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0O6ocHoBaHHne. OHoM M3 Hanbosiee TAXKebiX GOPM BPOXKAEHHOro 6y/11e3Horo anugepmonnsa (Bb3) ssnsercs ero guc-
TpopuyecKkas popma (A63) — 3aboneBaHue, 06ycioBIeHHOE MyTaunsamu B reHe COL7AL, npuBoAsilLEE K XPYNKOCTU KOXU
1 06pa30BaHMI0 My3blPeH, XapaKTepu3yloLeecs Yalle TAKebiM TeYEHNEM KOXHOI0o NpoLecca n CUCTEMHbIMU MPOSIBAEHMSI-
Mun. OgHMUM U3 CEPLE3HbIX CUCTEMHbIX OCJIOXHEHMI y naumeHToB ¢ b3 aBasercsa gnnataumoHHas kapamomuonatus (AKMI)
WM BTOPUYHbIE UBMEHEHUSI MMOKapAa, ycyrybnsiolmne KamHu4eckoe teyeHne b3 u cylectBeHHO Bausolme Ha 3abosieBa-
emMOoCTb M cMepPTHOCTb. OHaKO AaHHble O Koppensuuu Tsxkectn b3 ¢ aHTPOMOMETPUYECKMMM, OCTEOJEHCUTOMETPHYECKHU-
MU M nabopaTopHbIMU roKa3aTesI MU, a TakKe ¢ JaHHbIMK 3XoKapanorpapmn (9xoKlr) cpeaun geTckoro HaceneHus ¢ B63
B Poccuiickoin ®egepavummn otcyTcTBy0T. Llenb nccnegoBaHns — U3y4YnTb KIMHWUKO-1a60paToOPHbIA MPOoGUIb NaLMeHToB
¢ AB3 v AKMII, a TakKe BbisIBUTb BO3MOXKHbIE MapKepbl, aCCOLIMNPOBAHHbIE C BbICOKON CTEMEHbIO TSXKECTH 3ab0/ieBaHMs
1 PUCKOM nieTasibHOro ucxoaa y aAetei ¢ b3 B Poccurickon deaepaumn. Metogbl. OLeHnBannCh TSXKeCTb TeyeHnss BB3 no
BupmuHremcKomy nHaeKey Tsxecty BEBS (o1 15,0 go 64,0); aHTpornomeTpuyeckue nokasatenn (WAZ, HAZ, BAZ) n coctosi-
HUEe MUHepasibHOH MI0THOCTU KOCTHOM TKaHu (BMD, Z-score); nabopaTopHble rnokasatesm (reMoriobuH, GeppruTuH, asbby-
MWUH, enes3o, ButamuH D n ap.); napametpbl IXoKI™ (ppaKkums Boibpoca — DB, paamepbl KaMep, peryprutaumm); Haamume
conyTcTBYOLLMX 3a60/1eBaHUI 1 neTanbHbif ucxod. Peayabtatel. [1o cocTtosHuio Ha 2025 r. B Poccuiickon ®enepaumm,
B COOTBETCTBMMU C JaHHbIMU «Pernctpa reHeTM4eCcKux U Apyrux peakux 3abosieBaHui» 61aroTBOpPUTEIbHOIO GoHaa «[etn-
6a604Kku», 3apernctpupoBaH 491 pebeHoK ¢ BBE3. N3 Hux umetoTesi AaHHbIe 0 7 naumeHTax (4 aeBo4kn u 3 masibumka) ¢ b3
TAXKesI0ro TedeHus n conyterByrollen KM, Bo3pacT nayneHToB BapbupoBas oT 4 go 17 net (cpegHui 13,4 £ 5,1 roga).
Cpeaun obcriefoBaHHbIX nauMeHToB 60Jiee BbiCOKMe 3HavyeHus BEBS (> 50) accoumnpoBanncb ¢ my60KUM AEPULIUTOM
maccsbl Tena (BAZ < —5), HU3Ko#m MnHepasibHOM MJI0OTHOCTbIO KocTen (Z-score Ao —5,3), BbipaxkeHHon aHemuen (Hb < 90 r/n)
W TSXKENbIMU U3MEHEHNAMN MWOKapaa (CHuxeHne @B, aunataums Kamep, MHOXXECTBEHHble peryprutaummn). M3 7 60/1b-
HbIX 3 (BCce AEBOYKM) YMEPIIN; Y HUX PETUCTPUPOBAIMCh MaKcumasbHble rnokasatesan BEBS (= 46), Tsxxenas HyTpuTUBHas
HeA0CTaTO4YHOCTb U HanboJsiee Bbipa)KeHHbIe U3MEHEHMS Mo AaHHbIM IX0KI. 3akmyeHue. Taxxectb B3 (no BEBS) Haxo-
ANTCS B OTpuLaTe/IbHOM KOPPENSLMM C aHTPOMOMETPUYECKMMU U OCTEOJEHCUTOMETPUYECKUMM rnokasatenammn (WAZ, BAZ,
Z-score) v HarnpsMyto CBsi3aHa C PUCKOM TSXKEJION KapAnomuonatum u etTajlbHoro nexoga. Bcem nauyneHtam, ctpagarolmm
BE3, ¢ nogospeHnem Ha AKMI1 Heobxoamma KOMIIEKCHas Tepanus, BKIYaloLWas HyTPUTUBHYIO NOAAEPIKKY, KOPPEKLMIO
aHemMuu, BOCMoIHeHUe BUTamMuHa D n perynsipHbli KapanOMOHUTOPUHT.

