaneHue 6onbliero o6bema 6bi10
ypeBaTo HapacTaHWeM HeobpaTUMOro rpyboro HeBpOOru-
yeckoro geduumnta. MHTEpeC K MHTpaonepaLmMoHHOW BU3ya-
IM3aunn B HEMPOOHKONOMMYECKOM NpaKTnKe Henpoxupypra
o6ycnoBneH Heo6XO0AMMOCTbIO OPUEHTUPOBaAHUSA B aHaTto-
MO-TONorpaduyecKoM PacrnonoXeHUU OMNyxonun, OCOBEHHO
nocsfie BCKPbLITUA U OMOPOXHEHUSA KUCTO3HOrO KOMMOHEHTa,
Korja U3MEeHSAETCS NPOCTPAHCTBEHHOE MOJSIOXEHUE OMyXO0/n
BHYTPM 4epena OTHOCUTENIbHO APYrux CTPYyKTyp [16-18].
AHaTOMMYeECKYI0 U DYHKLMOHaNbHYIO nHGOopMaLuuio o6 ony-
X0 B PEXMME peasnibHOro BPEMEHW XMPYpPry npenocTas-
NA0T WMHTpPaonepauuoHHble ynbTpa3ByKOBas HaBurauus
1 GnyopecLeHTHas AMarHoCTMKa. YNbTpa3ByKOBOM KOHTPO/b
Heo6xoauMM Ansl BU3yanu3aunn U ONUCaHUs aHaTOMUYECKMX
CTPYKTYp [16, 17], Toraa Kak dnyopecueHTHas AnarHocTuKa
No3BOJNIET BU3yaM3npoBaTb 60/iee MeTabo/IMYECKU aKTUB-
Hble y4acTKku onyxonu [20, 21]. TaK, SpKOCTb MHTEPECYIOLLEN
CTPYKTYpbl (Hanpumep, OnyxosfiM) OLEeHUBAETCH MO CpaBHe-

HWIO C OKpyXKalowen 340pOBOM TKaHbl, B CBSA3M C 4Yem
LueneBas CTPYKTypa MOXeET ObiTb OnpefeneHa Kak runep-
9XOreHHasi, TMNO3XoreHHas WA U303XOreHHas Mo AaHHbIM
YNbTPa3BYKOBOro uccrnegoBaHus [16, 18], a Takke MMeTb
pa3Hyto MHTEHCMBHOCTb CBEYEHUS MO AaHHbIM GYOPECLIEHT-
HOW AnarHOCTUKKM [19-21].

B HalleM K/IMHUMYECKOM CnyYae MCMofib30BaHWE UHTPa-
OonepaLmnoHHON YyNbTPa3BYKOBOW HaBUrauuuM MO3BOMM-
N0 onpefgenuTtb Tonorpaduyeckoe MoSOXEHUE CONMAHOIO
KOMMOHEHTa OnyxoiM — OCOBGEHHO Moc/ie TOro Kak Obin
OMOPOXHEH NpPeBaNUPYOLWNK B 06beME KUCTO3HbIM KOM-
MOHEHT OMyXO/K, MOocAe Yero Npou3oLWen CABWUI OCTalbHbIX
OKPYXaloWmX TKaHen, BKIOYAA COMMAHBIA KOMMOHEHT ony-
X0NW, OTHOCUTENIbHO WX NEepBOHaYasbHOrO PacnoNiOXeHUs.
Ncrnonb3oBaHue ¢nyopecLeHTHON HaBurauuMu Mokasano
OTCYTCTBME CBEYEHMSI BCEX YHACTKOB OMyXONEBOW TKaAHW BO
GNyopecLEeHTHOM peXnmMe Ha NPOTAXKEHUM BCEW onepaumu,
4YTO MOXET CBWAETENbCTBOBATbL B AAHHOM cfyyae o Ao6po-
Ka4yeCTBEHHOM XapaKTepe OnyXo/iu.

XumnoTtepaneBTU4ecKoe neveHme nauneHtos ¢ UMM, Kak
npaBuno, 3aBUCUT OT MOJIEKYNSPHO-TEHETUYECKON XapaK-
TEPUCTUKM OMNyxonu. TaK, NPOTMBOOMYXOJEBbLIE MpenapaTbl
ABNAOTCA OAHWMM M3 OCHOBHbIX METOAOB aAblOBAHTHOIO
Nle4eHuns, KoTopoe 60/bWKNHCTBY NaLMEHTOB NPOBOAMUTCS MO
npotokony BabyPOG u HIT SKK [1, 5, 10]. MNpu atom addeK-
TUBHOCTb XMMMWOTEPanuU y Takux MauueHTOB, MO AaHHbIM
nuTepatypsbl, coctaBnsieT ot 30 go 66% [1, 10, 22]. B HacTo-
flllee BpeMs OTCYTCTBYIOT UCC/IeA0BaHUS, B KOTOPbIX CPaBHMU-
BaeTcs 9PGbEKTUBHOCTb Pa3/IMYHbIX KOMOGUHALIMIA NPOTUBO-
OMyXxo0/IeBOro MnocfieonepaumoHHOro ieyeHus, B TOM 4ucne
Wy AeTen NepBoro roga XusHu.

B Halwem cnyyae 6narogaps yaaneHuio U aHaansdy mop-
$onormyeckn 3Ha4YMMbIX yHacTKOB OMyX0/IeBOM TKaHM, KOTO-
pble 6binn BbigBAeHbl Ha MN3T/KT, 6bina AMarHoCTMpoBaHa
UMl neBon remucdepbl 601bLIOT0 MO3ra C BbICOKOKONMUMHON
amnnmdukaumnen B reHe MET. NoaToMy OAHUM U3 BapMaHTOB
JanbHeNLWero nevyeHns MOXeT 6biTb PacCMOTPeH npenapar
Kab03aHTUHMO, KOTOPbLIN ABASETCH MYNbTUKUHA3HBIM WMHIMM-
OMTOPOM W MPOSBASET aKTUBHOCTb B OTHOLIEHWM OMyxose-
BbIX MWabHbIX KNETOK C FEHETUYECKUMU MEPEeCcTPonKamu,
onucaHHbIx npu UMT, BO3HUKaAOLWMX B TOM YUCE C yHacTUEM
reHa MET [1, 10].

MporHos

O6waa 5-neTHAA BbhXMBaemMocTb nauneHtoB ¢ WM
coctaBnsiet 54,5%, 4to B cpegHeM Bblile, YEM Y NaLMEHTOB
c apyrmumu auddy3HbIMKU INTIMOMaMKU BbICOKOW CTEMEHU 3710-
KayeCTBEHHOCTM [eTcKoro Tuna [22-24]. BbiKMBaeMocCTb
BapbupyeT oT 33 00 67% B 3aBUCMMOCTHK OT HaNUYUA nepe-
CTPOEK B reHax peLenTopHbIX TUPO3UHKKMHA3 [1, 4, 8]. Mo
OJJHWUM [aHHbIM, MeanaHa obllen 5-neTHEN BbIXKMBAEMOCTH
y NauMeHToB C ONyXONAMU C NepecTpornKon B reHe ALK Bbille,
4YeM y MaLUMEeHTOB C OMYXONsIMK C UBMEHEHUSIMU reHa ROS1
(53,8% npoTtnB 25% coOTBETCTBEHHO) [8]. Y NnauMeHToB c ony-
XOJIAMM, TMONOXKUTENbHbIMU MO cnausHUio reHa NTRK, npor-
HO3 6bl/T MPOMEXYTOYHbIM (06Lasa 5-N1eTHAS BbIXKMBAEMOCTb
coctaBnsieT okoso 40-50%) [7], a y nauMeHToB C NepecTpon-
Ko n amnnnduKkaumen reHa MET obuian 5-neTHAS BbiXKMBae-
MOCTb cocTaBnsieT okono 50-70% [1].

3AKJ/IIOMEHME
UMM — peakaa ruvanbHas Onyxosb, pa3BuBatlowwascs
BHYTPUYTPOGHO MK B MnageHyectse. [AnarHocTuka 3abone-
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KnuHunyeckKoe Ha6noaeHue

BaHWA 3aTpyAHEHA M3-3a@ HU3KOM MHUMOEHTHOCTH, ANUTENb-
HOro 6eCCMMMNTOMHOIO TeYeHWs, HEeOAHO3HAYHOW WHTep-
npeTaumMm gaHHblX HenpocoHorpadmn n MPT, oco6eHHO Ha
paHHUX CpOKax >M3HW. B cBA3M ¢ 60AbWKMM pa3MepoM
onyxonn n ee 06UNbHbIM KPOBOCHAGXEHWEM BO Bpems
XMPYPrMyeckoro BMellaTeNbCTBa He Bceraa yaaeTcs BbiMo-
HUTb TOTaNbHOE yaaneHue. Hapsay ¢ aTMM NporHos v nocne-
onepaunoHHas TaKTUKa eYeHns y 3TUX NauneHToOB 3aBUCAT
OT MOJNIEKYNSIPHO-TEHETUYECKOrO NoATMNa onyxonu. Moatomy
B YC/IOBUSIX HEBO3MOMXHOCTW MOJIHOMO YyAANEeHUs OMyXoau
60/bLIOE 3HAYEHWE UMEET UCMOb30BaHWe NpeaonepaLmoH-
HOM HenpoBM3yanu3auumn (B HacTHocTH, [18F]-PIT-NIAT/KT)
W MHTPaonepaLnoHHOW yNbTPpa3ByKOBOW U GlyOpeCLIEHTHOM
HaBwurauuu. MocnegHaa HeobxoanMa ANs yaaneHUs Onyxonu
1 B3ATUS MeTab0/IMYECKN aKTUBHbIX €€ y4acTKOB Ans nocne-
aylowero MopdosorMyecKkoro uccnefoBaHus, pesynbraTtbl
KOTOPOro MOryT OMpeaenuTb NMPOrHO3 W TaKTUKY JNleYeHus
nauueHTa. MonekynsipHo-reHeTM4yeckne MeToibl NO3BOSIAIOT
OAHO3HA4YHO NOATBEPAWUTbL ANArHO3 U BbIIBUTb XapaKTepHbIe
TPAHCKPUNTbI CAWUSHUS, WAEHTUOUUMPYEMbIE C MOMOLLbLO
ceKkBeHupoBaHua PHK, yto gaet o6ocHOBaHWe ans Tapret-
HOM MPOTMBOOMNYXONEBON Tepanuu, KoTopas B HacTosuiee
Bpems npeactaBnasercs Hanbonee adPEKTUBHbIM METOAOM
ne4yenus nauneHtos ¢ UIMT.

WHO®OPMUPOBAHHOE COINIACUE

OT mMaTepu nauueHTa Mojsy4eHO MUCbMEHHOEe WHbOP-
MUpoBaHHOE A0OPOBOMIbHOE COrnacue Ha WMCNonb30BaHue
[aHHbIX 06CNefoBaHUA U Ne4YEHMS B HAYYHbIX LIENsX U Ny6au-
Kauuio 3TUX CBeAEHMW B Hay4YHOM KypHasne, BK/4as ero
3NEKTPOHHYIO Bepcuto (aaTta nognucanus: 17.06.2025).
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1 PoccUCKMIA HaLMOHANbHbIA UCCNEN0BaTENbCKUIA MEAULIMHCKUI YyHUBepcuTeT uM. H.W. NMuporosa
(Muporoecknn YHuBepcuTeT), MockBa, Poccuiickas ®enepauus

2 YenabuHcKasa ob6nacTHas JeTcKasa KinHudecKkas 60nbHuULa, YenabuHck, Poccuitckas deaepalms

3 BnaroTBOPUTESNbHbLIN GOH MEJUKO-COLMabHbIX TEHETUYECKMX MPOEKTOB MOMOLLM «[€HOM HU3HU»,
MockBa, Poccuiickas Pegepaums

HacneacrBeHHan eroyHasi runepreH3ud,
accoLuuMpoBaHHafa ¢c BapuaHTaMu

reHa TBX4 y peten: nepsoe B Poccuu
ofnucaHue YeTbipex KIIMHUYEeCKUX cnyvyaes

KoHTaKTHas unpopmauus:

Muknaweun4 UpuHa MuxainoBHa, KaHAMAAT MEAULMHCKUX HaYK, 3aBedytollas Hay4HbIM OTAENOM ETCKON KapAnonoruu 1 aputMonoruu, 3asesytolas
[eTCKUM KapAMONOrM4yecKUM OTAENEHUEM C AHEBHbBIM CTaLlMOHAPOM, Bpay AETCKWI Kapanonor, Bpay ynbTpa3ByKoOBOW AMarHOCTMKK POCCHIICKOro
HaLlMOHaNbHOIo UccneaoBaTeNbCKOro MeguLUMHCKOro yHuBepeuteTa um. H.M. Muporosa (MMporoBcKuit YHUBEPCHUTET)

Appec: 125412, Mocksa, yn. Tangomckas, 4. 2, Ten.: +7 (495) 483-70-92, e-mail: imiklashevich@pedklin.ru

Cratbsl noctynuna: 07.11.2025, npuHaTta K neyatu: 16.04.2026

O6ocHoBaHue. Jlero4yHas aptepuasbHas runepteH3us (JIAI) — Tsxenass MHOroaKTopHasi rnosmMreHHas rpynna Jjeroy-
HO-cepAeYHbIX 3aboseBaHuin. BeposTHow npudnHon HacneactBeHHou JIAI, ocobeHHO npu [ebioTe B AETCKOM BO3pac-
Te, SABAAOTCA BapuaHTbl reHa TBX4. B Poccum ciydamn JIAT, accolnmpoBaHHble ¢ natoreHHbiIMU BapuaHTamu reHa TBX4
(pakTop TpaHcKpunuuu T-BOX 4), paHee He onucaHbl. OnucaHue KAMHUYeCcKuX cayydaeB. B nepuog ¢ 2020 o 2025 r.
B JETCKOM Kappanosormyeckom otaeneHnn HUKW neguatpum m getckon xmpyprum mm. akag. HO.E. BenbtuueBa PHUMY
um. H.N. Muporosa (luporoBckui YHuBepcuteT) obcneqoBaHbl 66 geten ¢ aero4Hou runepteHanen (/1) HesicHou 3tno-
normn. Y 43 mMeToqom noJHOrEHOMHOIr0 CEKBEHUPOBAHMS BbISIBJEHbI NMATOr€HHbIE BapWaHTbl Fr€HOB, aCCOLMUPOBAaHHbIX
¢ passutuem JIAT, Braodas BMPR2, EIF2AK4, SOX17, SMADY, ENG, GDF2, ALK1, KCNK3, a Takxe 4 (9%) cnydas nato-
reHHbIX BapuaHToB reHa TBX4 (BapwaHTbl, NpUBOASILUNE K CABUIY PaMKW CYUTbIBAHUSI, MUCCEHC-MYTaUUsl U CTPYKTYPHbIN
BapuaHT — MuKpogeneums 17q23.1923.2). Bee ciyvan conpoBOXK[a/Mchb CTOMKON KOMOUHaLMeN Npu3HaKkoB: 1) pecnvpa-
TOPHbIE HapylIEeHWs B HEOHaTalbHOM MNepuoae ¢ AIMTEIbHON KUCI0POAHOM MNOAAEPIKKOH, B TOM Yucae ¢ GOpMUPOBaHUEM
Kucaopog03aBucMmMocTu; 2) paHHee npucoeamHeHue JiI; 3) cepaeqyHo-cocyancTble HapylueHus; 4) cKeleTHble aHOMasInu;
5) 3ajepKKa MCUXOMOTOPHOro pasBuTUS. B Tpex ciyyasix OTMEYEHO COYETaHWE MapPEeHXMMATO3HOrO MOPAXKEHUS JIErKux
n 6POHXOO06CTPYKTUBHOIO CUHAPOMaA, Y NnaymneHTa ¢ MUKpoAeneLmen — XpPoOHUYEeCKUn 6poHXMT. AnHaMmudecKoe Haboge-
HMe MoKasaso, YTO0 MMEHHO PECMMPAaTOPHbIE HapyLIEHUs U COMyTCTBYytoLWas AbiXxaTe/lbHasi HE4OCTaTOYHOCTb ONpeAessoT
TSKECTb TedeHusi 3aboneBaHus. lpucoegnHerne JII ycyrybnset KIMHUYECKYIO KapTUHY U MPOrHo3. 3¢ GeKTUBHOCTL Teparnmm
JIErOYHbIMM Ba3oamnaatatopamm rnpu rnopaxKeHnm N1erkmux orpaHndyeHHa. 3aKardeHue. [latoreHHble BapuaHTbl reHa TBX4
npUBOAAT K GOPMUPOBaHUIO GEHOTUMNA, BbIXOASALLEro 3a paMKU KITMHUYECKNX MPOSIBAEHNI U30/IMPOBAHHON HAC/1€JCTBEHHOM
JIAT. ®eHoTMN y 60JIbHBIX C NATOrEHHLIMU M3MEHEHUSIMU reHa TBX4 MOXKHO paccmMaTpuBaTh KaK CUHAPOM, MPOSIBASIOLMIACS
aHomannen pa3BUTUSI / MHTEPCTULIMAILHOIO NOPaXKEHNS TErKUX, MaHNPECTUPYIOLLMX AbiXaTeIbHbIMWU HapyLLIEHUSIMWU B HEO-
HaTaJlbHbI¥ epnoa, NopoKamu cepala, npeKanuaaspHon gopmon JIIT, CKeAeTHbIMU aHOMaIMAMMU 1 HapyLLEHUSAMN Pa3BUTUS
HEepPBHOM cucTeMbl. Takne 6OJIbHbIE HYXKAAKTCS B JIEYEHUU [PU Y4acTUm MEXANCLMNIMHAPHON KOMaHAbl crieynaanctoB
B creymnanm3npoBaHHOM MeAULMHCKOM LIEHTPpe And naumeHTos ¢ JII.

KnroyeBble cnoBa: reH TBX4, mytauus, Hac/ie[CTBeHHas Iero4Has apTepuasibHas runepTeH3uns, MHTepcTuymnaabHoe 3a60o-
JNIeBaHUE NIEMKUX, KIIMHUYECKME Cllydaun, AeTH

Ansa yntupoBaHusa: Mvknaweswny U.M., TepexoBa H.B., Cyaapesa 0.0., [posHoBa O.C., LLyayea A.P, MusepHuukui H0.J1.,
3opuHa W.E. HacnefctBeHHas nerovyHas runepTeH3us, accouuupoBaHHas C BapuaHTamu reHa TBX4 y peTeit: nep-
Boe B Poccun onucaHue 4YeTbipex KIMHWYECKUX crnyyYaeB. Bonpocbkl coBpemeHHou nepmatpumn. 2026;25(2):88-100.
doi: https://doi.org/10.15690/vsp.v25i2.3012

OBOCHOBAHME

JNleroyHast aptepuanbHas runepteHsusa (JIAI) — pegkoe
(opdaHHOE) MnonMreHHoe MHOrodaKTOpHOE JIErOYHO-CEep-
neyHoe 3aboneBaHue. [dunarHo3 JIA[ COOTBETCTBYET Kpu-
TepuaM npeKanuangpHon GopmMbl NErOYHOM TUNEPTEH3UU
(M) B oTcytcTBME 3aboneBaHUi NErkux, Tpom603M60IMHK
B cUCTEMY nero4yHon aptepun (J1IA) n apyrux peakmx 6ones-
Hen (rpynna 5) Kak BO3MOMHbIX MPUYMH MOBLIWEHUS OaB-
nenusa B J1A [1, 2]. Hannune npekanunngapHon JII y geten
onpeaensieTcs Npu Katerepusaumu cepaua Ha OCHOBaHMM

KOMOUWHaLMK Tpex MpU3HaKoB: cpeaHero fasnexHus B J1A
(cpANTA) > 20 MM pT. CT., MHAEKCA NIErOYHOr0 COCYAMCTOro
conpotuenenus (W/1CC) = 3 Ea. Byaa X M2, faBNeHus 3akiu-
HuBas J1A (A3/1A) < 15 mm pT. cT. [3]. JIAT MOXKeT BO3HUKaTb
KaK caMoCTosTeNIbHOE (M30/IMpPOBaHHOEe) 3aboneBaHne unu
ObITb aCCOLMMPOBAHHOM C APYrMMMU 3ab0seBaHUAMM, KOTO-
pble ABASIOTCA TPUITepamMK, 3anycKatoLmMMK npoLecc npo-
nMMdepaTUBHOrOo PEMOAENMPOBAHUS AUCTaNbHbIX CErMEHTOB
NEero4YHOro CocyamcToro pycna v HapyleHUs Nero4How remo-
AMHaMuKu [2]. Tlpy BbIABNEHMU Y NaLMeHTa ¢ M30/MPOBaH-



HOW npekanunnapHon JII naTtoreHHbIX reHeTUYEeCKUX BapuaH-
TOB, accounnpoBaHHbIx ¢ JIAT, U/unmn Npu HanMyYnmn y 60abHOro
ABYX M 60nee 41eHOB CEMbM C MOATBEPKAEHHBIM AUArHO30M
JIAT yctaHaBnunBaeTcs HacneactseHHaa dopma J1Al [2, 3].
MNMocne nepBbix coobueHni B 60 rr. XX B. 0 CEMEWHbIX CNy-
yasx JIAI Havancsa NOMCK reHeTMYecKoro cybcerparta Hacnea-
CTBEHHbIX popm 3aboneBaHunsa. B 2000 r. nocne Kaptupo-
BaHWsA Ha xpomocome 2q31-32, 2q33 nokyca PPH1 6bii10
[I0Ka3aHo, YTO OCHOBHOWM, HO HE €OWHCTBEHHOW MPUYUHOM
HacneacTBeHHon JIAI 9BNSOTCS reTepo3UroTHbIE NaToreH-
Hble BapuaHTbl reHa BMPR2 [4]. B HacTosiLee BpeMs cTaTu-
CTUYECKM noaTBepxaeHa cBa3b ¢ JIAI BapvaHTOB 12 reHoB
(BMPR2, ACVRL1, ATP13A3, CAV1, EIF2AK4, ENG, GDF2,
KCNK3, KDR, SMAD9, SOX17 v TBX4). Kpome TOro, HeKoTo-
pble reHbl paccMaTpMBAalOTCS KaK MOTEHLUMaNbHbIE MULLEHU
ONa fanbHEenWux uccnenoBaHum natoreHesa JIAI (ABCCS,
GGCX 1 TET2, AQP1, BMP10, FBLN2, KLF2, KLK1 v PDGFD)
[5, 6]. MoHOannenbHble NaToreHHble BapuaHTbl reHa TBX4
(dpakTop TpaHcKpunuuun T-BOX 4) aBnstotcs BTOPOKM No pac-
NPOCTPAHEHHOCTM HacneacTtBeHHon npuymnHon JIAI [7, 8.
[Jo HacTosiulero BpemMeHu B Poccum He OblIM OnucaHbl
HabntogeHNs GEHOTUMUYECKMX U TeHETUYECKMX XapaKTe-
puctuk JII, accouMMpOoBaHHbLIX C BapuaHTamu reHa TBX4.
BwmecTe ¢ Tem, B nepunog ¢ 2020 no 2025 r. B A4€TCKOM Kap-
AMONorM4yecKkoM otgeneHun HayyHo-uccnegoBaTenbCKOro
KNMHUYECKOTO WHCTUTYTa MNeauatpun M AETCKON XWUPYPruu
uM. akag. HO.E. BenbtuweBa (nanee — WHCTUTYT) 6binn
obcnenoBaHbl 66 geten ¢ JII HeACHOW 3TMONOIMMKU (MaMoNa-
Tnyeckomn). ¥ 43 mMeToaoM MOSIHOMEHOMHOro CEKBEHWMPOBA-
HUSI BblSIBNIEHbl MATOreHHble BapuaHTbl, aCCOLMUPOBAHHbIE
¢ JIAT. U3 Hux y 4 (9%) — naTtoreHHble BapunaHTbl reHa TBX4.
Hu)ke npeacTaBieHO KpaTKoe onncaHue aTux nauneHToB.

K/IMUHUYECKHUE NPUMEPBI

KnuHun4yeckuit npuvep 1

O nayuneHte

Manbymk A., Bo3pacT 5 fnieT 2 Mec, BnepBble NOCTynwn
B Kapauonoruyeckoe otaenexHme MHCTUTyTa ¢ xanobamu Ha
NOBbIWEHHYIO YTOMASEMOCTb, OAbIWKY, Kalenb, YCUInBalo-
wmecs npu GM3nM4eCcKom Harpyske.

Manb4ymMk OT nepBon 6epeMeHHOCTM MOHOXOPUanbHOM
[BOMHEWN, MONOAbIX 30POBbLIX POAMTENEN, MEPBbIX Mpexje-
BPEMEHHbIX POAOB Ha 28- Hen rectaumn. Ha 20-n Hep
rectaumMm BTOPOM pebGeHOK norné BHYTPUYTPOOHO, MNpo-
BEeAEeHO onepaTuBHOe pa3geneHve. Macca Tena npwu
poxgeHnn — 820 r, gnvHa Tena — 34 cM. HeoHaTanbHbIN
nepuos OTAroWeH rMy6oKON HeAOHOWEHHOCTbIO, MOpPQO-
GYHKUMOHaNbHOM HE3PenocTblo, AblxaTelbHOW HefocTaTou-
HocTblo ([H) ¢ dopmupoBaHMEM KMCNOPOA03aBUCUMOCTH,
notpeboBaBLlen pecrnvpaTopHon noaaepx Kk CPAP B TedeHune
9 cyT, fanee — MNOCTOAAHHAsA AOTauUMs KMCIOpOoAa B Manatky
W Hal3a/bHble KaHionW. 10 AaHHbIM KOMMbIOTEPHOW TOMO-
rpacdwun opraHos rpyaHon nosoctu (KT OITI), BbiInOAHEHHON
B NepBbIe Yacbl XU3HW, — HEOAHOPOAHAA NapeHXMma IErknx
no TUMNy «MaToOBOro CTeKNa», 6a3anbHble MHTEPCTULMANbHbIE
n3MeHeHus. ocTeneHHo pa3Bunacb GPOHXONEeroyHas Auc-
nnasus. B Bo3pacte 2,5 mec pa3Buica 6pOHX006CTPYKTUB-
HbI CMHAPOM. Pe6eHoK oTcTaBan B GU3NYECKOM Pa3BUTUM.
MoTpebHOCTb B KMCIOPOAHOM MOAMAEPIKKE CTana HUxe K 5 mec
U3HU M MUHMMasbHOM K 12 Mec. B 1 rof »13Hu No AaHHbIM
axoKapanorpadum (AxoKl) BnepBble 3aperncTpMpoBaHbl Npu-
3Haku JII, mexnpeacepaHoe cooblieHre 5 MM, nosbleHKe
cuctonuyeckoro pasnenus B JIA (CAJIA) po 42 MM pT. CT.
Ha3HayeHa Tepanua uWHruéutopom docdoamacTepasbl
5-ro tuna cungeHadwunom 1 Mr/Kr Maccol Tena; B Bo3pacrte
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Hereditary Pulmonary Hypertension Associated with TBX4 Gene
Variants in Children: First Description of Four Cases Studies

in Russian Federation

Background. Pulmonary arterial hypertension (PAH) is a severe, multifactorial, polygenic group of pulmonary-cardiac diseases. The
probable causes of hereditary PAH, especially at onset in childhood, are TBX4 (T-box transcription factor 4) gene variants. There are
no reports of PAH cases associated with pathogenic TBX4 variants in the Russian Federation. Case descriptions. 66 children with
pulmonary hypertension (PH) of unknown etiology were examined in the Pediatric Cardiology Department of the Veltischev Institute
during the period from 2020 to 2025. Pathogenic variants of genes associated with PAH development were revealed in 43 children
via whole-genome sequencing. These genes were BMPR2, EIF2AK4, SOX17, SMAD9Y, ENG, GDF2, ALK1, KCNK3, and, moreover, there
were 4 (9%) cases of TBX4 pathogenic variants (frameshift mutations, missense mutation, and one structural variant — microdeletion
17923.1923.2). All cases have shown persistent combination of features: 1) respiratory distress in neonatal period requiring long-term
oxygen support, including the development of oxygen dependence, 2) early onset of pulmonary hypertension, 3) cardiovascular
manifestations, 4) skeletal abnormalities, 5) psychomotor retardation. Three variants were accompanied by combination of
parenchymal lung damage and broncho-obstructive syndrome; patient with microdeletion had chronic bronchitis. Follow-up has shown
that specifically respiratory distress and concomitant respiratory failure determine the disease severity. Pulmonary hypertension
onset worsens the clinical picture and prognosis. Pulmonary vasodilators efficacy in case of lung damage is limited. Conclusion.
Pathogenic variants in the TBX4 gene lead to phenotype extending clinical manifestations of isolated hereditary PAH. This phenotype
can be considered as a syndrome complex of impaired development, interstitial lung disease, manifested by respiratory distress in
neonatal period, heart defects, precapillary pulmonary hypertension, skeletal anomalies, and neurodevelopmental disorders. Patients
with TBX4 gene mutations require treatment by a multidisciplinary team of specialists. Such patients should be managed by
interdisciplinary team of specialists in specialized medical center for patients with pulmonary hypertension.
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

2 neT npenapar 3amMeHeH Ha 603eHTaH no 4 Mr/Kr macchl
Tena. Mpu KateTepusaumnm cepaua B Bospacte 4 net CAJIA —
29 MM pT. cT., WICC — 4,95 EA. Byga X M2 lMpopomKkeHa
Tepanusa 603eHTaHOM C KOpPEKLMEN Ha Maccy Tena pebeHkKa.
CeMeWHbI aHaMHes cnydaamu JIIT He OTAroLLEeH.

®dusnKanbHas AMarHoCTUKa

dusnyeckoe pasBUTHE AWCrapMOHMYHOE 3a cyeT aedu-
uuta Maccbl. benkoBo-aHepreTnyeckas HeaoCTaTO4YHOCTb
1-1 cteneHn. BopoHkoo6pasHasa gepopmalLims rpyaHom KIETKU.
B nerkux ApixaHue ecTkoe, YacToTa AblXaTeNbHbIX ABUKEHWN
(444) — 28/MuH, oablllKa Npu Harpy3Ke, YpoBEHb Hachbllle-
HWS KPOBM Kncopogom (Sp0,) Ha pyKax 1 Horax — 98%. ToHbl
cepaua OTYETIMBbLI, PUTMUYHBI, YacToTa CepaeyHbIX COKpalle-
Hun (HCC) — 84 ya./mMuH, akueHT ToHa |l Hag JTA, wym He Bbicny-
lwunBaetcs. AptepuanbHoe aasneHune (AQ) — 110/52 mm pT. CT.
HKMBOT MArkuiM, 6€360M1E€3HEHHBIN, NEYEHb HE YBENNYEHa.

lpeaBapuTeNbHbIN JUArHO3
JleroyHas aptepuanbHasi rMNepTeH3ns, accoLMnpoBaH-
Has ¢ BPOXKAEHHbIM NMOPOKOM cepaLa.

AnHamMmuKa n ncxogbi

Mpn nocTynneHnMn nokasatenu remorpammbl, Koaryno-
rpammbl, GMOXMMUYECKME MOKas3aTenn B npegenax pede-
PEHCHbIX 3Ha4YeHWW. YpOBEHb MO3rOBOr0 HaTpuiypeTuye-
CKoro nentuaa — 66 nr/mn (Hopma < 125 nr/mn).

Mo aaHHbIM anekTpokapanorpadun (KM — nerkas cuHy-
COBasi apuTMMs, NMPU3HaAKK Neperpy3kuM npaBoro npeacepams,
R-TMn runeptpodumn npasBoro Kenygoyka. Mo gaHHbIM IxoKI —
BTOPMYHBIN AedeKT MexnpeacepaHon neperopoakn B o6nactu
OoBaflbHOM IMKM — 9 MM, c6poc neso-npaBbin. Qp/Qs = 1,7;
YMEPEHHas Aunataums M rmMneptpodus MNpaBoro Kenyaouka;
CUCTONMYECKas 3IKCKypcust GUOPO3HOro Kojblia TPUKYCMK-
JanbHoro knanaxa (tricuspid annular plane systolic excursion;
TAPSE) — 20 MwM; yBenuMyeHne o6bemMa NpaBoro npeacepaus;
TPUKyCNMaanbHas HeaoctatodHocTh |l D-popma nesoro xeny-
[04Ka; MHAEKC 3KCLEHTPUYHOCTU NEBOrO XKenyaoyka B CUCTO-

ny — 1,64; cooTHoweHue 6asanbHblX AMAaMETPOB MNpPaBoro
M neBoro xenygoykoB — 1,0; rnobanbHas CUCTONMYECKas
1 anactonnyecKkas GyHKUMS MUOKapaa He HapylleHa; pacyeTHoe
CONA — 74 mm pT. cT. MNpn KT-aHrnorpadum nerknmx — BOPOH-
Koob6pa3Haa aepopmauma rpyoHoON KNeTKW, AedeKT mexnpen-
CepAHOM NeperopoaKku, UHTePCTULMaNbHbIe U3MEHEHUS NErKUX
(puc. 1). PyHKUMOHANbHbIE NEroYyHble TeCTbl MOKa3ann Bbipa-
KEHHbIE HapyLIeHWst N0 06CTPYKTUBHOMY TUMY. MOAHOreHOMHoe
CEeKBEHMPOBaHWE BbISIBMIO rETEPO3UIOTHbIM NaTOreHHbIN Bapw-
aHT reHa TBX4 c¢.1167dup. Ha ocHOBaHWW MOMyYEHHbIX AaH-
HbIX YCTQHOBMIEH OKOHYaTenbHbIM AMarHo3: «HacnegctBeHHas
NeroyHas runepTeH3us, acCcoLMUMpoBaHHas C reTepo3nroTHOM
MyTaumen B reHe TBX4, NpOMEKYTOYHbIM PUCK. BpoaeHHbIn
MOPOK cepaLa. XpOHMYeCKoe 3aboneBaHWe Nerkux ¢ UCXo4oMm
B NHeBMOdM6p03. BopoHKooGpasHas aedopMauus rpyaHon
KneTkn. JH | cteneHn. XpoHu4yecKasi cephedyHas HegocTaTou-
HOCTb 2a cTeneHb, PyHKLUMOHanbHbIN Knacc Il (Ross)».

lporHo3

Mpu ctpatudmnkaummn pucka no wrkane EPPVDN PH Risk
Score [3] onpeaeneH npomexytoyHbl puck JII. YyuTbiBas
MOOMKUTENBHYIO AMHAMMKY KIMHWYECKOro cratyca Ha ¢oHe
WMHIransiLMOHHON GPOHXONUTUYECKOM U CTEPOMAHON Tepanuu,
Ha/n4ymne neBo-nNpPaBoro c6poca, Tepanus aHTaroHUCTOM 3HAO-
TENIMHOBbIX PeELLENTOPOB 603eHTaHOM 64 Mr/CyT NPOAOIKEHA
6e3 acKkanauuu. HecmoTpsa Ha HMBENMPOBaHWE KUCIOPOa03a-
BMCMMOCTU K 1 rogy U yMeHblueHne cTeneHn AH 4o MUHUManb-
HOM, coxpaHstowmecs Kputepuun JIIL NPOMEXKYTOYHOrO pUCKa
yKa3blBatoT Ha BO3MOXHOCTb MporpeccupoBaHus 3aboneBa-
HUsA. OT XMpypruyeckoro nevyeHms gedekra mexnpeacepaHom
Neperopoakn MPUHATO pelleHre Bo3gepraTtbes. MauneHty
NPOAOIKEHO MOCTOSTHHOE ANHAMMYECKoe HabntogeHne U KOM-
OUHUpPOBaHHOE nevyeHue. PeKomMeHOoBaHa KOHCyNnbTauus
TpaBMaTosniora-optToneaa no MecTy XuUTenbCcTBa.

BpemeHHas wKana
JvHaMWKa KIWMHMYECKOMW CUMMTOMAaTWUKK, 3Tanbl guar-
HOCTUKM M NevyeHns naumeHTa A. npeacrtaBfieHbl Ha puc. 2.

Puc. 1. Manbuuk A., Bo3pacT 5 f1eT 2 Mec, € HacneACTBEHHOM NNeroYHOM rmnepTeH3nen, acCoLMMpoBaHHOM C reTepo3nroTHbIM BapuaHToM
reHa TBX4: komnbloTepHas Tomorpadus ¢ aHrnorpaduen nerkux
Fig. 1. Boy A., 5 years 2 months old, with hereditary pulmonary hypertension associated with heterozygous variant in the TBX4 gene:
computed tomography with pulmonary angiography

o R
: 4 !

MpumevaHne. 1 — BOpOHKOOGpa3Has AedbopmaLius rpyaHoM KNeTKK; 2 — NapeHxMMa erkux HEOAHOPOAHOM NIOTHOCTH 3@ CHET HaNIMYMS Y4acTKOB
MOHWKEHHOM NIIOTHOCTH C YMEPEHHbBIM 06eJHEHUEM COCYANCTOrO PUCYHKA; 3 — BU3yanuaupyloTcs nnespoanadparmManbHble,
NAEBPONYNbMOHaNbHbIE U NEPUGPOHXMANbHbIE TAXKUCTLIE YIIOTHEHWS IETOYHOM NapeHXMMbl Pa3MYHOM BbIPAXKEHHOCTH.

UcToyHuK: Muknawesuy U.M. n coaBT., 2026.

Note. 1 — pectus excavatum; 2 — lung parenchyma has heterogeneous density due to the presence of areas with reduced density and
moderate depletion of vascular pattern; 3 — pleurodiaphragmatic, pleuropulmonary and peribronchial cord-like thickening of pulmonary

parenchyma of various severity are visualized.
Source: Miklashevich .M. et al., 2026.



Puc. 2. [IMHaM1Ka KIMHWYECKON CUMMTOMATUKK, AUArHOCTUKA U iedeHne Manbuuka A., 5 net 2 mec
Fig. 2. Dynamics of clinical symptoms, diagnosis and treatment of boy A., 5 years 2 months old

* HeJoHOLEHHOCTb e dopmupoBaH1e

e KnucnopoaosaBucMMOCTb

© Cuctonnyeckoe

* Katetepusauus cepaua. ¢ O6cnenoBamme B UHCTUTYTE

* Taxkenas gblxaTenbHas 6POHXONEr04HON [laB/ieHve NpaBoro MonyyeHbl KpUTEPUN e CTpatndurKaumsa pucka
HeLOoCTaTOYHOCTb aucnnasum enyaoyka 42 MM pr. CT. npeKanuanspHon * BbiiBNeHWe 1 Banuaauus
* KncnopoaosaBncMmMocTb © BPOHX006CTPYKTUBHbIN * CunpgeHadun NEro4yHON runepTeHsuu naToreHHOro BapuaHTta
CUHAPOM * HuBenunposaHue e CmeHa cungeHaduna reHa TBX4
¢ Taykenas AblxaTenbHas KWUCNopoL03aBMCUMOCTH Ha 603€eHTaH ¢ BepuduKauma gnarHosa
HeJoCTaTO4YHOCTb ¢ KoppeKuus Tepanuu:
® [InarHoCTUKa NEro4Homn WHransiuMoHHas
rmnepTeHsuu 6POHX0NUTUYECKas

1 cTepouaHas Tepanus,
cneuunduryeckas Tepanus
Nero4yHom aptepuanbHomn
rMnepTeH3nn 603eHTaHOM
(64 mr/cyT)

o CTabunnaaumns cocTosaHUA

KnuHuyeckuit npumep 2

O nauymeHTe

[esouyka [1., Bo3pacTt 13 nert, noctynuna B nyibMOHONOMM-
yecKoe otgeneHne NHctutyTa ¢ anobamum Ha GbICTPYIO YTOM-
NI9EMOCTb, OAbILIKY NPY YMEPEHHOW GU3UYECKOM HarpysKe.