Knro4deBble cnoBa: BPOXAEHHbIN By/11€3HbIN INUAEPMOINS, KAPAMOMUONAaTHUS, HYTPUTUBHAs HEAOCTAaTOYHOCTb, AETH

Ansa uyntupoBanusa: Envwes P.B., Mypawkun H.H., Opnosa 0.C. lnnaTaumoHHas KapanomuonaTus y aetew ¢ auctpoodu-
YECKMM BPOXAEHHbIM OyNNe3HbIM 3MNUAEPMOSIU30M: PETPOCMEKTUBHOE OJHOMOMEHTHOE (PEerMcTpoBOeE) MccnefoBaHue.
Bonpocsl coBpemeHHo neamnatpumn. 2025;24(4):226-234. doi: https://doi.org/10.15690/vsp.v24i4.2943

OBOCHOBAHME 6€eflKK1, y4acTBylollMe B CTPYKTYPHOM U DYHKLMOHANIbHOM

BpoxaeHHbI 6ynnesHbin anngepmonui (Bb3) — ato
rpynna HacneacTBeHHbIX 3ab0NeBaHUM KOXKU, XxapaKTepu-
3YIOLLMXCH MEXaHUYECKOM YI3BMMOCTbIO KOXKM U CIUMBUCTbIX
0605104€K 1 06pa3oBaHMEM MNy3blper B OTBET Ha HE3HAYU-
TeNbHble BHELWHWe Bo3aencteus [1]. 3T cocTtosHua 06y-
CNOBNIEHbI MyTAUMSIMWU B Pa3/IMYHbIX FeHaX, KOAWMPYHOLLMX

LLe/IOCTHOCTU 1epMO-3MuaepManbHOro coeauHeHuns [2].
BpoxaeHHbIn 6ynne3Hbli  aNuAEpMOSU3 npeacTaBieH
4 ocHoBHbIMK dopmMamu: npocton (MB3), norpaHU4HOM
(Mrpb3), anctpoduyeckon (AB3) n cuHapomom Kunanep [1].

o cBefeHUAM U3 pasInyHbIX MCTOYHMKOB, YactoTa
BcTpevyaemoctn BBS — 1 cnyvan Ha 50-100 TbiC. HOBO-



POXAEHHbIX. TaKne pacXxoXKAEHWS B YWUCMAEHHbIX MOKa3a-
Tensx Moryt 6blTb 06YCNOBfiEHbI MHOXECTBOM (aKTopoB,
BAMSIOWMX Ha BbISBNSEMOCTb 3abofieBaHMs. B yYacTHOCTH,
3Ha4YMMYIO poSib MrpatT agemorpaduyeckme 0COBEHHO-
CTM (Hanpumep, NAoOWaab CTpPaHbl, MAOTHOCTb HaCeNeHus,
KONMMYeCTBO U AOCTYMHOCTb CMeuuanmM3npoBaHHbIX Meau-
LMHCKMX LIEHTPOB) M OCOBEHHOCTU OpraHM3auun 34paBo-
OXpaHeHWss — HanuMyme CTPaxoBOro MOKPbLITUS, YPOBEHb
pas3BUTUA AMArHOCTUYECKUX TEXHOMOrUH, MHPOPMUPOBAH-
HOCTb MEAMLMHCKUX PAaBOTHUKOB. MMOMMMO 3TOrO, CTaTUCTH-
YecKue pasnuyusa Mexay nonynsuuMsMyM MoryT 6biTb CBSI3aHbl
C FEHETUYECKUMM U COLIMOKYNBLTYPHBIMU XapaKTepUCTUKaMu,
TaKMMU KaK adPEeKT ocHOoBaTenNs, pacrnpocTpaHeHHOCTb poa-
CTBEHHbIX 6PAKOB, @ TaKKe TPaAULMOHHbIE U PENUTMO3HbIE
yctaHoBKM [3]. HecmoTps Ha peaKkocTb AaHHOro 3aboneBa-
HWUS, ero aNnaeMuosiorMyeckrue nokasartenu B Poccuickon
denepaunn M3yYeHbl AOCTATOMHO MOAPOGHO. TaKk, Mo aKTy-
anbHbIM AaHHbIM, pacnpocTpaHeHHoCTb BB3 cpean getcKo-
ro Hacenenus B Bospacte oT O Ao 17 neT BKIOYUTENbHO
cocTtaBnsiet 15,48 cnyvyas Ha 1 MnH geten [4].

CnepyeT NOAYEPKHYTb, YTO KNMHMYECKAs KapTUHa U cTe-
NeHb BblpaXXeHHOCTN cuMnToMoB BB3 3aBucAT oT TMNa myta-
MR, UX COYETaHWUM, a TaKKe YPOBHS 3KCMPECCUU COOTBET-
CTBYIOLWMNX 6ENKOB-MULLEHEN. B HacTosee BpeMs BbISBNEHO
6onee 20 reHoB, MyTaLMW B KOTOPbIX MOMYT HacneaoBaTbes
KakK No ayTOCOMHO-AOMWHaHTHOMY, TaKk M MO ayTOCOMHO-
peLeccuBHOMY TUNY, MPUMBOAA K GOPMUPOBAHMIO Pa3nYHbIX
dopm 3aboneBanus. [lpn 3TOM MyTaLMK B pa3HbIX reHax cro-
CO6HblI 06YCnoBAMBATbL CXOAHbIE KAMHUYECKME bEHOTUNbI,
4YTO BO MHOMOM 3aTpyAHSET NMOHMMaHWe MaTOreHeTU4eCcKMx
MexaHu3mMoB. [TOMUMO BbISIBIEHHOW accolMaun OTAENbHbIX

reHOB C onpeaeneHHbiMM GeHoTUNamMu, UCCnefoBaHnsa yKa-
3blBalOT Ha CyL,eCTBOBaHME pPa3/MyHbIX BapnaHTOB OAHOr0
M TOrO e reHa, COMpPOBOXAAWOWMXCSH crneunduiecKnmu
KoppensauusamMun «reHotun — peHoTun» [5].

Hanbonee Taxkenaa ¢opma 3abonesaHua — B3, cega-
3aHHbIM ¢ MyTauusmun B reHe COL7A1, KoTopble NpUBOAAT
K HefoCTaTO4YHOMY WM MOMHOMY OTCYTCTBMIO CUHTE3a KOS-
nareHa VII. MNpossneHns BB otanyatloTcs BblpaxKeHHOW Kin-
HUYECKOM HEOAHOPOAHOCTLIO M BapbUPYIOT KaK Mexay pas-
HbIMKU GOpPMaMu, TaK U cpeamn NaLMeHTOB C OAHUM MOATUMNOM
3a6o0neBaHua. CUMNTOMaTMKa MOXeT ObiTb MPaKTUYEeCKH
He3ameTHOM 1160, HaMPOTMB, COMPOBOXKAATLCH THXKENbIMU
HapPYLEHNSIMWU CO CTOPOHbI KOMM W BHYTPEHHMX OpPraHoB.
OcHOBY NaTO/IONMYECKUX WM3MEHEHUN cocTaBnseT aedeKT
B 30HEe COeAMHEHUs anMaepMuca M AepMmbl, YTO 3aTparnea-
€T KaK 6a3anbHyl0 MeMOpaHy M KIETKW anuaepMuca, Tak
M KOMMOHEHTbl COEAMHWUTENbHOM TKaHW, PAaCMONOKEHHble
HUXe [6, 7]. KnuHnyeckas KapTnHa b3 BKIOYAET HE TONIbKO
BblpaXEHHbIE KOXHble MPOSIBAEHNUS, HO U CUCTEMHbIE Hapy-
WweHus. 3aboneBaHWe MOXET OC/IOKHATbCA MOparKEHUEM
pas3nnYHbIX OpraHoB u cuctemM. Hanbonee 4acTto BoBeKatoT-
€A KEenyao4yHO-KUWEYHbIM TPaKT, KOCTHO-MbILUEYHbIA anna-
paT, opraH 3peHusl, MoYenosoBas U cepaeyvHo-cocyaucTas
cuctemsl [8, 9J.