MpeHaTanbHbIM aHaMHE3 OTATOLLEH recTo30M 1-1 nono-
BWHbI, aHemuen 6GepeMeHHbIX. Poabl camocTosTeNbHble,
npexkaeBpeMeHHble, Ha 36-1 Hef rectaluMu, Macca Tena npu
poxkaeHun — 2890 r, giHa Tena — 46 cM. HeoHaTanbHbIN
nepuos OC/OXHWUACSA PecnupaTopHbIM AUCTPECC-CUHAPO-
MoM, [QH, B TeyeHue 2 Hepn NpoBOAMIAacCb MCKYCCTBEHHas
BeHTUNAUNA nerkux (MBJ1). HacneacTBeHHOCTb OTArolleHa
Nno BPOXAEHHOMY MOPOKY cepaua y matepu. Cnyyau NI
B CeMbe He 3aduKcupoBaHbl. C poxaeHWs — oTcTaBa-
HWEe B GU3MYECKOM M MOTOPHOM Pa3BUTUM, YacTble pecnu-
patopHble WMHOEKLUMKW, NHEBMOHUKM ¢ [AH, yTomnsemocTb,
oAbllKa Npu ymepeHHon Harpy3ske. C paHHero BospacTa
BbISIB/IEHbl aHOManuKn KOCTHO-CYCTaBHOW cucTeMbl. Mo aaH-
HbiM KT OITl oTMe4YeHbl PEeHTreHOSIOrMYECKUE MNPU3HAKK
aedbopMaunn rpyaHoOMn KNETKM M rpyaonosiCHUYHOro otaena
NO3BOHOYHMKA. B Bo3pacte 3 net npu obcnegoBaHum Mno
noBoAy MPOrpeccupoBaHUs YTOMASEMOCTHU, OAbIWKKW MpU
He3HauyuTeNbHON GU3NYECKON Harpy3ke no aaHHbIM IAXoKI
BbIsiB/ieHO noBbiweHne CAJIA go 35 mm pT. cT. [1pn aHrno-
nynbMoHorpadum BbisiBNEHbI paclunmpeHue cteona J1A, 60nb-
lIMEe aopTO-NeroyHble KosnnaTepasbHble apTepun K 060vMM
NeroyHbIM nonsim. NMpoBoannnck aHTMGaKTepuanobHas Tepa-
nus, GPOHXONUTUYECKAs Tepanus, MOCTOSIHHas KuWcnopoa-
Has noadepxka u Tepanua cungeHadunom. K 4 rogam Ha
doHe peunaMBUpyOLWMX MHEBMOHUI U UHTEPCTULIMANBHOIO
NMHEBMOHMTA Y MaLMEHTKM pas3Buiacb OCTpas CepaedHo-
fieroyHas AekomneHcauus, notpeboBaBllas UHTEHCUBHOWM
Tepanuu, BKIOYas MOCTOSHHYIO KMCIOPOAHYIO NOAAEPIKKY.
Mo paHHbIM KT OFTl — ABYCTOPOHHME «MaTOBO-CTEKIISAH-
Hbl€» 3aTEMHEHUS, YTONLWEHNE MEXLONbKOBbLIX Neperopo-
[OK, KWUCTO3Hble M3MEHEHMs C npeobnagaHnem 6aszanb-
HbIX OTAENOB W NIerkaa meagnactTuHanbHaa nuMmbazeHonaTms
(Ao 10 mm). UcKntoveHbl MyKOBUCLMAO3, TYGEPKYIE3 U MUO-
natMyeckuMe paccrtponctsa. B Bospacte 5 net nposeaeHa
am6onn3aumsa 60MblUMX a0PTO-NErOYHbIX KonaTepanbHbIX
aptepuin. C Bo3pacTa 6 neT pebeHKa perynsapHo Habnwoaanu
B MNyJbMOHOIOTMYECKOM OTAEeNeHuUn MHCTUTyTa C Kanoba-
MW Ha CTOMKWE 3aTPyAHEHWS AblXaHWS U CHUXKEHWe Tone-
pPaHTHOCTM K dU3MYecKon Harpyske. [pn KIMHUYECKOM
ob6cnefoBaHMn 6binvM BbiBAEHbI NpU3Haku [H, paBHO-
MEpPHO ocnabneHHoe AblXaHWe W KPenuTupylolwme Xpunbl
Nno BCEM NIEerOYHbIM NOMIAM, a TaKXKe B34yTUe W YniolleHne

rPYAHON KIETKU, CKONMO3. Pe3ynbTaTbl KIMHUYECKKX, BUO-
XUMHUYECKUX U UMMYHONOIMMYECKUX (BKOYasa anneproso-
rMyeckue) TecToB B npegenax pedepeHCHbIX 3HaYeHUMn.
Mpn nccnegoBaHnn GYHKLUMKM NETrKUX BbIABAEHbI TSXesble
PECTPUKTUBHbIE HAPYLUEHNUS: }KU3HEHHAsA EMKOCTb JIErKUX —
35%, dopcupoBaHHas XU3HEHHAss EMKOCTb Nerknx — 34%
OT [OJIKHBbIX 3Ha4YeHWW. YNbTpa3BYKOBOE uWccnefoBaHue
cepaua He BbIABUIIO CTPYKTYPHbIX AedEKTOB, HO OTMEYEHO
norpaHuyHoe CAJIA — po 30 mm pT. cT. o gaHHbiM KT
Ol'M — npwu3Haku JII' n UHTEPCTULMANBHOIO OTEKa Nerkux
(puc. 3). HazHayveHa nogaepxuBaiowas tepanusa: ndd-5,
CMWPOHONAKTOH, NPEAHU30/I0H C MPEPbLIBUCTLIM UCMOSIb-
30BaHWEM OPOHXOAMNATATOPOB / WHIaNSLMOHHBIX [IOKO-
KOpTUKOoMaoB. [MHeBMOHUKM peuunanBupoBanu o 1 pasa
B rog. [Nokazatenu nero4yHom remoaMHaMnK1 BapbupoBau
¢ yBennyenmem CAJIA fo 52 MM pT. CT. Ha GoHe 060CTPEHMS
pecnupaTopHbIX HapyLUEHWUH.

PusuKanbHasi AMarHocTMKa

B Bo3pacte 13 net ¢u3nyeckoe pasBuUTUE AWCTapPMO-
HUYHOe 3a cyeT geduunTa Macchl Tena. [bixaHue B nerkmx
NPOBOAMUTCA BO BCe OTAENbl, PAaBHOMEPHO OCnabneHo; Kpe-
NMUTUPYIOLLME XPpUMbl NO BCEM nerovyHbiM nonam, Y444 —
24/MWH, ypOBEeHb HacbIWeHUA KpoBK Kucnopopom (SpO,)
Ha pyKkax M Horax — 98-99%. [pyaHas KneTka B3AyTa,
fedbopmupoBaHa, CKOMO3 rPYAHOro OTAeNa No3BOHOYHMKA.
ToHbl cepaua oTYeTAnBbI, PUTMUYHBLI, YCC — 74 ya./MuH,
aKueHT ToHa Il Hag TA. AL — 110/70 MM pT. CT. }KnBOT mMar-
K1, 6€360N1€e3HEHHbIN, MeYeHb He yBENNYEHa.

MpeaBapuTeNbHbIA AUArHo3

MHTepcTUUManbHaa 6ose3Hb nerkux. AH Il cteneHu.
JleroyHaa runepreHausa, accouMnpoBaHHaa C naTonorven
nerknx, ®K Il no BO3. CocrosiHne nocne onepauun —
amMbonusauun B60NbLNX aopPTO-NEroYHbIX KosnaTepanbHblX
apTepun.

AnHamuKa n ncxogbl

K 13 rogam QyHKUMOHaNbHble MOKa3aTenu CnMpomeT-
puu n 6oamnneTnamorpadumn octaBannUcb HeCcTabuNbHbIMMU,
COXPaHANUCb PECTPUKTUBHbLIE HAPYLWIEHUS CO CHWMKEHU-
€M XMW3HEeHHOM eMKOCTU Nerkux, auddysnoHHas cnocob-
HOCTb NIErKMX N0 MOHOOKCHUAY yriepoaa CHuxeHa o 35%
npu SpO0, 99%. YunuTbiBas OCOGEHHOCTU KOCTHO-CYCTaB-
HOM cUCTEMbI, pebGeHOK Obll OCMOTPEH Bpayom opTone-
[IOM-TPaBMaTO/IOfOM, M C Y4EeTOM KaK OU3MKasbHbIX, TaK
N PEHTTEHONIOMMYECKUX AA@HHbIX YCTAaHOBNAEHbI AedopMaLums

o
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 3. JeBoyka /., Bo3pacT 13 neT, ¢ HacneaCcTBEHHOM Iero4YHOM rMnepTeH3nen, accoLuMMpoBaHHOM ¢ NaToreHHbIM BapuaHTom reHa TBX4:
KOMMbloTEpPHas ToMorpadus opraHoB rpyaHoOM NOAOCTH
Fig. 3. Girl D., 13 years old, with hereditary pulmonary hypertension associated with pathogenic variant of the TBX4 gene: chest computed
tomography

lMpumedyanune. 1 — auddy3HOE yNNOTHEHNE MAaPEHXMMbl NErKKX; 2 — UHTEPCTULMANbHBIA OTEK MO TUMY «MaTOBOMO CTEK/anr.

McTouHMK: Muknawesuy .M. u coasr., 2026.

Note. 1 — diffuse induration of lung parenchyma; 2 — ground-glass opacity, interstitial edema.

Source: Miklashevich .M. et al., 2026.

(ynnoleHne) rpyqHon KAeTKW, NpaBOCTOPOHHWUW Tpyaomno-
SICHWYHbIA CKONMO3 2-3-1 CTEMNEeHW, MJOCKO-BaNbrycHas
ycTaHOBKa cTomn. MofHOreHOMHOEe CEKBEHWPOBAHWE BbISi-
BW/IO FeTEepPO3MrOTHbIM MaTOreHHbln BapuaHT reHa TBX4
(chr17:61479926C>T, ¢.748C>T), Hacneayembi No ayTo-
COMHO-A0OMUHAHTHOMY TUMY.

YcTaHOBEH OKOHYaTebHbIM AnarHos: «HacneactBeHHas
fleroyHas runepTeH3us, acCcouMMpoBaHHas C MyTauuewn
B reHe TBX4, B cO4eTaHUU C MHTEPCTMLUMaIbHbIM 3abone-
BaHuem nerkmx. AH Il cteneHn. XpoHuyeckas cepaedyHas
HEeAOCTaTOYHOCTb 2a CTeneHu, PyHKLUMOHaNbHbIM Knacc |l
(Ross). Odedopmauuna rpyaHon KneTku. [paBOCTOPOHHWUMI
rPyAOMNOSACHUYHbIN CKONMO3 2-3- cTeneHu. [lnockKo-
Ba/iblycHas ycTaHOBKa CTOM».

lporHo3

KnuHnyeckaa KapTMHa COOTBETCTBYET NPU3HAKaM CUH-
aopoma TBX4, sknwyas J1I, nHtepctuumnanbHoe 3aboneBa-
HUE JIerKUX, CKeJIeTHble aHoMalun WM HEeBPOJIorMyeckue
cumntombl. Mo wkane EPPVDN PH Risk Score — Kpwu-

TEPUN MNMPOMENKYTOYHOro pucka [3]. B HacTtosuiee Bpe-
M Ha (OHe perynsapHor WMHransLuMOHHOW [JIIOKOKOPTH-
KOMAHOM U GPOHXOAMIATUPYIOLLEN Tepanum B COYETAHUMU
C MOHOTepanuemn Nero4YHbiM Ba3oamnaTaTopom COCTOsHMUE
pebeHKa cTabunmanpoBaHo. PerynspHbii MOHWUTOPUHI
npogoKaercs.

BpemeHHas wKana
[OnHaMWKa KIMHUMYECKOW CUMMNTOMAaTWMKM, 3dTanbl guar-
HOCTMKM M NeYeHns naumeHTKn [. npeactaBneHbl Ha puc. 4.

KnuHuyeckun npumep 3

O naymeHTe

ManbuuK A., BO3pacT 7 neT, NOBTOPHO NOCTYNW B OTae-
NIeHWe aeTcKon Kapauonorum UMHCcTUTyTa € Kanobamu Ha
MOBBILEHHYD YTOMASEMOCTb, OAbIWKY, Kalleflb, ycuiuBa-
lowmnecs npu GuUsnyeckon Harpyske. Brnepsble obpartuics
B AETCKOE Kapamonormyeckoe otgeneHme MHCTUTyTa B BO3-
pacte 5 net ¢ xanobamu Ha OfblLIKY, YTOMISEMOCTb Npw
YMEPEHHON GU3NYECKON Harpyske. PeGeHOK oT 4eTBep-

Puc. 4. [InHaMvKa KIMHUYECKOW CUMNTOMATUKM, AMAarHOCTMKA M NledeHune aeBoyku ., 13 net
Fig. 4. Dynamics of clinical symptoms, diagnosis and treatment of girl D., 13 years old
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TOW BGEPEMEHHOCTH, MONOAbIE 340POBbIE POAUTENU, TPETLU
CPOYHble onepaTuBHbIE poAbl Ha 38-i Hed, Macca Tena npu
poxaeHnn — 3760 r, anvHa Tena — 51 cM. HeoHaTanbHbIN
nepuoja OCNIOXKHEH acduKcuen B poaax, AblXxaTelbHbIMU
HapyLWEHNAMM, PacCLLEHEHHBIMW KaK BPOXAEHHas MHEBMO-
Hus ¢ dopmupoBaHmnem [H, UBJ1 go 14 cyt. 3anogo3peHa
JIT. Tlocne akcty6auuuM — 3nu304bl anHo3d ¢ AUMDPY3HbIM
LUMaHo30M U1 agecaTypaumen. C poxaeHus 3agepkka epusu-
YECKOro U HEPBHO-NCUXMYECKOro pa3Butus. B 1,5 mec Kus-
HM No gaHHbIM IxoKI CATA — 110 MM pT. cT. [1o gaHHbIM
KT OITl no gopcanbHbIM OTAENaM NEeBOro NErkKoro onpeae-
nanacb 30Ha KOHCONMAALMM NErOYHON TKAHU C CYKEHHbIMM
npocBeTamMu 6POHXOB B CTPYKType. MHUumMnpoBaHa KOM6BU-
HupoBaHHasa JIAT-cneunduyeckaa Tepanusa npenapaTamu
603eHTaH 1 cuageHadun ¢ NONOXKUTENbHbIM 3dPEKTOM —
CHuKeHnem CAJIA o 34—-37 mm pT. cT. C 3 neT peunamBupy-
lolwmne ocTpble pecnupatopHble UHPEKUNKN, OBCTPYKTUBHbIE
6poHXuTbI. Mpn IxoKI BHOBb 3adUKCMPOBAHO MOBbILIEHWE
CONA. Tlo pesynbtaTaM aHrMokapauorpadumM B BoO3pacTte
3 net pgaBnenue B JIA — 38/7 (21) MM pT. CT., AaBNeHKne
B nesoM npeacepaun — 13/3 (7) mm pT. cT., UJICC —
4,61 Ea. Byga X m2. MpogosmkeHa 4BOMHaa Tepanus B MakK-
cuMalsbHbIX 4o3ax: 603eHTaH 4 Mr/Kr macchl Tena, cuageHa-
$un 3 Mr/Kr macchbl Tena.

dusnKanbHas AMarHocTMKa

dusnyeckoe pasBuTMe cpeaHee, rapMoHWYHoe. B ner-
KUX OblXaHue Be3ukynsapHoe, Y44 — 22/MuH, odbllwKa npu
Harpyske, SpO, Ha pyKax # Horax — 98%. ToHbl cepaua
OTYETNNBbLI, PUTMUYHbI, HCC — 80 ya./MWH, LWYM CUCTONN-
YeCKMM BO BTOPOM Mexpebepbe cneBa cunon 2/6. AL —
99/64 MM pT. CT. XKMBOT MATKMIN, 6€3601€e3HEHHbIN, NeYEHb
He yBenu4yeHa.

MpeaBapuTeNnbHbINA AUArHO3

JleroyHas runepteH3uss MHorodakTopHas, accouuupo-
BaHHas ¢ 3a60feBaHMEM NErKMUX, MPOMEKYTOYHbIN/HU3KNI
pucK. CuHapomMasnbHasa natonorms HeyToYHeHHas (3agepxKa
NCUXOpPEeYEeBOro pasBuTHS).

AvnHamMmuKa n ncxogbl

Mpn nepsBuyHOM o06GcnefoBaHUM B MHCTUTYyTE NO AaH-
HbiIM QK[ — cuHycoBas 6pagvKapavs, OTKIOHEHUE 3NeKT-
pUYEeCcKon ocu cepaua BNeBo, HernosHasa 6/0Kaga npaBow
HOXKM Ny4dKa [Mca. Mo gaHHbIM IXOKI Npn3HakoB NOPOKOB
cepaua He BbISIBNEHO; TpuMKycnuganbHas peryprutaums |l cT.;

paclmpeHMe MNpaBoro Xenyaoyka, yBenuMyeHne obbema
npaBoro npeacepans, GyHKUMS MUOKapAa He HapyleHa;
CONA — 35-40 mMm pT. CT. AncTaHuus npu Tecte 6-MUHYT-
HOM xoabbbl — 470 M (10—-25-1 nepueHTUNb), OAbllLKa CO
2-n MUH uccnegoBaHud. Mo gaHHbiM KT OITl — npu3Ha-
KW OBCTPYKTMBHOIO 6poHXxuTa. Mpu Katetepulauun Kamep
cepaua TecT Ha Ba30pPeaKTUBHOCTb MONOXWUTENbHbIN, AaB-
nenve B JIA — 41/17 (34) mm pT. cT., A3J1A — 7 MM pT. CT,,
uwlICC — 7,05 Eg. Byma X wm2. BbinosHeHa aM60513a-
uns 60nblIOK KonnaTepanbHOW apTepun OT rPyaHON aopThbl
K npaBoMy nerkomy. Mo wkane EPPVDN PH Risk Score —
KpuTepun npomMmexxyTodHoro pucka J1I. MNpoBeaeHa Koppek-
LMs Tepanuu: 3ameHa 603eHTaHa Ha aHTaroHUCT 3HAOTENN-
HOBbIX PELLENTOPOB 3-ro NOKONEHNS MaLUMUTEHTaH, Ao6aBneH
6/10KaToOp KanbUMEBbLIX KaHanoB, Tepanus cungeHaduiom
npofosxKeHa. Ha ¢oHe TponHOM Tepanuu MNpu KaTteTepu-
3aumMu cepiua B Bo3pacTe 7 NET OTMeYeHa 3HauyuTenbHas
nonoxutenbHasa anHamuka: cpAJ1IA — 17 mm pT. cT., uJICC —
2,05 Ef. Byaa X M2. o pesynbratam nosHOreHOMHOro CeK-
BEHUPOBAHMUA — CUHAPOM MUKpoaeneummn 17923.1g23.2,
3aTPOHYTbl MOp6UAHbIE reHbl BCAS3, TBX2, MED13, PPMID,
TBX4, BRIP1. JIAT-Tepanns CKOpPpPEKTUpOBaHa A0 MOHOTe-
panuu. PekomeHgoBaHa KOHCyAbTalMs TpaBMaTonora-opTo-
nefa no MecTy XuTenbCcTBa.

YcTaHOBNEH OKOH4YaTeNbHbIM AMarHos: «HacneacTBeHHas
neroyHas apTepuanbHas rMnepTeH3us, accouMMpoBaHHas
C nopaxkeHnem reHa TBX4, pecnoHgep npu oCTPOM TecTe Ha
Ba30peaKTUBHOCTb, HU3KUIN pUCK. CUHAPOM MUKpoAeneLumu
XpomMocoMbl 17q23.1923.2 (3aTpoHyThl reHbl BCAS3, TBX2,
MED13, PPMID, TBX4, BRIP1)».

MporHo3

Mpu oueHKke dakTopoB pucka no wkane EPPVDN PH
Risk Score B BO3pacte 7 feT Nosly4eHbl KPUTEPUU HU3KO-
ro pucka JII, OTCYTCTBYIOT MPU3HAKKM MNPOrpeccupoBaHmns
3aboneBaHus. Ho HannymMe B aHaMHe3e peuuanBUPYIOLLETO
O6CTPYKTUBHOIO GPOHXMTa yKa3blBAET Ha COXpaHstoLytocs
YyS3BMMOCTb [AblXaTe/lbHOW CcUCTEMbI. [lpy 6GnaronpuaTHOM
KPaTKOCPOYHOM MPOrHO3€e A0ArOCPOYHbLIA MPOrHO3 OCTaeT-
€Sl HeonpeaeneHHbIM B CBA3KM C HalMYMeM MUKpoaeneumu
17923.1923.2, 3aTparusatowen red TBX4.

BpemeHHas wKana

OnHaMuUKa KJIMHWMYECKOM CUMMTOMATUKMK, 3dTanbl auar-
HOCTMKM M NevyeHus naumeHta A., 7 neT, npeacrtaBfieHbl
Ha puc. 5.

Puc. 5. IvHaMWKM KIMHWYECKOWM CUMNTOMATUKK, AMArHOCTUKA U Ne4eHunst ManbymKka A., 7 neT
Fig. 5. Dynamics of clinical symptoms, diagnosis and treatment of boy A., 7 years old
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Mpumeyanue. JJ1A — paBneHune B nero4Hon aptepuu, nJICC — MHAEKC Nero4HOro COCyaUCToro ConpoTUBAEHUS.

Note. PAP (4J1A) — pulmonary artery pressure, iPVR (nJICC) — pulmonary vascular resistance index.
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

KnuHuyeckui npumep 4

O nayuneHTe

[eBoyka Y., Bo3pacT 1 roa 8 mec, ¢ poxaeHusa Habnto-
naetca B 06/1aCTHOM AETCKOM KJIMHUMYECKOM O6O0JbHULIE,
PErynsipHO KOHCYNbTUPYeTCs Mo cucteme «TenemeavuunHar
B WHcTuTyTe. [leBOYKa OT BTOPOM GEPEMEHHOCTU, BTOPbLIX
CPOYHbIX POOB, MOOAbIX 3A0POBbLIX poauTenen. Macca Tena
npu poxaennn — 3180 r, gnnHa Tena — 52 cM, OUeHKa no
wrane APGAR — 8/9 6annoB. HacneiCcTBEHHOCTb OTAroLLe-
Ha: cBoAHasa cecTpa no oTLy ymepsa B Bo3pacte 9 AHen oT
HEeyTOYHEHHOro 3aboneBaHust NEerkux. Y Hawero pebeHKa
yXyAlleHne COCTOSHUA Ha 1-e CyT U3HM, CHMKeHne SpO,,
HapacTtaHue [H, 4To noTtpe6oBano nepesoaa Ha WMBJL. o
faHHbiM AxoKI, CAJIA — 40 mm pT. cT. K 8-M CyT }n3HuU
CUCTONMYECKOE AaBfiEHWE B MPaABOM XeNyAdouyKe yBenu4yu-
nocb 4o 120 MM pPT. CT., 4TO NOCNYXWSI0 OCHOBAHWEM AJ19 NOA-
KNOYEeHNsT ABYXKOMMoHeHTHon JIAT-cneunduryeckon Tepa-
nuu: 603eHTaH 4 mMr/Kr maccol Tena, cungeHadun 0,5 mr/kr
Maccbl Tefla ¢ nonoxutenbHbiM addeKToMm. B Bo3pacTe
3 Mec npu nonbiTke oTMeHbl JIAI-cneundunyeckon Tepanmuu
BHOBb OTMEYEeHbl ann3oabl gecatypauun ao 93%. K 5 mec
chopmupoBanacb KMCIOpPoao3aBUCMMOCTb. [10 gaHHbIM
OxoKIT — OTKpbITbIN apTepuanbHbii MPOTOK (pUC. 6), AedeKT
MeXnpeacepaHon neperopoaKku, CUCTONMYECKOoe AaBreHue
B NPaBOM Xenygoyke — 52 Mm pT. cT. Tepanuns 603eHTaHOM
BO306HOBNEHA. B Bo3pacte 8 mMec Ha GpoHe GPOoHXMOMTa
HapacTaHve [IH 4o BblpaxeHHOW, NporpeccrpoBaHne KUCo-
pogosaBucumocti, CAJTA — go 60 mm pT. cT. [pn MynAbTUCHK-
panbHor KT nerkmx KaptuHa anddy3HbIX MHTEPCTULMANbHbIX
nameHeHnn. K neyeHuto 6binn gob6aBneHbl UHIANALMOHHbIE
rMIOKOKOPTUKOMAbLI M 6poHxoamnataTopsbl. [pyu MHBaA3WBHOWM
OUEHKe napameTpoB reMoanHaMmukun A3J1A — 12 mm pT. CT.,
faBnenve B JIA — 60/28 (44) MM pT. CT. (Kputepum JIAT).

Puc. 6. JleBoyka 4., Bo3pacT 1 rog 8 mec, ¢ HacneacTBEHHOM
NEeroYyHom runepTeH3unemn, acCoLMMpoOBaHHON C reTePO3nroTHbIM
BapuvaHTOM reHa TBX4

Fig. 6. Girl Ch., 1 year 8 months old, with hereditary pulmonary
hypertension associated with heterozygous variant of the TBX4
gene
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lMpumeyaHre. Ha axokapanorpamme BU3yannuanpyeTcs

NePCUCTUPYIOLLMIA OTKPbITbIM apTepuanbHbli NPOTOK.

McTouHuK: Muknawesuy U.M. 1 coaBT., 2026.

Note. Persistent open ductus arteriosus has been visualized on
echocardiogram.
Source: Miklashevich .M. et al., 2026.

B Bospacte 1 roga BbiiBAEHbl AMCMNIa3uMs KOCTeW Tasa,
runonaasng saep OKOCTEHEHUS rOI0OBOK 6e4pEHHbIX KOCTEN
(puc. 7). CANNA — 60 Mm pT. CT.

dusnkanbHas JUarHoCTUKa

dusnyeckoe pa3BnUTne HU3KOE, ASIMHA Tena Nno Bo3pacTy
(Z-score) — —3,27, macca Tena no Bo3pacTty (Z-score) —
—-3,63, geduunt maccol Tena no pocry — 20,6%, HCC —
126 ya./muH, 444 — 36/muH. SatO, — 98-99% npu
NMOCTOAHHON AO0TaLMW YBNAXHEHHOro KUCopoJa MOTOKOM
2 n/MuH. be3 nogayn Kucnopoga catypauus go 85%.
OTMe4YyeHa 3ajep)Ka HEepBHO-MCUXMYECKOro pPa3BUTUS:
XOOWUT C NOAAEPHKKON, MPOU3HOCUT OTAeNbHble cnoBa. [pu
OCMOTpe cTon obpalaeT Ha cebs BHUMaHWe «caHOaneBua-
Has Wenb» Mexay 1-m 1 2-M nanbuamu cton. KoXKHble NOKpo-
Bbl 61edHble, NepuopanbHbii, NepuopbuTanbHbIM LIMAHO3.
MacTto3HoCTb cTon. [bixaHue ecTKoe. ToHbl cepaua siCHble,
PUTMUYHbIE, aKLEHT 2-ro ToHa Haj J1A, CUCTONNYECKUN LLIYM
Ha Bepxywke. AL — 90/60 mm pT. cT. }KUBOT MArKUM, 6€360-
NIe3HEHHbIN, NeYeHb BbICTynaeT Ha 1 cM M3-noj Kpas npaBo-
ro pebpa. Juypes CHUKEH.

lpeaBapuTebHbINA JUArHO3
Jlero4yHas runepTeHsus, accoLUnMpoBaHHas C BPOXKAEH-
HbIM MOPOKOM cep/Lia ¥ NaToIornen Nerkux.

AnHamuKa n ncxopgbi

KnuHuyeckoe HabnatogeHne n ob6cnegoBaHme naumMeHTKM
NpPoAoMKaEeTCs. YpOBEHb MO3rOBOr0 HaTPUMYPETUYECKOro
nentnga — 154 nr/mn. Mpu 3K — BbiparKeHHas CUHYCO-
Bas Taxukapausa ¢ YCC 180 ya./MuH, aneKTpuyeckas ocb
cepaua OTKIOHeHa BnpaBo, Rs-tvn runeptpodun npaBoro
wenyaoyka. Mo gaHHbiM AxoKIN — npuaHaku J1I, gesagantme-

Puc. 7. leBoyka Y., Bo3pacT 1 rog 8 mec, ¢ HacneAacTBEHHOM
Nero4yHom runepTeHaunemn, acCoLMMpoOBaHHOM C reTepo3nroTHbIM
BapuaHTOM reHa TBX4

Fig. 7. Girl Ch., 1 year 8 months old, with hereditary pulmonary
hypertension associated with heterozygous variant of the TBX4
gene

lNpumeyaHme. Ha peHTreHorpamme: 1 — aucnnasuns Kocten Tasa;
2 — runonnasus saep OKOCTEHEHUS FTONI0BOK 6eipEHHbIX KOCTEN.
McTouHnK: Muknawesmny U.M. 1 coaBrT., 2026.

Note. X-ray: 1 — pelvic dysplasia; 2 — hypoplasia of ossification
nuclei in caput femoris.
Source: Miklashevich .M. et al., 2026.



HOe pemMoaeNnMpoBaHue NPaBoro Xenyaoyka, CUCTONMYEecKoe
[aBfieHne B nNpaBoM xenyaouke — 70 MM PT. CT., OTKPbITbIM
apTepuanbHbii MPOTOK, MEXIKeNyao4yKoBas Mneperopoaka
no Tuny nepdopupoBaHHon MembpaHbl. Mo gaHHbIM KT
OlTl ¢ KOHTPACTHbIM YCW/IEHMEM COXPaHSAINCb ABYCTOPOH-
HUe Anddy3Hble UHTEPCTULMASIbHbIE U3MEHEHUS NEro4YHOM
TKaHW Mo Tuny «MaToBOro ctekna». B Bo3pacte 1,5 ner
6blna npoBeaeHa cmeHa JIAl-Tepanuu: 3ameHa 603eHTaHa
Ha MauuTeHTaH B gose 2,5 mr/cyt, cungeHadun npoaon-
eH 6e3 M3MeHeHuW. [T0THOIK30MHOE CEeKBEHWpOBaHWE
B Bo3pacTe 1 roga 1 mec — oO6GHapy)KeH BapuaHT reHa
TBX4 (c.687_688insAGAGAGG/c.691delC) HeonpeaeneH-
HOM 3Ha4YUMOCTU. PesynbraTbl ceKkBeHupoBaHua no CeHrepy
npo6aHga M 4YNEHOB CEMbUM — poauTenem u 3-neTHero
6pata — NOATBEPAUIN HaNMyue 3Toro BapuaHTa reHa TBX4
y npob6aHaa, oTua n 6pata npobaHaa. B cBa3u ¢ yem 6paty
6blna npoBeaeHa peHoTUNMYEeCcKas OLeHKa, KoTopas BbisiBU-
na «caHOaneBUAHyl LWelb» Mexay 1-M 1M 2-M nanbuamu
Horu, npu IxoKI paBnexue B JIA norpaHn4yHO NOBbILWEHO A0
29 MM PT. CT., PEKOMEHAOBAH €XEerogHbln KapanoMOHMUTO-
puHF no npotokony JI.

YcTaHOBNEH OKOHYaTeNbHbINM AMarHo3: «HacneacTBeHHas
neroyHas rMnepTeH3us, accoLMMpoBaHHas C reTeposunroT-
HOM MyTauuen B reHe TBX4, BpOXKAEHHbIM NOPOKOM cepaua,
WMHTEPCTULMANBbHBLIM MOPaXKEHNEM NIErKMX M XPOHUYECKOM
TMNOKCEMUEN, BbICOKMM PUCK. XpPOHWYECKas cepaedHas
HepocTaTo4dHOCTb 2a crteneHb. ©K Il no BO3. AH Il ctenexu
¢ dopMHUpOBaAHMEM KWUCNOPOAO3aBUCUMOCTU. YMEpEHHas
6enKoBO-3HepreTMYeckas HeaocTatovyHoCTb. [ucnnasus
KoCTen Tasa, runonfnasus aaep OKOCTEHEHUS [O0fI0BOK
6epEHHbIX KOCTEW».

MporHo3

Mo wkane EPPVDN PH Risk Score B Bo3pacTte 1 roga
8 Mmec puck JII oueHeH Kak BbICOKUK, MPOrHo3 Hebnaronpwm-
ATHbIN. WHTepcTULManbHOEe MopaxeHWe Nerkux orpaHuyu-
BaeT 3CKanauuilo Tepanuu NeroyHbiMM Basoaunatatopamu
13-3a pUCKa HapacTaHUs oTeKa nerkux. MpoaosiKeHbl OKCK-
reHotepanus, asonHasa JIAM-Tepanusl, MHransaUMOHHbIE TN0-
KOKOPTUKOMABI U BPOHXOANNATATOPbI.

BpemeHHas wkKana
OnHaMWKa KIMHWMYECKOM CUMMTOMATWUKMK, 3dTanbl auar-
HOCTWMKM M NeYeHns NaumneHTKn Y. npeactaBneHbl Ha puc. 8.

OBCYXAEHUE
l[eH TBX4 aBnsetcs BTOPbIM MO PacnpOCTPaHEHHOCTH
reHoMm, Bbi3blBalolWnM pa3sutne JIA[ B geTcKom Bo3pac-

Te [7, 8]. PeHOTUNNYECKMI CNEKTP HaAPYLIEHWUR CTPYKTYPbl
3TOr0 reHa BapbMpyeT oT u3onmMpoBaHHoK JIAIT 4o MynbTUCHK-
CTEMHOrO noparkeHusa ¢ Bo3pactom aebtota ot O 4o 3penoro
B3POCNOro Bo3pacTa, a KIMHMYECKas TSKeCTb BapuaHTOB
reHa TBX4 y 4yenoBeKa MOXeT BapbupoBaTb OT JIEerKowu
[0 netanbHon [9]. B npeactaBneHHOW Hamu cepuun cnydva-
eB OoTcyTCcTBOBanuM ¢deHoTunbl ¢ mnaonuposaHHou JIAl. Bo
BCEX clyyYyasx 3aboneBaHne MaHUGECTMPOBanNo TAXKEeNbIMU
pecnupaTtopHbIMKU HapylweHWsSMKU B HeoHaTalbHOM MNepuo-
e C NpuUcoeanHeHUeM NeroYHom BacKynonatum B paHHEM
BO3pacTe W COMPOBOXAANOChb MOpPaXKeHMeM HECKONbKMX
OpraHoB U CUCTEM.

[eH TBX4 (T-box 4), pacnofioxKeHHbIM Ha 17- xpomocome
B NIOKyce 17g23.2, KoaupyeT 6enoK 3BOJOLUMOHHO KOH-
CepBaTMBHOIO CeMeNCTBa TPAHCKPUMLMOHHLIX (GaKTopoB,
coaeprawux T-60Kc [9, 10]. Yke Ha paHHeW cTaguun amopuo-
reHesza reH TBX4 aKcnpeccupyetcs B MeE3eHXMME Nerkux
M COBMECTHO € reHoMm TBX5 perynupyeT npouecc opraHoreHe-
3a W aHrnoreHesa Jerknx, KOHTPOIMPYS IKCMPECCHUI0 CeKpe-
TMpyemoro gakropa pocta ¢pubpobnactos (FGF) 10 n aktuBa-
umto nepegaym ero curHanos [9, 10]. CHMKeHUe aKcnpeccuu
reHoB TBX4 wnu TBX5 npuBoaut K aedekty dpopmupoBa-
HUS M OeNneHUs AoNen NEerkux, Tpaxeomansauum uin CTeHosy
Tpaxeu, aHoManuam pocTa M pPa3BUTUS COCYAMCTOM CUCTe-
Mbl nerkux [11]. Tomo3urotHble mytauun TBX4 dopmupytoTt
neTanbHbii 9MOGPUOHANbHBIK CUMHAPOM C OTCYTCTBYHOLWMUMHU
3aJHUMW KOHEYHOCTAMM Yy YETBEPOHOIMX HUBOTHbIX U TMMO-
niasven Ta3a U NEerkux y 4YenoBeyvyecKux ambpuoHos [12].
AHanua TpaHcKpunToma reHa TBX4 noKasblBaeT, YTO OH MNpo-
JoMmKaeT GYHKLMOHMPOBATL MOCNe OpraHoreHesa W urpaet
BaKHYIO pOJib B KIETOYHOM romeoctase pubpobnacToB ner-
Kux B3pocnbix [9, 12]. B HacToslee Bpems onucaHbl 6onee
100 pa3nuyHbix BapuMaHToOB reHa TBX4, BKIO4Yas MUCCEHC-
BapuaHTbl, BapuvaHTbl C HapyllEHUEM PaMKM CUMUTbIBAHMS,
HOHCEHC-BapUWaHTbl U MHAENUPOBaHHbIE BapunaHThl [13].

KnuHuyeckune peHoTUNbI

CKe/nleTHble aHOMaium

deHoTMNMYECKUE MPOSIBNEHUS BapuaHTOB reHa TBX4
y nogen snepsble onucaHbl B 2004 1., Korga 6bina BbIsIB-
leHa cBsI3b UBMEHEHUIN B CTPYKTYpe reHa TBX4 ¢ aytocom-
HO-AOMWHAHTHON AUCNNA3MEN CKENETHbIX CTPYKTYP HUMKHMX
KOHEYHOCTEN W Ta3a, xapaKTepu3ylllencs annasnen unu
runonnasven HagKkoNeHHWKa, OTCYTCTBMEM MU HapyLLEHUEM
occuduKaumm cedanuviiHbiX COeAMHEHWM W/uUnn noaBepT-
NYXHbIX BNaguH, U U3BECTHbl KaK CMHAPOM Manoro Hafgko-
JNIEHHWKA, WK WULIMO-N06KOBO-NaTENNSAPHbIM cuHApoM [13].
CUHOPOM MOXeT BK/IOYaTb aHOManum 6edpeHHOM KOCTH

Puc. 8. [lnHamunKa KIMHUYECKOM CUMNTOMATUKK, AMArHOCTMKa v ledyeHune aeBoyku Y., 1 rog 8 mec
Fig. 8. Dynamics of clinical symptoms, diagnosis and treatment of girl Ch., 1 year 8 months old

8 mec

o Takenble  [onbITKa OTMEHbI * Kucnopopo-
pecrnnpaTopHble Tepanuu Nero4Hon 3aBUCUMOCTb
HapyLleHus apTepuanbHon * [1BoviHas Tepanus

® /IckyccTBEHHaAs rMNepTeH3nn Nero4yHomn
BEHTUAALMS NETKUX © 3nu3onpl apTepuanbHoi

* CucTonnyeckoe fecatypauum rMnepTeH3un
[laBfeHve npaBoro © Bo3o6GHoBNeHWe © MHransiunoHHble
enyaodka MOHOTEpanuu TIOKOKOPTUKOMbI
yBENNYMIOoCh NeroyHon 1 6poHxoAUNaTaTopsbl
[0 120 MM pT. CT. aptepuanbHom

© [1BYXKOMMOHEHTHas rMNepTEH3UK
Tepanus n1ero4Hom
apTepvanbHon
rMnepTeHsnu

o InddysHoe e [lucnnasus Koctem o CoxpaHeHwue K1cno-
MHTEpCTULMaNbHoe Tasa, runonnasus poLO3aBUCUMOCTH
nopaKeHue Nerkux S4ep OKOCTEHEHUS ¢ CMeHa Tepanuu

* Taykenas ronoBoK 6efpeHHbIX Nero4yHom
[bixaTenbHas KocTen apTepuanbHon
HeJoCTaTo4YHOCTb e CucTonunyeckoe rMnepTeHsnu

[iaBneHve B NpaBom ® NHransiunoHHble
KenyaoyKe FIIOKOKOPTUKOMAbI
60 MM pT. CT. 1 6poHxoaMnaTaTopbl
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

W CTOM, B TOM YUC/e «CaH4aNeBUAHYIO WeNby», a TaKXKe yepen-
HO-MLLEBON AUCMOPPU3M, BKIOYAS MWMKPOrHATUIO W/MAK
pacliennHy Heba [12-14].