Oco6yl0 KNMMHUYECKYID 3HAYMMOCTb NpeacTaBaseT anna-
TauuoHHasa Kapavomuonatua (AKMI) — Ta)kenoe ocnoxK-
HeHue, pa3BuBalolleecs y YacTu naumeHtoB ¢ BE3. AKMI
MOXET BO3HMKaTb KaK NepBUYHbIM Npu3Hak npu MNB3 Bcnea-
ctBue mytaumn PLEC, JUP, DSP1 v KLHL242 [10] nnu Kak
BTOPUYHOE oOcnoxHeHne [ABb3 (ayToCOMHO-peLecCMBHOro
Tuna HacnegoBaHus) u MNrpb3 Taxenoro TeveHns [11, 12].
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Dilated Cardiomyopathy in Pediatric Patients
with Dystrophic Epidermolysis Bullosa:
Retrospective, Cross-Sectional (Registry) Study

Background. One of the most severe forms of epidermolysis bullosa (EB) is its dystrophic form (DEB). This disease is caused by mutations
in the COL7A1 gene, leading to skin fragility and blistering, it is characterized typically by severe course of skin lesions and systemic
manifestations. One of the challenging systemic complications in patients with DEB is dilated cardiomyopathy (DCM) aggravating
DEB clinical course and significantly affecting morbidity and mortality. However, there is no data on any correlation between DEB
severity and anthropometric, osteodensimetry, and laboratory results, as well as with echocardiography (EchoCG) parameters among
children with EB in Russian Federation. Objective. The aim of the study is to analyze the clinical and laboratory profile of patients
with DEB and DCM, as well as to identify possible markers associated with high disease severity and risk of mortality in children
with DEB in Russian Federation. Methods. The severity of EB course via Birmingham Epidermolysis Bullosa Severity score (BEBS)
(from 15.0 to 64.0); anthropometric measures (WAZ, HAZ, BAZ) and bone mineral density status (BMD, Z-score); laboratory parameters
(hemoglobin, ferritin, albumin, iron, vitamin D, etc.); EchoCG parameters (ejection fraction (EF), cardiac chambers dimensions,
regurgitation); presence of comorbidities and lethal outcomes were evaluated. Results. 491 children with EB were registered in
Russian Federation according to the data from the “Register of genetic and other rare diseases” of charitable foundation “BELA.
Butterfly Children” as at 2025. There is data on 7 patients (4 girls and 3 boys) with severe DEB and comorbid DCM. Patients’ age was
from 4 to 17 years (mean age 13.4 + 5.1 years). Higher BEBS values (> 50) were associated with severe weight deficit (BAZ < -5), low
bone mineral density (Z-score up to —5.3), severe anemia (Hb < 90 g/L), and severe myocardial changes (reduced EF, dilated chambers,
multiple regurgitations). 3 girls out of these 7 patients died. They had maximum BEBS score (= 46), severe malnutrition, and the most
significant changes according to EchoCG. Conclusion. DEB severity (according to BEBS) has negative correlation with anthropometric
and osteodensimetry parameters (WAZ, BAZ, Z-score) and is directly related to the risk of severe cardiomyopathy and death. All patients
suffering from EB with suspected DCM require complex management, including nutritional support, anemia correction, vitamin D
replacement, and regular cardiac monitoring.
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OpuruHanbHas cTaTbs

Kapavomuonatuu y geten npeacraBasiioT cob6on rpynny
peaKnx TaXKeNbIx 3a6oneBaHnin cepaevyHomn MblllLbl, KOTOPble
COMpPSIKEHbI ¢ BBICOKUM PUCKOM MHBanMAuM3auuun v HacTyn-
neHuns cmeptn [13]. MoTeHuManbHbIMKM daKTopaMn pUCKa
passutua AKMIT g9BnsoTCcs HYTPUTUBHAA HEQOCTAaTOYHOCTb,
HU3KUWA YPOBEHb KapHWTWHA, AePUUMT cefieHa, aHemMus
WU ANUTENbHBIA MPUEM KenesocogepiKaluux npenapartos,
a TaKXKe XPoHMYeCKast MHPEKLIMA U CUCTEMHbIE OCTIOXHEHUS,
Hanpumep noyevyHas HegocTaTo4HOCTb [14]. CTOUT OTMETUTD,
YTO MPUYMHHASA CBSA3b KapanMomuonatum ¢ gedbuumTom cene-
Ha [0 CuUX Mop ABASETCH CMOPHLIM BOMPOCOM, O YEM CBUAE-
TENbCTBYIOT MHOIMe 3apybexHble ctatb [15-17].