B npeactaBneHHblX HaMu HabGNOAEHUAX B ABYX CAy-
Yyasax MoKadaHa CNOXHas KapTMHa M3MEHEHUM B KOCT-
HOW cucTeme, BKAOYaowasa gedopmaLmio rpyaHON KNETKM,
CKO/IMO3 M XapaKTEepHYI MIIOCKO-BablryCHYI0 YCTaHOBKY
cton. B ogHoM cny4ae oTMevaeTcs Kiaccuyeckun deHo-
TUN CKENeTHbIX aHOMasIMM, XapaKTepHbIM ANS ayTOCOMHO-
LOMMHAHTHOIO WLIMOKOKCONOAONATENNSPHOIrO CUHAPOMA
(«caHfaneBungHasa ctonar», gucnnasus KocTew Tasa, runo-
nnasus s4ep OKOCTEHEHWS TONOBOK 6GefdpeHHbIX KOCTen).
Hab6niogaemasa KapTvHa NOAYEPKMBAET HEe TONIbKO KIto-
4yeBylO posnb reHa TBX4 B mopdoreHese ckenera HUKHUX
KOHEYHOCTEN M Tada, HO U BO3MOMKHYIO €ro TECHYIO CBSA3b
C pa3BUTUEM CKeneTa rpygHON KNeTKMU.

JleroyHasi runepTeH3nsi

BnepBble npeanonoxeHne o6 ocobeHHOM deHoTUune
ntofen ¢ u3MeHeHnssMu B reHe TBX4 Bbicka3aHo B 2011 r.
npv OMUCaHUKU chyvasl, COYETalOWEro MHOXEeCTBO aHoMa-
NMN Pas3BUTUS, BKIOYaA AWCNIA3MI0 CKeneTa, 3afepiKKy
pa3BuUTUS, NOTEPIO Cryxa, BPOXKAEHHblE MOPOKM cepaua
W NIeroyHyto runepteHsuio [15]. Bsanmocsasb mexay Bapu-
aHTamu reHa TBX4 w JIAI 6bina gokasaHa B 2013 r. npu
CpaBHUTENIbHOM FEHOMHOM aHann3e MeTOAOM rnbpuansa-
UMK € UCNoSb30BaHWEM MUKpouunoB y 20 geten ¢ nguvona-
Tnyeckomn J1AI n HacneactBeHHOW JIAT ¢ Lenblo BbIIBNEHUS
06LWMX Y4aCTKOB [eNneLunun, CoaeprKallimx reHbl-KaHanaatbl,
cBaA3aHHble ¢ JIAI [15]. B nocnepylowem reHeTn4yeckue
[aHHble, NonyYyeHHble OT 60NbLIMX KOropT AeTen U B3POC/bIX
¢ NNAr B EBpone [7, 16], CLWLA [17] » apyrnx nonynsiuusax
[8, 9], nokagzanu, 4To pefKue yHacneaoBaHHble unn de novo
BapuaHTbl reHa TBX4 yalle BCTpeyatoTcsi B JETCKOM BO3pac-
Te. PacnpocTpaHeHHOCTb NaToreHHbiXx BapMaHToB reHa TBX4
npu getckon JIAT, No pa3HbIM JaHHbIM, cocTaBnseT oT 5,6
0o 11,4% [16, 17]. Cpean U3y4yeHHbIX KOropT B3POC/bIX NaLiy-
€HTOB YacToTa BapuaHToB reHa TBX4 BapbMUpyeT, No pa3HbiM
faHHbIM, 0T 0,46 o 3% [18], TO ecTb 3TOT reH SBAsSeTcs BTO-
pbIM MO YacToTe aTMonornyecknum pakrtopom JIAI nocne reHa
BMPR2. lNeHeTpaHTHOCTb OLleHMBaeTcs npumepHo B 33%
[17, 18]. N3BecTHO, 4TO Ae6ioT 3a6oseBaHMA y HocUTenen
naToreHHblX BapMaHToB reHa TBX4 npoucxoauT paHblie no
CPaBHEHUIO C HOCUTENSIMM NaTOreHHbIX BapWaHTOB reHa
BMPR2 [19]. KnuHnyeckun peHotun JIAl y HocuTenen Bapu-
aHTa reHa TBX4 BapbupyeT OT nerkoun/ymeperHHon J1AI go
KpanHe Taxenblx GopM, NPUBOASALLMX K NeTabHOMY MCXoLy
uUnu TpebyloWwnx TpaHenaHTaumm nerkux [14, 16, 19].

o HaWMM JaHHbIM, Iero4Hasn rMnepTeH3uns, accoLmMmpo-
BaHHag C naToreHHbIMW BapuaHTamu reHa TBX4, maHudec-
TMpoOBana y BCeX AeTew yXKe B paHHeM Bo3pacTe (0T HeoHa-
TanbHoro nepuoga fo 3 ner). OTcyTcTBME crnyy4aeB 6e3
Nero4yHon runepTeH3nn cpean HabniogaemMblx geten yKasbl-
BaeT Ha BbICOKYIO CTEMNEeHb accoLmaLmMm reHoTMna ¢ KMHnYe-
CKUM deHoTUNOM. Pasnmine B cxemax nevyeHns (Tpoe aetemn
Ha ABYXKOMMOHEHTHOM Tepanuu U 0gMH — Ha MOHOTepanuu)
CBMAETENLCTBYET O K/IMHMYECKOM nonumopdusme 3abone-
BaHWA Jake Ha NpumMepe O4eHb Manom BbIGOPKKU. ITO MOXKET
ObITb CNefcTBMEM BapuabenbHOM 3KCNPECCUMBHOCTM reHa,
a TaKXKe pa3HOoM CTENEHM TAXKECTU MOPaXKEHUS COCYAUCTOro
pycna nerkux.

MapeHxumaTo3Hble 3a60/1eBaHUS IETKUX

B 2016 r. noKa3aHo, 4TO O4HOHYKNEOTUAHbIE BapuaHThl
n/vnu geneuunu reHa TBX4 aBnsioTcs NPUYNUHOM HE TONbKO
JIAT, HO ¥ LWKMPOKOro crexkTpa 3abofieBaHUK Nerkux. Tak,
P. Szafranski u coaBT. [20] onncanv HOBOPOXKAEHHOIO C MpK-

3HaKaMu TaxKenoro Anddy3Horo 3ab6oneBaHma NErkunx, aum-
HapHOW ANCNNasunu, y Kotoporo 6ol BbiiIBAEH de novo naTo-
reHHbl BapuaHT reHa TBX4. 3atem 6blin ony6/MKOBaHbI
COO6LEeHNsT O cryyasx auMHapHOM AMCMNNa3WnK, BPOXKAEH-
HOW anbBEONSPHOWM AWCMNA3UU WAXM TUNOMNNa3nun Nerkux
Yy HOBOPOXAEHHbIX, aCCOLMUPOBAHHbIX C BapnaHTamu reHa
TBX4. Moyt B 50% 3TMX cnyyaeB 3aboneBaHWe NEerkux
conpoBoxaanochk JII. C. Galambos 1 coaBT. BNocneacTBUuU
onucanu ewe 60nbWwniA cnexkTp GEeHOTUMMUYECKNX NPOosiBIe-
HWW, CBA3a@HHbLIX C NaTOreHHbIMW BapuvaHTaMu reHa TBX4
y peten [19]. Ha npumepe 19 peter ¢ HeoHaTaNbHOWM
n petckon JII, HocUTeNnen OAHOHYKNEOTUAHbIX BapuMaHTOB
W aeneumn reHa TBX4, 6bi10 NoKal3aHo, 4YTO Haubonee
4acCTblM KJIMHWYECKUM MpPOSiBAEHUEM Oblna MepPCUCTUPYIO-
was JIF HOBOPOXAEHHBIX, pPexe BCEro AnarHoCTMpoBau
OCTPbIN pecnupaTopHbIn gucTpecc-cuHapom 6e3 J1I. Y 60/b-
lMHCTBa aeten (63%) onucaHo AByxdasHoe KIMHWMYEecKoe
TeyeHue, Korga nepcucTupylolas aerovyHas runepteHsus
HOBOPOXAEHHbIX pa3pellmnacb B Bo3pacte 1 Mec, HO
B nocnegylowem passunacb XxpoHudeckas JII. du6pos ner-
Kux 6bll AMArHOCTMPOBaAH MNO3Xe, B MIAAEHYECTBE WM
getctee. Tpoe jgeten ymepnu, a ABOMM noTpe6GoBanachb
TpaHcnaaHTaumsa nerkmx. IMcTonornyeckoe ncecnegoBaHue,
nposefeHHoe y 7 MnajeHLEeB, BbISBUIO aHOManMM pasBu-
TUS AUCTaNbHbIX OTAENOB NIEFKMUX U TMNEPTEH3UBHOE PeMo-
nenvpoBaHue J1A [19]. ABTOpbl 3aKIO4MAK, 4YTO reH TBX4
n geneumn 17923 nexat B OCHOBE HOBOW GOPMbl BPOXK-
[EHHOro 3a60neBaHNs NErkunx, NPOABASIOLLErOCS TAXENON,
yacTo AByxda3HOM NIErO4HON rMNepTeH3NEN NPU POXKAEHUU
n/vnn B MNageH4YecTBe M AEeTCTBE, 3a4acTylo B COYETaHUU
C aHOManusMMU CKeneTta, NOpoKamu cepiua, HapyweHus-
MU Pa3BUTUS HEPBHOWM CUCTEMbI U APYrMMU @aHOManUsaMMU.
B 2020 r. ocobeHHbIn peHoTnn 3aboseBaHUsl, CONpoBO-
XKAAWMNCA MYNbTUCUCTEMHBIM MOpPaxKeHUeM, BK/OYas
NIErOYHYy0 TMNepTeH3uto B ee Haubonee Tsaxenon dopme,
NpeasoXKeHo paccmaTpuBaTtb Kak cuHapom TBX4 [21].

B HaweM cnydae y Bcex 4YeTBepbIX AeTer Mbl Habnwaa-
NI 3HaYMTENbHbIE AblXaTeslbHble HapylweHus cpady nocne
poXaeHus, notpeboBaBlIME ANWUTENBHOW pPecnupaTopHOM
NoAAEePKKU. AT NposiBneHna 60ne3HN yKasdbiBatloT Ha GOHO-
Bble aHOMasIMK Pa3BUTUS IETKUX KaK NepBUYHOE CreacTBue
M3MeHeHun reHa TBX4. nutenbHoe Bpems AeTU ocTaBaUCh
KMCNOPOA03aBUCUMbIMM, @ ANs OAHOro pebeHKa no HacTos-
wee Bpems TpebyeTcs NOCTOAHHasA foTauus kucnopoga. KT
Ol B HECKONbKMX HabGMOAEHMAX MOKa3blBaeT NOBTOPSIO-
LYOCS KapTUHY MHTEPCTUMLMaNbHOrO 3aboneBaHus Nerkux
(«MaTOBO-CTEKNAHHAs TeHb», «MHEBMOPMOPO3»). Hanuyue
PEHTFEHONOMMYECKOro NpM3HaKa MOPayKEHUs NIErKUX, acco-
LMMpoBaHHOro ¢ TBX4, otnnyaet 3ty GopMy Nero4yHon runep-
TEH3MWU OT U30NIMPOBAHHbIX HacneacTBeHHbIX dopm JIAI [2].
Y Tpex NnaumMeHTOB OTMEYEHO COYETAHWE MapEeHXMMaTo3HOro
NMOpPa*KeHUs Nerknx U GPOHXO0BCTPYKTMBHOIO CUHAPOMA,
y nauueHTa C MUKpOAeneunern — XPOHUYECKUA OPOHXMT.
OnHaMunyeckoe HabnaeHe NoKasano, YT0 UMEHHO pecnu-
paTopHble HapyweHus K conytcTBylowas [H onpegenstor
TAXKECTb TeYEHUS M NPOrHO3 3a60/1eBaHuMs.

FeHoTHMN-peHOTHNMMYECKME KOppensunm

DyHKLUMOHaNbHAsA OLEHKa CBA3M BapuaHToB reHa TBX4
C 3aMEHOW aMMHOKMCAOT NpuBena K NOHUMAaHMIO, YTO CUH-
apom TBX4 He TONbKO SAABNSETCS pes3ynbraTtoM ranioHeno-
CTaTOYHOCTH, HO U MOXKET BblTb BbI3BaH ycuneHnem GyHKLUK
reHa. pn aTtom nnenoTponHble addeKTbl reHa TBX4 npwu
3a60/1€BaHUAX NErknx Moryt 6blTb 4YaCTMHHO OODBACHEHbI
pasHbIM BAMSHUEM MaTOreHHbIX BapnaHToB TBX4 Ha yHK-
LIMOHaNbHO 3HA4YMMble AOMeEHbI 6enKka TBX4, n B YaCcTHOCTH
Ha HK-cBsi3biBatowWw M gomeH T-box [9]:



1) BapuaHTbl, PAcnosioXXeHHble B JOMeHax T-box, U JOMEHbI
6enKka s4epHoM noKanudauuun 6bin cBA3aHbl ¢ 6onee
paHHMM NPOSBAEHWMEM CUMMNTOMOB W MOBbIWEHHON
4acTOTOM WHTEPCTULMANbHbIX 3a60NE€BaHUN NIEMKMX.
MNMauneHTbl ¢ 3aboneBaHUSa MKW NIETKUX U BapuaHTamu
B npegenax AHK-ceA3biBatowero aomeHa T-box 6biin
MOJIOXKE, HeM HOCUTENN BapMaHTOB 3a Npeaenamu aToro
LOMeHa;

2) addeKTbl ycuneHus oGyHKUMM BapuaHTOB reHa TBX4
CBA3aHbl C 6ofee CTaplwuM BO3PacToM NauMeHTOB Ha
MOMEHT YCTaHOB/EHUS AMarHo3a 3aboneBaHUs Nerkmnx
no cpaBHeHWMIO ¢ adpdeKkTamn ocnabneHus GyHKLUMK;

3) BbIMBaeMocTb 6e3 cOoObITUM (CMEepPTb WM TPaHCMaH-
Tauus Nerkux) 6bina HUXKe y nauueHToB C BapuaHTamu
reHa TBX4, nokanudoBaHHbiMK B [JHK-cBA3bIBaoOWeEM
fomeHe T-box (N0 cpaBHEHMIO C BapyaHTaMu BHE Jome-
Ha), XOT BO3pacT OKasblBan 3Ha4YuTeNlbHOE BAUSHWE
Ha OLLEHKY pUCKa.

Hamu onucaHo 4 pasnuyHbiXx BapuaHTa ranioHegocTta-
TOYHOCTU reHa TBX4. XapaKTepHbIM NPUMEPOM, MOKa3biBa-
IOWMM MEX- U BHYTPUCEMENHYIO M3MEHYMBOCTb, ABASETCS
BapuaHT ¢.687_688insAGAGAGG/c.691delC, obGHapyeH-
HbIM TaKXe y oTua u 6pata npobaHaa, HO arpeccMBHO 3a60-
NneBaHWe npoTeKaeT TONbKO y npobaHda. B KAMHWYECKMX
npumepax 1 M 2 getv O6blM HELOHOWEHHBIMK, YTO MOXKET
YCyry6nsitb UCXOLHYIO YS3BMMOCTb NErKMX, HO He ABnseTcs
OCHOBHOW MPUYUHON, MOCKONbKY AOHOLWIEHHbIE AETU (KNu-
HUYeckune npumepbl 3 n 4) cTpajanvu B paBHOW CTENEHW.
lMpaKTU4YecKn y Bcex YeTBEPbLIX AETEN Ha Ha4valbHOM 3dTane
HabMloAanoCb AMCrapMOHUYHOE WMAM HU3Koe bU3nyecKoe
pa3BuTMe, YTO MOAYEPKMBAET CUCTEMHOE Gpems 3abonesa-
HUS. KnnHnyecknin npumep 3 ¢ HaMboNbWKUM FreHETUYECKUM
nospexaeHvem (MuKpoaeneumns 17q23.1q23.2) xapaKkrepu-
3yetcs TsaxKenow J1II v JONOAHUTENbHBIMU HEBPONOrMYECKUMU
CUMMTOMaMM, 3TO YKa3blBaeT Ha y4acTMe CMENKHbIX MEHOB,
KOTopble MOryT MOANdUUMPOBaTL GEHOTUM.

BHe 3aBucuMMOCTM OT BapuaHTa reHa TBX4 Bce cny-
4an CONpoOBOXaNnUCb CTOMKOM KOMOMHaUMEN NMPU3HAKOB:
1) pecnupaTopHble HapylweHWs B HeOoHaTalbHbIM nepuos,
Hy>K4aloWwmecs B AIUTENbHOM KWUCNOPOAHOM MNOAAEPIKKE,
B TOM 4yucne ¢ GopmMuMpoBaHMEM KUCNOPOAO3aBUCUMOCTH;
2) paHHee npucoeauHenune J1I; 3) cepaevHo-cocyamucTble
HapyweHus; 4) CKeneTHble aHOManuu; 5) 3agepyKa ncu-
XOMOTOPHOro pa3BuTusa (cm. Tabnuuy). NMpucoegmHenue JII
YBENYMBAET THAXKECTb KIMHMYECKOM CUMMNTOMaTUKK, MNpwu
3TOM BO3MOXHOCTK JIAT-Tepanun Ha @OHe MnoparKeHus
NIErKMX OrpaHuyeHHbl. B cBA3M C¢ 3TMM TepaneBTMYecKas
cTpaTterusa y JaHHOM KaTeropuu naumMeHTOB He MOXET orpa-
HMYMBaATbLCA TONLKO KoppeKunen JIATl. Hapsay co cneumou-
YeCKOW Ba30aKTMBHOW Tepannen HeobXoAMMO BK/OYaTb
OPOHXONUTUYECKME NpenapaTtbl U CPeACTBa KaK natoreHe-
TMYeCKoe fleyeHne, HaueneHHoe Ha BO3AYXOHOCHbIN KOM-
NapTMEHT NEerkux.

3AK/IIOMEHUE

Hawun KnnHu4yeckue HabnaeHnsa nokasanu, 4to deHo-
TUMUYECKNE NPOSBIEHUS MATOrEHHbIX BapuaHToOB reHa TBX4
BbIXOAAT 3@ PAaMKW KIMHWUYECKOM KapTWHbI M30IMPOBaHHON
HacnefgctBeHHon JIAI 1 MoryT 6biTb 06beAnHEHbI B COCTa-
BE€ HOBOr0 CMHAPOMA, COMPOBOXAAOLWErocs aHOManUsMU
pPasBUTUS M MOPaAXKEHWEM HECKOJSIbKUX OpPraHoB M CUCTEM.
NI pe6ioTMpyeT B paHHEM BO3pacTe U MOXET UMETb BOJSIHO-
o6pa3Hoe TeyeHne B 3aBMCUMOCTH OT TUMa W TAXKECTU nopa-
eHua nerkmx. MatoreHes JII npu naToreHHblX BapuaHTax
reHa TBX4 cnoxeH v BK/IOYaeT B cebs coyeTaHue aHoMa-
MM/ NApPEeHXMMaTO3HOro MOPaXKEHUS NErKUX WU JIEFOYHYIO0
BaCKy/ionaTuMio Kak cleAcTBME aHOMaslbHOro opraHoreHesa

W aHrnoreHesa nerknx. CoBpemeHHble KIMHUYECKUE PEKO-
MeHAauMK npeanaraioT NPOBOAWUTbL FEHETUYECKoe Uccneao-
BaHWe BO BCEX Clly4asix HeoO6bsiCHUMOW J1I, U B 4aCcTHOCTHK
NpPU MHTEPCTULMANBHOM MOPaXKEHWUU NErKMx B HeoHaTasb-
HOM nepuoge ¢ dopmupoBaHuem JII B paHHEM BO3pacTe,
BPOXAEHHbIX aHOMaNUsAX cepae4yHO-COCYANCTON, CKENETHOW,
HEepPBHOM cUCTEM. MMaLMEHTbI C NTErO4YHON TMNEPTEHIUEN HYXK-
JaloTCs B MEXAMCLMMIMHAPHOM Noaxofe C y4acTUeM HeoHa-
TONOroB, NeavMaTpoB, rEeHETUKOB, KapAWOMoros, MylbMOHO-
NIOroB Ana pa3paboTKM ONTUMAsbHOM CTpaTernn BeLeHMs,
NOBbIWEHNS KayecTBa MM3HW NALMEHTOB W MOBbIWEHNUS
LONITOCPOYHOM BbIXKMBAEMOCTH.

WHO®OPMUPOBAHHOE COIJIACUE

OT BCex 3aKOHHbIX NpeacTaBuUTeNen Noay4eHo NMUCbMeH-
Hoe MHPOPMUPOBaAHHOE AOBPOBOJILHOE cornacue Ha nyenu-
KaLMIo onucaHnsa pesynbtatoB HabNoAeHUs M eveHns geten
B Hay4HOM JKypHasne, BK/0Yas €ro 3/IeKTPOHHYI0 BEPCHUIO.
3aKoHHble MpeacTaBUTENU feTer noanucann MHOOPMUPO-
BaHHOe J06GPOBOMIbHOE corflacuMe Ha MpPUMeEHeHWe npena-
patoB cungeHadun, MaumMTeHTaH, 603eHTaH No NOKa3aHUIo
BHE paMoOK OdUUMaNbHON WMHCTPYKLMM MO MEAULMHCKOMY
npumeHeruto (off-label). HazHavyeHWe aTnx npenapaTtoB GbINO
BbIMO/HEHO MO XW3HEHHbIM MOKa3aHWAM Ha OCHOBaHWKU
NONOXMTENbHbIX 3aK/I0YEHUI BpaYeOHbIX KOMUCCUN.
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0O6ocHoBaHMe. BpoxxaeHHas nepmopbutaibHas remaHrmoma — 910 pefKas J06poKavyeCcTBEHHas OryXoJib, KOTopasi MOXeT
MPOoSABAATLCA Y BHYTPUYTPOOHOIo pebeHKa yxe Bo lI-IIl Tpumectpe 6epemeHHocTH. [Tpn 60/bLUMX pa3mepax ornyxosm MoryT
BO3HUKHYTb CJI0XKHOCTU B AnddepeHumaymm ¢ ApYyrumMmu onyxoasmMm anLeBor obiactu. ToyHas npeHatasibHasi AMarHoCTum-
Ka Mo3BOJISET CBOEBPEMEHHO OLIEHUTb PUCKU OCJIOMHEHMHN, MPOrHO3MPOBaTh MCXOAbl U MaHUPOBaTb POAOpa3peLleHHeE.
OnucaHue KIMHHUYECKOro ciay4dasl. B xoge y/nbTpa3ByKOBOIro UCC/EA0BaHUA Yy BHYTPUYTPOOHOIro pebeHKka Ha 31-i Hej
rectaymm B 0671aCTH paBoro ma3sa 6bila 06HapyKeHa oryxosb pa3mepamu 29 X 29 MM, OKpyr/ion ¢opMbl, C POBHbIMMU
YeTKUMU KOHTYpamu, OHOPOAHON CTPYKTYPbI, cpeaHern axoreHHocTh. Onyxosib oxBaTbiBasia 0pbUTy CO BCEX CTOPOH M pac-
MpocTpaHsAiach Ha MLeBbie CTPYKTYpPbI. [py UBETHOM gonnaeporpapmm BHyTpM 06pa30BaHUs BbisiB/IS/ICS KDOBOTOK B BUAE
HECKOJ/IbKMX MEJIKMX JTIOKYCOB. 3aK/Il04EHNE «BPOXKAEHHas NepuopbuTaibHasi reMaHrmoma crnpasa» NoATBEPKAEHO AaHHbIMMU
MarHUTHO-Pe30HaHCHOM Tomorpapun. B 38 Hes npou3oLwin pogbl, N0 eCTeECTBEHHbLIM POAOBbLIM MyTAM. Poauics pebeHoK
My>KCKOro nosia, macca tesna — 3800 r, gimHa Tena — 52 cm, no wrane APGAR — 7/8 6annoB. B o61actv npaBor opbuThbl
06HapyxeHo 06pa3oBaHNe, KOTOPOEe BO3BbILIAI0Ch HaJ 11a30M, AePOopMuUpys ero. Beko 661710 COMKHYTO. Koxa Hag onyxo-
J1bl0 Onpeaesnsiiacb CUHIOWHOro LyBETa, COCYANCTbIX MIBMEHEHUI Ha KOXKe He BbisiB/IEHO. Pe6eHOK 0CMOTPEH HEOHaTO/I0roM,
0pTas1bMOI0OroM, JETCKUM OHKOJIOIOM M JepMaTo10roM. belin npoBeaeHsbl yibTpa3ByKoBOE UCC/IeA0BaHNE r/la3a M KOMIbIO-
TepHasi Tomorpagus opbutaabHOU 061aCTH 1 roJI0BHOrO Mo3ra. [IpeHaTasibHbIi AMarHo3 NoATBEPIKAEH, PEOGEHOK HaxoauTCs
rnog HabngeHnem npopuibHbIX crneynaamctoB. 3akaodeHune. Bo BHyTpHMyTpO6HOM nepuoje nepmopbutasibHas reMaHrmo-
Ma y pebeHKa npwn yibTPa3ByKOBOM MCC/E[0BaHMM ONPeAensieTcs Kak 04HOPOAHas CTPYKTypa OKPYrion GOpMbl, CpeaHen
9XOreHHOCTH, C HaJIM4ueM KPOBOTOKAa BHYTPU, KOTOPYIO HEOBXOAMMO ANpOEPEHLMPOBATL C IMMGOAHIMOMON, AEPMOUAHON
KUCTOM, TepaToMoi opbunThl, Pab4OMHUOCaPKOMOM, MEHUHIOLese Nin aHyedasolyene. MarHUTHO-pe3oHaHCcHasi ToMorpagus
MCroNIb3yeTCs A/19 YTOYHSAIOLWEN ANarHOCTUKM.

KnroueBbie cnoBa: BpoxxgeHHasi nepuopbutaibHas reMaHrmoma, yabTpa3ByKoBasi AMarHoCTMKa, MarHMTHO-PEe30HaHCHas
TOoMorpagus

Ansa yutnpoBaHnsa: Hopmypagosa H.M. YnbTpasByKoBasi AMarHOCTMKa BPOXAEHHOW NepuopbuTanbHOM remMaHrMombl
60/IbLINX Pa3MEPOB Yy BHYTPUYTPOOHOrO pebeHKa: peaKuin KIMHUYECKUW cnydan. Borpocbl COBpPeMEHHONU neauaTpuu.
2026;25(2):101-107. doi: https://doi.org/10.15690/vsp.v25i2.3010

OBOCHOBAHME

BpoxaeHHas nepuopbuTanbHas remaHrmoma —
peakasa po6poKayecTBeHHass ONyxonb, BbigBAAeMasn
B aHTeHaTa/lbHOM nepuoae y BHYTPUMYTPOOHOrO pebeHKa
yke Bo -l Tpumectpe 6epemeHHocTn [1]. Pacnpo-
CTpaHeHHOCTb 3abofieBaHWs COCTaBNSET MPUMEPHO
1 cny4an Ha 15 TbiC. )uMBopoxaeHWn [1]. TemaHrnomsl
noapasaensaTca Ha WMHPaHTUAbHbIE, NPOSABASOWMECH
nocne poxaeHusa pebeHKa, U BPOXAEHHble, KOTopble
NMONHOCTbIO CHOPMUPOBAHbLI K POXKAEHMIO, YTO AeNaeT Ux
noTeHUManbHO 60Jiee 3aMETHbIMKU MPU MNpeHaTalbHOM

BM3yanu3sauun [2]. NMepunopbutanbHble reMmaHrMoMbl Tpe-
OyloT 0CcO060ro BHMMaHWS, MOCKONbKY MOFYT HapywaTb
pasBUTME CTPYKTYP rMa3a U Bbl3biBaTb QYHKLMOHASbHbIE
paccTponcTBa B paHHEM HeoHaTanbHOM nepuoae [1].
AKTyanbHOCTb MpeHaTasbHOW AMarHOCTUKMU BPOXKAEHHOM
nepnopoéuTanbHOM reMaHrMombl 06yCioBNEHa PELKOCTbIO
naToNormm, CNOXHOCTAMU AnddepeHUnanbHON AuarHo-
CTUKM C APYrMMMK OMyXONAMW NnLa, a TaKKe BO3MOMXHO-
CTblO CBOEBPEMEHHOM M TOYHOM OLIEHKW PUCKOB OCJIOXK-
HEHWW, MNPOrHO3MPOBAHMA WCXOAOB W NAAHWPOBAHMS
poaopaspelueHus [3].



KJAMHUYECKUIA NPUMEP

O naumeHTe

bepemeHHas H., Bo3pacT 23 roga. Hactosauwas 6epe-
MeHHOCTb nepBaga. Cynpyru coMaTMYeCcKWM 370pPOBblI,
BPEAHbIX MPUBbLIYEK HE WMeIT, HacneACTBEHHOCTb He
oTAroweHa. bpak He poACTBEHHbIN. CKPUHWHIOBbIE Yib-
Tpa3BYKOBble MCCNefoBaHUA npoBeaeHbl B 12 M 18 Hen
6epeMeHHOCTU, TONLIMHA BOPOTHWMKOBOrO MPOCTPaHCTBA
npuv NepBoOM CKpuMHUHIe — 1,5 MM, HOCOBas KOCTb orpe-
nenanacb, ynbTpa3ByKoBasi aHaTOMMs COOTBETCTBOBana
CpoKaM 6epeMeHHOCTH.

UHCTpyMeHTaNbHble UCCNef0BaHUNA

Ha 31-n Heng 6epeMeHHOCTM B XOAe YNbTPa3BYKOBOIO
nccnenoBaHus, BbIMOMHEHHOTO C MCMNOAb30BaHWEM anna-
paTta akcnepTtHoro Kinacca RS80A-RUS (Samsung Medison,

Pecny6nunka Kopes) ¢ KOHBEKCHbIM aaTtynkom 4C-RS, y BHyT-
puyTpo6HOro pebeHka B o6nacTyM NpaBoro rnasa ob6Hapy-
YeHa onyxofb padMepom 29 X 29 mMm, oKpyrion dopmbl,
C POBHbIMW YETKMMMU KOHTypamu, OAHOPOAHOM CTPYKTYpbl,
cpeaHen axoreHHocTu. Onyxonb oxBaTbiBasa OpObMTY CO BCEX
CTOPOH W pacnpocTpaHsanacb Ha AuueBble CTPYKTYpbl. Mpu
uBeTHOM gonnneporpadunmn BHYTpU 06pa3oBaHUs BbIABNSAN-
CSl KPOBOTOK B BW[E HECKOJIbKUX MeJIKMX JIOKYCOB (puc. 1).
3aKnoyeHre: BpOXAEHHas nepuopbuTanbHas reMaHruo-
Ma cnpaBa. [ns yTOYHEHWS pacrnpoCTPaHEHUS OMNyXxonwu
B npuiexauwue o61acti (B HOCOBYK MOJIOCTb, B MO3roBble
CTPYKTYpbl), @ TaKXe BOBJIEYEHHOCTM B HEOomnpoLecc opbu-
Tbl Oblla NpoBedeHa MarHUMTHO-pe30HaHcHas Tomorpadus
(MPT) o6bnactv ronoBbl 1 nuLa BHYTPUYTPOOHOIro pebeHKa
(puc. 2). Hannune BpoaeHHOM nepuopOuTanbHOM reMaH-
rMOMbl CripaBa NOATBEPAMIOCH.

Puc. 1. 9xorpamMmma neprvop6uTanibHON reMaHrMoMbl y BHYTPUYTPOGHOro peGeHKa 31 Hef rectaumn: A — B-pexkum: pasmepbl reMaHrMoMbl
29 X 29 MM (1 — remaHruoma, 2 — op6uta); b — uBeToBas gonnneporpadus: onpesenaoTca KPOBEHOCHbIE Cocy/bl (YKa3aHbl CTpenKamMmu);
B — nuuo ¢ remaHrnomoin npu 3D-axorpadum

Fig. 1. Sonogram of periorbital hemangioma in the fetus at 31st week of gestation: A — B-mode: hemangioma sizes: 29 X 29 mm

(1 — hemangioma, 2 — orbit.); b — color Doppler ultrasonography: blood vessels are visible (indicated by arrows); B — fetus face

with hemangioma in 3D sonography
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Ultrasound Diagnosis of Large Congenital Periorbital
Hemangioma in a Fetus: Rare Case Study

Background. Congenital periorbital hemangioma is a rare benign tumor that can manifest in fetus as early as Il-Ill trimester of
pregnancy. Large tumors may aggravate differential diagnosis with other facial area tumors. Accurate prenatal diagnosis allows timely
evaluate complications risks, prediction outcomes, and plan the delivery. Case description. Ultrasound examination of the fetus at
31 weeks of gestation has revealed a 29 X 29 mm round tumor with smooth clear contours, homogeneous structure, and moderate
echogenicity in the right periorbital area. The tumor involved all parts of the orbit and extended to the facial structures. Color Doppler
ultrasonography has revealed blood flow within the tumor in several small foci. The diagnosis of “Congenital periorbital hemangioma on
the right” was confirmed by MRI. The male baby was born via vaginal delivery at 38th week of gestation, weight — 3800 g, height —
52 cm, APGAR score — 7/8. The lesion was noted in the right orbital area, rising above the eye, and causing its deformity. The eyelid
was closed. The skin over the tumor was cyanotic, no vascular changes were detected. The baby was examined by neonatologist,
ophthalmologist, pediatric oncologist, and dermatologist. Eye ultrasound as well as CT scan of the orbital region and brain were
performed. The prenatal diagnosis was confirmed, the baby is currently under the care of domain specialists. Conclusion. In utero
periorbital hemangioma in a child is defined (on ultrasound) as uniform structure of rounded shape, medium echogenicity, with presence
of blood flow, it must be differentiated with lymphangioma, dermoid cyst, teratoma of the orbit, rhabdomyosarcoma, meningocele,
or encephalocele. Magnetic resonance imaging is used to verify diagnosis.

Keywords: congenital periorbital hemangioma, ultrasound diagnosis, magnetic resonance imaging
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Puc. 2. MarHuTHo-pe3oHaHcHas Tomorpadus: n306paxeHus BHYTPUYTPOGHOro pe6eHka 31 Hea rectauum ¢ nepuopouTansbHON reMaHrMoMoi
(1 — remaHrmoma, 2 — op6uThl)
Fig. 2. MRl images of the fetus at 31 weeks of gestation with periorbital hemangioma (1 — hemangioma, 2 — orbits)

McTouHuK: HopmypagoBa H.M., 2025.
Source: Normuradova N.M., 2025.

MpepBapuUTenbHbIA AUArHO3

BpoxaeHHaa nepuopbuTanbHas remaHrmoma npaBoro
rnasa y BHYTPUYTPOOHOro pebeHKa C rectalMOHHbIM BO3-
pactom 31 Hep.

AuHamuKa 1 ucxogabl

MoBTOpHOE YNLTPA3BYKOBOE WCCeAOBaHWE BbIMOMHE-
HO B 36 Hep 6epeMeHHOCTU. B nepuog ¢ 31 Hepn oTmeve-
HO yBe/IMYeHWe pa3MepoB remMaHrmombl Ao 32 X 34 mm.
AKyllepaMu-TMHEKONIOTaMK GbiM MPEAJSIOKEHbI OnepaTuB-
Hble poAbl B AOHOLWEHHOM CpoKe 6epemMeHHOoCTU. OaHaKo
6epeMeHHasl U3bsBUAA KeNaHMe POAWTb ECTECTBEHHbIM
nytem. B 38 Hep rectaumy nponsownm poabl, poaunncs pebde-
HOK MY)CKOro nona, macca tena — 3800 r, gnvHa Tena —
52 cm, no wkane APGAR — 7/8 6annoB. B o6nactn npason
opbuUTbl 0OTMEYanocb 06pa3oBaHne, KOTOPOE BO3BbIWANOCh
Haj rnasom, aedGopMmnpysa BEKKU 1 N1LL0. BeKn Gbinn COMKHY-
Tbl, CK/Iepa MOPaXKEHHOro rnasa He onpegenanacb. Koxa
Ha/[l OMyXxo/blo onpeaensnacb CUHIOWHOMO LIBETA, COCYAUC-
TbIX UBMEHEHUN Ha Hen He BbigBNEeHO (puc. 3). PebeHoK

Puc. 3. BHeWHM BUA HOBOPOXAEHHOTO C NnepuopbuTanbHON
remMaHrmomowm crnpasa

Fig. 3. Appearance of the newborn with periorbital hemangioma
on the right

McTouHuK: Hopmypagosa H.M., 2025.
Source: Normuradova N.M., 2025.

KOHCYNbTUPOBAH HEOHATONOroM, opTanbMOIOrOM, AETCKUM
OHKOJ/I0rOM M aepmatonorom. bbliv npoBeaeHbl yabTpassy-
KOBble UCCNefoBaHMA rnasa U KomnbloTepHas Tomorpadus
(KT) opbutanbHom o06aacti 1 ronoBHoro mo3ara (puc. 4, 5).
Ha KT-n3obpaxeHusx onpeaeneHa onyxonb, Ucxoaawas ot
3a[HUX OTAENO0B OPOUTLI U caaBAMBatoWasn rnasHoe S6/10K0
Knepeaun. Onyxonb He NpopacTaeT B MOAOCTb HO3APEN U He
MMeEET CBSA3M CO CTPYKTypamMu Mo3ra.

MporHos

Y pebeHKa C BPOXAEHHOW remMaHrMoMom 60MblUNX
pa3MepoB MPOrHO3 HEeOAHO3HaYHbIN. [emaHrMoma MOXKeT
perpeccupoBaTb B TeyeHne 2—3 neT nMbo octaBaTtbesa 6e3
U3MEHEHUN.

BpemeHHas WwKana

XpoHonorus pas3BUTUS M AMArHOCTMKM 3aboneBaHus
Y BHYTPUYTPOGHOrO M HOBOPOXAEHHOrO pebeHKa npeacras-
JleHa Ha puc. 6.

OBCYXAEHME

MexayHapoaHoe o6lWecTBO NO M3y4eHUo cocyauc-
Tbix aHOManui ISSVA B 2017 . nNpeanoxuno Khaccu-
duumnpoBaTb COCYAUCTble aHOManMKM Ha COCYAUCTble
onyxonu u cocyaucTble Manbdopmaunn [4]. CocyancTtble
onNyxoAn — 3TO HOBOOOGPa30BaHWUS 3IHAOTENMANbHbIX
KNETOK, Cpeau KOTOpbIX WMHbaAHTUNbHbIE W BPOXAEHHbLIE
reMaHrMombl SBASAOTCA Haubosee pacnpocTpPaHEeHHbI-
Mun (y 5-10% mnapeHueB) [4—6]. BpoxaeHHble cocyanc-
Tble ONyXxonu opbuTanbHOW U nepuopbuTanbHOW obnactu
y BHYTPUYTPOOHbLIX AeTer ABASAITCA PeaKMMW aHOoMau-
AMW Pa3BUTUSA, AMArHOCTUPYEMbIMW 3HAYUTENBHO pexe
OPYrnx OnyxosieBMAHbIX 06pa3oBaHWin rofioBbl M LWen [5].
MNepnopbuTanbHas remaHrmoma — po6poKavecTBEHHaAs
cocyguctas onyxonb, GopmupytoLiascsa BCaeacTBMeE SI0Ka-
IN30BaHHON nponundepaunmn amM6proHanbHbIX cocyaos [4].
dopmrpoBaHUE COCYaUCTON CETU OPOUTLI CBA3AHO C MpPo-
LieccamMu aHrmoreHesa v BacKynoreHesa, nponcxoaalmmu
mexay 5-m u 12-n Hen rectaumun [4-6]. B oTanumne ot
MHOAHTUABbHBIX FEMaHrMOM, KOTOpble XapaKTepuayloTcs
nocTHaTaNbHOM $a30M aKTMBHOIO pOCTa, BPOXKAEHHbIE
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Puc. 4. KomnbloTepHas ToMorpadus: M3o06parkeHnss HOBOPOXKAEHHOro peGeHKa ¢ nepnopbuTanbHOM reMaHrnomon cnpaBa
Fig. 4. CT images of the newborn with periorbital hemangioma on the right

UcTouHuKk: HopmypagoBa H.M., 2025.
Source: Normuradova N.M., 2025.

Puc. 5. 06beMHasn pPeKOHCTPYKLUS KOMMbIOTEPHON TOMOrpaMMbl

rofoBbl M 061aCTU rMa3a HOBOPOXKAEHHOIo pebeHKa

C nepuopbuTanbHOM reMaHrMoMow cnpaBsa
Fig. 5. 3D reconstruction of CT examination of the head and eye
area of the newborn with periorbital hemangioma on the right

UcToyHuK: Hopmypagosa H.M., 2025.
Source: Normuradova N.M., 2025.

reMaHrMoMbl MOJHOCTbIO QOPMUPYIOTCA BHYTPUYTPOOL-
HO W XapaKTepu3yloTcs 3pesion COCYAUCTOM CTPYKTypou
npu poxaexHuu [4-6].

[emaHrMoMa MOXKET perpeccupoBaTtb B TedeHue 2—3 net
NM6o ocTaBaTbCcs 6€3 uaMeHeHun [7]. B 3aBucumocTu ot
CMOCOBHOCTU K MHBOMOLMKN BbIAENSAIOT 3 BMAE rEMaHrMoM:
6bICTPO MHBOMOUMOHMPYOWKne — RICH (rapidly involuting
congenital hemangioma), HenHBontounoHupytowme — NICH
(non involuting congenital hemangioma), 4acTU4HO WHBO-
moumnoHupyowme — PICH (partially involuting congenital
hemangioma). MHbaHTUIbHbIE TEMaHrMOMbl XOPOLWO MOA-
Jatotes Tepanum nponpadononomMm [3]. OaHako umetoTcs
COOBLLEHUS O NONOXKUTENBHOM pe3yNbTaTe iedyeHns nponpa-
HOMOJSIOM U BPOXAEHHbIX GopMm. MpU BPOMXKLEHHOW reMaH-
rMOMEe MOXET BO3HWKHYTb HEeOOXOAMMOCTb XUPYPru4ecKo-
ro BMellaTenbCTBa WMAM 3MO0AM3aLuKU, MPU MacCUBHOM
BaCKynapusaLmMm — PUCK reMOAMHaMUYECKUX HapyLleHUH
B HeoHaTta/lbHOM nepuoge [1]. MporHo3 Ana coxpaHeHus
rnasa 3aBWUCUT OT CTEMEHU Pa3BUTUS CAABJIEHUSA 3pUTENb-
HOro HEpPBa, HapyLIeHWs MHHepBaLUuK 1 ero atpoduu [1, 6].
HecMoTpa Ha OTHOCWUTENLHO 61aronpUATHLIM NOCTHaTab-
HbIM MPOrHO3 MpU remMaHrmomax, obpasoBaHUs 60/bLUMX
pa3mepoB B nepuvopbutanbHOM o61actv MOryT NpMBOAWUTb
K CMELLEHMIO rMas3Horo A6s10Ka, KOMMPECCUU 3PUTENBHOMO
HepBa W HapyLleHUIO 3aKpbITUSA BeK [6].

Puc. 6. [aLmeHT ¢ BPOXAeHHOW nepruopbutanbHOM reMaHrMOMOR: XPOHOIOrMA pa3BUTUA 60NE3HU U AUArHOCTUKM OMYyX0Jn
Fig. 6. Patient with congenital periorbital hemangioma: disease chronology and tumor diagnosis
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MpeHaTanbHasa ynbTpa3ByKoBas AMarHoCTMKa nepuop-
OuTaNbHbIX rEMaHrMomM MMeeT pellatollee 3HavyeHue ans
onpeaeneHns TaKTUKKM BefeHus 6epeMeHHOCTH, NepuHa-
TanbHOro HabGNAEHUS W NNaHUPOBaHUA HeoHaTonormye-
CKOWV nomouu [6].

Mpn ynbTPa3BYKOBOM MCCNEA0BaHUN KPYMNHbIE reMaHrmo-
Mbl BMU3yann3upyloTCs Kak CMeLWaHHOM 3XOreHHOCTU obpa-
30BaHus B 061aCTU BEK, MasHULbl UKW nepruopbuTanbHbIX
TKaHel. YacTto oTMevatoTcsl YeTKMe KOHTYpbl, OAHOPOAHAas
WM HeofHopogHas CTpyKtypa [1]. OCHOBHbIM KpuTepuem
reMaHrMomMbl B MpeHatanbHOM Mepuoae SBASETCH Hanuvue
WHTEHCUBHOM BacKynsapusdaluu, NUTaloLmx COCyAoB, BbICO-
KOCKOPOCTHOrO apTepuanbHOro KpoBOTOKa [8], 4TO MoXKeT
NPMBECTU B HEKOTOPLIX Cly4YasX K PUCKY cephevHon nepe-
rpy3ku [8]. YnbTpa3ByKoBble AnddepeHLManbHO-AMarHocTm-
YeCKWe NpU3HaKK BKIKOYaAIOT B Ce6S CTeneHb BacKynsapuaa-
LMW, KUCTO3HOCTb, Hann4mMe KOCTHbIX AedeKTOB U xapaKTep
MSAFKOTKaHHOW MHOUNbTPaumu [1].

TpexmepHble MeToabl YTOYHAT o6bemM o6pa3oBaHuUA
N apXMTEKTOHWKY COCYAOB, YTO NOBbIWAET TOYHOCTb BU3Yya-
NM3aunn, NO3BOASET NOMAYYUTb HarNaAHble axorpamMmbl ANs
KOHCYNbTUpoBaHUsa cembu [8]. MPT urpaet 60/bliylo posib
B AnddepeHumanbHON AMarHoCTUKe onyxosien opoutanbHOM
W nepuopobuTanbHoM obnacTten, a TaKkkKe Hal3albHbIX JHLe-
danouene v rnvom [3]. MNMpu BbISBAEHUN NEPUOPOUTANIBHOIO
obpas3oBaHus y BHYTpUyTpoOHOro pebeHka MPT nossonsert
OLeHWUTb BOBNIEYEHUE MNa3HULbl, BEK, MATKUX TKaHeW nuua,
BO3MOXHOE BHYyTpPUYEpernHoe pacnpocTpaHeHue Onyxonu
1 ee CBA3b C KOCTHbIMU CTPYKTypamu [3].

Mpu 60nblIKMX pa3dMepax reMaHrMom, 0CO6EeHHO Ha nuLe,
BOJIOCMCTOM 4acCTW rofnoBbl M B 06nacTu len, Heobxoau-
MO BKIOYMTb B AuddepeHumanbHbii psg cuHapom PHACE
(posterior fossa malformations, hemangioma, arterial
anomalies, coarctation of the aorta/cardiac defects, and
eye abnormalities) [9]. BnepBble 3TOT CHHAPOM OMMcanu
|.J. Frieden n coaBT. (1996) [10], 06beanHUBLLME NOPOKKN pas-
BUTUSA 3aAHEN YEPENHON AMKK, reMaHrMomy, aptepuanbHble
aHoMaNuK, KoapKTaluio aopTbl / MOPOKM cepaua U aHo-
Manuun rmas [10]. B 2016 r. mexaucuuninHapHasa rpynna
B COCTaBe HEMpopagMosioroB, HEMPOXMPYProB, HEBPOSOroB,
KapAnonoros, KapauvoTopaKanbHbIX XMPYPros, AepMaToso-
roB, OTOPWUHONAPWMHIONOrOB, rEMaTOOHKOMOroB W cneuua-
JINCTOB MO NAaCTUYECKOM XMPYprun onybauvkoBana HoBble
peKkomMeHJaLmMK No AUarHoCTUKe U HabNoAEHUIO NaLMEHTOB
¢ cuHgpomom PHACE [10, 11]. MNpu KpynHbIX pa3mepax
reMaHrMombl, 0CO6EHHO pa3BUBalOLLENCSA Ha NiMLE, BEPOST-
HOCTb coyeTaHus ¢ cuHapomom PHACE coctaBnset 20—31%.
CuHapom PHACE accounupoBaH NpenMMyLleCTBEHHO C XKEH-
CckuM nosiom (9 : 1). Hanbonee 4vacTbiMM NPOSIBNEHUAMM
CUHAPOMa ABASAIOTCA reMaHrnoma v LepebpoBacKynspHble
HapyweHuns (83—91%), a Takke cepaeyHble (41-67%) name-
HeHusa [9, 12]. PacnpocTpaHEeHHOCTb BPOMXAEHHbLIX MOPO-
KOB cepaua y nauneHtoB ¢ cuHapomom PHACE coctaBnsier
41-67%, Npy 3TOM KOApPKTaLMS aopTbl ABNSETCS NPUYUHOM
19-30% atux cny4yaes [9, 12].

B npeHatanbHOM nepuoge nepuopOuTanbHyl0 remax-
rmomy Heobxoanmo anddepeHUMpoBaTb TaKKe € Apyru-
MW 06bEMHbIMW 06PaA30BaAHUAMMN OPOUTBI U MATKUX TKaHen
nmua — nMMQPaHrMomMon, KoTopas 4alle MHOrokamepHas,
C XXWAKOCTHbIMU BKIOYEHUAMM, 6€3 3HAYMMOro KPOBOTOKa,

OEPMOUAHON KMUCTOM C aBaCKYNspPHOW CTPYKTYPOW, HepeaKo
C KanbUWHaTamu, TepaTtomMon OpOUTbl C MHOXECTBEHHbI-
MU TKaHEBbIMW KOMMOHEHTaMW, BblpaXEHHON reTeporeHHo-
CTblO, YaCcTO HaMYMEM KOCTHbIX UK XPSLLEBbIX 3/1EMEHTOB,
MEHUHrouene unu aHuedanouene, Kotopble UMET CBA3b
¢ fedbeKTaMMn KOCTEN yepena C HanM4yMeM MO3roBOWM TKaHU
WM NIMKBOPa BHYTPU 06pa3oBaHus, pabaoMMOCapKOMOM
C rpy6bon HeogHOPOAHOCTbIO, cnabbiM KPOBOTOKOM, arpec-
CMBHbIM POCTOM, KOTOpas UCKIOYUTENBHO PEAKO BCTpeYaeT-
cq B NpeHaTanbHOM nepuoge [1]. MNepuopbutanbHylo reMaH-
FMOMY HYXKHO AnddepeHLnpoBaTh eLLe 1 OT BHYTPUYEPENHbIX
reMaHrMom, KoTopble Yalle pa3BuBatoTcs B TBEPLON MO3ro-
BOM 060/104KE C IKCTPaKpaHuanbHbiM pocTom [1, 13, 14].

K op6butanbHbiM 06pa3oBaHUsAM, C KOTOPbIMU HEOOBXO-
anmo anddepeHumpoBaTb nepuopbuTanbHble reMaHrMomsl,
MOXHO OTHECTM BPOXKAEHHYIO KaTapaKTy, pa6aoMuocapKo-
My, peTMHo6nacTomy, K napaopbuTanbHbiM 06pa30BaHu-
AM — JaKpuouumcTouene, HasasbHylo rmuomy [1]. Hanpumep,
peTMHobnactoma — 3TO 3/10Ka4eCTBEHHAsA OMyxo/b ceTyaT-
KW rnasa, Kotopas pa3BuBaeTcs M3 HeanddepeHLMpoBaH-
HbIX 3MOPUOHaNbHbLIX TKaHEW HEMPOIKTO4EePMbl C HacTOTOM
1 Ha 15-30 TbiC. HOBOPOXKAEHHbIX [15]. Onyxonb AOBOMILHO
ObICTPO MpopacTaeT B TKaHW rNasa, pacnpocTpaHseTcs no
ero opbute, 3pUTENbHOMY HEPBY, MeTacTa3upyeT B LEHT-
panbHylo HEPBHYIO CUCTEMY U OTAANIEHHbIE opraHbl [15].

B TeyeHun remaHrnombl BblgenstoT 3 dasbl: nponunde-
paumio (C yCUEeHHbIM POCTOM B NepBble 5 Mec KU3HU), CTa-
6GUNMU3auUMIO M CMIOHTAHHYIO MHBOMOLMIO (ANUTCa rogamu) [9].
BpoxkaeHHble remMaHrMombl NOMHOCTbIO CHOPMUPOBaHbI
K MOMEHTY POXAEHWS, OHU MOryT ObICTPO pacTu B MpeHa-
TanbHOM Nepuoje v GbICTPO perpeccMpoBatb B NocTHaTas b-
HOM [9]. HeKoTopble 13 3TUXx 06pa30BaHUI MHBOJOLMOHU-
pyloT ropasgo ObicTpee, Yem WMHdaHTUAbHAA remMaHrumoma,
B TO BPeMS KaK Apyrue He nponndepupytoT, pacTyT Nponop-
LIMOHaNbHO pocTy pebeHKa, HO HWKOrga He noaBepraloTcs
nHBontoumn [4]. BpoxKaeHHble reMaHrmoMbl noapasaenstoT-
CA Ha [Ba OCHOBHbIX TUMNa: ObICTPO WHBOMOLMOHMPYOLWAs
BPOXAEHHas remaHrmoma v HEMHBOMIOLMOHMUPYIOLLAs BPOXK-
[JeHHasa remaHrnoma. Mx obliaa yactota CoCTaBnAseT MeHee
3% oT BCcex MHDAHTUbHbBIX reMaHrom [4].

Momnmo RICH u NICH, B nuTepaType onucbiBaeTcs U Tpe-
T TN — PICH [4, 16].

Hawnbonee 4yacraa nokanusaumsa RICH — 370 KOHEYHOCTH,
ronosa unu wes [17-19]. Y 6onblimnHcTBa MnageHues ¢ RICH
B Te4yeHue nepsbix 6—14 Mec XU3HU MHBONOLMS, 3aBepLua-
ACb, OCTaBASAET NYCTON MELIOK M3ObITKa KOXMW. Y HEKOTOPbIX
nauveHToB ¢ RICH nHBOMOLMSA MOXET ObiTb ObICTPOW CHa-
Yana, HO HEenosHOW, OCTaBfAS COCYAUCTYIO ONSALWKY C rpy-
60V TeneaHrnaKrasvemn u nepudepuyeckon cuHeBaTo-6enom
KanmoM [4, 16]. TakKe y HeKoTopblx nauneHToB ¢ RICH moryT
HabnoaaTbCsi TPAH3UTOPHANA Nerkas Uan ymMepeHHas TPpoM-
6ounToNEeHUs, Koarynonatusa noTpebseHns ¢ NoBbILEHUEM
ypoBHs D-gumepa [20].

NICH gnarHocTupytoT 3HauuTensHo pexe, yem RICH-ony-
xonu [4, 16]. 3a 10-neTHui nepuoa B 3 KPYMnHbIX y3Kocne-
LlMann3nMpoBaHHbIX KIMHWKaX COCYAUCTbIX aHOManuh 6bino
onucaHo Bcero 53 cnyyas, 4Yale y AeTer MYXCKOro nona
(3:2)[4, 16]. Bce HoBoOGpa3oBaHUS 6blIM BPOXKAEHHbIMU
W OAMHOYHbIMW. BOMbLIMHCTBO HOBOOGPA30BaHMI pacnona-
ranocb Ha rosioBe U Luee, TyNOBULLE WM KOHEYHOCTSX [4, 16].
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NICH, KaK npaBuio, nmetoT 6AALWKOBUAHYIO UKW BbIMYKAYO
dopmy, po30BO-GMONETOBOrO LIBETA C BbIPAXKEHHOW Ipy-
60 TeneaHrnMakrasnemn Ha NoBepxHoCcTU. Oyarn MoryT 6biTb
Tennee npu nanbnauuu, Yem OKpyKalolwas HopmasbHas
Koxka [4, 16].

CoBpeMeHHble peKomeHZaluuu no BeaeHuto 6epeMeH-
HOCTM NPW BbISIBIEHWUM OMNYXONEN Y BHYTPUYTPOOHOIO pebeH-
Ka nogyepKMBalOT HEOBXOAMMOCTb MEXAWCUMNIMHAPHOIO
nogxoda — y4yacTusl aKylepa-rMHeKosora, Bpada ynbtpa-
3BYKOBOW AMArHOCTUKMK, paguosora, HeoHaTonora, odranb-
MoJiora, AETCKOro OHKosiora [1]. TaKTMKa npeHaTtanbHOro
BeeHUs NaLMEeHTOK BKIOYaET AMHAMUYECKOE YNbTPa3BYKO-
BO€E uccneaoBaHue Kaxkable 2—4 Hepf C OLLEHKOW cepaeYvHon
dyHKUMK pebeHKa, a TaKXe NnaHupoBaHMe poJopaspelle-
HUS [8, 19]. BONbLIMHCTBO BPOX/AEHHbIX rEMaHrMOM OCTaloT-
¢Sl cTabunbHbIMKM 40 POAOB. PelleHne 0 cpokax u cnocobe
pofopaspelleHns onpeaenseTcs akylwepCKUMU NoKa3aHu-
AMU, OAHAKO MNPV MacCMBHbIX 06pas3oBaHuaX, Aedopmu-
PYIOLLMX NMLO, MOXKET 06CYyXAaTbCA MNIaHOBOE KecapeBo
ceyeHue [8, 20].

B nocnefHee Bpems o6CyxaaeTcs LenecoobpasHoCTb
NPUMEHEHUS MNponpaHonofa ANla nevYeHUss UHPaHTUIbHbIX
reMaHrMom npu HannMyMu NoKasaHwm 415 CUCTEMHOMO neye-
Hus [9]. Mpu cuHapome PHACE npumMeHeHMe nponpaHonona
cnefyeT paccMaTpuBaTb C OCTOPOXKHOCTLIO M3-3a PUCKa YCY-
ry61eHUs CHUXKEHMS KPOBOTOKA, CBA3AHHOI0 ¢ aHOMansamu
cepaua u ayrn aoptbl [21]. Mo aaHHbIM D. Metry n coaBrT. [21],
NevyeHne nponpaHononoMm y Aeter B Bo3pacTe A0 8 Hea
C CONYTCTBYIOWNMMN CEPAEYHO-COCYAUCTBIMU U pecnmnpaTop-
HbIMK 3ab60neBaHMAMM OCYLECTBAAIOT B CTaLMOHapPHbIX
yCNnoBusX, AeTaM 6e3 Kakux-nnbo conyTcTBylowmnx 3abo-
NeBaHW peKoMeHZyeTcs MpoBedeHWe Kypca B AOMallHMX
ycnosuax. OnTumanbHaa [o3a noabupaetcs MeaneHHo,
4TO6bI MUHUMU3MPOBATb Pe3KUEe nepenagbl apTepuanb-
Horo gaBneHus [9, 14, 21]. HavanbHaa go3a cocTaBnsieT
0,5-1 Mr/Kr/cyT B NepByl0 Heaento C NOCTENEHHbLIM YBEU-
4yeHuneM 10 2—3 Mr/Kr/cyT ABa UNu TpU pa3a B CYTKK [9].

3AKJ/IIOYMEHUE

BpoxaeHHas nepuop6utanbHas remMaHroma 6osbLinx
pa3mMepoB fABAAETCH PEAKOW, HO KIMHWYECKM 3HAYUMOW
natosiorMen, Cnoco6HOW BAMATL Ha PasBUTUE NA3HULIbI
W 3PUTENbHBIX CTPYKTYp. lpeHaTanbHas oLeHKa pasMepos
reMaHrMoMbl MU MHTEHCUBHOCTW KPOBOTOKA MO3BOJISET 3apa-
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O60cHOBaHHe. ATUMUYHLIA FeMOJINTUKO-YpeMUYeCcKuii cuHapom (al'YC) — opgaHHOe XpOHMYecKoe cUcTeMHoe 3abo-
JleBaHne, BO3HUKalLlLee BCe[CTBME HEKOHTPOJIMPYEeMON aKTMBaLuMn ajibTepHaTUBHOIO MyTU KOMIIJIEMEHTa U pa3BuTUS
KOMIM/IEMEHT-0rocpeaoBaHHON TPOMOOTHYeCcKoN MuKpoaHruonatumn (TMA). [AnarHocTmka 3a60aeBaHUs faxKe Mpn Haamuymm
K1aCCUHECKUX MPU3HAKOB MOXKET BbI3biBaTb 3aTpyAHEHUS. OnucaHUue KIMHHUYECKoro ciayyas. [lpeicTaB/ieHo oncaHue
KanHu4yecKoro caydas al'yYC y pebeHka B Bo3pacTe 5 nert. [lnarHoctrka 3aboseBaHus 6bisia CONnpsixKeHa co 3Ha4YnuTeIbHbIMMU
TPYAHOCTSIMU B CBSI3U C Ha/muymem Kym6e-no3nTMBHON reMoanTmyeckor aHemmn. [narHo3 al’yC 6bin1 ycTaHOBEH HA OCHO-
BaHuK peumuanBupyrollero tedeHms TMA co CHMXKEHHOM KoHUeHTpauuen C3-KOMMNOHeHTa KOMMIEMEHTa M Han4ms npu-
3HaKOB M0IMOPraHHOro nopaxkeHus. Tepanus aKyan3ymabom rnpusesa K 6bICTPOMY HaCTyrnIEHUIO peMUCCHU. 3aKllo4eHHne.
be3 natoreHeTudecKo# Tepanuu TedeHue al'YC HOCUT Mporpeccupylolymii xapaktep € Heb6a1aronpusTHbIM POrHO30M.
CBoeBpeMeHHas AMarHoCcTuKa 60/1€3HM, KOTopasi CBOAMUTCS K UCKITIOYEHMIO APYrX aTno0rn4eckux paxktopos TMA, no3so-
JNISIeT Ha3Ha4YuTb KOMIMAEMEHT-610KUpYyIoLLYI0 Tepanuio. locneaHsas npeaoTBpalyaeT pa3BuTUe NOJMOPraHHOro MopaXKeHus
M Croco6CTBYET JOCTUIKEHUIO CTONKOM peMuccumn Ha poHe NojaepIKmMBatoLLen Teparnmm.

KnroyeBblie cnoBa: atunmyHbIN reMOoJIMTUKO-YPEMUYECKMIA CUHAPOM, AETH, KITIMHUYECKUI CJlydai, TPOMOOTUYECKash MUKPO-
aHrnonatus, anpdepeHymanbHas anarHoctmka, Kym6c-no3uTMBHas reMoinTnieckas aHeMus, KOMaeMeHT-6/10KupytoLas
Tepanus, aKym3ymao

Ansa yntnpoBanms: Kanaes [1.C., Hactaywesa T.J1., Yuuyyra E.M., CnunubiH U.H., CkopnKoB H.A. ATUNUYHbIN FEMONIUTUKO-Ype-
MUYECKUIK CUHAPOM C NMOSOXKUTENIbHON NPsiMON Npo6on Kym6ca: KNMHUYECKKIA cnydan. Bonpockl cOBpeMeHHOM negunaTpum.
2026;25(2):108-114. doi: https://doi.org/10.15690/vsp.v25i2.3026

OBOCHOBAHME KomnnemeHTa [1, 2]. B pe3ynbrate pa3BuBaeTcs Komne-
ATUMUYHBIA FEMONUTUKO-YPEMUYECKUM cnHapoM (alYC) — MEHT-oMnocpeaoBaHHasa TPOMOBOTUYECKass MUKpoaHruona-
opdaHHOE XpPOHMYECKoe cUCTeMHoe 3aboneBaHue, Bbl- TMa (TMA) ¢ nopakeHuem 3HAOTENNs COCYA0B MWKPOLMP-

3BaHHOE TEHETUYECKUMMK abeppauusamu, NPUBOAALIMMU KyJIITOPHOTrO pyc/ia, B MepBylo o4Yepeflb, COCYNOB MOYEK,
K HEKOHTPOSIMPYEMOM aKTUBaLMK anbTepHaTUBHOIO MyTu ¢ o6pa3oBaHMeM TPOMOGOB, TPOMGOLIMTOMNEHWEN MOTPED-
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Atypical Hemolytic-Uremic Syndrome with Positive Direct
Coombs Test: Case Study

Background. Atypical hemolytic-uremic syndrome (aHUS) is an orphan chronic systemic disease resulting from uncontrolled activation
of alternative complement pathway and development of complement mediated-thrombotic microangiopathy (TMA). Its diagnosis can be
challenging even in cases with classic signs. Case description. This study describes clinical case of aHUS in 5 years old child. Disease
diagnosis was associated with significant difficulties due to Coombs-positive hemolytic anemia. aHUS diagnosis was established based on
recurrent course of TMA with a reduced level of complement C3 component and signs of multiple organ damage. Eculizumab administration
led to rapid remission. Conclusion. aHUS course is progressive and has unfavorable prognosis with no pathogenetic therapy. Its timely
diagnosis, mainly based on exclusion of other etiological factors of TMA, allows us to prescribe complement-blocking therapy. Such
treatment prevents the development of multiple organ damage and promote stable remission along with supportive therapy.

Keywords: atypical hemolytic-uremic syndrome, children, case study, thrombotic microangiopathy, differential diagnosis, Coombs-
positive hemolytic anemia, complement-blocking therapy, eculizumab

For citation: Kalaev Dmitry S., Nastausheva Tatyana L., Chichuga Ekaterina M., Spitsyn llya N., Skorikov Nicolay A. Atypical
Hemolytic-Uremic Syndrome with Positive Direct Coombs Test: Case Study. Voprosy sovremennoi pediatrii — Current Pediatrics.
2026;25(2):108-114. (In Russ). doi: https://doi.org/10.15690/vsp.v25i2.3026



NIEHUST U HEMMMYHHON MUKPOAHTMOMNaTUY4ECKON reMOonuTH-
yeckon aHemuen (MATA) ¢ pasnnyHbiM 06BEMOM MOpaXke-
HUS cMcTeM opraHoB. lNpu 3ToM, KaK NpaBuio, HapylleHus
KoarynsiuMoHHOro 3BeHa remocTas3a OTCYyTCTBylOT [2-4].
MepBuryHas TMA MOXeT ObITb FreHETUYECKM 0OYCNOBNEHHOM
(BpoXKAEHHOWM) 1 NpruobpeteHHon. BropuyHasa TMA passuBa-
eTca B pe3ynbraTe MHOEKLMOHHbIX (BKItoYas STEC-TYC —
rEMOSIMTUKO-YPEMUYECKUIN CUHAPOM, BbI3BAHHbLIA LUKra-
TOKCUH-Npoayumpytowen Escherichia coli) 1 ayTOUMMYHHbIX
3ab60n1eBaHni, 3M10Ka4YeCTBEHHOW TUMNEePTEH3UK, OMyXOonu,
6epeMeHHOCTH, Nocne TpaHcnaaHTaumMM opraHoB, Ha ¢oHe
npuema HEKOTOPbIX IEKAPCTBEHHbIX NpenapaTos [2, 3].

3aboneBaemocTtb al'YC B ABcTpanuu coctasnsiet 0,44 Ha
1 mnH YyenoBeK B rof [1], B EBpone — 0,23-1,9 Ha 1 mAH
B rog. B petckon nonynduum 4vactoTa 3abo0neBaHWA He
3aBucut oT nona [1, 5]. B Poccun 3aboneBaemoctb alyC
cocTaBnsieT okono 0,8 Ha 1 M/IH AETCKOro HaceneHus B rog,
pacrnpoctpaHeHHOCTb — 1 Ha 143 TbiC. AETCKOW nonyns-
umn [1]. BaprabenbHOCTb pes3ynbTaToB 3nuMaemMuonornye-
CKMX UccnefoBaHUi 06ycnoBieHa UCNoNb30BaHWEM Pa3HbIX
Kputepues npu onpeaeneHuun cnyvyaeB alYC n BO3MOXHOM
rMnoanarHoCTMKow 3aboneBaHus [6].

[eHeTM4yeckne dakTopbl pa3Butusa alYC pa3Hoo6pasHbI
M BK/IOYAOT NEPECTPOMKM B CUCTEME FreHOB BGENKOB KOoMMJie-
meHTa (CFH, CFl, CFB, CD46/MCP, THBD, CFHR1-5), a TaKe
naToreHHble BapuaHTbl FrEHOB, HEe CBA3aHHbIX C KOMMIEMEH-
ToM (DGKE, INF2) v BbI3blBalOLMX AEPEKTHBIN META60IN3M
Kobanamura C (MUT, MMAA, MMAB) [2, 3]. MaTonornyeckas
aKTUMBaLMS anbTEPHATUBHOIO MyTW CUCTEMbI KOMIMJIEMEHTa
npu al'YC npnBoanT K 6ECKOHTPOIbHOM NPOAYKLMKU MeMbpa-
HOaTaKyLWMX KOMNNEKCOB. MNocneaHne Bbi3blBalOT MOBPEXK-
JeHWe aHJoTenusa ¢ nocneaylowmm obpasoBaHmem TpoM60B
B MWKpOLMPKyNnaTopHoMm pycne [1, 2].B HacTosiuwee Bpems
alYC gaBngetca AvMarHo30oM WcKNto4veHus. KnuHuveckrmu
nposiBIeHNnIMMU 60ne3Hu aBasaTca npusHakn TMA: MATA
C oTpuuaTteNbHOM npsamMon npo6on Kym6ca, TpOMOGOLMTO-
neHus notpebneHns, NopaxKeHus CUCTEM OpraHoB BMIOTb
[0 NOSIMOPraHHOM HEeAOCTaTOYHOCTU C MPEUMYLLECTBEHHbBIM
nopaxkeHmem noyeKk. OTpuuaTenbHbI pe3dynbraT NpPsSMown
npo6bl Kym6¢ca npn MATA No3BONSET UCKIIOYUTb UMMYHHYIO
npupoay remonm3a [1, 2, 7]. NonoxutenbHasa npoba Kymbca
npu al'YC paHee He 6bina onucaHa. Takas Haxodka Tpeby-
€T WCKJIYEHNUST ayTOUMMYHHOW TEMOIMTUYECKON aHEMUMU,
cuHapoma Puwepa — 3BaHca, pnlYC [1, 8, 9]. C uenbio
WUCKIOYEHUS APYrMX MEPBUYHbIX M BTOPMYHbIX TMA npoBo-
AMTCS onpeaeneHune Wwura-TokcMHa (Stx) B KpoBM, a TaKke
natoreHHblx E. coli u Shigella dysenteriae B Kane MeTooM
nonumepasHon uenHon peaxkuuun (MUP) ona uckiodeHus
STEC-I'YC; onpeneneHue aktuBHocT ADAMTS13 ans uckno-
YeHUs TPOMBOTMYECKOM TPOMOOLIMTONEHUYECKON Mypnypbl;
UCKtOYEHUE MHDEKLMM NPU FrEMOSIMTUKO-YPEMUYECKOM CUH-
Apome, accouunMpoBaHHOM co Streptococcus pneumoniae
(pnTYC); onpepeneHne MaKpouuTo3a, MeTabosIM4ecKoro
auMposa, rmneproMoLMCTUHEMMM, NMOBLIWEHUS METUAIMANo-
HUNKaPHUTMHA U MPONMUOHWAKAPHUTUHA B KPOBM AJ1S UCKIIO-
yeHus cbIC-TYC [1-3]. dPakTopamu, NOATBEPHKAAOLWMMMU
al'YC, aBnatoTca ceMenHbln aHaMmHe3; MmaHudecTaums nocne
TPUITEPHOro cobbiTvS, BKIOYasA AMapeto ¢ oTpuuaTebHbIM
pe3ynbTaToM noceBa Ha E. coli, S. dysenteriae B Kane; BOn-
HOOGpasHble 3NM304bl FEMONN3a U CHUKEHWS KOonMyecTBa
TpomboumMToB B AebioTe 3ab6oneBaHus; pa3BUTME BHENOYEY-
HbIX MPOSIBAIEHUMI C NPOrpeccupoBaHUEM BMAOTb A0 MOMU-
OpraHHOW HeOOCTaTOYHOCTWU; MNaTOreHHble reHeTU4yeckue
abeppaunn NPoTEMHOB CUCTEMbI KOMMNEMEHTa, TepaneBTu-
YECKMI OTBET Ha NaTOreHETUYECKYIO KOMMIEMEHT-6/T0KMUPY-

olyto Tepanuto. OTCyTCTBME NaToreHHbIX BapuaHTOB reHoB
6eNKoB KOMMEMeHTa He NPOTUBOPEYUT aAnarHosly al'yYC [1].

be3 ncnonb3oBaHWs NaTOreHETUYECKOW Tepanuu, npu
ecTecTBeHHOM TeyeHue al'YC NporHo3s ans XU3HW 1 coxpa-
HEHMS MNo4vyeyHOoM OYHKUMKM aBnseTcd HebnaronpuaTHbIM.
JNetanbHoCTb gocturaet 25% B aedtoTe 3aboneBaHma n 50%
B C/lly4ae pa3BUTUS XPOHMYECKON 60ME3HM NOYEK B TEYEHUE
nepBOro rojga nocne AuarHoctupoBaHusa alYC [10, 11].
PeunavBbl 6€3 KOMMNEMEHT-6/I0KMpPYIOLLEN Tepanun BO3-
HUKaloT B 46,5%, Toraa Kak Ha GpoHe MPUMEHEHUS IKYNK-
3ymaba — To/AbKO B 5% cnydaeB [12]. [pn KOMNNeEMeHT-
G/IOKUpYIOLLLEN Tepanuu B TevyeHue 6 mec y 6onee 4yem
NMOMOBUHbI MaLMEHTOB YBENMYMBAETCA CKOPOCTb KJy6OY-
KoBOW ¢wunbTpaumm (Ha 25% OT UCXOAHOM) M CHUXKaeTcs
avanus-zaBucumocTb [12]. MauneHTbl 6e3 Tepanuu 3Ky-
NM3ymaboMm B aHaNIOrMyHbIE CPOKMU HYXAAKOTCH B 3aMeCTu-
TeNbHOM NovyeyHoun Tepanuu [12]. B 10 e BpeMs HeKoTopble
naunveHTbl OCTaloTCa Ha Avanu3e faxe Ha doHe Komnne-
MEHT-6/IOKMpPYIOLLEN Tepanuu, 4To 0OyCNOBEHO, B NepBYO
oyepefllb, OTCPOYEHHbLIM Havyasom NMpUMeHeHUs aKyIM3yma-
6a[11]. Mo3aHee Ha3HavyeHWe NpenapaTa (bonee 4em Yepes
2 Hep oT gebloTa) TaKKe oaMH M3 GaKTopoB Hebnaronpu-
ATHOro nNporHo3da [11]. AtununyHbin 'YC gBngeTcs He TONbKO
KIIMHUYECKON, HO M 3KOHOMWYECKOM MNpo6remMon B CBA3MU
C BbICOKOM CTOMMOCTbIO 3Kyn1n3ymaba n ero aHanoros [12].
[penapaT, Kak npaBWno, NOCTaBNAETCH [ANA KOHKPETHOro
nauueHTa Cc ycTaHOBNEHHbIM anarHo3om al'yYC.

Huxke npefctaBneHo KIMHUYEeCKOoe HablofeHue nauu-
eHTa ¢ al'YC 1 MHOroOKpaTHbIM MOJIOXKUTENbHbBIM PEe3y/bTaToM
npsiMon npo6bl Kym6ca, 4To 3aTpyaAHWI0 YCTaHOBEHWe anar-
HO3a U OTCPOYMUIO MHULMALIMIO MaTOreHeTUYECKOM Tepanuu.

KNUHUYECKHUIA NPUMEP

O naumeHTe

PebeHok L., Bo3pact 5 net, noctynun c anobamu
Ha BbIpaXeHHyYO €nabocCTb, COHIMBOCTb, UBMEHEHUE LIBETA
MOYM.

AHamMHe3 6o11e3HH1. Co CNoB Mambl, 3a6onieBaHne Hava-
NI0Cb C MOBbIWEHUA TemnepaTtypbl A0 GebpuibHbIX LUbP
6€e3 ApYrnx KIMHWYECKUX MPOSIBIEHWUI, FOCMUTANN3NPOBaH
B MHMEKLUMOHHOE oTaefieHne 06MacTHOM [OETCKOW KIIMHU-
yeckon 6onbHuubl (OKB) N2 2, rae Ha3HayeHbl yMUbEHO-
Bup, dypasonnaoH. Ha poHe Tepanum aBarkabl OTMEYaancb
nogbeMbl Temnepatypbl 40 ¢ebpunbHblX Lndp nocne Hop-
Manu3aumm TemnepaTtypbl. Ha 7-e cyt 6one3Hun Ha doHe Tpe-
Tbero anu3oga runeptTepmMum U3MeHuNcs LBET Mo4u (LBET
Kode), pebeHOK CTan MasoOKOHTaKTeH, anneTuT CHU3UACS,
nosiBunacb pBoTa. [lepeBefeH B oTaeneHue peaHumaluu
W UHTEHCUBHOM Tepanun (OPUT) ana MHPEKUMOHHbIX 60/b-
HbIX. B pesynbrate ob6cnefoBaHUs BbISB/IEHbl aHEMUA —
102-89 r/n (Hopma 110-140 r/n), TPOMGOUMTONEHNT —
154-52 X 109/n (Hopma 160-390 X 109/n), runep6uu-
pybuHemus — 30,6 MKmonb/n (Hopma 5-20 MKmonb/n),
MOBbILLIEHWE aKTUBHOCTU anaHnHamuHoTpaHcdepasbl (AJT)
no 120 Ea/n (Hopma 7-40 Eg/n), acnaptataMuHoTpaHcde-
pa3sbl (ACT) — no 410 Ea/n (Hopma 7—-40 Ea/n), naktataerna-
poreHasbl (14 — po 4730 Ea/n (Hopma 230-460 Ea/n),
KOHLEeHTpauMmM mMoyeBuHbl — Ao 15,4 mmonb/n (Hopma
1,7-8,3 MmM0onb/n), KpeaTuHUHa — A0 162 MKMOnb/n (Hop-
Ma 18-62 mKmonb/n), C-peaktuBHoro 6enka (CPB) —
o 29,3 mr/n (Hopma 0—5 mr/n), npokanbuntoHuHa (MKT) —
1o 105 Hr/mn (Hopma < 0,5 Hr/mn). B aHan13e Moyun nono-
UTeNbHasa peakuus Ha KpoBb (++++). Mpu GakTepuono-
rMYecKOM uccnefoBaHWM Kana obHapyxkeHa Salmonella D
enteritidis. HavyaTbl aHTMbGaKTepuanbHas Tepanus (Mepo-
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neHem, uedenum + cynbbaktam), MHOY3MOHHAA Tepanus,
renapuvHoTtepanusa. Ha ¢oHe Tepannn oTMEYEHO CHUXKEHKE
KOHUeHTpauun CPB, MKT, HO NOBbIWEHWE KOHLIEHTPaALMK
MOYEBWHbI 10 25 MMONb/N, KpeaTuHuHa — A0 349 MKMonb/ A,
3adMKCMpPOBaHO pa3BuTHe onurypuun. Ha 10-e cyT 601e3HU
pebeHoK nepeBeaeH B OPUT BopoHeCcKoW o6nacTHOM
OETCKOW KnnHmnyeckon 6onbHuULbl (BOAKB) N2 1 ¢ anarHo-
30M: «[EMOJIUTUKO-YPEMUYECKUI CUHAPOM, PEKOHBaNECLLEHT
CanbMOHENE3HOW UHPEKLUW» Ans NpoBeAeHUs 3aMeCTu-
TeNbHOW MOYeYHOoW Tepanuu.