CornacHo SINMOHCKUM MUCCefoBaHWsM, KoTopble Oblin
NPOBEAEHbl Ha MbillaX, XPOHMYECKOE MOBPEKAEHNE KOXM
npv BE3 MoxKeT npMBoaANTb K aBeppaHTHOM CEKPELIN LIUTO-
KMHOB M, B CBOI O4epedb, Bbi3biBaTb PeMOAENNpPOBaHue
cocynoB [18]. TaK, ype3mepHasa IKCNpeccus MHTEpPIENKUHa
(IL) 1 cnocobHa pacnpocTpaHATbcs B GOSbLIOW KpPYr Kpo-
BOOGpALLEHNS U MopaxaTb OTAaNIEHHbIE OpraHbl, YTO OMu-
CaHO B HEKOTOPbIX cydyasx OCTPOro BOCManeHus, 06bl4HO
BbI3BaHHOI0 MHOEKUMAMM (Hanpumep, LMTOKMHOBLIN LUTOPM
npw TSXKENOM OCTPOM PECNMPaTOPHOM AUCTPECC-CUHAPOME,
CBI3aHHOM C WMHbeKuuen Bupyca rpunna) [19], a Takke
B C/ly4yasix XPOHWYECKOro BOCMaNeHms, CBA3aHHOIO ¢ OHKO-
JIOFMYECKMM MpoLeccoM, npuBoasllero K Kaxekcuu [20].
Mpn BB3 M3-3a XpOHMYECKOro BOCMaNeHus ypoBHU IL-la
n IL-13 B CbIBOPOTKE MOBbLIWAIOTCA B HECKOJIbKO pa3 Aaxe
npu nerknx ¢opmax [21], 4To NOTEHUMANBHO MOXET ABNATb-
€Sl NPUYUHOM BO3HUKHOBEHMUS COCYAMCTbIX HApYLLEHWU, B TOM
yucne n AKMI [22].

KnuHUyeckrne nposiBNeHUs KapanomuonaTuu y nauueH-
TOB ¢ BE3 MoryT BKoYaTh yCTanocTb, OAbIWKY U YCUTEHHOE
cepauebreHmne, YTo YacTo CBA3AHO C KOXHbIM maTonoruye-
CKMM MNpOoLEeccoM W 3aTpyaHseT CBOEBPEMEHHYy audde-
peHUManbHyt0 AMArHOCTUKY. Y AaHHOM rpynnbl NaLMeHToB
HabnoAalTCs pasnyHble TUMbl KapanomuonaTui, BKIoYas
OKMI, runepTpodrYEcKyo U PECTPUKTUBHYIO [12].

KapanomunonaTtna xapaKTepusyeTcs MporpeccupoBaHu-
€M XPOHUYECKOM cepaeyHon HepgocTaTodHOCTH (XCH). Y aeten
¢ XCH nokasaTenu HyTPUTUMBHOIO CTaTyca, Kak npaBwufo,
HW}KE MO CPaBHEHMIO C AeTbMM 6€3 MPU3HAKOB reMoAnHaMu-
YecKux HapyweHun [23]. Ha poHe XCH cHuKeHne anneTuTa
BMNOTb 4O @aHOPEKCHM, a TaKKe BblpayKeHHas yToMASeMOoCTb
M obuwas cnaboCTb MOryT NPUMBOAUTL K HEOOMNONyYeHUIo
HeobXx04MMOro Bo3pacTHOro o6bema nutaHus [24—26].

OfgHaKo npu3HakM aeduunTa NUTaAHUSA BbISBAAIOTCA
M Yy NaUWEHTOB C OTHOCUTENBbHO NIErKUMU KIMHUYECKUMMU
NPOSIBNEHUSMU W, Kazanocb Obl, AOCTATOYHLIM MULLEBLIM
obecneyeHnem [23].

JT0 MO3BOASET NPEANONOKUTb, YTO MPU KapaMOMMO-
naTuu, conpoBoxpaatouienca passutnem XCH, puck dop-
MUPOBAHUS HYTPUTUBHOM HEAOCTAaTOYHOCTM Yy AeTen yBe-
IMYMBaETCA 3a cYeT KoMMneKkca GaKTopoB: MOBbLIWEHHOMO
3HEPreTMYecKoro pacxosa, BO3MOXHON MNOTEPU HYTPUEHTOB
W/WUNKN CHUXKEHWUS MOCTYMNEHWS NUTaTeNbHbIX BewecTs. MNpu
3TOM MPU3HAKW HYTPUTUBHOIO AedpuumMTa MOryT BO3HMKATb
[axe Npu yaoBNETBOPUTENLHOM 06LLEM COCTOSHUMU.

[MoBbIWEeHHbIE 3Hepro3aTpaTtbl B nokoe npu XCH oby-
CNIOBJIEHbl HEOOXOAMMOCTbIO NoAAepKaHUa paboTbl MUO-
Kapga, OblxaTenbHOW MycCKynaTypbl, 6a30Boro metabo-
nmM3amMa u Tepmoperynsauum [27]. 3agepxKka du3nyecKoro
pPasBUTUSA Yy TaKUX AeTer 4acTo CBf3aHa C XPOHWYECKMU-
MU FeMOAWHAMWYECKUMWU HapyLIEHUSMU, Bbl3blBalOWMMHU
pPOCT MeTaboNMYeCKMX MNOTPebHOCTEN, CHUXKEHMe anne-
TMTa U Manbabcopbuuto. AnutenbHbln gedULUT HYTPUEH-
TOB MOMeT HapywaTtb PYHKUMM OONbLIMHCTBA OpPraHoB
n cuctem [26, 27].

HecmoTpsa Ha Hanuyne eanHUYHbIX ONMCaHWM NOAOBHbIX
c/lyYyaeB B MUMPOBOW NuTepaTtype, CUCTEMATUYECKMX AaHHbIX
0 B3aMMOCBS3U MeXay TskecTbio B3 v pa3sutnem Kapauo-
MWONaTUK, OCOBEHHO B [AETCKOM nonynsumMm PocCUMCKom
depnepaunn, He npeacTaBneHo. Hannuve aHemuu, geduum-
Ta HYTPUEHTOB, HaApYLIEHWUS MUHEepanbHOro o6MeHa MOXeT
CnocobCTBOBaTb YXYALEHUIO COCTOSIHUS MWOKapga. 3ITu
acneKTbl [10 HacTosAllero BPEMEHW He paccMaTpuBanucCb
KOMMJEKCHO. TakuM o06pa3om, HacToslee uccnegoBaHue
ObIN0 HanpaB/EHO Ha MOMUCK BO3MOXHbIX KOPPENsaummn Mex-
[y BblpaXEHHOCTbIO KOXHOro CHMHAPOMa M COMaTUYECKUMU
napamMeTpamu, BKOYasA cepaedHyto GYHKLUMIO, YTO MOXKET
cnoco6CcTBOBATh BbIABIEHWUIO MPEAUKTOPOB KapauaibHbIX
OC/IOXHEeHUW y nauuneHToB ¢ [b3.

Llenb uccnepoBaHua

M3y4nTb KIMHUKO-NabopaTopHbiM NMpoduib NaLneHToB
¢ ABb3 n JKMI, a Takxe BblIBUTb BO3MOXHble MapKepbl,
accouMnpoBaHHble C BbICOKOW CTeMeHblo TAXecTu 3abo-
leBaHNA M PUCKOM JieTanbHOro mucxoga y aetenm c¢ AB3
B Poccuickon depepauuu.

METOAbI

Aun3aiH uccnegoBaHus

lpoBeaeHO pPeTpoCneKTMBHOE OAHOMOMEHTHOE MUCChne-
[lOBaHWe C UCMONb30BaHWEM AaHHbIX «Perncrtpa reHeTtuye-
CKUX W APYrnx peakux 3aboneBaHwin» (oanee — Peructp)
6narotBoputenbHoro ¢oHaga «b3JIA. [Jetn-6a604Kkn»
(https://deti-bela.ru).

HacTtosiwiee vccnegoBaHue SIBASETCS 4aCTblO Hay4yHOM
paboThbl MO OLLEHKE KIMHMKO-3NUAEMUONOTMYECKMX XapaKTe-
pucTnk BB3 y neten B Poccuiickon ®enepaumnm [4].

YcnoBus npoBeAeHUsA UccnefoBaHusa

B 2019 r. 6narotBopuTENbHbIN GOHA «eTU-6ab0UKN»,
cneunanmanpyrowmMmncss Ha KOMMIEKCHOW MoMoWM AeTam
C reHogepmarto3damu, Npu nogaepxke ®oHga NPe3ngeHTCKUX
rpaHTOB WHMUMMpPOBan pa3paboTky Peructpa. OgHon w3
K/lOYEeBbIX 3aJay NPoeKTa ABAfAAaCb cUCTeMaTM3auna aaH-
HbIX O NaUMEHTax, HaxoAsLWmxcs nog onekon doxHaa.

OCHOBHYIO KaTeropuio MnoAoneyHblX COCTaBASAT nvua
C BPOXKAEHHbIM BYN1€3HbIM 3NMAEPMONN30M, OAHaKo Pernctp
TaKXXe BKIIIOYaET MHPOPMaLMIO O NaLMeHTax ¢ Apyrumu pea-
KUMW LepMaTonorMyeckumu natonoruamu. Peructp npeg-
cTaBnseT co60M MEeAMLMHCKYIO MHDOPMALIMOHHYID CUCTEMY,
OCHOBaHHyl0 Ha web-TexHONorMsax M npegHasHayvyeHHyto ans
cbopa M aHanu3a CTaHAAPTU3MPOBAHHbLIX AaHHbIX O MaLu-
€HTax C FeHETUYECKMMMU WU XPOHUYECKUMMK 3aboneBaHusaMMU,
B HacTosiliee BpeMs COOKYCHPOBaHHYO Ha reHoaepMaTosax.

CTpyKTypa ¥ codepaHue KIMHUYECKUX [daHHbIX Obln
pa3paboTaHbl C Y4ETOM 3KCMEPTHbIX OLLEHOK CNELManncToB,
3aHUMaloLMXCa BeAeHWeM nauneHToB ¢ BB3 n apyrumu retx-
HbIMW AepmaTto3amu. Cuctema BKIOYaeT geMmorpadunyeckmne
nokasaTenu, LWMWPOKMI CMEKTP KIMHWYECKMX MapameTpos,
XapaKTepmu3yloLWwmnx OCHOBHblIE MpPosiBieHMs 3aboneBaHus,
4yTo nossonsaer aunddepeHuUMpoBaTb TUMNbI U NoaTUNbl B3,
OLleHMBATb TSKECTb TEYEHUS, BO3MOXKHbIE OC/IOKHEHUS,
a TaKXKe y4uTbiBaTb pPe3y/bTaTbl MONEKYNSAPHO-TEHETUYECKMX
ncecnegoBaHum.

0O6paboTKa NepcoHasbHbIX AaHHbIX MALUMEHTOB OCYLLECT-
BNIIETCH B COOTBETCTBMM C TpeboBaHusmMM PeaepanbHOro
3aKkoHa N2 152-93 «O nepcoHanbHbIX AaHHbIX».

B Lensx nccnegoBaHus UICNONb30BaHbl AaHHble Pernctpa.

B nccnegoBaHme 6blIM BKIKOYEHbl A€TU CO BCEMU dOp-
Mamun BB3 u3 Bcex pervoHoB Poccuiickon depepaunm,
y KOTopbiX 6blna ycTaHoBNEHa Ntobasa dopma Kapanommona-
Tnn. OT BCEX YHACTHUKOB, B TOM YUCSIE U UX poanuTenen, 6b110



nony4eHo UHGopmMupoBaHHOE AOOGPOBONLHOE cOorfacuve Ha
y4yacTue B UCCneaoBaHuM.

B KayecTtBe MaTepuana gnsg onucaHus Oblnv npoaHa-
NIN3UPOBaHbl AaHHble aHaMHe3a, PU3nKanbHOro obcneao-
BaHWUS, MHCTPYMEHTa/lbHbIX METOAOB AMArHOCTUKKU (3NEKT-
pokapauorpadum (3KI), axokapanorpadum (3xoKrI)),
nabopaTopHbIX UCCnefoBaHni Bcex NauneHToB ¢ BB3, npo-
XOAMBLUMX le4eHne B OTAENEHUN 4ePMaTONOIMK U annepro-
norun ®rAY «<HMWL, 3gopoBbs aeten» MuHagpasa Poccuun
Cc ceHTa6pa 2014 no aHBapb 2024 r. B uccnenoBaHuu
MCMoNb30BaHbl AaHHble aHanutukm «[0. Perunctp» no
cocTosHMo Ha 1 aHBaps 2024 .