AHaMHe3 XMU3HHU. PebGeHOK OT nepBov GepemMeHHOCTH,
nepBbIX CPOYHbIX POIOB, Macca Tena nNpu poxaeHmun — 3430 T.
Y maTepu aHeMusi HeyTo4yHeHHas. AnneproiorMnyecknin aHam-
He3 He oTarouleH. Pa3BuTMe COOTBETCTBEHHO BO3pacTy.
OcTpble pecnupaTopHble MHPeKLMn 3—4 pasa B rof, ¢ debpunb-
HbIMU cyfoporamMu B aHamHese. [iaxabl (B 2020 n B 2021 rT.)
nepeHec HOBYKO KOPOHABMPYCHYIO MHDEKLIMIO.

dusukanbHaa gMarHocTMKa

CocTosiHMe pebeHKa npu noctynneHun B OPUT Taxe-
floe 3a CYET TOKCMKO3a, NoYeyHoro nospexaeHus. OueHKa
no wkKane Kombl [Ma3ro — 14 6annoB. KoXHblM NMOKPOB
6nefHbl, CYOUKTEPUYHbBINA, OTEKM Ha nuue. [pyaHas KieTKa
CUMMETPUYHA, He B3yTa, NPW ayCKyNbTalMK AblXxaHWe BEe3n-
KyNsipHOe, YacToTa AblXaTeNbHbIX ABUKEHUN — 24 /MUH. TOHbI
cepiua 3BYYHble, PUTMUYHbBIE, YacTOTa CEPAEYHbIX COKpa-
weHun — 110 ya./MuH, aptepuancHoe aasnenue (AL) —
101/57 mm pT. cT. [NeveHb BbicTynaet U3 nogpebepbs +1 cm,
ceneseHka He nanbnupyetca. O6nacTb No4YeK 6€360/1e3HEH-
Ha, NOYKM He nanbnupyloTcs. Juype3 camMoCToATENbHbIN,
2,6 Mn/Kr/4, moda TeMHasi. Macca Tena — 20 Kr.

MpeaBapuTenbHbIA AUArHO3
[eMonuTUKO-ypeMmnyeckmn cuHapom. OcTpoe no4vevyHoe
noBpeXAeHMe.

AnHamMuKa u ucxopbl

B obuwem aHanuse KpoBM Ha 10-e cyT 60/1€3HU: remo-
rmoéuH — 83 r/n (Hopma 120-180 r/n), 3puTPOLUTEI —
3,27 X 10'2/n (Hopma 3,9-5,3 X 1012/n), TPOMGOLIUTHl —
23 X 109/n (Hopma 150-400 X 109/n), peTUKYNoLUTbI
2%o0 (Hopma 2—-10%0). B 6MOXMMUYECKOM aHann3e KpPOBM:
6enok — 50 r/n (Hopma 57-80 r/n), aktuBHocTb ACT —
92,2 Ea/n (Hopma 1,6-48 En/n), ANIT — 66,4 Ea/n (Hopma
1,6-35 Ep/n), NAr — 1342 Eg/n (Hopma 110-295 Ea/n),
amunasbl — 443 Ea/n (Hopma 28-100 Ean/n), KOHLEHTpa-
UM Mo4yeBUHbl — 23,8 mmonb/n (Hopma 1,8-6,4 Mmonb/n),
KpeaTnHuHa — 390 MKMob/n (Hopma 26—105 MKMonb/n),
depputuHa — 1845 wmKr/n (Hopma 6-80 MKr/n), xone-
cTepuH — 2,7 mmonb/n (Hopma 3,7-5,2 mmonb/n),
C3-KOMNoOHeHT KomnnemeHta — 0,61 r/n (Hopma —
0,9-1,8 r/n). CKopocTb Kny604KOBOW bunbTpaLnn —
13 Mn/MuH/1,73M2. B aHann3e MoYM: peaKLMa Ha KPoBb +++,
nenkountel — 1-3 B nNOne 3peHUs, 3pUTPOLMUTbI —
1-2 B none 3peHus. Nokasatenu Koarynorpammbl, MMOI0-
6uHa B npegenax pedepeHcHblx 3HavyeHunn. Mpsamasa npoba
Kym6ca nonoxutenbHasa. AktnBHoctb ADAMTS13 — 112%
(Hopma 80-110%). AHTUTena K Bupycy renatuta C (HCV),
BMpPYCY MMMyHoaeduumTa YenoseKka (BUY) He o6HapyKeHbI,
NMOBEPXHOCTHbIM @aHTUIreH K BUpYycHOMY renatuty B (HBsAg)
He OBHapy)KeH, aHTUTeNa K HaTUBHON 1€30KCUPUBOHYKIEN-
HoBoW KucnoTe (AHK) He oGHapyKeHbl.

PeHTreHorpadus opraHoB rpyaHOM KIETKU: naTonornye-
CKMWe TeHW He OBGHapyXeHbl. YN5TPa3ByKOBOE UCCNeloBaHNe
(Y3WM) opraHoB 6ptolHOM MONOCTH, MOYEK: NPU3HAKK renarto-

Meranuu, audPy3HbiXx UISMEHEHUN NAPEHXUMbI NEYEHHU, NOA-
WENYyLOYHOW Xenesbl, acuuTa, 3Ha4YUTeNIbHOTo YBEIMYEeHUs
noyek B pa3mepe, ob6eHeHMEe KOPTUMKaNbHOr0 KPOBOTOKA.
Y3W nneBpanbHbIX NONOCTEN: TMAPOTOPAKC C ABYX CTOPOH.
AnekTpokapaunorpadus (IKI): aTpuoBeHTpUKYNspHas 650-
Kaga | ctenenn. Jonnnepaxokapanorpadusa (A3xoKr): 6e3
naTonorMyeCKmMX OTKIIOHEHUI.

KoHcynbTauma remartonora: nNpuM3HakoB remo6nacto3a
He 0GHapyXeHo, TpoMBOoTUYECKass MUKpoaHrnonaTus. KoH-
cynbTauns Hedponora: TPOMOBOTUHECKAs MUKPOAHrMonaTums,
0OCTpoe NoYeyHoe NoBpeXxaeHue.

Heobxoanma auddepeHumnanbHas AUMarHOCTUKa Mexay
STEC-T'YC, al'yYC, pnl'YC, TpoM60OTU4YECKON TpOMbGOLMTOMNE-
HWYeCKoM Nyprnypon, UMMYHHOW reMOSIMTUHECKOW aHEMUEN.

Hayata aHTMGaKTepuanbHasa Tepanusa: TauunamH 1,5 r
3 pasa B CYyTKM B/B KanenbHo, MHOY3MOHHasA Tepanus, HyTpu-
TMBHasa noaaepka. C 10-x no 12-e cyT 60/1e3HN B AIMHAMUKE
HapacTan ypoBeHb a30TEMUM, HECMOTPS Ha COXPaHHbIV TEMM
anypesa 2 MA/Kr/4, OUEeHKa No WKane KoMbl [Nasro CHu-
3unacb Ao 13 6annoB, HapacTan mMeTabonn4yeckuin aumnao3
(BE — 12). MpuHATO pelleHne 0 Havyane 3amMeCcTUTeNIbHOM
no4YyeyHow Tepanuu, Ha 12-e cyT 60Me3HM HavyaT nepuToHe-
anbHbIM AManuns. B cBA3K C yrpo30M KOPTUKANbHOIo HEeKpo3a
N BEPOATHOM MMMYHHOWM NPUPOLOM reMonn3a NPUHATO peLle-
HWe O npoBefeHne nia3smoobmeHa.

Mpamasa npoba Kymb6ca B AMHamMMKe ocTaBanacb Mono-
wutenoHou. Mpu MUP-nccnegoBaHnun Kana o6HapyxeH HOpo-
BMpYC, 2-# reHotun. B obpasuax Kana 6GaKrepuonoruye-
ckumn metogamu u MUP S. pneumoniae He o6GHapyeHbI.
AHTuTena IgG K daktopy H KomnnemeHta — 308 AU/mn
(Hopma < 1500 AU/mn).

B npouecce guddepeHuUnanbHOM AUAarHOCTUKU UCKIIO-
4yeHbl STEC-TYC, pnl'YC, Tpom60THYECKAs TPOMBOLUTONEH K-
yecKas nypnypa. KonnervanbHo ¢ coTpyaHMKamu Kadbeapbl
rocnuTanbHOW neguMatpumM BOpOHEKCKOro rocyaapcTBeH-
HOro MeauWUMHCKOro yHusepcuteta UM H.H. BypaeHKo 6bin
NPeanosioXeH KIAMHUYECKUK AnarHos: «<MMMyHHas remo-
NMTUYecKas aHemus, TpombouutToneHns. OCTpoe MoBpPEXK-
nexHune noyek (3-a cragns no RIFLE) B pe3ynbrate remo-
JINTUHECKOrO Kpu3a. PeaKTMBHbIM NaHKpeaTwuT, renaturt.
PeKkoHBanecueHT BWPYCHO-6aKTepuanbHOW WHPEKLUHM
(HOpPOBMPYCHON, caNlbMOHeNnne3Hon)». HasHayeHa ropmo-
HOTepanus: NnpeaHn30n0H 1,5 Mr/Kr/cyT.

Ha ¢oHe npoBoaAMMOW Tepanuu — rMepuToHeanbHO-
ro Avanusa B TeyeHune 8 cyT, 5 ceaHCcoB nNna3MoobMeHa
(o6bem 3kchysum 900 mn, 3amelleHne OAHOrPYNMnHON
[OHOPCKOW CBEXE3aMOPOXEHHOW MNa3Mon), ropMoHasb-
HOW, aHTuBGaKTepuanbHOW Tepanuu, napeHTepanibHOM
HYTPUTUBHOW MNOAAEPIKKMK, Tepanun WHrMbutopamu Mpo-
TOHHOW MOMIMbl — COCTOAHWE pebeHKa C MONOXUTEeNIbHOU
OWHAMWKOW 3a CYeT BOCCTAHOBNEHUS YPOBHSI CO3HaHWS,
Ko/inyecTBa TPOMOOLIMTOB M CTabunnsaumm KOHLEHTpaumm
remornobuHa, pebeHKy He noTpeboBanacb TpaHcdy3us
IPUTPOLUTCOLEPIKALLUX CPe.

Ha 19-e cyT 601€e3HU KOHLEHTpaLMa KpeaTuHMHa cocTa-
BMNa 82 MKMOAb/N, MOYEBUHbI — 12,9 MMONb/N, aKTUB-
HocTb NI4T — 275 E@/n, KMCNOTHO-OCHOBHOE COCTOSIHWE
(KOC) — 6e3 naToNorMyeckux OTKJIOHEHWW, MpeKpalleH
neputoHeanbHblin ananu3. Ha 21-e cyT oT Ha4vana 3abone-
BaHMWA yhaneH neputoHeanbHbln gpeHaxk. B anHamuke ynyuy-
LWIKCSA anneTuT, yMeHblUeHa napeHTepanbHas HyTpUTUBHaSA
nogaepxka. Ha 23-u cyt 60n1e3HM OTMEYeHO OfHOKpaTHOe
nosbilwernve AL fo 132/92 MM pT. CT., TMNEPTEH3US Kynu-
poBaHa HudeannuHom 2,5 mr BHyTpb. Ha 24-e cyT 60nes-
HM pebeHOK nepeBedeH B HePpPONOrnM4yecKoe oTaeneHne



BOAKE N° 1, rae npoao/mKeHa ropmoHanbHas (¢ nocneayo-
LLle OTMEHOW) U racTPONpPOTEKTOPHAd Tepanus (anbmMaresnb).

B OnHamMuKe OTMEYEeHO MOBbILWEHUE KOHLIEHTPALMUK
remornobuHa fo 102 r/n, KonuyectBa TPOMOOLMUTOB —
10 376 X 109/, HOPMaNU30BaUCb KOHLEHTPALMA MOYEBH-
Hbl (4,5 MMonb/N), KpeaTuHWHa (52 MKMOb/N), 6enKa KpoBH
(60 r/n), C3-KoMnoHeHTa KoMniemeHTa (1,48 r/n) u aktue-
HOCTb amwunasbl (74 EL/n), cHM3mMnacb akTMBHOCTb AJIT —
no 96,4 En/n, ACT — po 53,4 En/n, BoccTaHOoBMNach
CKOPOCTb KNYy60o4KOBOW dunbTpauun (81 Mn/MuH/1,73m2).
AHanM3 Mo4yn 6e3 NaToNorMyecKMx OTKIOHEeHUW. OTMeHeH
npeaHM300H, pebeHoK Yyepe3 1 Mec oT Havyana 3abonesBa-
HUS BbiNKCaH AOMOM nNoa ambynaTtopHoe HabnogeHue negu-
aTpa, Hedponora, rematonora.

B Bo3pacTe 6 neT, 4epesd 1 roj nocre nocnegHero anu-
30[4a, nosBuIUCL cybdebpunbHasa Temneparypa, 60sb npu
rnoTaHuu, HacMopK. Ha cnepyolwmini aeHb Ha GoHe runep-
Tepmun (39,1 °C) pa3BuCsA CyaOPOXKHbIM CUHAPOM C nape-
30M B30pa, NoTEPEN CO3HAHMSA, KOTOPbIN KynupoBasnca 6e3
npuema NeKapcTBeHHbIX npenapaTtoB. [ocnuTann3upoBaH
B MHbeKUMoHHoe oTaeneHne OAKB N? 2, rae nocne BHyT-
PUMBbILIEYHOrO BBEAEeHUs LepTpuaKcoHa 3aperucTpmpo-
BaHbl He)enaTteflbHas peakuus B BWIE LIEHTpanMsauuu
KpoBoobpalleHnss 6e3 nageHus AL, pe3kas runeprepmus,
Tpemop. NepeseaeH B OPUT MHPEKUMOHHOro cTtaunoHapa,
roe nposefeHa MHOY3US AeKcaMeTa3oHa, HavaTa OKcure-
HOoTepanus. B AMHaMUKe CHUXKeHWe Temna auypesa, Hapac-
TaHWe OTEeYHOro CUHAPOMA, CHWXEHWE YPOBHSA CO3HaHWUSA
[o 13 6annoB No WKane Kombl [Ma3ro, u3ameHeHne LBeTa
MO4YM Ha Oypbli, CHUMKEHWE KOHLEHTpaLuuKM remoriobu-
Ha, KonnyecTBa TPOMOOLIMTOB, HapacTaHWe KOHLEHTpaLuuu
MOYEeBUHbI, KpeaTuHWHa, aktuBHocTu JIAT.

Ha 4-e cyt nepeBegeH B OPUT BOAKB N° 1 ana npo-
BeAEeHNs 3aMeCTUTENbHOM NOYEeYHOW Tepanuu ¢ AMarHo30M:
«[EMONUTUYECKNI KPW3, OCTPOE NMOYEYHOE NMOBPEKAEHNEN.

B o6uem aHannse KpoBu: remMornobuH — 83 r/n (Hop-
ma 125-155 r/n), aputpouuntel — 3,03 X 1012/n (Hopma
3,9-5,3 X 1012/5), TpomGoUUTEl — 137 X 109/n (Hopma
150-400 X 109/n), nemkouutel — 28,9 X 10°2/n (Hopma
5-14 X 10°9/n). B 6MOXMMWUYECKOM aHannse KpoBu: MNoBbI-
weHune aktuBHoct ACT — 928 En/n (Hopma 1,6-48 Ea/n),
ANT — 137 Ea/n (Hopma 1,6-35 Ea/n), nNar —
2337 Ep/n (Hopma 110-295 Ea/n), amunassl — 140 Ea/n
(Hopma 28-100 Epa/n), KOHUEHTpauuu 6GuaupybuHa —
42,8 mKkmonb/n (Hopma 3,9-21,0 MKMO/b/N), MOYEBUHbI —
22,5 mmonb/n (Hopma 1,8-6,4 MMOnb/N), KpeaTuHuHa —
258 MKmMonb/n (Hopma 26-105 mMkMonb/n), pepputmHa —
1752 wmkr/n (Hopma 6-80 wmkr/n), CP6 — 151,3 wmr/n
(HopMma O—5 Mr/n), CHUXKEHME KOHUEHTpaLnUn XonecTepuHa
no 3,0 mmonb/n (Hopma 3,7-5,2 mmonb/n) n C3-KoMNoHeHTa
KomnnemeHta — go 0,7 r/n (Hopma 0,9-1,8 r/n). B aHanuse
Mouu: npotenHypusa 1,5 r/n (Hopma 0-0,2 r/n), peakuus Ha
KPOBb +++, NENKOLUNUTblI — 1—2 B MOJie 3pEeHUs, SPUTPOLMU-
Tbl — 25-45 B none 3peHus, HUTpuTbl +. Mpsamaa npoba
Kymb6ca cnabononoxutenoHasa. AHtutena K HCV, BUY He
0o6HapyxeHbl, HBSAg He o6HapyeH.

PeHTreHorpadus opraHoB rpygHOW KIETKU: JIEFOYHbIN
PUCYHOK YCWNEH, CryuweH meauanbHo, 6osblue crnpasa,
KoCTafbHas nneBpa yToJlllleHa C [ABYX CTOPOH, 04aroBo-
WHOUNBbTPATUBHbIE TEHW He o6Hapy»eHbl. Y3W opraHoB
OPIOLIHON NOMOCTKU, NOYEK: NMPU3HAKKM renatoMmerannu, aud-
®Y3HbIX MU3MEHEHUN NapeHXUMbl MeYeHW, MOAXKENYAOYHOM
enesbl, acuuTa, KPOBOUINUAHUS B NAapeHXUMYy NoYeK.

lMpoBeaeHbl KOHCyNbTauuu Hedponora, rematonora.
[MpUHATO pellueHne 0 HeOBX0AMMOCTM MpoBeAeHUs andde-

peHLUMaNbHON AMArHOCTUKM Mexay cuHApoMoM Puwepa —
9BaHca, TPOMOOTUYECKON TPOMOOLIMTONEHUYECKON MNypny-
poN, NMapoKCcU3manbHOM HOYHOW remornobuHypuen, alyC,
UMMYHHOWM reMOJIMTUHECKOW aHEMUEN.

HayaTbl 3amecTuTenbHas no4vyeyHas Tepanusa B Buie
nepuToHeanbHOro ananusa ¢ 4-x CcyT OT Havyana peuuau-
Ba, aHTMbGaKTepuanbHas Tepanus, ropMoHanbHasa Tepanus
(NpeaHU30/0H), NpoBefeH nNnasmMadepesd ¢ 06bLEMOM 3aMe-
weHna 300 M1 IOHOPCKOM CBEXE3aMOPOXKEHHOW MN1a3Mbl,
BbINOJIHEHA 3-KpaTHas TpaHcdy3usa apuTpouMTapHOM B3Be-
CY NO MHAMBMAYaNbHOMY NOAOOPY B CBSA3U C MOMOXKUTENTbHOM
npsmon npo6on Kym6ca. PebeHOK nonyvyan HYTPUTUBHYIO
napeHTepasnbHy0 NOALEPKKY, TMMIOTEH3UBHYIO Tepanuio.

[JononHutenbHoe o6cnefoBaHne no3BosinAO0 UCKIYUTb
UHbeKunn: SaRS-CoV-2, Bupychl rpunna A u B, natoreHHble
3HTEPOOaKTEPUU B Kane He 0BHapyXeHbl, No AaHHbIM [LIP
B Ma3Ke M3 3eBa reprnecBupycoB He OO6HAPYKEHO; peaKums
NacCUBHOM reMarritoTMHaLUMK C CallbMOHENE3HbIM, KULIeY-
HOWEPCUHMO3HbBIM AUArHOCTUKYMOM — TUTPbl HEAWATHOCTH-
yecKue, ¢ lwurennedHbim — TMTp 1 : 100 (wurenna 30HHe).
ADAMTS13 — 51%, cpeaun apuUTpoLMTOB U MOHOLMTOB KIOH
NapoKCUM3ManbHOM HOYHOM TFeMOrNOGUHYPUN HE BbISIBEH,
IgG npoTnB dakTopa H — 96 Ea/n. MNpun NOBTOPHbIX UCCnemo-
BaHuAx npsiMas npoba Kym6ca oTpuuatenbHas.

Ha 11-e cyT npoBefeHbl MarHUTHO-pPe30HaHCHas TOMO-
rpadus (MPT) ronoBHOro mosra — naTo/IOrMY4EeCKUX U3ame-
HEHWN He BbISBNEHO; 3NeKTpoaHuedanorpadpua (33l —
3HaYUTENbHbIE U3MEHEHUS BUOPUTMUKM FONIOBHOMO MO3ra,
JOMUHUPOBaHWE AMDPY3HOM HU3KOYACTOTHON PUTMUKM, INK-
nenTMdopmHas akTMBHOCTb HE 3aperncTpupoBaHa; odTanb-
MOCKOMUA — MaToIOrMYEeCKUX U3MEHEHUN He BbISIB/EHO.
Ha ¢oHe Tepanuu yaanocb 4O6UTbCA HOpManu3auun Konu-
yecTBa TPOMOOLMTOB, HO COCTOsSiHME pebeHKa OocTaBanochb
TSXENbIM 3@ CYET WMHTOKCMKALMOHHOro cuHgpoma (ynop-
Has pBOTa, OTKa3 OT efbl), NPOAO/IKAIOWErocs remonnaa,
NoBpeXAeHNs NMOYEK C aHypueKn, HapacTaHus B AWHaMUKe
KOHLIEHTpaLuuM MOYEBUHbI 40 47,6 MMOb/N, KpeaTUHUHA —
no 700 MKmonb/n, akTMBHOCTM amunasbl — ao 415 Ea/n,
COXpaHeHWs BbICOKOW aKTUBHOCTU J1J[T 1 BbICOKOW KOHLIEH-
Tpaumn GepputuHa. B cBA3M C HeaocTaToOYHON IDPEeKTUB-
HOCTbIO MEPUTOHeanbHOro Ananu3a ¢ 12-x CyT pas3BUTUSA
peuManBa HavyaTa NpPOA/IeHHass BEHO-BEHO3Has reMogua-
dunbTpaums.

lpoBeneHa TeneMeauLMHCKaa KOHCYNbTalus co crneuu-
anuctamn HaumoHanbHOro MeAMLIMHCKOro mccneaoBaTenb-
CKOrO LIeHTpa AEeTCKOW reMaTtosiornmn, OHKOIOrMKU, UMMYHOSO-
v um. Amutpua PoravyeBa (MockBa) 1 [1eTCKOM ropoACKon
KNWHKYecKkon 6onbHUlbl (AMKB) cB. Bnagumupa (MockBa).
B pesynbrate ycTraHOBNEH AMarHo3: «ATUMWYHbLIA FEMOJIK-
TUKO-ypEMUYECKMI CUHLAPOM, peuuauBupylollee TevyeHue
(1-1 peumanB)». PeKOMEHAOBAHO: Ha4yaTb KOMMNIEMEHT-6/10-
KUPYIOLLYIO Tepanuio 3Kynn3ymabom, MpPOBECTU reHeTude-
CKOe uccnegoBaHue.

Yepes 2 Hep OT pa3BUTUS peLmarMBa Havan yBenminBatb-
cq Temn auypesa (ao 0,7 Mn/Kr/4 K 23-M CyT peunavsa),
3aKOHYeHa 3aMecTuTenbHas noyeyHas Tepanus. Ha 24-e cyt
WHULMUPOBAHa Tepanus 3Kynndymabom no CcTaHAapTHOM
cxeMe. Nocne nepBon MHOY3UKM aKyNIM3ymaba Temn anypesa
BbIpOC A0 2,7 M/Kr/4. pooonkeHbl aHTMGaKTepuasbHas
Tepanus 40 NpoBeaeHnUs HeEOBXOAMMON UMMYHU3aLIMK, HYTPU-
TMBHasa NoAAepKKa, MPOTMBOPBOTHAA Tepanus (OHAACEHTPOH),
aHTUCEKpeTopHasa Tepanus (omenpason). Ha 29-e ¢yt yganeH
nepuToHeanbHbIN ApeHax.

Yepesd 1 mec OT pasBuTMA peuunanBa 3adUKCUPOBaHbI
apTepvanbHas rMnepTeH3us, He Kynupyemas rMnoTeH3UB-
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Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

HbIMW npenapaTamu, 3MNuM304 reHepann3oBaHHbIX KIOHU-
YEeCKMX CYAOpOr, YrHETEHWE CO3HaHWSA 4O YPOBHHA conopa
(oueHKa no wKane Kombl MMasro — 9 6annos), cygoporu
KynupoBaHbl BHYTPMBEHHbLIM BBeAeHWEeM pacTBopa cuba-
30Ha 0,5% 1 mn. lNMpoBeaeHa KoMNblOTEPHas ToMorpadus
rO/I0BHOMO MO3ra: 04aroBbIX M3MEHEHWW, MPU3HAKOB KpPO-
BOU3NUAHUI HEe 0BHapy*KeHo. COCTOSHME C NONOXKUTENbHOM
OVHaMWKOW, YPOBEHb CO3HAHWSA BOCCTAHOBWJICH, CyLOPOru
He rnoBTopsanucb. B nnaHoBom nopsiagke nposeaeHo MPT-
uccnegoBaHue rofloBHOMO Mo3ra — OGHapyXeHbl Mpu3Ha-
KW 3agHen obpaTumon nenkosaHuedanonatmn. Ha doHe
Tepanuu HOPMaNn30BalUCh KOHUEHTPaLUKM MOYEBUHBI
(6,6 MMonb/n), KpeaTuHMHa (36 MKMOb/N), yBenuymMnachb
KOHUeHTpauma C3-KkomnoHeHTa KomnaemeHTa (2,11 r/n),
CHU3Kunach o pedepeHCHbIX 3Ha4YeHnn aktuBHocTb J16, HO
COXpaHANUCb BbICOKas aKTMBHOCTb amunasbl (208 Eap/n),
OTCYTCTBME anneTuTta, poTta A0 3—4 pas B CyTKU.

Mo npocbbe poauTenem pebeHOoK C AMarHo3oMm: «ATu-
MUYHBbIN FEMOJIUTUKO-YPEMUYECKUIN CUHLPOM, peunanBu-
pylowee TedyeHue (1-n peumams). BropuyHasa aHuedanona-
TUS C CYAOPOXKHbLIM CUHAPOMOM. BTopuyHasa apTepuansbHas
runepTteH3us. lactpoaszodareanbHas pedtokcHas 601e3Hb,
obocTpeHue» nepeseneH B AIKb c¢B. Bnagumwupa, raoe
Haxoamncsa B TedyeHune 3 Hea. B IFKB npogonmxeHbl Tepanus
3KYyNM3yMaboM, HYTPUTUBHAA MNOALEPIKKA, aHTUCEKpeTop-
Haa Tepanus (oMenpasosn), cna3MosiTUYecKas Tepanus
(TpMMebyTUH), depmeHTaTUBHaa Tepanusa (NaHKpeaTuH),
racTponpoTeKTOPbI (antoMUHUS docdaT), aHTubaKTepmab-
Has Tepanud, Tepanud BUTaMuMHOM Ds, aHTMaHemuyecKas
Tepanus (3N0aTuH-anbda).

MoaaepxmBatoLLas KOMMIIEMeHT-610KMpylowas Tepanums
3KYIM3ymMabom npoJo/mKeHa B HedpOonornyeckom otaene-
HuM BOAKB N2 1 u npogomKaeTcs Ha NPOTSAXEHUU 2 NeT.
MHby3mm npenapata nawumMeHT NepeHoCcuT yaoBNeTBOPUTENb-
Ho. CornacHo pesynbratamM NOJHOFEHOMHOro CEKBEHMPOBaA-
Hua OHK B dopmaTe TPMO MaTOreHHbIX BapuvaHTOB EHOB,
KoaMpytoLlWmx 6enKn KoMMneMeHTa, He BbisiBeHo. Ha ¢oHe
Tepanuu cocTosiHue cTabuibHoe: remornobuH — 126 r/n,
TPOMBOLUTE — 264 X 109/n, MoYeBUHa — 4,6 MMOJb/1,
KpeaTuHUH — 51 MKMOJb/N, CKOPOCTb KNy604KOBOW DUb-
Tpauum — 125 mMn/mMuH/1,73M2, NpOTEUHYPUM U FreMaTypum
HeT. Mo gaHHbIM Y3W: npu3Haku renatomeranuu, audoysHbix

W3MEHEHUIN NevyeHn, Hebpomerannun ¢ obegHEHUEM KOPTU-
KanbHOr0 KPOBOTOKA MOYEK.

MporHos

Peunansupyoulee tedyeHne al'YC npu OTCYTCTBUK reHe-
TUYECKNX abeppalmn CUCTEMbI KOMMIEMEHTa MNO3BONSET
OTHECTW NauMeHTa K rpynne BbICOKOro PUCKa pPasBUTUSA
peunanBoB.

BpemeHHasn wWKana
XpoHonorus pa3sutua 6o0ne3Hn nauueHTa L. n ee Kno-
yeBble COObITUS NPEACTABEHbI HA PUCYHKE.

OBCYXAEHME

Oco6eHHOCTbIO TeYeHUsT 3aboneBaHnsa B NpeacTaBfeH-
HOM BblILL€ KIMHUYECKOM HabntoaeHnn aBASETCS pa3Butme
Kym6C-MO3UTUBHOM rEMOIMTUHECKON aHEMUHK, B TOM YuUcCne
BO BpemMs NepBoro Kpmsa. B cBA3M ¢ 3TMM O6bin BbINOA-
HEH psj ANAarHOCTUYECKMX OENCTBUM C LIENbIO UCKIKOYEHNS
pnlYC [1, 4, 8]. B peasynsrate o6¢cnenoBaHusa (B TOM Yucne
no AaHHbIM MUKPOOBMONOrMYECKOro UccnefoBaHns) Npmu3Ha-
KOB CTPENTOKOKKOBOW MHMEKUMU He oOHapyreHo. Kpome
NOMIOXUTENbHON NPAMON NPo6bl Kym6ca 0TMEYEeHO He3Ha-
YUTENbHOE CHUXKEHME KOHLEHTpaumm C3-KOMMNOHEHTa KOM-
niemMeHTa C ero O6bICTPbIM BOCCTAHOBMEHWEM Ha ¢doHe
nna3smoobMeHa v Tepanuu MIOKOKOPTUKOMAamMuK. Ha atom
OCHOBaHWKU 6blf1 YCTAHOBNEH AMArHO3 UMMYHHOW remMosu-
TUYECKOW aHemun, TpombouuToneHuu. B nocneayouiem
avarHo3 alYC 6bin ycTaHOBMIEH B CBS3M C peuyanMBUpYIo-
lwnm TevyeHnem TMA n pasBuUTMEM BTOPOIro ann3oaa 4yepes
1 rog nocne age6iTa 3aboneBaHund. Bo Bpems peunaunsa
npsmasa npoba Kym6ca cHavyana cnabononoxurtenbHas,
npv MNOBTOPHbIX MUCCNeAOBaHUAX OTpuuaTenbHas, oTme-
YEeHO CTOMKOe CHWeHue C3-KOMMOHEeHTa KoMMjeMeHTa
M OJHOBPEMEHHO Pa3BWUTUE MOSIMOPraHHOIO MOPaAXKEHUS:
NnoYyevyHoro NoBpexaeHus, NnoTpeboBaBLIEro 3aMeCTUTE b-
HOW MNOYEYHOM Tepanuu, a TaKKe MNOPaXKEHUs MeYeHMu,
NoAXeNnyao4HON Kenesbl, LLeHTpasbHOW HEPBHOM CUCTEMDI
C pa3BUTUEM CYAOPOXKHOIro cuHapoMa. NcKkntoyeHune apyrux
npu4mH TMA # 6bICTPOE pa3BUTUE PEMUCCUN NOCTE UHULMU-
aLUMKM KOMMIEMEHT-6/T0KUPYIOLLEV Tepanuun TakXKe SBUINCh
noaTBepxaeHnem amarHosa al'yYC [1].

PucyHoK. MauueHT LL.: xpoHonorus pa3suTua 601e3HU, KntoveBble COObITUSA

Figure. Patient Sh.: disease course, key events

3nu3og remonusa,
noctaBneH guarHos [yc

Pemuccus, oTmeHa Tepanuu

MocTaBneH anarHo3 al'YC, MHMLUMMpPOBaHa Tepanus
3KYIM3ymaboM C nocneaytoLen pemmccmnen

[OnarHos: <MMmmyHHas
remMofIMTUYECKas aHEMUSI»;
30T, nnaamoo6meH, MK

Peunane remonutnyeckom
aHeMuu, TPOMBOLMTONEHNH,
onn, vavano 3MNT

Pemuccusi Ha doHe noaaepuBatoLen
Tepanuun akynusymaobom,
paccmaTtpuBaeTcs BOrnpoc 06 oTMeHe

KOMMEMEHT-GIOKMPYIOLLEN TEPANUM

Mpumeyarme. N'YC — reMonmnTUKO-ypemMnyecknin cuHapom; al'YC — aTunuyHbIi reMONUTUKO-YPEMUYECKUI CUHAPOM; MK — rMIOKOKOPTUKOMARI;
3MNT — 3amecTuTenbHas novyeyHas tepanus; OMM — ocTpoe NoYeyHoe NoBpPEKAEHHE.

Note. HUS (I'YC) — hemolytic-uremic syndrome; aHUS (al'YC) — atypical hemolytic-uremic syndrome; GC ("'K) — glucocorticoids;
RRT (3MT) — replacement renal therapy; AKI (OMM) — acute kidney injury.



CBoeBpeMeHHas gunarHoctuka alYC Heobxoauma Aans
Hayana naTtoreHeTUYeCKOoro nevyeHus U JOCTUXKEHUSA TaKUM
06pas30oM CTOMKOW pemuccuun 3abonesaHus [1, 3]. JledyeHue
al'YC BK/lOYaEeT 3aMeCTUTENbHYIO Tepanuio OpraHHbIX nopa-
EHUN, U B 4YACTHOCTU KOPPEKLMIO OCTPOro MOYEeYHOro
NoBPEXAEHUS, TAXKENON aHEMUN U MPOBEAEHUE NaTOreHeTu-
YEeCKOM KOMMIEMEHT-6/I0KUPYIOLLLEN TEpanuu.

JKynu3ymab (3apeructpupoBaH B Poccuitickon dene-
paumnn 11.11.2011) — MOHOKNOHaNbHOE aHTUTENO, CBA3bI-
Batolee C5-KOMMOHEHT KOMMJEMEHTa M NPensaTCTByloLLEe
TakMuM 06pas3oM ero pacuienneHuto, o6pa3oBaHUI0 MeEM-
6paHoaTaKyloLWUX KOMMIEKCOB U NOBPEXAEHWIO IHAOTENNS
[1, 2, 7]. 9rkynu3ymab apdeKTnBeH He TonbKo npu alyYC,
HO W npu apyrnx ¢opmax TMA, B natoreHe3e KOoTopbIX
3afenNcTBOBaHa cucTeMa aKTMBaUWKW KomniemeHTa [3, 8].
Pa3paboTaH M 3apeructpMpoBaH npenapar paBuan3ymab
(3apeructpupoBaH B Poccuinckon deaepaunn 28.02.2023)
CO CXOXMM MEexaHWU3MOM AencTBus, HO obnagatowMmn 60b-
WKMM Mepuoaom MonyBbIBEAEHUS, YTO YBEMYMBAET BpeMs
WHIMOMPOBaAHUA KOMIMJIEMEHTa M NO3BOJISET CHU3UTbL KpaT-
HOCTb BBefEeHUs npenaparta No CpaBHEHWIO C IKyIU3yMa-
60om [2, 7]. MpoxoasaT nccnefoBaHMs HOBbIX NEeKapCTBEHHbIX
cpeacTB Ans nedyenus nauyveHtoB ¢ alYC: HOMaKonaHa
[2, 7], cemcnanpaHa [2, 7], aBaKonaHa [2, 7]. PaspaboTaHbl
npenaparbl, MPUMEHSAEMbIE MNMPU APYrMX HO30N0rMYECKUX
dopmax HapyleHns paboTbl KOMMIEMEHTa, KOTOPbIE MOTYyT
ObITb adpdeKTMBHbI Npu al'YC: nosennmabd, Teangonymaon,
KpoBanumab, 3unykonaH [2, 7]. B HacToslee BpemMs KOM-
naeMeHT-610KMpytoLWasa Tepanma NPUMEHSAETCA ASIMTENbHO,
HO onTMManbHas ee NPOAOIIKUTENbHOCTb HE onpeaenexa.
MpoBoaaTCcA uccneoBaHUs BapuaHTOB OTMEHbl 3KYSIU3Y-
Maba npu al’yYC [13].

MonoxwutenbHasa peakuus Kym6ca y ONUCaHHOrO Hamu
nawuueHTa, BEPOATHO, Bbliia CBA3aHa C CONYTCTBYIOLWUM UHEK-
LUIMOHHbIM MPOLLECCOM W MOSIBJEHWEM aHTWUTEN K 3pUTPOLIU-
Tam. Takoe NpeanonoXKeHWe BO3HUKIO B CBA3WM C TeM, YTO
HEKOTOpble WHOEKLUMOHHbIe areHTbl CMOCOOHbI Bbi3blBaTb
remonuTnyeckne aHemuun [14]. Cpean BO3MOMKHbIX MPUYUH
MONOXKUTENBHOIO pe3ynbrata nNpsMon npobbl Kymbca Tak-
e paccMaTpuBanncb MOOGOYHbIE PEeaKLMU NeKapCTBEHHbIX
npenapartoB, B 4aCTHOCTU aHTMGaKTepuaNbHbIX NpenapaTos
rpynnbl uedanocnopmHOB, KOTOPbIe Ha3Havanuchb 1 B febioTte
3aboneBaHua (uedenum + cynbbakTam), U BO BpPeEMS peLu-
anBa (uedTprakcoH). CornacHo MHCTPYKUMAM K AaHHbIM npe-
napaTtam, Npu NPUMEHEHUU BO3MOXHbl MOGOYHbIE peaKLun
B BU/E reMOSIMTUYECKON aHEMWUM, NTOXKHOMONOKUTENBHON NPO-
6bl Kymbca [15, 16]. BHe 3aBMCMMOCTM OT NPUYUH Pa3BUTHA
HanuMyme MonoXUTENbHON NpsAMon MNpo6bl Kym6ca npuseno
K TOMY, 4TO AMArHOCTMYECKMIM NpoLecc 3aHsAn 6onee 4yem 1 rog,
COOTBETCTBEHHO Ha3HayeHWe KOoMMIeMeHT-6/10KMpyloLLen
Tepanuu Takxe 6bl1o 0TCpoYeHo. HecBoeBpeMeHHOe Ha3Ha-
YyeHue naToreHeTUYecKomn Tepanum IBaASeTCs OAHUM M3 GaKTo-
poB HebnaronpuaTHoro nporHo3a alYC [11]. HecmoTps Ha
no3aHee Ha3HavyeHue aKynnu3ymaba, nayumeHT, No UMELLLMMCS
Yy Hac AaHHbIM, HaxoauTca B pemuccun. PaccmatpuBaetcs
BOMPOC 06 OTMEHe KOMMIEeMEHT-6I0KMpytolwen Tepanuu
COrNacHoO UMeloLLEMYCS MUPOBOMY ONbITy [13].

3AKJ/IIOMEHME

AtnnunyHbin 'YC — KparHe peakoe 3aboneBaHue, HOCS-
llee nporpeccupyoLlinm xapaktep, ¢ HebnaronpUsaTHbIM
MPOrHO30M MNPW OTCYTCTBMM MNaTOreHETUYECKOM Tepanuu.
BarKHbIM $GaKTOPOM B AOCTUMHEHUN PEMWUCCUM U NPeaoTBpa-
LWEHMM NONMOPraHHbIX NOPaXEHUN SBNSETCA CBOEBPEMEH-
Hasi AMarHOCTUKa, KoTopas B CBSA3U C OPPaHHOCTbIO AaHHOM

naTofiorMnM MOXKET MPEACTaBNATb 3HAYMTENbHYK TPYAHOCTb
Jaxke Npu TUNUYHOM TeyeHuu. dnddepeHumancHas guar-
HOCTMKa B BMAE CKPYMNyNe3HOro MCKIYEHUS APYrux npu-
YUH TPOMOOTMYECKOM MUKpOaHrMonaTtum Crnoco6eTByeT
YCTaHOBJIEHUIO BEPHOI0 ANArHo3a v Ha3Ha4YeHuUIo naToreHe-
TMYecKow Tepanuu. MNMpu aTMNMYHOM TEYEHWM AMarHoCTMKa
MOXeT noTpeboBaThb 60/blLE BPEMEHU, YTO OTCPOUUT Havano
Tepanuu. HasHavyeHne KoMMnemeHT-6l0Kupylowen Tepa-
nuu B BUAE aKynn3ymaba M ero 6GMONOrM4YeCcKMx aHanoros
NO3BOJIAET AOCTUYb CTOMKON PEMUCCUM U YNTYYLINTb Ka4eCTBO
W3HW NaLMEHTOB.

UWHOOPMUPOBAHHOE COIJIACUE

OT 3aKOHHbIX NpeacTaBUTeNnen nauueHTa MoayyYyeHo
nMcbMeHHoe MHGOPMUPOBaAHHOE A06POBOJILHOE cornacue
Ha Ny6nMKauMio pe3ybTaToB ero 06cnefoBaHUs U nevyeHus
B MEIMLIMHCKOM }ypHane, BKO4as ero 3/eKTPOHHYO BeEp-
cuio (gaTta nognucanus: 16.04.2024).
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O6ocHoBaHue. [lepnoan4eCcKU runoKaineMMYEeCKU napaamy — pegKkas ¢opma napasauya y AeTen, BO3HUKaLero
B pe3y/bTate reHeTUYECKN AETEPMHUHUPOBAHHbLIX 3/IEKTPOIUTHBIX HapyLleHWH. [MarHocTMKa nepmuoagn4ecKoro runoKaame-
MUYECKOro napasnya 3atpygHeHa rno npuYnHe TPaH3UTOPHbLIX HECEUNPUIECKUX CUMITTOMOB. OnNucaHne KINMHUYE€CKOro
cayyas. 3abosieBaHue [eb0TMPOBaIo B Bo3pacte 5 seT ¢ ann3040B MbIlLIEYHON €1aboCTh U pPe3Kon ycTaiocTu. B gasb-
He#dlweM oTMevasach TEeHAEHUMS K y4YalleHWo 3TuxX anu304oB. [locse onepaTnBHOro BMeluaTebCTBa y pebeHKa cTaaun
MosIBASITbCS napanunyn, npeumylLleCTBEHHO HMXHMUX KOHEYHOCTEHM, KOTopble BCEerga COMpPOBOMAANCh CHUXEHMEM KOH-
LeHTpaumn Kaans B CbiIBOPOTKE KpoBU. MeTo0M CEKBEHMPOBaHMS HOBOrO MOKOEHNS FEHHOM NaHesan «HePBHO-MbILLIEY-
Hble 3abosieBaHUsi» O6HapyeHbl natoreHHble nameHeHusi reHa CACNALS (c.3716G>A, p.Arg1239His). [atonorn4yeckmi
annenb BepupuumpoBaH no CeHrepy y npobaHga, HO He y ero poauTesen (M3MeHeHue reHa de novo). YcTaHOB/IEH ANarHo3:
«TMNoKannemMmn4eckui nepuoanyeckui napaaud». Pe6eHoK nepeBeAeH C napeHTepaslbHOro BBEAEHUS PAacTBOPOB Kaaus
Ha repopasbHyto Tepanuio 4% pactsopom KCI. B cxemy neqeHns jobaBuin aleta3osamui, KOTOpbIk B rocaegyouem 6bii
OTMEHEH 0 MPUYUHE HEXKeNaTe/lbHOM peaKkuynn — CTOMKOro MetabosIM4ecKoro auunjola. 3aknwodeHue. O6HapyKeHue
y naLyueHTa CroHTaHHO BO3HMKAIOLLEro napasamnda, KOTopbli COMPOBOKAAETCS CHUKEHNEM KOHLIEHTPALIMN KaJins B CbIBOPOT-
Ke KpoBM, — 10BO/ 3aMof03pnTh NEPUOANYECKMI TMIMOKaIMEMMIECKUI napaauny. [TpumMeHeHne npenapata Kaausi No3BoJsi-
€T NpeaynpeanTb NosiBIEHUE CUMITTOMOB 3a60/1eBaHNs 6€3 CHUXEHMS] Ka4eCTBa XU3HM NaLMeHTa.

Knro4yeBble cnoBa: AeTH, Napasiny, 31€KTPOUTHbIE HaPYLLIEHHNS, MTMITOKaIMeMHsl, KITMHUYECKMI CalydYai

Ans uyntupoBaHmsa: NeaHoB A.A., KynuyeHko T.B., JlawkoBa 10.C., EpwoBa H.C. lNepuoanyeckmii runokannemuye-
CKMM napanuy y pebeHka 10 NneT: KAMHUYECKUW cnydvan. Bonpockl coBpemeHHoM neauatpun. 2026;25(2):115-122.
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OBOCHOBAHME Yaule Bcero napanuvyu cBsi3aHbl ¢ HapylweHnem yHKLUK
Mapanny — HEeBPONOrMYECKUA CUMMTOM, XapaKTepu- HEPBHOW CUCTEMbI BCNEACTBUE NOBPEXAEHUI Pa3fiMyHOro
3YIOLMIACA CHUXKEHMEM WNW MOMHLIM OTCYTCTBMEM [BMWra- reHesa WAM KOMMPECCUWU (Hanpumep, OMyXofbio) YacTu
TenbHOM QYHKLMM B OQHOM WM HECKOJIbKMX Y4acTKax Tena, LeHTpanbHOM WM nepudpepuyeckon HepBHOM CUCTEMBDI
BO3HWKAOWWIN 13-3a yTpaTbl MbllleYHbIX ABWKeHuM [1, 2]. (B 0COBEHHOCTM CnUHHOro mo3ara) [3]. B peakux cnyyasx
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napanauMyiu accouumpoBaHbl C ayTOUMMYHHOW MaToNOrMEN,
3NIEKTPONUTHBIMU HapPYLWEHUAMU U IEKAapPCTBEHHbIMU BO3-
nencteuamu [4]. B 3aBUCMMOCTM OT YPOBHS MOparKeEHUs
BbIAENSFIOT LleHTPasbHble (CnacTUYeckue) n nepndbepmnyeckmne
(BSINblE) Napannyun, KOTopble Yalle BCEro COnpsiXeHbl C Hapy-
lweHneM GYHKLUMIA HEPBHOW CUCTEMbI BCNEACTBME MOBPEXIe-
HWUM pas3nMyHoro reHesa [3].

ONEKTPONUTHbIE HaPYLIEHUS TaKKe MOryT ObiTb NPUYK-
HOM pa3BUTUS Napanuyen. B aTon CBA3KM BbIAENSIOT rpynny
NepPBUYHbIX MEPUOAMUYECKMX Napanunyemn, BbI3BaHHbIX M3Me-
HEHWSIMW TEHOB, OTBETCTBEHHbLIX 3a (YHKLMOHUPOBaHWE
MOHHbIX KaHanos [5, 6]. O4HUM U3 KIIMHWYECKMX BapMaHTOB
3TOM rpynnbl 3ab6oneBaHnn SBASETCH NEPUOANYECKUI TUMO-
Kannemuyeckun napanuy (MNIM) [7]. MM — pegkas KaHa-
nonatusi, BO3HMKaloWaa B peaynbraTte U3MEHEHU TeHOB
MOHHbIX KaHanoB (KaNnbLUMEBbIX, KalMEBbIX W HATPUEBBLIX)
K/TIETOK CKEeNeTHOM MyCKynaTypbl. 3T U3MEHEHUSA NPUBOAST
K CMOHTA@HHOMY CHMWXEHMWIO KOHLIEHTPaLMKU BHEKIETOYHOMO
Kanua W, Kak cneactBue, BHEe3aMnHbIM 3anuM3o4aM reHepa-
JIN30BAHHOIO WK 04aroBoro napanuya. B GonbWHHCTBE
cny4yaeB TWMN HacnefoBaHWS — ayTOCOMHO-AOMWHAHTHbIN,
NPOUCXOXAEHNE — HACNeACTBEHHbIE UKW CEMEWHbIE CyYaun
6one3Hu [7]. Hauie Bcero passutue 3ab6osieBaH1A BbI3BaHO
M3MEHEHUAMMU CTPYKTYpbl reHa CACNALS [7], oTBevatowero
3a QYHKLUMOHMPOBAHUE KanbLMEBbLIX KaHa/lOB B CKEETHOM
MyCKynatype. BnepBble n3meHeHue reHa O6bli0 OnMcaHo
B 1994 r. [8]. B HacTosilee BpeEMS B YMCE MPUYNH pa3BU-
Tna M o6cyKaaeTca ponb NaToIOrMYECKUX annenen reHos
KCNJ2 v KCNJ18 (KoaupytoT KanuneBble KINETOYHbIE KaHasbl)
n SCN4A (KognpyeT HaTpUeBbIE KaHaslbl CKENETHON MYCKyna-
Typbl) [9, 10]. K oCHOBHbIM npuirMHam npunobpeteHHoro Ml
OTHOCAT NEePBUYHbLIA TMPEOTOKCMKO3 U BTOPUYHbIE MOTEPU
Kanus (Ha GoHe NoYeyHoro TyeynspHOro aunao3a un aHTe-
ponatun) [7]. MNMpeanonaraemas pacnpoctpaHeHHocTb [T
coctaBnsier 1 Ha 100 TbiC. YENOBEK, a NepBble NPU3HAKK
MOryT BO3HWMKaTb C 5-neTHero Bo3pacTta, AOCTUras nuKa
YyacToTbl NPUCTYNoB B Bo3pacTte oT 15 go 35 net [11, 12].

MITI xapakTepusyeTca BHE3amnHbIMKU, a He PerynsapHbIMU
anu3ogamu [7, 10], BO3HMKAKOWMMK MOCNe 3HAYUTENbHbIX
PU3MYECKMX Harpy3okK, cTpecca, BO3AENCTBUSA HUBKUX TEM-
nepaTyp, MPUMEHEHNS TIOKOKOPTUKOMAOB M yNnoTpebneHus
NPOAYKTOB ¢ 60/blWNM cogeprkaHnem yrnesogos [7, 13]. Bo
Bpems anusoga NIl Bcerga HabntogaeTCcs CHUXKEHUE (HUKe
2,5-3,0 MMO0JIb/N) KOHLEHTPaLMKN Kanus B CbiIBOPOTKE KPO-
BM, YTO M OTIMYAET €ro OT APYrnx BapuaHTOB napanaunyen
[7, 10]. NMpoaoMmKUTENBHOCTb 3ANMN304a MOXKET BapblMpoBaTb
OT HECKOJIbKMX MUHYT 0 HECKONbKUX AHEW, HO Yalle AnuTcs
HECKONbKO YacoB [6, 7]. B MeXnpucTynHbIKn nepuog y nauu-
€HTOB OTCYTCTBYIOT 3NEKTPONUTHbIE HapYLWEHUS U HE BbISB-
NISeTcs NaTonornm Npu HeBPOJIOrMYyeckom obcenenoBaHmm [6].

M3-3a HU3KOW pacnpoCTpaHEeHHOCTU NEPBUYHbBIX MepPUo-
[OWYECKUX Napanuyen B MONynsiuMu CyWECTBYIOT TPYAHOCTH
B AMArHOCTMKE 3TUX COCTOSIHWIA W OKa3aHWM NauuneHTaMm
CBOEBPEMEHHOM KBannduLMpoBaHHOM nomouu. Mo Hawemy
OnbITy, Yalle BCero MMeeT MecTo runogmarHoctuka M.

CornacHo paHee ony6aMKOBaHHbLIM OMUCAHUSAM POCCUI-
CKMX nauneHTos c NI, aeboT 3aboneBaHus HacTynan B BO3-
pacTte 15 net 1 ctapuwe. Mpy 3TOM HX Y OAHOIO U3 NaLMEHTOB
[AMarHo3 He 6bl1 BEpUPULMPOBAH MrEHETUYECKM, a TaKTMKa
fle4eHns cTpounacb Ha napeHTepanbHOM BBeAEHWW npena-

paToB Kanusi AW 3aMeHE UX Ha Kanua acnaparvHart. Takke
B 60ONbWMHCTBE CNy4yaeB OTCYTCTBOBaNO OMucaHWe KaTam-
He3a, 4TO 3aTPyAHSET OLeHKy cTteneHu KoHuTponsa MMM Ha
doHe Tepanuu. B cBA3K C 3TUM Mbl NPeACcTaBUAN ONUCaHUE
cnyyas paHHero ge6tota NI ¢ BepnudmumMpoBaHHbIM naTo-
reHHblM BapuaHTom reHa CACNALS, BO3HUKLWIKMM de nhovo,
M YCMELWHbIM KOHCEPBATUBHLIM fleHEHUEM C MPUMEHEHMU-
€M MOHOTepanuu nepopanbHbiM NpenapaToM Kanus. Takas
Tepanusa COOTBETCTBYET 3apybeKHbIM pekoMeHaauumsm [5, 6]
M NO3BOAAET JOOGUTHCA CHUMKEHUS PUCKA HEOBOCHOBAaH-
HOW rocnuTann3daunmn u CBSA3aHHbIX C 3TUM HexXenaTeNbHbIX
MEeANLMHCKMX BMmewaTtenbcTB [6]. lMpuBeaeHHble AaHHble
B CTaTbe TaKXe HaleNeHbl Ha NOBblleHNe OCBEAOMIEHHO-
CTW Bpayen 0 AMarHoCTuKe, Ne4eHnun n npodunakTuke pas-
BUTMUS anu3oao. [MITI.

KNUHUYECKHUIA NPUMEP

O nauueHTe

Manbynk A., BodpacT 10 net, noctynun B neauvatpu-
yecKoe aumarHoctnyeckoe otaeneHne POCCUMMUCKOM AeTCKom
KJIMHUYECKOoW 601bHMLbI (MOCKBA) C Xanobamu Ha pasBuTne
BHe3anHoW MbllWeyHON cnaboCTu U OTCYTCTBUE ABUMKEHUN,
NPEUMYLLECTBEHHO HUXHUX KOHEYHOCTEN.

AHamHe3 60ne3HM. [TleproanyecKn BO3HUKatoWwasa Mbl-
WweyHas cnaboctb Ha ¢dOHe MNOAHOro 340poBbsA pebeHKa
BMnepBble 0TMeYeHa B Bo3pacTe 5 net. [MapoKcu3mbl ANUANCH
0T 2 0 10 MUH U NPOXOAUAM CaMOCTOATENbHO, MX YacToTa
cocTtaBnsina 1-2 pasa B Te4yeHne 6-8 mec. PebeHOK 6bin
OCMOTPEH NeanaTpoM MO MECTY UTENbCTBA, €ro COCTOAHUE
CBSi3anun C NposiBNeHnem «6onen poctar, 6blla Ha3HaveHa
HelpomeTabonuyeckas Tepanus 1eBoKapHUTUHOM. OaHaKo
B [JdanbHenweM Yy nauueHTa 3adUKCMPOBAHO yvalleHue
3MM3040B MbllEeYHON cnabocTu. 3HauyuTeNbHOE YXyALeHne
COCTOSIHMSI HacTynuno Mocne anneHAdKToMuMu B BO3pacTe
7 neT, Korga K ann3ogaM Mbllle4YHON cnabocTu NPUCOEANHM-
SINCb MPU3HAKM Napanmya HUKHUX KOHEYHOCTEN.

MauneHT HeofHOKPaATHO HaxoAMICsH Ha CTauMOHapHOM
Nle4eHnn B CBA3K C anmn3odamMu napanuya. Natonornyeckui
npoLLecc pacnpocTpaHuIcsa Ha BEPXHUE KOHEYHOCTH (NOSBU-
nacb cnabocTb, 3aTeM — napanuy). Anu3oabl Napanuya
Havyanu BO3HMKaTb 4Yalle (1-3 pas3a B Mecsil) U NPoAoIKa-
nvck oT 2 1o 12 4. Bo Bpems nepBbIx rocnutanmaanmi (noyTm
BCE — B paloOHHble 60/bHULbI, O4LHOKPATHO — B FOPOACKYIO
60NbHULLY) COAEPKaHUe INEKTPOIUTOB B KPOBM He onpege-
NISAK, HO B BO3pacTe 7 IeT BO BPeMS 3MM3040B Napanuya
06Hapy)KMBanu rUNoOKaIMeMUIO (3HaAYeHUS KOHLEHTpauuu
Kanns HEU3BECTHbI), reHe3 KOTOPOW He Bblfl yCTaHOBEH.

B Bospacte 9 net poauteny nauueHta caMocTosTeSb-
HO 06paTUANChb 3a KOHCynbTauuen K reHeTuKy B MepguKo-
reHeTU4YEeCKUM Hay4dHbli UeHTp uM. akag. H.ll. boykoBa
(MockBa), rae 6bi10 BbIMONHEHO ceKkBeHupoBaHne [AHK
MEeTOAOM HOBOrO MOKONEHUS (MCcnefoBaHa reHHas naHenb
«HEPBHO-MbllLEYHble 3aboneBaHus»). Mo pedynbrataM reHe-
TMYECKOro uccnegoBaHms (nonyveHsl cnycts 3 mec) y nauu-
eHTa o6HapyeHo nameHeHne reHa CACNALS (c.3716G>A).

C BospacTa 10 net oTMEYEHO yBENUYEHNE HaCTOTbl 3MK-
30408 Napanunya o 5—7 B Hejaento, B CBA3K € YeM pebeHOK
Obl1 HEOAHOKPATHO FOCMMUTaNUM3MPOBaH. ANU30AbI Napanu-
Ya Bcerga COMNPOBOXAANUCL MOSIBEHWEM TUNOKaaMemMuu
(KOHUEHTpaLma Kanua BapbuMpoBana B AvanasoHe ot 1,8 o



3,1 MMOfb/N), KOTOPYIO KynupoBanu MHOY3MOHHON Tepanu-
en — 4% pactBopom xnopuaa Kanus. NaumeHTy Ha NoCTosH-
HOM OCHOBE Ha3Ha4yeH Kanus acrnaparvHaTt B gose 262 mr
3 pasa B CyTKMW. [Tpn 3TOM ynyyLEHUS COCTOAHUSA 340POBbS
He OTMEeYeHO, COXPaHSIMCb 3MNM304bl MbllLEYHOW CnabocTy,
a nocne BKOYEHWS B Tepanuio CMMPOHONAKTOHa O6bl1o
3aperucTpMpoBaHoO HapacTaHMe rMnoKaameMuu.

YyuTtbiBas paHee BbisiBieHHOe nameHeHue reHa CACNALS
(.3716G>A) 1 coxpaHsaloWMecs anu3o4bl FMMNOKaIMEMUH,
TPYyAHO nogaatowmecs Tepanuu, 6bina NnpoBeaeHa Tenemean-
LIMHCKas KOHCyNbTaLus ¢ POCCMMCKOM AETCKON KITMHUYECKOM
60/IbHULEN U PEKOMEHAOBAHa rocnuTanmn3auus.

AHaMHe3 XWU3HU. Pe6eHOK OT nepBon 6epemMeHHOCTH
(Bo3pacT maTepn — 32 roga), NpoTeKkaBllen Ha GoHe yrpo-
3bl NpepbiBaHUs B | TpUMecTpe, NepBbIX CaMOCTOATENbHbIX
poaoB Ha 39-1 Hea. Macca Tena npu poxkageHmn — 3580 T,
OnvHa Tena — 55 cm, oueHka no wkane APGAR — 7/8 6an-
nos. [lepvoa HOBOPOXKAEHHOCTM MpoTeKan 6e3 ocobeH-
HocTen. Pu3unyeckoe M NCMXOMOTOPHOE pas3BUTUE — 6e3
OTK/IOHeHUK. Co cnoB poauTenemn, XpPOHUYEeCKnx 3aboneBa-
HUW Y YIEHOB CEMbM HET, NEPUOANYECKOM MbllLEYHON cnabo-
CTW, HapYLWEeHWM MOXOAKM M Napannuyer 0TMEYEHOo He 6bino.

dusuKkanbHaa AMarHocTMka

Mpu NOCTYyNAE€HMM MNauUMEHT He MOr CaMOCTOATENbHO
XOAWTb, CMAETb U BCTaBaTb Ha HOrM. B HEBpPOMOrMyecKom
cTatyce 0OO6LWEMO3roBblX U MEHWHreasbHbIX CUMMOTOMOB
BbISIBI€HO He 6bl/I0, CO CTOPOHbI YepernHbiX HEPBOB — 6€e3

naTonoruu, B ABuratesibHO-pedIEKTOPHOM chepe — BSAMbIN
TeTpanapes CO CHUMKEHWEM CWbl B BEPXHWX KOHEYHOCTAX
NPOKCUMasnbHO Ao 4 6annos, AUCTaNbHO B pyKax cuna cocta-
Buna 4—5 6annoB; B HUKHUX KOHEYHOCTSAX MPOKCUMaibHO —
2-3 6anna c 06eunx CTOPoH, AnctanbHo — 3—4 6anna (M3me-
peHus no 6-6annbHon (0O—5 6GannoB) WKane MaHyalbHOM
OUEeHKU MblweyHon cunbl MRC). CyxoxKunbHble pedneKcbl
C PYK M HOI XWBble, CUMMETPUYHbIE, 6€3 MaTONOrMYECKMNX
3HaKoB. KoopanHaTopHble NPo6bl BbINOAHAN YA40BNETBOPU-
TeNbHO C 06enxX CTOPOH B nNpeaenax napesa. HYyBcTBUTENbHbIE
HapyleHns (MOBEPXHOCTHOE, MblLUEYHO-CYCTaBHOE YyBCTBO)
He OBGHapyxeHbl. Ta3oBble GYHKLIMU COXPaHEHbl, KOHTPOU-
poBan. [pyrnx KIMHUYECKM 3Ha4YMMbIX OCOBEHHOCTEN Mpw
GH131KanbHOM OCMOTPE HE OGHapPYXEHO.

MpepBapuUTenbHbIA AUArHo3

lNepnogmMyecKnin runornMKeMmMYyecKknu napanuyy. Ouod-
depeHuManbHas AMarHoCTMKa C HacneLCTBEHHbIMU MMO-
naTMsMn, MMacTeHMEN U BTOPMYHBIM TMMOKANIMEMUYECKNM
napann4yom.

JlaGopaTopHbie U MHCTPYMEHTaJIbHble UCCNefoBaHusA

Mo pes3ynbratam NnabopaTopHbIX MCCeaoBaHWn Obin
BbIsiBieHbl TUMWYHbIE OGUOXMMUYECKMe natTepHbl [I:
rMNOKanMeMuss u HesHayuTenbHoe (4o 2,5 HopM) NOBbI-
lweHne KpeaTuHpochoknHasbl (KPK) (tabn. 1). dytnpeos,
HEM3MEHeHHas CTPYKTypa W HOpMasbHble pa3Mepbl WWTO-
BWAHOW Kenesbl MO3BOMWMAU WMCKIIOYUTb TUPEOTOKCMKO3.

Ta6nuua 1. Pe3ynbratbl NabopaTopHbIX U MHCTPYMEHTaNbHbIX UCCIeA0BaHWI, BbIMOMHEHHbIX NaLMEHTy A.

Table 1. Laboratory and instrumental results in patient A.

UccnepgoBaHusa

Pe3ynbrar

JlaGopaTtopHble uccnegoBaHusa

BroxMMHn4ecKknn aHanmM3 KpoBm

ACT — 36 Eg/n (Hopma 10-42 Ea/n), NAI — 249 ME/n (Hopma 100-320 ME/n),
K®K — 456 ME/n (Hopma 25-200 ME/n), LL® — 313 ME/n (Hopma 50-400 ME/n),
anektponutsl (Na, Ca, Cl, Mg, P) — B npeaenax pedepeHCHbIX 3Ha4eHUIn

BUOXMMHUYECKHUA aHanM3 Moyu
(BCe NoKasaTtenu B npegenax
pedepeHCHbIX 3HaYeHnn)

JKcKpeumnsa Na ¢ moyont — 118,5 mmonb/cyT (Hopma 40—-170 Mmonb/cyT),
K — 58,8 mmonb/cyT (Hopma 10-60 mmonb/cyT), Cl — 120 mmonb/cyT
(Hopma 110-250 mmonb/cyT)

TUpeonHbIE FOPMOHbI (BCE MOKasaTesu
B npeaenax pedepeHcHbIX 3HaYeHMt)

TTr — 1,3 mEa/n (Hopma 0,4-5 mEa/n), T, cBo60AHbIN — 10,9 nMonb/n
(Hopma 10,8-18,9 nmonb/n)

KKCNOTHO-0CHOBHOE PaBHOBECHE KPOBU

pH — 7,35 (Hopma 7,32-7,42), rntoko3a — 5,5 mmonb/n (Hopma 3,9-5,8 mmonb/n),
nakrat — 1,3 mmosnb/n (0,5-2,2 mmonb/n), HCO; — 21 Mmonb/n (26—-32 MmMOib/1)

CKPUHUHT @aHTUSIAEPHbIX aHTUTen OTpuuaTtenbHbIn

UHcTpyMeHTaNnbHble uccnefoBaHUs

Mpu cTUmMynsaunoHHOM AHMIT NpM3HaKoB HapyLeHWs NPOBOAUMOCTM MO NepudepruyecKkum
HepBaMm He BbisiBieHO. Mpu nronbyaton IHMI B uccneayembix Mblwlax (m. tibialis
anterior) B NoKoe v Npu Npou3BOSIbHOM YCU/IUK NaTONOrMYECKON CNIOHTaHHOW aKTUBHOCTH

npoBOANMOCTHU

SHMI
He 3aperncTpmMpoBaHo, NapameTpbl MOTEHLMANOB ABUraTeNbHbIX €4MHUL, COOTBETCTBOBA/M
BO3pacTHOW HOpMe, MUOMaTUYECKUI NaTTepH OTCyTCTBOBAS. JeKpeMEeHT MbIleYHOro oTBeTa
npv PUTMUYECKOW CTUMYNSLIMK HE NPEBbIWan HOpManbHbIX 3HavyeHuin (MeHee 10%)
CuHycoBbIf putMm. HopmanbHoe nonoxernue 30C. HapylweHune BHYTPUKENYL04KOBOWM
AnekTpokapaunorpadums Y P P Py yie yA
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Y3W noyek, WUTOBNAHOWM XKenesbl KnuHM4yecKu 3Ha4ymMMowm NnaTtonornum He o6Hapy*KeHo

Mpumeyarne. ACT — acnaptatammHoTpaHchepasa; 1A — nakratgerngporeHasa; KOK — kpeatuHdochokmHaza; LD — wenoyHas docdaTasa;
TTI — TMpeoTponHbIv ropmoH; AHMIT — anekTpoHerpomuorpadumsa; S0C — aneKTpuyeckas ocb cepaua; Y3 — ynbTpa3ByKoBOe UccnefoBaHue.
Note. AST (ACT) — aspartate aminotransferase; LDH (J1AI') — lactate dehydrogenase; CPK (KPK) — creatine phosphokinase; AP (LL®) —

alkaline phosphatase; TTH (TTI') — thyrotropic hormone; ENMG (3HMI) — electroneuromyography; CEA (30C) — cardiac electrical axis;
USG (Y3WM) — ultrasonography.
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HopmanbHble noKasaTenn 3KCKpeuun 31eKTPOSIMTOB C MO-
4YOM W KUCIOTHO-OCHOBHOIO paBHOBECWS CBWAETENbCTBYIOT
He B MoMb3y Hanuyusa TybynonaTui Kak NPUYMHbI BTOPUY-
HOM runoKannemunun. HopmanbHoe 3HayeHue AeKpeMeHTa
MbILEYHOr0 OTBETa MCKAYaNno Haluyue CUHanTU4ecKowm
6N10KaAbl, XapaKTepHOW AN MUacTeHUK (Tabn. 1).

AnHamMuKa u ucxopbl

3a BpeMs HabnaeHUS y NaLMeHTa HECKONbKO pa3 pas-
BMBaNUCb 3MM304bl Napanuya, 4To Bcerga 6bi10 accoumu-
poBaHO C Tpurrepamu (ctpecc, puanyeckass akTUBHOCTb).
Hanpumep, anu3oabl napanvya 3adUKCUpOBaHbl nocne
urpbl B 6acKetbos Ha OETCKOM naowajgke UM aMoLMOHasb-
HbIX MepexMBaHWM nNauneHTa. JMHaMMKa KOHLEHTpauuu
CbIBOPOTOYHOIO Kanus B CBA3M C BO3MOXHbIMU TpUrrepamu
npeacrtaBneHa Ha puc. 1.

C uenbto BanngaLmu paHee BbIiBEHHOrO NaToNorMyecKo-
ro annens reHa CACNALS 6b1710 BbINO/IHEHO CEKBEHUPOBaHUE
no CeHrepy y npobaHga v ero poautenein. o ero pesynbra-
TaM y npobaHaa noatBepXaeHo uameHeHue reHa CACNALS
(.3716G>A, p.Arg1239His), y poauTtenen nauneHta OHO
OTCYTCTBYET, YTO yKa3blBaeT Ha M3MeHeHus reHa de novo.
Ha ocHOoBaHMM pesynbTaToB FEHETUYECKOro MccneaoBaHus
YCTaHOB/IEH OKOHYaTeslbHbIM AMarHo3: «[MnoKanneMmnyecKkum
nepuoanyeckni napanuy (¢.3716G>A B reHe CACNAL)».

Pe6eHoK 6bln NepeBedeH ¢ NapeHTepanbHOro BBEAEHUS
pacTBOpa Kanus Ha nepopanbHyto Tepanuio 4% pactBopom
KCIl. Takke B cxemy neyeHus obaBunu aveTtasonamup.

Puc. 1. [InHaMrKa coepaHuns CbiIBOPOTOYHOMO Kanus y nauneHTa A.
Fig. 1. Serum potassium level dynamics in patient A.

MauneHTy 1 pogutensiMm 6bln AaHbl PEKOMEHAALMM MO U3Me-
HEeHUI0 06pa3a XU3HU (YMEHbLUEHWE AMOLIMOHANbHbIX Nepe-
YUBAHWN, COCTOSIHUM, CBSI3aHHbIX CO CTpaxoM, nepenagos
HaCTPOEHMS, BO3AENCTBUSA HU3KUX TemrnepaTtyp, U3NULLIHEN
PU3MYECKOM Harpy3Ku) U NUTaHKs (orpaHMYeHne NPOAYKTOB,
6oraTbix yrneBogamu 1 Hatpuem). Ha poHe neyeHus Ha npo-
TSAXKEHUM BCEro nepuoga rocnutanmaauunun (24 cyt) coctos-
HWE NauMeHTa C NOJIOKUTENbHOM AMHAMUKON. Taenbix anu-
30pa08 [Tl He oTMeYanu. Pegkue 1 nerkue anusoabl (Yalle
NPOXoAsilMe CaMOMpPoOn3BOSIbHO) ObliM Bbi3BaHbl CTPECCO-
BbIMW dakTopaMun. OQHaAKO Mbl CTOSIKHY/IMCb C HEeXKenaTesb-
HOM peaKuuen B OTBET Ha MNPUMEHeHue aleTalonamuia:
y pebeHKa pas3BuWICH CTOMKUMKA MeTaboNMyecKur auunaos,
B CBfI3W C 4yeM npenapart Obin OTMEHEH. B panbHewnwem
(B TeyeHue 1 roga nocne BbIMUCKKU) NaLMEHT OocTaBascs Ha
nepopasnbHo MoHoTepanuu 4% pactBopom KClI, yxyaLeHus
COCTOSIHUSI 340POBbS HE OTMEYEHO.

MporHo3s

[MporHo3 6o0ne3Hn GnaronpuUaTHbIN. Mpn 3aTOM NpU TaXKe-
JIOV TMMNOKanneMmnn (KOHUEHTpaLmMa Kanusa B CbiIBOPOTKE KPo-
BM MeHee 2,5 MMOJb//1) MOTyT pa3BUBATbCS KU3HEYrPOXKa-
lOLLME OCNIOKHEHUS, TaKNe Kak GUOPUINSALUS KeNyao4yKoB,
rMNOTEH3MS, AblXxaTeNbHas HeAOCTaTOYHOCTb [5].

BpemeHHasn wKana
XpoHonorua pasBuTUA 3abosieBaHUA nNpefcTaBieHa
Ha puc. 2.
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[Hn rocnutanmsaunu

lMpumeyaHure. TopU30HTaNbHBIMU IMHUAMK 0603HAYEHbI HUKHWI (3,5 MMONb /) U BEPXHUI Nopor (5,1 MMOJb/N) KOHLIEHTPaLUMK Kannus B CbIBOPOTKE

KpOBH.

Note. Horizontal lines indicate the lower (3.5 mmol/L) and upper (5.1 mmol/L) threshold of serum potassium levels.



Puc. 2. MaumneHT A.: XxpoHonorna pa3eBuTua 601e3HU, KNlo4eBble COObITUS U MPOrHO3

Fig. 2. Patient A.: disease chronology, key events, and prognosis

Mocne NpoBeAeHHOM anneHA3KTOMKK
cTanu BO3HWKaTb aNU304bl Napanunya
HUXHWX KOHEeYHoCcTeMn

MepBble CMMNTOMBbI:
MbllleYyHas cnabocTb

AHanus reHa CACNA1 (cekBeHupoBaHue no CeHrepy):
y npo6aHaa, Ho He Y poauTeNnen BbISiBIEH NaToNOrM4eCcKum
annenb, xapaktepHbivt ang MM (de novo).
HasHavyeHa nepopanbHasa Tepanus, 4% pactsop KCI

Y4yalleHue annu3o0408
MblLLEYHON cnabocTu

MporpeccupoBaHue annM3o40B napanuyen,
BOB/IeYEHME BEPXHUX KOHEYHOCTEN,
yBeNM4yeHne BPeMEeHHOro nHTepBana anM3oa0s.
MpoBeneHo reHeTnyeckoe ob6eneaoBaHue,
BbISIBNIEH NaToreHHbln BapuaHT reHa CACNAL.
MpeanonoxkeHune o MM

Ha ¢oHe nameHeHusa obpasa
YXWU3HUW, COBNIOAEHUS aneToTepanuu
1 npodunakTUyecKkoro npuema
npenapaToB Kanusg KoNuyecTso
anu3oao0s. Ml cBeaeHo K MUHUMYMY.
Taxenblx 3aNM3040B He OTMeYanocb

MpumeyvaHue. MM — NepUoanYECKU rMnoKanMeMmYecKun napanmy.
Note. HPP (MNI'M) — hypokalemic periodic paralysis.

OBCYXAEHMUE

B npeacraBneHHOM HaMMW KIMHWMYECKOM HabAlOaeHWM
3anono3putb Ae6toT MM MOXKHO OblNO €elle Ha pPaHHUX
cTaguax 3aboneBaHuns, 40 NPOBeAeHUs MHOrMx nabopatop-
HbIX U MIHCTPYMEHTaNbHbIX nccneaoBaHuin. K oTnMynTenbHbIM
npu3Hakam Ml oTHocsATeAa cneaytowme [7, 13]:
® CMOHTAaHHOCTb BO3HWKHOBEHMS 3NN30A0B Napanuyen;
® HaNMyue YacTblX TPUITEPOB BO3HUKHOBEHWUS Napanuyen

(3MOLMOHanbHbIE NepexuBaHus, drManyeckasn Harpyska,

yrnoTpebseHne NpoayKToB, 60raTbiX yrneBogamu);
® BO3HWMKHOBEHWE Mapanuya Bcerga COMNpOBOXAaeTcs

CHWXXEHWMEM KOHLIEHTPALMK Kannsa B CbIBOPOTKE KPOBMU;
® 4yacTo HabnaaeTcs camoCToATeNbHOE 3aBeplleHue

3Nn304a;

e OTCYTCTBME KaKOM-TMOGO HEBPONOrMYECKON CUMMMNTOMATH-

K1 Mexay anM3onamu.

Bce a1 npusHaku 6blIM OTMEYEHbI B A€6I0TE M NpK AaNb-
HeWlweM pa3BUTUKM BOIE3HM MUY ONMCAHHOIo HaMu NaLMeHTa.
OOHaKO OKOH4YaTesNbHbIM AMarHo3 6bi1 MOCTaBfEH CNyCcTs
5 net nocne NosABAEHUS NEPBbIX CUMNTOMOB G0/IE3HU, YTO
OTCpPOYMNO Noadop 3ODOEKTUBHOM KOHCEPBATUBHON Tepanumn
1 CBOEBPEMEHHYIO peann3aLuio NpoPpunakTMHecKon cTpaTte-
'MW, OCHOBaAHHOM Ha BbIABNEHUN BeAyLINX UHAUBUOYANbHbIX
TPUITEPOB Y METOA0B UX NPeaoTBpalleHus. Bce 3T0 B KOHeu-
HOM MTOre MOINI0 MOJIOXKWTENIbHO CKa3aTbC Ha KayecTBe
MW3HU nauueHTa. Takke HeobXoAMMO OTMETUTb, YTO MpH
OKa3aHWM MeaMLMHCKOW MOMOLM MO MEeCTy XMUTenbcTBa
nauMeHTa He 6bl/I0 BbIMOIHEHO AEWCTBMI MO NpeaoTepalle-
HUIO NOBTOPHbIX ann3oaos MMM nytem M3meHeHUs obpasa
W3HU, Ha3Ha4YeHnsa aneToTepanum UM NPodunaKkTMyecKomn
JoTauun pacTBopa Kanus. HasHavyeHue Kanua acnaparu-
HaTa ABNSETCA COMHUTENbHBIM C TOYKW 3PEHUS KOPPEKLIUK
rMNOKaNIMEMMU M3-3a CNOXKHOCTM [O3MPOBaHUA U pacyeTa
[103bl Npenaparta. CneacTBMEM TaKOW TaKTUKKM NevyeHuns cTano
MHO}ECTBO rocnutann3almi, Kotopble camu No cebe Morau
ObITb CTPECCOBbLIM PaKTOPOM ANs MaumneHTa U cnocobCTBO-
BaTb GOPMUPOBAHUIO «TOPOYHOI0 Kpyra» 060CTPEHUN.