OunarHos [1b3 y Bcex BK/OYEHHbIX NaLWeHToB 6bi1 Noa-
TBEPXKAEH paHee MEeTOAOM MONEKYNSAPHO-TEHETUYECKON
ONArHOCTUKM C MaeHTUdUKaLUMen naToIorMYeCcKUX Bapwu-
aHtoB B reHe COL7AL1. AwnarHo3 OKMI1 yctaHaBnuBancs
Kapauonoramum u GyHKUMOHaANbHbIMK AuMarHoctamu Pray
«HMMWL, 3gopoBbs geten» MuH3gpaBa Poccum Ha OCHOBaHUK
KOMMIEKCHON K/IMHUKO-UHCTPYMEHTANIbHON OLIEHKMK, BKIIO-
yatouwen gaHHble IXoKI (KOHeYHbIV AnacToNMYECKUI pa3mep
(KAP), dpakuma Bbibpoca (PB), peryprutaunn), KM, dusu-
Ka/lbHOro OCMOTpa M aHamHe3a.

B pamKkax HacToslWwero MuccnefoBaHWs BCe AaHHble
6binv BepudMUMpPOBaHbl Ha 6a3e oTAeNEeHUsa aepMaTonorum
n annepronorun ®ray «<HMWL, 3nopoBbsa aeten» MuH3gpasa
Poccrn ¢ NMOBTOPHOM MPOBEPKOW KIIMHUYECKOW AOKYMEHTa-
LMK, MPOTOKONOB 06CNeA0BaHUN U 3aKIOYEHUIN, BHECEHHbIX
B Peructp. lna obecnevyeHnss KayectBa BbIGOPKM aHanmay
nofBepranncb TObKO Cly4au C MOSHOM KAMHUKO-UHCTPY-
MEHTabHOM XapaKTEPUCTUKON.

Kputepuu cooTBeTcTBUSA

Kputepumn BKioYyeHus

B uccnepgosaHue BKAoYanu aeten B Bo3pacte oT O Ao
18 net ¢ BB3 (nto6as ¢opma), coYeTaHHbIM C KapaAMoMUonaTu-
€W, POXKAEHHbIX U MPOXXMBAKLLNX Ha TeppUTOpUM Poccuinckon
depepaunm 1 UMEIOLMX COOTBETCTBYIOLLEE MPaXAaHCTBO.

Kputepumn HeBKOYEHUS
He 3annaHupoBaHbI.

Kputepumn ncknovyeHns
He 3annaHupoBaHbl.

LieneBble noKa3zarenu uccnegoBaHus

1. TsecTb B3: GUPMWUHIEMCKUM MHAOEKC Taxectu BB
(BEBS) [28].

2. AHTponomeTpusi: WAZ, HAZ, BAZ.

3. OcTeofeHCUTOMETPUYECKME [aHHbIE:
n Z-score (Hopma £2).

4. JlabopaTtopHble NapameTpbl: reMornobuH (48-147 r/n),
06LWmmn 6enok (o 92 r/n), anbbymuH (23-45,3 r/n), deppu-
TMH (4,31-129,5 mMKr/n), »eneso (1,6—20,9 MKMOnb/ 1),
BuUTaMuH D (7—-31,9 Hr/mn) 1 ap.

5. 9xoKTI: ®B, KOP neBoro xenygouyka (JTK), peryprutauuu
KflanaHoB, rmnepTpodun, paclumpeHme npeacepanmn v T.4.

6. ConyrtctByloume 3aboneBaHus: aHeMUs, UMMyHoaedu-
LT, anfiepruu, a TakKe nucxoq (3uB/ymep).

BMD (r/cm?)

JononHuTenbHbIE NOKa3aTenu uccnefoBaHus
PacnpeaeneHuve o nosny v BO3pacTy; aHasan3 CMEpTHOCTH
OT OTAENbHbIX MPUYMH.

CTaTUCTMYECKNE MEeTOoAbI

AHanM3 fAaHHbIX BbIMOMHEH C MCMOAb30BaHMEM $3bl-
Ka nporpammumpoBaHus Python n BCTPOEHHbLIX BUBANOTEK
Pandas (ans onepauyun ¢ 4ncnoBbiMU Tabamuamu), NumPy

(ana mMaTemMaTU4eCKMX Bbl4MUCNEHUN), SCipy (AN BbINOHE-
HWS CTAaTUCTUMYECKMX pacyeToB). ONUcaHMe KONMYEeCTBEHHbIX
rnokasartenen BbiMOSIHEHO C YKa3aHWeM cpeaHero apuome-
TUYECKOro 3Ha4YeHUs N CPpeaHEKBAAPATUYHOIO OTKIOHEHHS
AN NMEepeMEHHbIX C HOpMasbHbIM pacnpegeneHneMm unu
C yKaszaHueMm meauaHbl (25; 75%), ecnu pacnpeneneHue
OT/IMY4anNocb OT HOpManbHOro. HopManbHOCTL pacnpeaene-
HWUS NpoBepsnu ¢ nomMollubto Tecta Wanupo — Yunka. Mpu
p < 0,05 npuHMManu BEPHOM rMNoTe3y 06 acCUMETPUYHOM
pacnpeaeneHnun 3Ha4yeHWUM KONMYECTBEHHbIX MPU3HaAKOB.
CBs13b NOKa3aTenen nayyanm ¢ UCNoNb30BaHUEM Koppens-
LIMOHHOTO aHanM3a U pacyeta KOapOULMEHTOB Koppens-
unn r no NMupcony.

JTHyecKas aKcnepTUsa

MpoBeaeHne uccnegoBaHus 04o06peHo JIoKanbHbIM He3a-
BUCUMbIM 3TUYECKMM KomuteTom PrAY «HMWUL, 3popoBbs
netev» Munagpasa Poccun (npotokon N2 1 ot 01.02.2024).
NHdopmmpoBaHHOe AO6GPOBOSILHOE COrflacMe Ha ydyactue
B MUCCNeLOBaHWWM MONYYEHO OT 3aKOHHbIX MpeacTaBuUTENen
Bcex aeten (0—17 neT), a TakKe OT BCeX NauMeHToB cTaplue
15 net. Bce paHHble NauMEHTOB O6blM aHOHUMMW3WUPOBA-
Hbl. MiccnegoBaHue aBASETCA 4acTblo Hay4YHOW paboTbl Mo
OLIEHKE K/IMHWKO-3MMAEMMNOSIONMYECKMX XapaKTepucTnk BB3
y neten B Poccuiickon denepalmm, B pamKax KOTOPOM yre
6blnn oNy6/MKOBaHbI cTaTbi [4].