Taknm 06pa3oM, Hall KIMHWUYECKUW cnydyam AEeMOH-
CTpUpPYET BMNepPBbIE OMUCaHHbIM B OTEYECTBEHHOW NUTEpa-

Type paHHWW, FreHETUYECKM NoaTBepKAeHHbIn aebtoT MMITI.
Onupasicb Ha 3apybexHble peKoMeHaalnu, HaMm yaanocb
[OCTUYb CTOMKOIO MOJIOXKMUTENBHOIO0 OTBETa UCKIIOYUTENb-
HO Ha nepopasbHon Tepanun 4% pacTBOPOM Kalug Xio-
puia 6e3 AONONMHUTENIbHOrO NnapeHTepasbHOro BBeAeHUd
npenapaTa Kanus, 4TO TaKXKe MOATBEPXKAAETCA AaHHbIMU
KaTaMHesa.

MapoKcu3aManbHylo MbllweyHyto cnabocts npu [T,
B MNepByl o4yepeab, Heobxogumo anddepeHunpoBaTb OT
a@HaNorMYyHOro COCTOSIHUSA MpPW HACNEeACTBEHHbIX MUOMaTW-
AX U MUaCTEHMYeCKOM cuHapome [14]. CneumduyHbiM Ans
MM, B oTaMyne OT NPOrpeccupyloMx MUonatun, asnset-
csl NPUCTYNoo6pasHbin, NapoKCH3ManbHbli, 06bIYHO BbICTPO
pasBuBatoLLMiCSA (B TEYEHME HECKOJSIbKMX 4acoB) xapaKTep
CUMMTOMATUKK C MOJIHbIM BOCCTaHOBJIEHUEM MblLLEYHON
CWNbl B MEXMPUCTYMHbLINM NEPUOA U OTCYTCTBUEM HEYKITOHHOIO
CHUEHUSA MOTOPHbIX GYHKUMI [6, 7]. BaXKHO OTMETUTL, YTO
Ha paHHux cTagusax M, ocobeHHO y aeTen, nabopaTopHble
WU MHCTPYMEHTasNIbHble MapKepbl MbILIEYHOrO MOBPEXAEHMUS
(akTBHOCTb KPK, pesynstatbl Urofb4yaTon aneKkTpoMuorpa-
¢$wumn) MoryT octaBaThbCs B npegenax pepepeHcHblX 3HaveHum
U G6blTb HE 3HAYUTENbHO M3MEHEHbl (40 2—3 HopM), 4TO
HEe MNO3BONSET MCKIOYMTb HEMUOAUCTPOdUYECKHE Muona-
Tvn [15]. B npeactaBneHHOM HaMu HabNIOAEHMM HOPMasibHas
aKTMBHOCTb KK M oTcyTcTBME MMOMaTMYecKoro natrepHa
npu anekTpomuorpadum, NPoBEAEHHON BHE 3anu3o4a napa-
Nin4a, CNYXXWUIW [OMNOJSIHUTENbHBIMU aprymeHTaMu B MONb3y
KaHanonatuu, XoTd U He MOIU CYUTaTbCA abCOMOTHLIMU
KPUTEPUSAMU UCKITIOYEHUSA MbllLEYHOW NaTonoruun. B cooteert-
CTBMW C COBPEMEHHbLIMWU [MAarHOCTUHECKMMU CTaHZapTamu
BepudMKauma auarHosa Obina BbINOAHEHA C MPUMEHEHUEM
MOJIEKYNAPHO-FEHETUHECKOrO aHanu3a, B pesy/brate KoTo-
poro 6bin BbISIBJEH paHee ONMCaHHbIA NaTOreHHbIM BapuaHT
reHa CACNALS [5-7]. MnacTeHusi rpaBuc, TaKxKe NposBsio-
wascs anuMsogamu cnaboctu, 6bina UCKIOYEeHa Ha OCHOBa-
HWUW OTCYTCTBMUSI NATOrHOMOHWYHOW KIMHWYECKOW CUMMTOMAa-
TUKM (NTO3, AunNaonus, 6ynbbapHble pacCTPoOMCTBA), a TaKKe
[laHHbIX 3NeKTpoMUorpadum, No pesynbrataM KOTOpow Hapy-
LWEeHNN HEPBHO-MbILWEYHON Nepeaayun curHana He BbISiIBJEHO.
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Ecnu otnnyma MNIT oT HacneACTBEHHbIX MUOMNaTui ABNA-
loTC AOCTaTOYHO O4YEBWUAHLIMWU, TO 6ONbLIKE TPYAHOCTU
npeactaBngetr guddepeHUnanbHaa AMaArHOCTUKA Mexay
nepBMYHbIMKU U BTOPUYHBLIMW MPUYNMHAMU TUNOKaInemMuye-
CKOro napanuya. Heo6xogMmMoO NMOMHWTb, YTO MOTEPS BHe-
K/IETOYHOrO Kanua € pas3BUTMEM TUMOKaIMeMMUYEeCKOoro
napannya BO3MOXHa W MNPU HEKOTOPbIX COMATMYECKMX
naTosioruax (rmneptupeos, tyéynonatum) [16, 17]. UMeHHO
noaToMmy nauueHTam ¢ nogospeHuem Ha [Tl cnepyet npo-
BOAMTb UccnenosaHune TupeoungHoro npoouns (TTr, T, cBo-
604HbIN), KNCIOTHO-OCHOBHOIo paBHoBecus (pH, rnokKko3a,
nakrat, HCO3), 6MOXMMUYECKMX MOKa3aTesnen, cneLnpuy-
HbIX 415 Ty6ynonatun (3NeKTPOanTLI, WenovyHas docdata-
3a), a TaKXXe OCYyWeCTBNATb OLEHKY 9KCKpeLun 3NeKTpo-
JIMTOB C MOYOMN.

B ocHoBe Tepanuu [ITl, B nepByto o4vepenb, NEXUT
cBOEeBpeMeHHas npodunakTuka BO3HUKHOBEHWS 3NN3040B
napanuya. lMauneHTam pekomeHayeTcs cobniogatb AMETY,
06OoralleHHyl Xupamu u 6enkamu (Hanpumep, aBoKamo,
MWHAANb, TPELKUIA OpEX, Cbipbl, AKLa), M36eratb U3NLLHE-
ro ynotpebéneHus yrneBoAoB, OCOOGEHHO J1EMKOYCBOSEMbIX
[5—7]. TakKe HEOBXOAMMO CHU3UTb KOJIMYECTBO CTPECCOBbLIX
CUTyauuMm n orpaHuMymBatb GU3UYECKYID aKTUBHOCTb yMe-
pEeHHbIMU Harpyskamu [6]. B HeKoTopbIx paboTax NokasaHa
3pDEKTUBHOCTb NPOPUNAKTUYECKOro Npuema ButamuHa D
(B neyebHbIX JO3aXx NPU ero CHUXEHUU Ui B Npodunartu-
yeckoh fose 1000 ME 1 pa3 B CYTKM BHYTPb MOCTOSIHHO Mpu
€ero HopmasnbHoOM ypoBHe) [18]. CobnioaeHne 3Tnx npaBui
noMoraeT 3Ha4yuTeNlbHO CHW3WUTb YacTOTy BO3HUKHOBEHWS
3MNM300B Mapanuya M Npu 3TOM HE CHUMKAET Ka4yecTBa
YW3HW, NOCKOJMbKY HE BieYeT 3a COO0M KECTKUX OrpaHnyu-
TeNbHbIX Mep [6, 7].

B cnydae ecnu npepynpeautenbHblx Mep (cobnioaeHue
OMEeTbl, N3MeHeHne obpasa }KU3HU) HeJOCTaTO4YHO, Ansa Npo-
GUNaAKTUKKM Napanuyen Moryt 6biTb NMPUMEHEHbI Nepoparb-
Hble pacTBoOpbl Kanus (B Poccuiickon Pepepauun aaHHas
dopma He 3aperncrpupoBaHa), MHIMOUTOPbI KapboaHrua-
pasbl (aueTasonamupi), Kanuncobeperawwme OUYPETUKK
(cMMpoHONaKToH, TpuamTepeH) [6, 19]. Tepanus anu3oaa
MM ocHOBbLIBaeTCs Ha NepopanbHOW AOoTauuu npenapaToB
Kanus ¢ pekomeHaoBaHHOM [03bl 0,5—1 MIKB/KI (MaKcu-
MasnbHasa cyTodHas Ao3a coctaBnseT 200 MIOKB) [6]. UMEHHO
nepopasbHbIi NyTb BBEAEHUS NpenapaTtoB Kanus sBaseTcs
ONTUManbHbIM AN AOATOCPOYHON KOPPEKLMM FMNOKaNIMeEMUn
npu MIT. BHyTpMBEHHOE e BBEAEHWEe PacTBOPOB Kanus
JOMKHO MPUMEHSTBCS TONIbKO MpPU Pa3BUTUM TaKWUX XKU3He-
YrpoXKatowmnx COCTOAHUN, KaK BO3HUKHOBEHWE apUTMUK Ha
$oHe runokannemmuu, 3aTtpyagHeHe akra rnoTaHus, napanuy
[blXxaTeNbHON MycKynaTypbl [6, 7].

Ha6nwogeHus MMM npeacraBfieHbl B HECKOJIbKUX POC-
CUUCKKUX paboTax (Tabn. 2). MogpobHee oCTaHOBUMCH Ha
OBYX KAMHUYecKux Habnwogenuax MMM y pgeten [20, 21].
B o6oux cnyyasix onucaHbl NauneHTbl B Bo3pacTte 17 ner,
MY}CKOFO Mofla C NpuM3HaKamMu BHe3amnHoro napanuya,
COMPOBOXAAIOLWLErOCA CHUXEHMEM KOHUEHTpaLUuK Kanus
B CbIBOPOTKE KPOBM (MaKcumanbHo Ao 1,5 mmonb/n)
[20, 21]. BmecTe ¢ TemM, B aTux paboTax He Oblan npea-
CTaBfieHbl pe3ynbTaTbl FEHETUYECKUX UCCNEA0BaHUN U, KaK
cneactBue, He coobllanocb 06 OKOHYaTeNbHOW BepudU-
Kauuu auarHoza [I'M. O6oum naumeHTamM B KayecTBe
Tepanuu Ha3Ha4vanu napeHTepasnbHylo AoTauuio pacTBopa
Kanug xaopuaa, 4To NMpoOTUBOPEYUT COBPEMEHHBLIM Mpes-
cTaBneHuam o Tepanuu MM [6]. B aToM cBA3K npeacTas-

fIEHHOEe HaMu onucaHue aeMoHcTpupyeT 3PbEKTUBHOCTb
6onee caeprKaHHOM TaKTUKKM Tepanun anndonos 11, a Tak-
e COMEPKMUT yKa3aHWe Ha BarKHOCTb NMPOPUNAKTUHECKUX
MeponpuaTun ana npepoTBpalleHna ob6octpeHun [T,
Kpome Toro, He06Xx0AMMO OTMETUTb, YTO pPa3BUTUE MEPUO-
ONYECKUX TMMOKANMEMUYECKUX Napanmyen Npu UCKIoYe-
HWU BTOPUYHBIX MPUYUH UX NOSABNEHUSA TpebyeT npoBeje-
HUS TEHETUYECKUX UCCIeA0BaHUM C LIe/blo 3TMOIOTMYECKOM
BeEpUPUKaLnn.

3AK/IOYEHUE

[OuarHoctuka M1, Kak 1 gpyrux 3abonesaHui, B NepByto
oyepeb, OCHOBbIBAETCA Ha KIMHMYECKOM KapTuHe 3aborie-
BaHWS U OLEeHKe HEeKOTOpbIx NnabopaTopHbIX MoKasaTenewn,
a reHeTn4ecKoe uccnefoBaHMe NUb NOATBEPXAAET rUMno-
Te3y U HOCUT BTOPUYHbLIN XapaKTep. Tepanua MM gonxkHa
OCHOBbIBATbCA Ha MUHUMU3ALMK NapeHTepanbHOro BBeje-
HWS PacTBOPOB Kasjud, a NPUOPUTET CriedyeT oThaBaTtb nep-
opaJibHOMY Mpuemy, MOCKOJIbKY 3TO He TONbKO 3ddeKTUBHEE
n 6e3onacHee AJ19 NaLMeHTa, HO 1 NMO3BONAET OTKa3aTbCs OT
NpUYUHEHUS emy 60N,

WHO®OPMUPOBAHHOE COINIACUE

Mpu nocTynneHun B CTauLMOHap 3aKOHHble npeacTa-
BUTENM NauueHTa noanucanu MHGOpMUpoBaHHOE A06PO-
BOJIbHOE corjacue Ha UCMNoNb30BaHMe pe3ynbTaToB o6cne-
[IOBAHWS W NleYeHnss B Hay4HbIX LiEensx (aata noanucaHus:
14.08.2024). NpumeHeHue off-label 4% pactsopa KCI nep-
OpanbHO paspeleHo BpayebHOW Komuccuen PoccurcKom
[E€TCKON KNIMHUYEeCKOon 60nbHMUbI (NpoTokon N2 196/3619
oT 14.08.2024).

INFORMED CONSENT

Patient’s legal representatives have signed informed
voluntary consent (at admission) on the usage of examination
and treatment results for scientific purposes (signed on
14.08.2024). Off-label administration of KCI (4%) solution
orally was authorized by the medical commission of Russian
Children’s Clinical Hospital (protocol No0.196/3619 dated
14.08.2024).

UCTOYHUK ®PUHAHCUPOBAHUSA
OtcyTcTBYET.

FINANCING SOURCE
Not specified.

PACKPbITUE UHTEPECOB
ABTOpbI CTaTbW MNOATBEPAWIN OTCYTCTBME KOHGDIMUKTA
MHTEPECOB, O KOTOPOM HEOGXOMMO COOBLIUTD.

DISCLOSURE OF INTEREST
Not declared.

BKJIAA ABTOPOB

A.A. UBaHOB — onpeaeneHne KoHLUEeNLUMn, HanmcaHue
YepHOBMKA PYKOMUCH, MEPECMOTP M pPeaaKTUPOBaHWE PYKO-
nucK, BU3yanusauums.

T.B. KyamueHKo — pyKOBOJCTBO UCClieoBaHWeM, nepe-
CMOTP ¥ peaKTMpoBaHMe PYKOMUCH.

10.C. JlawukoBa — HanucaH1e YepHOBUKA PYKOMUCH.

H.C. EpwioBa — HanucaHwe 4YepHOBMKA PYKOMUCH,
BU3yanusaums.
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Current View on Etiopathogenesis, Clinic, and Diagnosis
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Hypophosphatasia (HPP) is a monogenic bone disease caused by alkaline phosphatase (ALP) deficiency due to variants in the ALPL
gene encoding tissue-nonspecific alkaline phosphatase (TNALP). This disease is systemic due to numerous ALP functions, and it affects
musculoskeletal (bone demineralization with rickets-like changes, stress fractures, arthralgias, enthesopathies, early tooth loss),
respiratory (pulmonary hypoplasia), nervous (pyridoxine-dependent seizures, chronic pain syndrome), and urinary systems. HPP diagnosis
is based on the repeat measurements of ALP activity and its blood and urine metabolites levels, evaluation of X-ray changes, and revealing
ALPL gene variants. The only effective treatment for HPP is enzyme replacement therapy with asfotase alfa. This review covers disease
mechanisms, its clinical signs, diagnosis and management methods. Unusual case study of HPP with atypical stress fractures is presented.
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BBEAEHHUE

Mnodocoarasua (IPP) — nporpeccupyroliee metabo-
inyecKoe 3aboneBaHne C NPEUMYLLECTBEHHBIM MOPaXKeH!-
€M KOCTeN, pa3BuBatolleecs n3-3a BapMaHToB B reHe ALPL,
pacnonoXeHHoMm Ha 1-M XxpoMocoMe B fIoKyce p36.12 [1, 2].
Bnepsble B nutepatype (1936 r.) gaHHasa naTtonorus ynomu-
HaeTcs B. Chown [3], onucaBlIMM NaLMEHTOB, yMEpPLUMX OT
«MOYE€YHOro paxutar. TepMuH «rmnodocdatasdus» 6bln Npea-
JIOXEH aMepuKaHCKMM ydyeHbim J.C. Rathbun B 1948 r. [4].
3aboneBaHne MmeeT ayTOCOMHO-PELECCUBHbBIM U ayTOCOM-
HO-AOMMHAHTHbIVA TUMbl HacnegoBaHus. feH ALPL koaupyet
PepMeHT TKaHeHecneumMPUUecKyto LenovHyto docdaTtasy
(THLL®); BBMAY CHWMKEHHOM €e aKTMBHOCTM MNPOMCXOaWT
HaKoMneHWe BHEKIETOYHbIX Cy6CTPaTOB — HeopraHUMYyecKo-
ro nupodocdarta, nMpuaoKcanb-5-pocdharta n dochoataHoN-
aMuHa. MHoroobpasuve KIMHUYECKUX NPOSIBNIEHUM 3aBUCUT
OT reHeTMYeCcKoro BapuaHTa, Bo3pacTta fAebioTa 3aboneBa-
HUS U BO3MOXHOTIO BIUSIHUSA ANUreHETUYECKUX GpaKTopoB [5].

CornacHoO AaHHbIM UCCNeaoBaHWM, pacnpoCcTpaHEHHOCTb
Taxenbix popm MPP coctaBnseT 1 Ha 300 TbiC. HOBOPOXKAEH-
HbIX B eBponenckon nonynsaumm u 1 Ha 150 Tbic. B AnoHUM,
Torga Kak 4acToTa BCTpedaemocTu nerkux ¢opm B EBpone
pocturaet 1 Ha 6300 peten [6]. B KaHage pacnpocTpaHer-
HOCTb 3a6oneBaHUsA ouleHuBaeTcsd Kak 1 Ha 100 Tbic. nauu-
€HTOB [EeTCKOro BO3pacTa, OJHAaKO B M30/MPOBAHHOM MOny-
N9y MeHHoHuToB KaHagbl 3abofieBaHUE PerncTpupyeTcs
npumepHo y 1 n3 2500 HOBOPOXKAEHHbIX. Takas pacnpocTpa-
HEHHOCTb OOBSACHSAETCH TEM, YTO MEHHOHWUTLI XXMBYT U30N19Ta-
MW C BbICOKOW YacTOTON GIM3KOPOACTBEHHbIX OPaKoB. B aTom
nonynsumMm 3aboneBaHve CBA3aHO C €4MHCTBEHHOW romoart-
NeNbHOW HYKNEeOoTUAHOM 3aMEHOM ryaHO3WHa Ha aAeHO3WH
B NosoxeHun 1177 B 3Kk30He 10 reHa ALPL, n3ameHsoLen
NONAPHBIA MWLUMH Ha Kucabli acnaprtar (Gly3l” — Asp) [7].
ANMAEMUONOTMYECKNE WUCCNEA0BAHNS PACMPOCTPaHEHHOCTH
[®®d B 60/1bWUINMHCTBE CTPAH MUPa HUKOr4a He NPOBOANIUC.

KnuHuyeckue npossneHnsa PP mHoroobpasHbl, BCnea-
CTBME 4Yero nauuMeHT MOXeT HabntogaTbea cneuuanncramu
pasnuyHoro npoduna — peBmaTonoramu, Hedbponoramu,
cToMaTtosioramu, HEBPOOramu, MylbMOHOSIOramMu, opTone-
[aMu, TpaBMaTtosioramu 1 Apyrumu cneunanmctamu.

[eHeTMYeCcKoe TecTMpoBaHWE C OonpefeneHueMm Bapwu-
aHTOoB ALPL B HacTosillee Bpems ABASETCS OAHUM M3 06%-
3aTeNbHbIX JTabopaTopHbIX METOAOB [N MOATBEPMHKAEHMUSA
nnarHo3a PP, ogHako ana PP xapakTepHa BbiparkeHHas
KNMHWYECKas HEOAHOPOAHOCTb, AaXKe Yy NaUMEeHTOB C O4HUM
U TEM e BapuaHToM (BapuaHTaMu) ALPL TaxeCTb KInHuye-
CKMX MPOSIBAEHUN HE MOXET OblTb OTHECEHA K KaKOM-1M60
KOHKpEeTHOM mMyTaumu. MNaumeHTbl ¢ 0O4HUM BapuaHTOM B reHe
ALPL (retepo3uroTbl) MOryT Kak OblTb 6eCCMMMNTOMHbIMU
HOCUTENSAMMU, TaK U UCMbITbIBATb 3Ha4YMUTENbHOE 6pems 3a60-
fleBaHMA, Hakaniualolleecs B TEYEHUE XKMU3HWU. [narHol
[®D pomKkeH OblTb YCTAHOBMEH HAa OCHOBAHWM COBOKYI-
HOCTW KJIMHWYECKUX MPU3HAKOB, XapaKTepHbIX BUOXMMUYe-
CKMX M3MEHEHUM (CHWXeHue LwenoyHon docdartasbl (LLUP)
1 B HEKOTOPbIX cllydasx yBenundeHune cyéerpartos LWLUP), a Tak-
YK€ AaHHbIX MHCTPYMEHTabHbIX METOA0B UccneaoBaHus [8].

besanbrepHatMBHbIM MeToAOM Tepanuu FPP B HacTosee
Bpems aBnseTca GepMeHTo3amMecTUTeNbHas Tepanuns pexkom-
OMHaHTHOM acdoTason anbda, KoTopas ynyylWwaeT MUHepanu-
3aLMI0 KOCTHOM TKaHK, CNocoBCTBYET perpeccnpoBaHmIo Ablxa-
TeNIbHON, MOYEYHON U HEBPOIOrMYECKOWM CUMMTOMATUKM [9].

3TUONATOrFEHE3 ro®

[®D pazBuBaeTcs BCNEACTBME HaNMuUeA Yy MaLMeHTa
naToreHHbIX BapuaHToOB B reHe ALPL, NpuUBOASALLNX K CHUXKE-
HUIO aKTMBHOCTM THLL®, OCHOBHBLIMM QYHKLMAMM KOTOPOW
ABNAOTCH:

* yyacTMe B MUHepanu3aumu ckeneta — THLUP cnocob-
CTBYeT 06pas30oBaHUi0 HeopraHuyeckoro ¢ocdara, Heob-
XOAMMOrO B npoLiecce KpUcTanamsaumm ruapokcuanatura
B MaTPU4HbIX BE3MKYNaX, 3a CHET r’MAPOSIM3a HeopraHuye-
cKoro nupodocdara, ABFOWErocs MHIMOUTOPOM MUHE-
panusaunu; Takke THLL®D perynmpyeT BHEKIETOUHYIO KOH-
LleHTpaLmIo HeopraHuyeckoro nupodocdara;

® yyacTve B BocnanutenbHoMm romeoctase — THLU®D o6na-
[JaeT NpoTMBOBOCMNANMTENbHOM aKTMBHOCTLIO, KOTopas
peannayetcs Yepes psig MEXaHU3MOB:

1) yMeHblUEHWE OTIOXKEHUA KpucTannos nupodocoda-
Ta KanblLus, CNOCOBHbLIX aKTMBMPOBATb CUrHaNbHblE
nyTM MWTOrEH-aKTUBUPYEMbIX MPOTEMHKMHA3, 4TO
NPMBOAUT K BbICBOBGOXKAEHMIO MPOBOCNANUTENbHbIX
meauaTopos (IL-13, IL-6, IL-8, TNF-a) 1 MaTpUKCHbIX
MeTannonpoTenHas;

2) pedochdopunnpoBaHue LMPKYIUPYHOLWMX acCoLMmnpo-
BaHHbIX C MOBPEXAEHUSIMWU M NaToreH-accoLmmpo-
BaHHbIX MOJIEKYNAPHBIX CTPYKTYP (damage-associated
molecular patterns un pathogen-associated molecular
patterns);

3) nedocdopunupoBaHue nunuaa A — AUNUAHOO KOM-
NMOHEHTa 3HAOTOKCMHA rpamMoTpuuaTesbHbiXx 6aKTe-
PUI, YTO TaKKe obecrneymBaeT PEryaaumio KUILEYHOM
MWKPOBUOTbI M NoJaBneHne 6akTepuanbHOW TpaHC-
nokauuu [10-11];

e ob6ecrneyeHne HEMPOMNPOTEKLMKN 3a CHET CHUMKEHUS KOHLIEH-
Tpauun runepdocPopunnMpoBaHHOro Tay-npoTerHa, KoTo-
pbii CNOCOGEH HaKanaMBaTbCsH WM OTKNaAbiBaTbCd B BUAE
HenpodUBPUNNAPHBIX KNYGKOB. MoMumo 3Toro, LLIP cnoco6-
CTBYET TPaAHCMOPTY NupuaoKcanb-5-pocdata B LEHTpab-
How HepBHoM cucTteme (LLHC), 4To npenoTBpallaeT pa3suTme
BUTaMUH-Bg-3aBUCHMbIX cygopor (puc. 1) [12-14].
MposiBnexHnsa MPd (puc. 2) obycnoBneHbl HeaOCTaTOYHOM

aKkTMBHOCTbiO THLL® — depmeHTa, KOTOpbIA NMPUCYTCTBYET

BO BCEX TKaHAX OpraHmM3ma, HO Yalle BCTpeyaeTcs B KOCTSX,

noYyKax u neyeHu. Itot depmeHT gedocPopunmpyeT MHorme

MOJSIEKY/bl B OpraHM3Me, HO OCHOBHbIMW €ro cy6cTpaTamu

ABNSAIOTCA HeopraHu4yecknin nupodocdat, nUpuaokcanb-5-

docdart u pocdoataHonamuH [15].

B koctax THLI®, Haxoaswascs Ha NOBEPXHOCTM OCTEO-
6nacToB, rMAPONM3YyeT HeopraHudyeckun numpodocdat Ao
HeopraHuyeckoro ¢ocdaTta, KOTOPbIM, CBA3bIBAsACb C Kallb-
unem, obpasyeT KpucCTanibl rMapoOKcManatuta, COCTaBis-
lolWMe OCHOBY HEOPraHWYECKOro MaTpuKca KOCTHOM TKaHM.
Mpu MPd HapywaeTca aedpochopunpoBaHne HeopraHuye-
ckoro nupodocdaTta, a ero HakomnaeHWe COMpoBOXKAAETCH
WHIMOMPOBAHMEM KOCTHOW MWHEpanuM3auuun, NpuBOAsLLEN
K TMNOMWHepanu3aummn KocTen. KnuMHMYecKu dale Bcero
3TO NPOSIBASETCA PAXMTOMNOAOGHBIMU U3MEHEHUAMM KOCTEWN.
[MNoMWHepanusaums npu paHHem AebloTe YacTo COnpoBoO-
WOaeTcs runepKanbUMEMUEN M TUNEpPKanbLWypuen ¢ pas-
BUTMEM HedpoOKasbLMHO3a [16].

THUW®D nedpocdopunumpyet nupuaokans-5-docdat (BUTa-
MUH Bg) A0 NUPMAOKCans, KOTOpbIA, B CBOIO OYepelb, npo-
HUKas 4epe3 remaTtoaHuedanmyeckun OGapbep, CHOBa
npespalwaeTcs B nNupuaokcanb-5-docdar, ABASIOWMKCA
Ba*KHbIM KOGAKTOPOM A1 CMHTE3a HenpomMeaMatopoB —
ramma-aMMHOMAaCNSHON KWUCNOTbl, CEPOTOHMHA U AodaMu-
Ha. HeBponornyeckne cMMNTOMbI y MALMEHTOB C PaHHWMMU
popmamu MdP cBa3aHbl ¢ UCTOLEHWMEM 3anacoB BUTAMMU-
Ha Bg, 4TO NPMBOAMT K MUPUAOKCMH-3aBMCUMbIM CY[OPO-
ram y mMnageHLUeB, KOTopble B AafibHeEWLWEM Cnoco6CTBYHOT
3a[epyKKe MCUXOMOTOPHOIO Pas3BWUTUSA, M Pa3BUTUIO MUPU-
[OKCUH-3aBUCUMOW CEHCOMOTOPHOW HenponaTtuu, NposBs-
lOLLEMCA MMOMATUAMM N3-3a NOBPEXAEHUS NepndepmnvecKnx
HepBHbIX BOMOKOH. THLL® Takke BNnsieT Ha nponudepaLmto



Puc. 1. Yyactve THLL® B BocnanutenbHOM romeoctase U HeponpoTeKLUn
Fig. 1. TNALP role in inflammatory homeostasis and neuroprotection
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Mpumeyanue. THUL® — TKaHeHecneunduyeckas wenovHas docodartaza; JINC — nunononucaxapui, CTPYKTYPHbIA KOMMOHEHT KIETOYHON CTEHKM
rpamoTpuuatenbHbix 6aktepuit; TLR — Tonn-nogo6Huin peuentop; MPU-akopb — mnkosaundochatmaninHo3uTon (ruKonenua, CBs3biBaloLmi
THLL® c¢ knetoyHoW mem6paHoi); Pi — HeopraHudecku docdat; PPi — HeopraHuyeckuint nupodocdar; MyD88 — 6enok-88 muenongHon
ombdepeHUMpPoBKM NepBUYHOro reHHoro oteeta (myeloid differentiation primary response protein 88); IRAK4 — IL-1-peLenTop-accoLnmMpoBaHHas
KuMHasa 4 (IL-1R-associated kinase 4); IRAK1 — IL-1-peuentop-accoummnpoBaHHasa KuHasa 1 (IL-1R-associated kinase 1); TIRAP — TIR-gomeH,
cofepxalini agantepHbln 6enok (toll-interleukin 1 receptor (TIR) domain containing adaptor protein); TRAF6 — accouunMpoBaHHbIi ¢ peLenTopom
dakTopa Hekposa onyxonu daktop 6 (TNF-receptor-associated factor 6); MAPK — muTOreH-akTMBMpyemble NpoTenHKMHa3bl (mitogen-activated
proteinkinases); AP-1 — aKktvBupylowmin npotenH-1 (activator protein-1); TAK1 — TpaHchopmupytolmin daktop 6eTa-akTMBMpoBaHHas KnMHasa 1
(transforming growth factor B activated kinase 1); NF-kB — agepHbit dakTop Kanna-6u (nuclear factor kappa-B); TREM-1 — TpurrepHblit peuentop,
3KcnpeccupyeMblit Ha MUENOUAHbIX KneTKax (triggering receptor expressed on myeloid cells-1); DAP12 — JHK-aktuBupytoL i 6€10K MONEKYNSIPHOM
maccon 12 kla (DNAX-activating protein of molecular mass 12 kilodaltons); NLRP3 — 6enok, coaepxawmi gomeH NACHT, 6oraTtbiit neiLMHOM
yqacTok u nupuH-gomeH 3 (NACHT-leucin rich repeat and pyrin-domain containing 3 protein); N5 — rematoaHuedannyecknn 6apbep; AMK —
aHTUreHnpeseHTupytolme Knetku; NAJI® — nupugokcanb-5-pocodat. 1 — NaHHEKCUH; 2 — KOHHEKCHUH.

A. MexaHW4yecKoe MOBpPEXAEHWE, HEKPO3, amnonTo3 MAKM aKTMBaLMS KIETOK BOCNaneHus NpUBOAAT K BbICBOOOXAEHMIO HYKNEOTHAOB, KOTOpoe
peanuayetcs NOCPEeACTBOM PasfIMiHbIX MONEKYNAPHLIX NyTEW, TakMX Kak: 1) BblaeneHne Tpombéountamu Besnkyn ¢ A®P; 2) BeicBo6oxaeHe AT,
onocpesoBaHHOE NaHHEKCHHOM, BO BpeMs anontosa; 3) BbicBoboxaeHne ATD, onocpeoBaHHOE KOHHEKCUHOM WM MaHHEKCUHOM U3 BOCNaNUTENbHbIX
KNeToK. BHeKNeTouYHble HYKIeoTWUAbl aKTUBMPYIOT CUrHaflbHble MyTW NMOCPEACTBOM B3aMMOAEWCTBMS C peuentopamu P2X u P2Y (cemeictBo P2
NypUHEPTUYECKNX PELLENTOPOB, aKTUBUPYyeMbIX ATd: P2X — 6biCTpble MOHOTPOMHbIE peLenTopbl, P2Y — MeaneHHble MeTaboTponHble peLenTopsbl,
accouumpoBaHHble ¢ G-6enKkamu), 4TO B KOHEYHOM MTOre NPUBOAMT K MOBBILEHWIO NPOAYKLMKM NPOBOCMaNUTENbHbIX LLUTOKMHOB. Mog AencTBUEM
THW® npowncxoaut fedocdopunupoanne ATP n AAD fo ageHo3unHa u Heopranuyeckoro docdata. B cBolo ovepeab, afeHO3WH obnagaer
NPOTMBOBOCMAUTENbHLIM EACTBUEM, KOTOPOE peasnn3yeTcs Yepes CTUMYNALMIO Ays- U As-pPELLenTOpPoB.

B. Moa penctBrem THLL® nponcxoanT oTuienneHne ogHoro M3 docdaTHbIX OCTaTKOB nnuaa A, BXOASALEro B COCTaB 3HAOTOKCHHA, C 06pa3oBaHNeEM
HETOKCUYHOro NPOM3BOAHOrO0 — MoHobochopun nunuaa A, Bcneactaue Yyero ocnabesaet JIMNC-MHAYLMPOBaAHHAs NPOAYKLMS LLUTOKMHOB.

B. O6pa3oBaHune W HaKonneHne Kpuctannos nupodocdaTta KanbLus B cycTaBax, KOCTAX M MATKUX TKaHAX NPUBOAMT K MHAYKLMKM BOCNaneHus
nocpeactsoM TLR. TLR2 1 TLR4 pacno3HatoT KpUcTanibl U akTUBUPYIOT HUCXOASLLMIA CUTHANbHbI NYTb, KOTOPbIN BKIIOYAET pasnnyHble ajantepHble
6enku, Takne Kak MyD88, IRAKL, IRAK4, TIRAP n TRAF6, 4To, B CBOIO 04epe/b, MPUBOAMUT K aKTUBALIMM elle ABYX CUrHaNbHbIX NyTen. MomMumo 3Toro,
KpucTtanibl nupodocdara KanbLus cnocobHbl MHULMKMPOBaTL akcnpeccuio TREM-1 1 aktuBaLmto TpaHcMeMBpaHHOro agantepHoro 6enka DAP12, yto
B KOHEYHOM MTOre MPUBOAWT K 3KCMPECCUU FEHOB NMPOBOCMANIUTENbHbBIX LIUTOKUHOB. TaKXe KpWCTasslbl MOMYT Bbi3blBaTb MPOAYKLMIO LIUTOKUHOB
nocpeacteom NLRP3-uHdnammacombl.

I. B pesynbrate NoBpeXAEHUs1 HEMPOHOB FOJIOBHOrO MO3ra, BbI3BAHHOIMO PasnMyHbIMK MPUYMHAMMK, MPOUCXOAMT aKTUMBALMS BOCMANUTENbHbIX
NPOLLECCOB, CNELCTBUEM KOTOPbIX ABASETCS YBENNYeHWe BbIcBOOOXKAEHNA ATD B pa3iMyHbIX TUNax KNETOK, B HAaCTHOCTU B 3HAOTENMANbHbIX KNeTKax
"'3b, 06pa3oBaHune NPOBOCNANUTENbHbIX MEANATOPOB U CBOGOAHbLIX PaANKaIoB, 4TO NPUBOAWT K NoBpexAeHUto B, yBennyYeHuio ero npoHnLaemMocTu
1 HerlpoBocnaneHuto. AaeHo3uH, obpasyowwuminca n3 ATO noa genctenmem THLL®, cnocobeH 3anycKkaTb HEMPOMPOTEKTOPHbIE CUrHANbHbIE KacKagbl,
KOTOpble OrpaHWyMBaloT BOCMANEHWE U CHUXKAIOT MPOHWMLIAEMOCTb remMatoaHuedannyeckoro Gapbepa. NMomumo atoro, THLU®D npenarcreyer
HaKkonneHuto runepdocGopuUnMpoBaHHOro Tay-npoTenHa, KOTOPbIV BbICBOGOXAAETCA BO BHEKNETOYHYIO Cpeay Npu rnbenn HEMPOHOB v OTKNaA4bIBaeTCs
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KnuHunyeckKoe Ha6noaeHue

B BuAe HeNpodnopunnapHbIx Knyokos. Takke THLL® y4acTByeT B TpaHcnopTe nupuaoKcanb-5-gocdara (aKTeHoW GopMbl BUTamMuHa Bg) B LIHC
NnocpeacTBOM rMaponu3a A0 NUPUAOKCans, CnoCO6HOro MpPoHUKaTh 4vepe3 OB, KoTopbIM 3aTeM 06paTHO pereHepupyeTcs A0 NUPUAOKCanb-5-
docdarta. Takum ob6pa3oM, HegocTaTouHbIM ypoBeHb THLU® npuBoant K aeduumty nupuaoKcanb-5-docdata, asasiowierocs KodepmeHToM ans
CUHTE3a CepoTOHNHa, fodamnHa 1 TAMK, 4To, B CBOIO 04epe/ib, MOKET CNOCO6CTBOBaTL Pa3BUTUIO Bg-3aBMCHMbIX CYAOPOT.

WUcTtouHuKk: AnnmoB M.M. v coaBrT., 2026.

Note. TNALP (THLL®) — tissue-nonspecific alkaline phosphatase; LPS (JIMNC) — lipopolysaccharide, structural component of gram-negative
bacteria cell wall; TLR — toll-like receptor; GPI anchor (TdW-skopb) — glycosylphosphatidylinositol (glycolepid binding TNALP to the cell
membrane); Pi — inorganic phosphate; PPi — inorganic pyrophosphate; MyD88 — myeloid differentiation primary response protein 88;
IRAK4 — IL-1R-associated kinase 4; IRAK1 — IL-1R-associated kinase 1; TIRAP — toll-interleukin 1 receptor (TIR) domain containing adaptor
protein; TRAF6 — TNF-receptor-associated factor 6; MAPK —mitogen-activated proteinkinases; AP-1 — activator protein-1; TAK1 —
transforming growth factor 8 activated kinase 1; NF-kB — nuclear factor kappa-B; TREM-1 — triggering receptor expressed on myeloid cells-1;
DAP12 — DNAX-activating protein of molecular mass 12 kilodaltons; NLRP3 — NACHT-leucin rich repeat and pyrin-domain containing 3 protein;
BBB ('9b) — blood-brain barrier; APC (AMK) — antigen-presenting cells; P5P (MAJ1d) — pyridoxal-5-phosphate. 1 — pannexin; 2 — connexin.
A. Mechanical damage, necrosis, apoptosis, or activation of inflammatory cells leads to the release of nucleotides, which occurs through
various molecular pathways, such as: 1) secretion of ADP-containing vesicles by platelets; 2) pannexin-mediated ATP release during apoptosis;
3) connexin- or pannexin-mediated ATP release from inflammatory cells. Extracellular nucleotides activate signaling pathways by interacting
with P2X and P2Y receptors (P2 purinergic receptor family activated by ATP: P2X — fast ionotropic receptors, P2Y — slow metabotropic G
protein-coupled receptors), ultimately leading to increased production of pro-inflammatory cytokines. Under the action of TNALP (tissue-
nonspecific alkaline phosphatase), ATP and ADP are dephosphorylated to adenosine and inorganic phosphate. In turn, adenosine exerts anti-
inflammatory effects through the stimulation of A,, and A; receptors.