PE3Y/IbTATbHI

dopmupoBaHue BbIGOPKU UCCNef0BaHUSA

Ha MomeHT 3aBeplueHus céopa AaHHbIX (AHBapb 2024 1.)
B Peructpe cogepxanacb WHpopmauusa o 491 pebeHKe
C BEpUPUUMPOBAHHbIM AgnarHo3omMm BB3, ns Hux 261 naum-
eHT umen AOBb3. N3 aton noarpynnbl (n = 261) 6binM 0TO6-
paHbl NaLMEHTbI, Y KOTOPbIX B MEAULMHCKON JOKYMEHTaL MK
MMeNochb 3aK4vyeHne Kapanonora o Hanvumm JKMI, noa-
TBEPXKAEHHOEe AaHHbIMK IxOKI (cHWkeHne PB, aunatauus
KaMmep, KnanaHHble peryprutauuu). TakMx nauMeHToB OKa-
3anocb 7 (2,7%). Bce oHn npoxoannu o6cneqoBaHue m nedve-
Hue B PrAY «HMWL 3popoBbs aeten» MuHsgpaBa Poccun
B nepuopg c ceHTadbpsa 2014 no aHBapb 2024 r. Takum obpa-
30M, Bbl6OpKa nccnefoBaHus 6blia chopmmpoBaHa nytem
noaTtanHoro GuUIbLTPaLMOHHOro oT6opa MO KIMHUKO-TEHETU-
yeckomy (4B3) n kapanonorndeckomy (AKMI) Kputepmsam.

Bbl0 ycTaHOBAEHO, YTO CPeAM BKIIOYEHHbLIX B MCCe-
[loBaHWe nauuneHToB 6b110 4 4EBOYKM U 3 MaNbyuKa, cpea-
HMW Bo3pacT — 12,7 £ 5,5 net. Ha MOMEHT cbema AaH-
HblIX Pernctpa 3 nmauueHTa CKOHYanucb (CpegHuh Bo3pacT
7,6 £ 4,7 roga B cpaBHeHun ¢ 16,5 + 1,0 rog y BbKUBLUKX).
XapaKTepucTnKa nauMeHToB C KapanomuonaTuen npeacras-
neHa B 1abn. 1.

M3 Tabnuubl BMAHO, 4YTO CcpeAaHee 3Ha4vyeHue YpPOBHS
remornobuHa y geten ¢ b3 coctaBuno ~90,7 r/n (min 48;
max 147), npu4em Mnpu 3HA4YEHUSAX YPOBHSA remoriobuHa
<90 r/n yaule permcTpupoBasm NporpeccupoBaHme cepaey-
HOW HEeAOCTaTOYHOCTHU M NeTanbHble UCXOAbl. YPOBEHb CbIBO-
POTOYHOro anbbyMuHa Konebancs ot 23 go 45,3 r/n, npuyem
HU3KKE YpoBHM (23—32 r/n) coveTannucb ¢ BbICOKMM MoKasa-
Tenem BEBS v cuctemHoM natonorven. YpoBeHb CbiIBOPOTOY-
Horo ¢deppuTnHa Konebancsa ot 4,31 go 129,5 mMKr/n, npu-
4yeM MpU HU3KKUX 3HAYeHMsX 3Toro nokasartens (4,31-5,5)
oTMeYeHa enesogedpuunTHas aHEMMUS y BCEX MaLMEHTOB.
BonbWKMHCTBO NauneHToB umenn aeduuuTt BuTamuHa D
(7—31,9 Hr/mn), YTO HEraTMBHO CKa3blBaNOCb Ha COCTOAHUM
KOCTHOM TKaHW 1 UMMYHUTETA B LIEIOM.

KoppensiuMoHHbIM aHann3 BbISIBUA CTAaTUCTUYECKKU 3Ha-
YMMblEe accouMaLmMm Mexay oTaeNbHbIMU BGUOXUMUYECKUMU
N KIMHWYECKMMU NOKa3aTensaMmn naumeHToB (CM. PUCYHOK).
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Original Article

OpuruHanbHas cTaTbs

Ta6nuua 1. XapaktepucTtvrka nauneHToB ¢ B3 v AKMI (n = 7) no coctosiHuio Ha 1 fAHBapsa 2024 r.
Table 1. Characteristics of patients with DEB and DCM (n = 7) as at January 1, 2024

Mokasarenu CpepHee CraHaapTHOE OTK/IOHEeHUe MuHumym Makcumym

Bospact 12,71 5,49 4,0 17,0
BEBS 48,21 16,23 15,0 64,0
[femorno6uH 90,71 30,51 48,0 147,0
Benok moyu 0,33 0,71 0,0 1,78
06Lwwmi 6enok 68,96 34,26 0,0 92,0
AnbGYMUH 32,99 7,04 23,0 45,29
XonectepuH 2,59 1,44 0,0 4,08
KpeaTnHuH 30,23 18,38 15,0 69,62
Xeneso 55 6,84 1,6 20,9
deppUtnH 34,09 43,76 4,31 129,5
ButamuH D 18,46 10,28 7,0 31,9
Z-score 0CTe0ieHCUTOMETPUMU -2,46 2,45 -53 1,5

BMD 0,44 0,30 0,0 0,839
WAZ -2,85 2,14 -6,58 -1,23
HAZ -2,194 1,71 -4,53 0,52

BAZ -3,72 1,96 -6,32 -1,12
Hatpui 136,15 2,98 132,0 141,0
Maruumn 0,75 0,12 0,58 0,87

Ha pwucyHke BuaHo, 4to BEBS cunbHO oTpuuaTenbHO
Koppenupyet ¢ remornobuHom (—0,63) 1 xenesom (—0,89),
4YTO MOKET CBMAETENBbCTBOBATL O TOM, 4YTO 60Ofee TAKeble
dopmbl 60ne3HM cBA3aHbl ¢ aHeMuen. CunbHasa oTpuua-
TenbHas cBs3b BEBS ¢ KpeaTuHnHOM (—0,89) y naumneHToB

Ta6auua 2. [NoKkasaTeNM KOHEYHOro 4MacTONIMYECKOro pa3mepa
NeBOro }enygoyka v dpakummn Boibpoca y geten ¢ 63 n AKMMN

Table 2. Left ventricular end diastolic dimension and ejection
fraction in children with DEB and DCM