B. Under TNALP influence, one of the phosphate residues of lipid A, component of endotoxin, is cleaved off, forming non-toxic derivative —
monophosphoryl lipid A — thereby attenuating LPS-induced cytokine production.

B. Development and accumulation of calcium pyrophosphate crystals in joints, bones, and soft tissues induce inflammation via TLRs. TLR2
and TLR4 recognize the crystals and activate downstream signaling pathway involving various adapter proteins, such as MyD88, IRAK1,
IRAK4, TIRAP, and TRAF6, that in turn leads to activation of two additional signaling pathways. Moreover, calcium pyrophosphate crystals can
initiate TREM-1 expression and activate transmembrane adapter protein DAP12, ultimately resulting in the expression of pro-inflammatory
cytokine genes. Crystals can also induce cytokine production via the NLRP3 inflammasome.

. Damage to brain neurons resulting from various causes leads to activation of inflammatory processes, which in turn increases ATP release in
different cell types, particularly in endothelial cells of BBB, and promotes development of pro-inflammatory mediators and free radicals. This results
in BBB damage, increased permeability, and neuroinflammation. Adenosine, generated from ATP by TNALP, can trigger neuroprotective signaling
cascades that limit inflammation and reduce BBB permeability. Additionally, TNALP prevents accumulation of hyperphosphorylated tau protein,
which is released into the extracellular space upon neuronal death and forms neurofibrillary tangles. TNALP is also involved in the transport of
pyridoxal-5'-phosphate (the active form of vitamin Bg) into the central nervous system by hydrolyzing it to pyridoxal, which can cross the BBB and
then be regenerated back to pyridoxal-5'-phosphate. Thus, insufficient TNALP levels lead to of pyridoxal-5-phosphate deficiency, coenzyme
required for the synthesis of serotonin, dopamine, and GABA, which in turn may contribute to the development of Bg-dependent seizures.

Source: Alimov M.M. et al., 2026.

Puc. 2. MatoreHe3 PP ¢ KNMHUYECKUMM NPOSABNEHUSIMM (aaanTupoBaHo 13 [18])
Fig. 2. Pathogenesis of HPP with clinical manifestations (adapted from [18])
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U ondbdepeHLUMPOBKY HENPOHaNbHbIX CTBOJIOBbLIX KIETOK,
MWENUHU3ALMI0O U POCT aKCOHOB, CO3pPEeBaHWe U NnoaaepKa-
HWEe CMHaMcoB, BCEACTBME Yero y nauneHtoB ¢ PP moryr
HabnaaTbCa XPOHUYECKUI 6ONEBON CUHAPOM, KITMHUYECKH
NPOoSBNAIOWMIACH MUANTUER U apTPanrMaMK, ycTanocTb, Nio-
X0€ KayecTBo CHa [5, 6].

Ponb dpocdoataHonamuHa npu MPP o KoHua He U3yye-
Ha, HO M3BECTHO, YTO €ro KOHUEHTpauus B MO4Ye MOBbI-
laetcs npuv 3aToM 3aboneBaHun. HeobXxO0AMMO OTMETUTD,
y1o S. Balasubramaniam 1 coaBT. B CBOEM MccneaoBaHun
OBGHapyXKNK 3TOT MeTaboIUT B CMIMHHOMO3IOBOW KUAKOCTH
W NPEeANONIOXUIIMK, HYTO ANKUNENncus MoXKeT ObiTb CBSI3aHa C ero
Hakonnexuem [17].

K/IUHUKA TOD
PasHoo6pasne KIMHMYECKKUX nposiBneHnn MPd Haxoaut
OTpaXeHue B CTOMATONOrMYECKMX CMMMTOMAxX M CO CTOPO-
Hbl KOCTHO-MbILIEYHON, HEBPONOrMYECKON, MOYEYHOM, ObiXa-
TenbHoOM cuctem [19-22].
KOCTHO-MbILEYHbIE MPOSBAEHHS:
°  KanbUnpUuMpyoLLMe NePUaPTPUTDI;
®  XOHAPOKa/bLIMHOS;
e dubpomuanrus;
® nceBAonepenombl;
° MOBTOPSOLLIMECS/YacTble Nepenomsbl;
® 3ajeprKKa KoHconuaalmu nepenomoB;
®  pPaxUTOonoAo6HbIE UBSMEHEHUS;
e ocTeomManauus;
® 3HTE30MNaTuu;
e BasiblyCHasi/BapycHas gepopmaLns KOCTen;
®  HWU3KUM POCT;
° runepKanbLMEMUS U €€ KIIMHUYECKNE NPOSBIEHUS;
° MuonaTus;
® XpoHMYecKas 60/b B MbllULLAaX/KOCTAX/CycTaBax;
® HapyweHue NOXO4KM.
HeBposiornyeckne nposiBAeHUS:
®  KPaHWOCMHOCTOS3bI;
® MOBbIWEHHOE BHYTPUYEPENHOE AABNEHHE;
® 3ajeprKKa NCUXOMOTOPHOrO PasBUTHS;
e cyaoporu;
®  CUHAPOM AeduLMTa BHUMAHUS C TMNEPAKTUBHOCTbLIO;
e HeCcCOHHMLA / Nnoxoe Ka4yecTBO CHa;
e MuonaTus.
loyeyHblie NposiBAEHNS:
e HedpoKanbLUMHO3;
°  runepKanbLuypus;
e HedponuTHas;
e runepdocharemums.
[posiBAEHUS CO CTOPOHbI AbIXaTe/IbHOM CUCTEMBI:
®  [UNONNa3nsg NErkux;
® YHBa3MBHas BEHTUNALMS;
e nedopmMaumsa rpyaHOM KNETKK;
® yacTble pecnuMpaTopHble HPEKLMK;
° TpaxeoMansuus.
CTOMAaTOo/I0rM4ecKne nposiBIEHUS:
® MpexaeBpeMeHHoe aTpaBMaTWyecKoe BbiMajeHue Mo-
JIOYHbIX 3y60B;
®  HapyLleHUs co CTOPOHbI 3y60B (aHOManbHasa Gopma 1 uBet
3y60B, WCTOHYEHME/rMnonnasus 3y6Hon 3amManu, noteps
aNbBEONSPHOM KOCTH, yBENNYEHUE NYNbMNOBbLIX KaMep);
° MpexaeBpeMeHHas NoTeps NOCTOSHHbIX 3y60B;
°®  peunauBUpYOLLMA K TSXKENbin Kapuec M 3aboneBaHus
napojoHTa.

AUATHOCTUKA Tood
[dunarHoctuka runodpocdarasnm OCHOBbIBAETCHA Ha OLEH-
Ke KIMHWYECKMX AaHHbIX, pe3y/bTaTax 1abopaTopHbIX Uccne-

LOBaHWM M MONEKYNSPHO-TEHETUYECKOM aHanuae (BbisBe-
HME NaToreHHbIX BapuaHToB B reHe ALPL B rOMO3WIrOTHOM
WU TETEPO3UTOTHOM COCTOSIHWM).

KnuHnyeckne nposiBneHna 3aboneBaHus Obinv npea-
CTaBNeHbI BbllLe.

JTaGopaTopHasi AuarHocTuKa

JlabopaTopHO MOKHO 0B6HAPYKUTb:
® HeOAHOKpaTHoe (MMHMMYM ABYKPATHOE) CHUXKEHWE KOH-

ueHTpauun LD B KpoBKU C y4eTOM BO3pacTHbIX pede-

PEHCHbIX 3HAaYEHWN;

° runepKabLMeEMUIO;

* runepdochatemuio;

° runepKanbLMypuio;

® [OBbllWEHWE HeopraHnyecKoro nupodocdarta B KpOBY;

® BbICOKWIW ypOBEHb NMPHUOOKCanb-5-pocdaTta B KPOBU;

® [OBbIWEHHbIN YPOBEHb HEOPraHM4YecKoro nupodocdara

n docdoataHoaMMHa B MOYe.

TakKe AN MCKIOYEHUS PaxMTONOAO0OHbIX 3aboneBaHUn
Heo6x04MMO OLEHUTb YPOBEHb BUTamMmuHa D, napatnpeongHoro
ropMOHa B CbIBOPOTKE KPOBW. YpOBEHb GMAMpybuHa, nede-
HOYHbIX TPaHCaMMHa3 W NaKTaTAernaporeHasbl B CbIBOPOTKE
KPOBM 06bIYHO OCTalOTCS B Mpefenax HopMasbHbIX 3HAYEHWUN.
YBenn4yeHue CbiIBOPOTOYHbIX YPOBHEN KpeaTUHWHA U MOYEBUHbI
MOXET CBMAETENLCTBOBATb O NOPaXKEHUU Noyek [14, 23, 24].

PeHTreHonorn4yeckan guarHoctuka
PeHTreHonornyeckun npu NP BoigBNAOTCA:

® paxuTonofob6Hble W3MEHEeHUs (rMNnoMUHepanu3auus
KocTen, 6paxmuedanus, «<paxmMTUiecKme YeTKK» 1 ap.);

e poTauua M cMelleHue 3y6oB, LeNblt KopeHb 3y60B
C HE3Ha4YUTENbHbIMUW NPU3HAKaMK Pe30p6LMK, rnonna-
319 aNbBEONSAPHbLIX OTPOCTKOB YENOCTH;

® HepaBHOMEPHOCTb 30H KanblLMbUKaLMKN U pacluMpeHne
MeTadM30B C YepeaoBaHMEM yHaCTKOB OT KOCTHOIO pas-
pEXKEHUS 1O OCTEOCKNEPO3a;

® pacliMpeHne 30H pocTa KocTew;

® MaTtofiorMyecKkre nepeiombl TpyG4aTbIX KOCTEN;

®  JCKPUBIEHME M YKOPOYEHME TPpybUYaTbIX KOCTEW;

e ocTeomManauus;

® nceBAonepenombl;

®  XOHAPOKa/bLIMHOS;

° nceBaonoaarpa;

® OTCYTCTBME YaCTM MMM LieNbIX MO3BOHKOB M3-3a HeaocTa-
TOYHOW MUHEpann3aumu.

PeHTreHonormyeckne CMMNTOMbI CyLLECTBEHHO 3aBUCHAT

OT Bo3pacTa MmaHudecTaumm 3aboneBaHns: y AeTen, 0co6eH-

HO JOLWKONbLHOMO BO3pacTa, Yauie GOpMUpPYIOTCS pPaxuTono-

[06HblE UBMEHEHMUS, TOrAa KaK y NnauneHToB 6onee craplue-

ro BO3pacTa, BK/IOYas B3pOCbIx, NpeobnaaaoT U3MEHEHHUS,

OT/INYHbIE OT PAXMTOMNOAOGHbIX.

MoneKynsipHas AMarHocTMKa

BbigsBneHo 6onee 495 HyKNeOTUAHbIX U CTPYKTYPHbIX
nepectpoek B reHe ALPL, NpuBOAALWNX K pa3BUTUIO 3a60-
neanus. MNMpu nogo3peHnn Ha PP HeobXxoaMMO NPOBECTH
CEeKBEHMpoBaHWe Koaupyowmux obnacten ALPL, ogHako aTo
ncecneaoBaHMe MOXKET He 0XBaTblBaTb HEKOTOPbIE MHTPOHbI
W perynsTopHble 061acTv reHa, KoTopble BOB/I€YEHbI B pas-
BUTME 3abonieBaHus. B TaKkunx crnydyasx LenecoobpasHo npo-
BefleHMe MOSHOreHOMHOr0 CEKBEHMPOBAHMWSA, OXBaTblBato-
LLLEero Kak Koaupytoline, Tak U Hekogupyoume ydactkn JHK,
ONS UCKIOYEHUS OOMWHAHTHO-HEraTMBHOro addeKkra. 370
0COBEHHO BaXKHO Ans 6enKoB, GYHKLMOHMPYIOLWMX B COCTaBe
AN- UKW MYNbTUMEPHbIX KOMMIEKCOB, CYy6beauHULbI KOTO-
pbIX MOryT KOAMPOBATbCH Pa3HbIMW FeHamu, BCREeACTBUE
4Yero HapylweHus GyHKLUMM OLHOrO reHa AOCTaTO4HO M Ans
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

pas3BUTUSA BONE3HU (AOMUHAHTHbIM 3dbdEKT), U Ang nopas-
NeHus peanunsaumm QYHKUMW APYrUX reHoB (HeraTUBHbIM
adpdeKT). MonekynsapHo-reHeTUYecKne MeToaMKKM NOo3BONS-
0T NOATBEPANUTb AMarHo3 B 95% cnydaeB, HO y NaLMEHTOB
Cc 6ecCnopHOM KIMHUYECKOM CMMMNTOMaTUMKOW MOXHO Auar-
HocTUpoBaTb PP paxke Npu oTpuLATENbBHOM pesynbraTe
reHeTM4YecKoro nccnegoBanus [11-13, 25].

[ns yctaHoBneHus auarHosa Mdd ncnonbayotcs Habo-
pbl AMArHOCTUYECKUX KPUTEPUEB, NPU 3TOM HaLMOHaNbHblE
NoAxoAbl HECKOJSIbKO OTIMYAOTCS OT MEXAYHAPOAHbIX CUCTEM
OUEHKMU (Tabn. 1).

AWOOEPEHLIUANIBHAA AUATHOCTUKA M ®

Mpu nogo3peHnn Ha PP BaKHO NPOBOAUTL AUDDEpPEH-
LManbHyI0 AMarHOCTUKY CO CHUKeHueM LD, BcTpevatowmm-
ca npu:
® rono0jaHuu;
* JeduunTe ponartos, LUHKa, MarHus, ButaMmHos C 1 B, ,;
®  rMNOGYHKLMMU LWMTOBMAHON M NapaluTOBUAHbIX XKenes;
°* runepsuTaMuHo3e D;
® CUHOPOME ManbabcopobLnu;
° LenvaKkuu;
®  MNEePKOPTULM3ME;
® MaCCHUBHbIX reMOTpaHChYy3UAX N MHOY3UOHHOKN Tepanuu;
®  KJeWOOoKpaHWanbHOW AUCnnasunu;
° aHemuu;
® OHKOMIOrMYeCcKMX 3ab6oneBaHmsAX.

B tabn. 2 npeacraBneHbl aguddepeHumanbHO-AMarHocTm-
yeckue Kputepuun FMed ¢ gpyrumun 3a6oneBaHUsMMU.

B cBA3K C¢ pasHoo6pa3mMeM KIMHUYECKUX MPOSIBIEHWUN
HEeo6X0AMM MYNbTUANCLUUNIMHAPHBIA NOAXOA K AMArHOCTUKe
[®D y naumeHToB co CHUKeHHoW LU [15, 16].

NEYEHUE TOO®

B 2009 r. 6binM UHULMUPOBAHbI KIMHUYECKUE UCMbITA-
HUA acdoTasbl anbda — 4YeN0BEYECKOr0 PEKOMOUHAHTHOIO
TKaHeHecneundHnyecKoro xumepHoro Fc-gexka-acnaptaTHoro
rnMKkonpoTenHa LU® ¢ BbICOKMM CPOACTBOM K KpucTannam
rmapokcuanatuta. Ha gaHHbI MOMEHT 3TO €AMHCTBEHHbIN
3ODEKTUBHbIN MATOreHETUYECKUI MeTon neveHus [Po.
Mpenapat obnagaeT BblpaXXeHHOW KIWMHUYECKON addek-
TMBHOCTbIO: Ha GOHEe /le4yeHUs OTMevaloTCs yaydlleHue
MWHEepanM3aLUnmn KOCTHON TKaHW U CTPYKTYPbl KOCTEN, YCKO-
peHue pocTa, MOBbIWEHWE MbILEYHOW CUbl U TONEePaHTHO-
CTU K OU3MYECKMM Harpy3kam, CHWXKEHWe WaW OTCYTCTBUE
NnoTPe6GHOCTM B pecnupaTopHON MOAAEPIKKe, a TaKKe ONTU-
MMU3aumMa KOTHUTUBHbBIX QyHKUMK [1, 9, 29].

B Havyane ¢epMeHTO3aMeCTUTENbHOW Tepanuu BO3MOXK-
HO pa3BWUTWE TUMOKaNbLMEMUKU, B CBA3M C YEM HEOBXOAMM
PEeryisapHbI KOHTPONb YPOBHS KasbLMs C NocneaytoLlen Kop-
peKLunen npu HeobxoanumocTw. Mpu BbISBAEHUM TMNEpPKabLy-
eMUKU UK TMNEepPKanbLMypuUn PEKOMEHAYETCS AneTa C HU3KUM
COZIEPKAHMEM KanbLMsa BMAOTb A0 MCMOAb30BaHUS CheLu-
annM3npoBaHHbIX cmecen. pu CcyaopOoXKHOM CUHAPOME MOKa-
3aHO BBeAeHWe MUPUAOKCHUHA, a npu ero HeadPeKTUBHOCTHU
cneayeT pPacCMOTPETb BO3MOXKHOCTb Ha3Ha4yeHWs MPOTUBO-
ANUNENTUYECKUX NpenapatoB. HazHavyeHne BuTammHa D He
PEKOMEHAYeTCS U3-3a PUCKa YCyrybneHus rmnepkanblMeMumu,
runepKanbLnypun 1 HedpoKanbLMHO3a, 3a WMCKIYEHUEM
cnydyaeB nabopaTopHO MoATBepXAeHHOro aeduumnta. Kpome
Toro, npu MP® He nokaszaHo npumeHeHne GUcHochoHaToB,
MOCKOJIbKY OHWM MOTYT yXyAlWaTb NPorHo3 3abonesaHus. Mpu
TAKenbIXx dopmax PP, conpoBoKAAOWMXCA AblXaTebHOM
HEeA0CTaTOYHOCTbIO, TPEBYETCH HEMHBA3UBHAs MCKYCCTBEHHAS
BEHTUASALMSA Nerkux. MNpu BblpaXKEHHbIX CKeNeTHbIX gedopma-
LMSX NOKa3aHa KOHCYNbTaLumsa XMpypra-optoneaa ¢ nocneayto-
MM peLleHnEM BOMpPOCa O XMPYPruyecKoMm nedennu [2, 5, 22].

ONMUCAHME K/IMHUYECKOIO C/NY4AS

O nauyueHTe

MarnbyuK, poanncsa AOHOLEHHbIM Ha 38-1 Hea recTaLuu,
poabl camocTosTenbHble. Poc M pa3BuBancs B COOTBET-
CTBMM C BO3PacCTOM, Ha [AMUCMAHCEPHOM y4yeTe He COCTO-
an. BakunHuMpoBaH ¢ 3 NIeT N0 AOroHAWEMY KaneHaapio.
[eTCKknx MHOEKLMIN He MePEHOCKNT, B PpaHHEM AETCTBE OTMe-
Yyanucb peakue 3nuM3odbl OCTPbIX PecnupaTopHbiXx 3abo-
NIeBaHUN, OAHAKO B nocneaHee BPEMS OHM y4acCTUIUCb.
B 3 mec pebeHoOK nepeHec NHEBMOHMUIO (3abonen Ha doHe
MHOEKLNN y cTapliero pebeHka B ceMbe), noce Yero 6bin
BbISIB/IEH MNeBpasbHbIA BbINOT, NPU MYHKLUUW AUArHOCTU-
pOBaH XMOTOPaKC, NPU 3TOM MO AaHHbIM pPeHTreHorpadum
OpraHoB TrPyAHOW KIETKM [OECTPYKTUBHbIX M3MEHEHWW He
onncaHo. B 8 net nepeHec BHEGONIbHUYHYIO MHEBMOHMIO.
AnneproaHamHe3 He OTAroLLEH; CO C/I0B POAMTENEN, Hacnea-
CTBEHHOCTb He OTArolleHa.

ManbynK aKTMBHO 3aHMMaeTCs cnopToM (pyTbon) B crnop-
TUBHOW LLKOME, MepesoMoB paHee He 6bino. B okTsabpe
2023 1. nony4nn oyepenHow yaap Ma4om B 06/1aCTb NpaBon
rofieHn; B CBA3KW C AnnTebHbIM 601€BbIM CUHAPOMOM 06pa-
TUACS B TPABMMYHKT NO MECTY XUTENbCTBa, rae 6blna oOKa3a-
Ha HeobxoanMMas nepBuYHas NOMOLLb.

OGBbEKTUBHbIN OCMOTP

M3 TpaBMMyHKTa pebeHOK Obin rocnutanu3npoBaH
B cTauuoHap. lpu ocmoTpe: COCTOSIHME cpeaHen cTene-
HW TSXKECTU 3a cYeT 6oneBoro cuHapoma. O6pauiatoT Ha
cebq BHMMaHMe Hebosblias gedbopmauuna npaBow rosne-
HWU, WCKPWUBNEHWE NEeBON HWXHEW KOHEYHOCTH, Nerkas
XpoMoTa npu xoabbe 1 aucnaasus amanu 3y60B; NOXoaKa
B LIE/IOM He HapyuweHa. [blxaHne Be3WKynspHoe, NpoBo-
ONTCS PaBHOMEPHO, XPUMOB HET, 4acToTa [AblXaTesbHbIX
OBWXEHUN — 23/MWH. }KMBOT MArK1i, 6€3601e3HEHHbIN,
focTtyneH ans rny6okon nanbnauuu. Ctyn odoOpmAEHHbIN,
1-2 pasa B CyTKM, 6€3 NaToNIorMyecKkmx npumecen. inypes
COOTBETCTBYET BO3PACTHbIM HOPMaM.

AMHaMHuKa U ucxopbl

Mo gaHHbIM peHTreHorpadun BbISIBIEH CTPECC-NEPEoM
KOCTeN npaBoOW rofieHn HEM3BECTHOIO CPOKa AAaBHOCTU, Npw
3TOM MoxoAKa y pebeHKa He HapyleHa. Mpu nocneayouem
PEHTrEHONOMMYECKOM UCCNeaoBaHnM OBHapyXKeHbl NaToso-
rMYEeCKMUe CTpecc-nepenomMbl NeBoM ManobepLioBON KOCTH,
COMpPOBOXJaoWMECH OCTEOCKNEPOTUHECKUMU U3MEHEHUS-
MU, U OECTPYKLMS MeAnanbHOro Mblllenka nesoro éeapa.

Mo pesdynbtataM KOMMblOTEPHOW Tomorpadumn (puc. 3)
onpeaenanncb AeCTPYKTUBHbIE U3MEHEHWUST 06enX KIouuL,
pebep, MO3BOHKOB, [AECTPYKTMBHble M3MeEHeHus pebpa
cnpasa.

Mpn nabopaTopHOM MCCnefoBaHUM KPOBU OOHapPYXEHbI
cnegyoowne n3aMeHeHus: yposeHb 25(0H) D — 33 Hr/mn
(HWXKHSAS rpaHMLU@ HOPMbl), NOBbIWEHHbLIM YypoBeHb Gocdo-
pa — po 1,9 mmonb/n (Hopma 1,45-1,78 mmonb/n) npwu
HUM3KOM YpPOBHE MapaTMpeongHoro ropMoHa — 11,68 nr/mn
(Hopma 15-165 nr/mn) n WP — 135 Ea/n (Hopma
156-369 Eg/n).

[MpM KOHTPONIbHOM KOMMbIOTEPHOWM TOMOrpadum HUKHMUX
KOHEYHOCTEN COXpaHsaeTcsd MNaToNOrMYeCKUin CTPECCOBbIN
nepenomMm B KOCTAX o6eux roneHewn. [pn NoBTOPHOM 6MO-
XMMUYECKOM WCCNeaoBaHWM KPOBM BHOBb 3adMKCUMpPOBaH
HU3KWM ypoBeHb WP — 118 Ex/n (Hopma 156-369 En/n).

BbinonHeHa oCTeofeHCUTOMETPUS: MoKasaTenn MUHe-
paNibHOM MJIOTHOCTU KOCTEN MOSICHUYHOrO OTAENa NO3BOHOY-
HWKa B npegenax HOpMbl C TEHAEHUMEN K MOBbIWEHUIO —
Z-score +0,8 SD (110%), npu uccnefoBaHUK B peXUME «BCE
Teno» Z-score cocrtasui +2,2 SD (116%).
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Puc. 3. KT-uccnepnoBaHve HUXHUX KOHEYHOCTEW W MPYAHOMO OTAENa: NaToNorMyecKue cTpecc-nepenoMbl N1eBon 60nbluebepLOBOi KOCTH,
neBom mano6epLoBov KocTH (A, B) (6ecCMMNTOMHbIE) NPX MOSTHOM OTCYTCTBMM anob, 30HbI CTPECC-NepesioMa CoNpPoBOXKAAOTCH Pa3BUTUEM
ocTeockneposa (B, IN), 30Hbl AECTPYKLIMM MearanbHOro Mblliefika neBoro 6eapa (A, BepXHAs CTpenka), AeCTPYKLMKM 06enx KiouuL, pebep,
No3BOHKOB (/1)
Fig. 3. CT examination of lower limbs and thorax: pathological stress fractures of left tibia, left fibula (A, B) (asymptomatic), osteosclerosis
development in zones of stress fractures (B, I'), zones of destruction in medial condyle of left femur (A, upper arrow), destruction of both
clavicles, ribs, vertebrae (1)

McTouHuK: Koctuk M.M., 2024.
Source: Kostik M.M., 2024.

B kpyr anddepeHumanbHO-AUArHOCTUHECKOro MOUCKa
OblIN BKJIOYEHbI paxuTonoaobHble 3ab6oneBaHns, CUHAPOM
On [xopoxu, cungpom lopxema — Crayta, Tyéynonatuu,
runepnapaTMpeos.

Mo pesynsTratam UccnefoBaHWA KapuoTuna, MUKpoaene-
umm (aeneummn nokycos D22S75, HIRA n TBX1x2) 22-i xpo-
MOCOMbI He 06HapyeHO, 4TO NO3BONI0 UCKIIOYUTL MATKUI
BapuaHT cuHapoma [u [Kopaxu.

Mpu ocTteocunHTUrPpadn OTMEYEHO HAKOMNSIEHUE paamno-
dapmnpenapaTa B 30He nepefioMma B BEPXHEN TpeTu 60Nb-
webepuoBor KocT (+160%); Npu3HaKOB NaToONOrMYECKOro
HaKoNIeHUs pagnodapmnpenapata B ApYrux otaefiax cKe-
fieTa He BbISIB/IEHO.

Pe6eHOK 6bl1 KOHCYNbTUPOBaAH AETCKUM TpaBMaToso-
roM-opToneaoM, No pesynsrtatam 06cnefoBaHUa UCKTIOYEH
cuHapom lopxema — Crayta.

MpoBefeHO cekBeHWpoBaHWe reHa ALPL: o6Hapyxe-
Hbl ABa BapuaHTa — C.787T>C (p.Y263H) u ¢c.876A>G
(p.P292P) — HEN3BECTHOrO KIMHUYECKOrO 3HAYEHMS.

Mo COBOKYMHOCTU KIMHWKO-NabopaToOpHbIX [aHHbIX
y pebeHKa BbISB/IEHbI JIOKaJIbHbIE YHaCTKM HapyLWeHUs KOCT-
HOW MWHEpanu3aunn, HEKOHCONMAMPOBAHHbIE CTPECCOBbIE
nepesnomsbl, ABYKpPaTHOE CHUXXeHWe aKTuBHOCTM LD n nato-
reHHble BapuaHTbl reHa ALPL, 4To no3sonuno Bepubdu-
uMpoBatb AeTckyio dopmy PP, B cBA3KM C AIUTENbHBIM
OTCYTCTBMEM KOHCONMAALMKU NepenomoB (B TeyeHue 6onee

9 Mmec) Oblla NoKasaHa 3amecTuTeNbHas Tepanusa npena-
paToMm acdoTtasa anbdpa B BO3pPaCTHOW JO3UPOBKE 2 Mr/Kr
NOAKOXHO 3 pa3a B HeJento.

B nepuvoa oxuaaHUs NeKapCTBEHHOro o6ecnevyeHus
y nauueHTa npou3oLeNn HU3KOIHEePreTUYeCKui nepenom
npaBoro 6eapa, No MoBOAYy KOTOPOro Obiv BbIMOJHEHbI
UMMOOBUAN3ALNSA U OCTEOCUHTES (puC. 4). PebeHOK Hadan
nony4yatb Tepanuio acdotaszon anbda ¢ uioHA 2024 T.
Ha ¢oHe nedveHus B TeyeHnne 1 ropa Obina JOCTUMHYTa
KOHCONMMAaLUna UMEBLLUXCA NepPeoMOB, HOBbIX NepPenoMoB
He O0TMeYanocb, Malb4yuK BO30GHOBWUN 3aHATUS GYTGONOM
B JIIOOUTENBCKOM pexunme (puc. b).

Yepes 4 mec OT Havana 3aMeCTUTENbHOW Tepanuu, no
JaHHbIM GMOXMMWMYECKOro aHanu3a KpoBW, ypoBeHb LD
coctaBun 5562 Ea/n (Hopma 156-369 Ef/n), napatropmo-
Ha — 48,7 nr/mn (Hopma 25,78-34,55 nr/mn).

BpemeHHas wKana
XpOHOJ‘IOFVIﬂ pPa3BUTUA 6onesHu npeacrtaBneHa Ha puc. 6.

OBCYXAEHMUE

OCOGEHHOCTbIO MPEACTaB/IEHHONO HaMK KIMHUYECKOro
cnyvas asnsetcsa getckas dopma PP y pebeHka, BrnepBble
MaHUdecTMpoBaBLas B Bo3pacTe 8 NIeT MHOXECTBEHHbIMU
cTpecc-nepenomMamu. Kak npasuno, Md®d, auarHoctvpyemas
B NeauaTpUYecKon MNpakTuKe, AeGoTUMpYeT B Gonee paHHEM
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KnuHunyeckKoe Ha6noaeHue

Puc. 4. KoHTponbHble peHTreHorpamMmMbl nocse nepenoma npasoro
6enpa: UMMOBMNIM3aLMS 1 OCTEOCUHTE3 Geapa 6e3 3HaYNMON TpaBMbl
Fig. 4. Follow-up X-rays after the fracture of right femur:
immobilization and femur osteosynthesis without significant injury

UioHb 2024 1. Uionb 2024 1. CeHTAGpPbL 2024 1.

McTouHuk: Koctuk M.M., 2024.
Source: Kostik M.M., 2024.

Puc. 6. XpoHonorus pa3Butusi 601e3HU: KtoYEBbIE COBLITUS U MPOrHO3

Fig. 6. Disease chronology: key events and prognosis

Puc. 5. Ha KOHTpoNbHOW peHTreHorpamme B UtoHe 2025 T. (Yepes

1 rof OT Hayana NieyeHnst) — HOBbIX MEePENIOMOB HET, KOHCONMAALMS
NPEALLECTBYIOLLMX NATONOMMYECKUX UBMEHEHWI

Fig. 5. Follow-up X-ray in June 2025 (one year after the treatment
initiation): there are no new fractures, and consolidation of previous
pathological changes is observed

McTouHuk: Koctnk M.M., 2024,
Source: Kostik M.M., 2024.

[epBble KNMHUYECKKE

[AunarHocTtnka Mpd
nposiBNeHUs

Havano tepanuu
acdoTtason anbda

OueHKa 3dPeKTUBHOCTU
1 6e3onacHocTu

7 net 9 mec

Ld 135 Ea/n

lMpumevarmne. TP — runodocdatasus; LLIP — wenoyHasa dpocdaTasa.

8 net 6 Mmec

MporHo3
[N HKUSBHU
6naronpUATHbIN

P 5562 Ea/n

Note. HPP (f'pd) — hypophosphatasia; ALP (LLld) — alkaline phosphatase.

BO3pacTe v XxapaKTepusyeTcs 6o/ee WUPOKUM CNEKTPOM Kin-
HUYECKMX NPOSIBAEHUI, BKItOYas 6071 B CycTaBax, MblLLEYHYIO
TMNOTOHMIO, HapyLLEHWE NMOXOAKM, 3a4EPIKKY TMHENHOMO PoCTa,
CHUYKEHHYIO TONePaHTHOCTb K GU3MYECKMM Harpy3kam 1 paxu-
TONoAo6HbIE UBMEHEHUS Ha peHTreHorpammax [1]. Y Hawero
nauueHTa nepebIMU NPOSIBAEHUSAMU 3a60n1eBaHns GblIM MHO-
YKECTBEHHbIE CTPEeCC-NepenomMbl Npu OTCYTCTBUM APYTUX TUMKY-
HbIX AN aeTckon dopmbl PP nposiBneHuit, 4To B Gonbluewn
CTeNeHn xapaKTepHO 419 B3POC/bIX NauneHToB [29].

[Pd B KnaccMyecKoM nNpefcTaBneHMn — 3to opdaHHoe
MOHOreHHoe 3aboneBaHue CKeneta, OTHOCALLEECs K rpynne paxu-
TONoAo6HbIX 3a6oneBaHui. KnioyeBbim otindnem Mdd ot apyrux
COCTOSIHMI C PaxMTOnoLOGHbIM (GEHOTUMOM SIBASETCH CHUMEH-
Has akTMBHOCTb LL®D, Torga KaKk npu octanbHbiX dopmax paxuta
AKTMBHOCTb JaHHOro hbepMeHTa, HanpoTKB, NoBsbileHa [9, 15].

Paxut — 3ab6oneBaHve OeTeW rpPyagHOro U paHHero BO3-
pacTa, BO3HWKaloWee BCNEACTBME HapyleHWs KanbLueBo-
docdopHOro obmMeHa M COMPOBOXKAAIOLWEECA HapyweHUeM

MUHepanuM3aLumMm KOCTHOM TKaHW. CUHAPOM paxuTa MOXKeT
HabnaaTbCa NPU cCaMblX Pa3HbIX COCTOSHUSAX, BKOYas anu-
MEHTapHbIA U MOHOreHHble dopMbl paxuta, 06yCNOBNEHHbIE
LeduunTom, HapyleHMeM MeTabonnama unu peLenuum Buta-
MuHa D, COCTOSHMS C MNOBbLIWEHHOM 3KCKpeunen docdopa
C MOYOW, pasdnuyHble Tybynonatuu, runepnapaTmpeos, ocTeo-
AMCTpPodUIO Ha TEPMUHANBHOM CTaAMKU XPOHUYECKON 60N1e3HM
MOYeK, MHTOKCUKALMIO CONMAMU TSXKENbIX MeTanioB, 601e3Hb
MNepkeTa, a TakKe pa3BuBaThCs Ha GOHe NpuemMa psaa ekap-
CTBEHHbIX MpenapaTtoB. Ha npakTuke npu BbISBNEHWU paxu-
TONoJOGHON CMMMTOMATUKKU GOMbLIMHCTBOM Bpayen Hepeaxko
BbICTaBAAETCSA AUArHO3 aIMMEHTAPHOrO paxmTa v AeTaMm IMMNu-
pUYecKn HasHavaeTcs BuTaMuH D, npuyem YyacTo 6e3 npeasa-
puTenbHOro onpeaenexHns aktueHoctu LL®. B pesynbrate O
He BK/oYaeTcs B Kpyr auddepeHLmanbHOM AnarHoCTUKK npu
KOCTHbIX M3MeHeHusX, a yposeHb LD He oueHuBaeTcs, 4TO
MOET MPUBOANTL K AMarHOCTUHECKUM OWnOKaM U Heo6OCHO-
BaHHOM Tepanuun ButammnHom D y naumeHToB ¢ PP [30, 31].



Knto4yeBbIMU  KNMHUYECKMMWU KOCTHO-MbILWEYHBIMU MPO-
aBneHnsMmn [Pd, otanyaoWwmnmMn ee oT PaxuTonoaoGHbIX
COCTOSIHUN, SIBASIOTCA XPOHUYecKas 60/b B MbllWLax, KOCTAX
W cycTaBax, 3a[lepKa NCUXOMOTOPHOI0 Pa3BMUTUS U IMHENHO-
ro pocta, MOBTOPSOLWMECS UM YacTble NepenoMbl, NceBgone-
penoMmebl, HecpalleHve nepenoMoB u dubpomuanrum [5, 21].

B Hawen paboTe Mbl MOAYEPKHYIU LMPOKUK CNEKTP
KIMHMYECKUX npoaBneHnn MPd, yto onpenensieT Heob6xo-
OUMOCTb TlaTenbHOn AnddepeHUnanbHOW ANArHOCTUKM
C paxuTonogo6HbIMM 3a601EBAHNSMM.

[OunarHocTtrka PP ocHoBbIBAETCS Ha COBOKYMHOCTU KIMHK-
YEeCKUX NPU3HAKOB, NTabopPaToOpPHbIX NoKa3aTenen, MoneKynap-
HO-FTeHETUYECKUX [aHHbIX U Pe3ynbTaToB MHCTPYMEHTasbHbIX
MeTo0B uccnegoBaHus. OOHAKO MpU HalIMyYMK XapaKTepHOM
KNMHUYECKON KapTWHbl B COYETAHUU CO CHWKEHMEM aKTUB-
HocTK LLI® BO3MOXHO He3aMenuMTeNbHOEe Hayano Tepanuu
acdoTa3on anbda, He AOXKMAAACh FEHETUYECKOro MOATBEPK-
neHus. B cuTyaumax norpaHuyHbix 3HadveHun LD Tpebyetca
MOJIEKYNIIPHO-TEHETUYEeCKass BepubuKauma auarHosa nepeq
MHULMaLUMen bepMeHTo3aMecTuTeNbHOM Tepanun [11, 14, 26].

3AKJ/TIOMEHUE

B npeactaBNeHHOM KAMHUYECKOM HabMOAEHUN OMNK-
CcaH HeoOblYHbIN BapuaHT yCTaHOBNEHUS AuarHosa PP
y pebGeHKa C MHOXECTBEHHbIMWU GECCUMMNTOMHbIMU CTPecc-
nepenoMamu, KoTopble AJUTENbHOE BPEMS OCTaBalMUCb
Hepacno3HaHHbIMU. Ha ¢poHe cBOEBpeEMEHHO HavyaTon Tepa-
nuu acdoTadon anbda O6blla AOCTUTHYTaA KOHcCoNMAauus
CYLLECTBYIOLMX MEPENOMOB, OTMEYEHO yny4lleHne obLero
COCTOSIHMSI U KayecTBa XWU3HW pebeHKa. HeobxoaMmo noa-
YEPKHYTb, YTO MPU BbIABAEHUN CHUMKEHUS aKTMBHOCTU LD
HUXE COBPEMEHHbIX BO3pacTHbIX pedepeHCcoB Lenecoot-
pa3Hbl ee MOBTOPHOE M3MEPEHWEe U npoBedeHue andode-
peHLuManbHOM AMarHOCTUKM C y4eTOM BO3MOXKHOM OpdaHHOM
natonoruu, Brovaa MPP. Takon noaxon nossonser nsbe-
aTb AMArHOCTUYECKMX OWNBOK U 3alePXKKU B Ha3HaYeHuUn
naToreHeTU4eCcKoro neyveHus.

UWHO®OPMUPOBAHHOE COIJIACUE

B wucTopuu GonesHu nauueHTa MMeeTcs MNUCbMEHHoe
MHbOPMUPOBaHHOE 06POBOJIbHOE cornacke PoauTens peGeH-
Ka Ha MCMoib30BaHWe aHOHUMU3MPOBAHHbIX JaHHbIX B y4e6-
HbIX ¥ Hay4YHbIX Liensx, BKIoYas nyGavKaLmio B MeanUMHCKUX
ypHanax. [laHHble NpeAcTaBeHbl B aHOHWMHOM BUAE.

INFORMED CONSENT

The patient’'s medical card includes written informed
voluntary consent from the child’s parent on usage of
anonymized data for educational and scientific purposes,
including publication in medical journals. All data is presented
anonymously.

UCTOYHUK ®DUHAHCUPOBAHMA
OTcyTCTBYET.
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