MauyuneHt KAP JIXK, mm @B 1K, %
1(C.A., 17 net, M) 57 62
2 (M.10., 15 net, M) 46 58
3 (A.A., 17 net, M) 52 58
4 (PA., 17 neT, X) 52 58
5 (0.1., 4 roga, H)* 43 32
6 (P.M., 6 neT, XK)* 34 69
7 (M.H., 13 ner, X)* 36 67
Min 34 32
Max 57 69
Mean = SD 457+ 8,6 57,7+12,2
MpumeyaHmne. KAP JIXK — KOHEYHbIW AMACTONMYECKUH pasmep

neBoro xenyaoyka; ®B JIXK — dpaKkunsa BbiGpoca N1eBOro *Xenyaou-
Ka. [na pacyeta cpefHUX 3Ha4YeHWW M CTaHJapTHOro OTK/IOHEHMWS
(Mean + SD) B3iTbl AaHHble BCEX 7 MALMEHTOB. Y NauueHToB, OTMe-
YeHHbIX 3BE304KON (*), HACTyNunN neTanbHbIA UCXOA.

Note. LVEDD (KAP J1XK) — left ventricular end diastolic dimension;
LVEF (®B J1XK) — left ventricular ejection fraction. Data from all
7 patients were used to calculate mean and standard deviation
(Mean = SD). Patients marked with an asterisk (*) have lethal
outcome.

c 6onee TAXeNbIM Te4eHMeM 3ab0/ieBaHNUA — BO3MOXHbIM
NPEeANKTOPOM MOXET CNYXWUTb CHUXEHWE NoKasaTtenew
OYHKLMM NOYEK.

[eMOrno6uH MONOXMUTENIbHO CBfi3aH C KPeaTUHUHOM
(0,88) 1 eneszom (0,86) — aT0 OXKMAaemas CBA3b, TaK KakK
eneso HeobxoaMMO AN CMHTEe3a remornobuHa, a Kpeatu-
HUH MOXET ObITb MoKa3aTenem obliero MeTabonmMyeckoro
cocTtosiHus. OTpuuatenbHas Koppensuus ¢ BEBS (-0,63)
NOATBEPXKAAET, YTO TsKenble GopMbl 3a60neBaHnsa CBSA3aHbI
C HU3KUM YPOBHEM reMorniobrHa (BCNeacTBME aHEMUMN).

benok Mouyn u GeppUTUH CbIBOPOTKU KPOBWU WUMEIOT
BbICOKYIO MONOXMUTENbHYIO Koppensauuio (0,97) — 310 MoxeT
yKa3blBaTb Ha BOCMaUTENbHbIN NPOLLECC WX MOBPEXKAEHWE
noYyeK y NauMeHToB € BbICOKUM GEPPUTUHOM.

O6LWmn BENOK M XONIECTEPUH KOPPENUPYIOT MOJIOKUTENb-
HO (0,75) — BO3MOHO, NAUMEHTblI C NY4WWUM MUTAHUEM
MMeloT 60/1e€ BbICOKME YPOBHM 3TUX NoKas3aTenen.

Z-score OCTEOAEHCUTOMETPUU MONOKUTENBHO KOPPEn-
pyeT ¢ obuwmm 6enkom (0,42) u BMD (0,81) — 3TO NOrn4HoO,
TaK KaK MJIOTHOCTb KOCTHOW TKaHW 3aBUCUT OT GEe/IKOBOro
obmeHa.

HaTpui CMNbHO NONIOXKUTENBHO KOPPETUPYET C rEMOr0-
6unHoM (0,94) — 310 MOXKeET 6bITb CBA3AHO C 06len rnapa-
Tauuen opraHmama.

MarHun wn HaTpun oTpuuatenbHO cBA3aHbl ¢ BEBS
(=0,11 n —-0,72 cOOTBETCTBEHHO) — 3TO MOMET YKa3bl-
BaTb Ha 3NEKTPONUTHbIE HAPYLUEHWUS MPU TAKENOM TeHYEeHUH
3a60neBaHns, 4TO WUrpaeT BakHyl pojib MpW NaTtonoruu
CEepPAEYHO-COCYANCTON CUCTEMBI M TaKKe MOXKET Bbi3biBaTb
HapyLeHns putma.

[aHHble 3xoKapauorpadpum

B cBogHyto Tabnuuy (Tabn. 2) BKIOYEHblI MHAMBUAYASb-
Hble nokazatenu KAP JIXK 1 ®B, a TakKe CBO/IHble CTaTUCTU-
YeCKue AaHHble (MUHUMYM, MaKCMMYM, CPeAHee 1 CTaHaapT-
HOE OTK/IOHEHME).



PucyHok. KoppensuunoHHas Matpuua mexay nokasatenamu BEBS v KnuHWMKo-na6opaTopHbIMU NapameTpamu
Figure. Correlation matrix between BEBS and clinical and laboratory parameters
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[aHHasa Tabnuua oTparkaeT LWMPOKUIM pPal3bpoc axoKap- (Z-score +2...+4), 4To CBMAETENbLCTBYET O PEMOAENMPOBa- 3
anorpaduyeckux nokasatenew y naumentoB: KAP Bapbupyet Hun JIXK B CTOpPOHY AvnaTauumu. e
oT 34 go 57 mm (Mean 45,7 = 8,6 MM), 4TO B 3aBMCMMOCTHU ®B npeumMylLecCTBEHHO B MOrpaHWU4HOM/HOPMaSibHOM 5
m

OT BO3pacTa yKa3blBa€eT Ha pasHyto cTeneHb gunatauuu JIHK avanasoHe: y 5 U3 7 naymeHToB — 58—-69%. Jlnwb B 0gHOM
(ocobeHHO y noapocTkoB). PB konebnetcs ot 32% (Taxenas cnydyae (PB — 32%) aMarHocTMpoBaHa TaXenas cucTonumye-

OMCOYHKLMS) 0o 69% (B npeaenax HOpMbl), cpeaHee 3Have- CKas AMCOYHKLUS.

HUe — 57,7 + 12,2%. Taxkenaa JKMI 1 cmepTHOCTb: HM3Kas PB (32%) B coue-
Taknm 06pa3om, YacTb NaLMEHTOB 4EMOHCTPUPYIOT yMe- TaHWKU C BblPaXKEHHOW KlamaHHOW peryprutauuent u neroy-

peHHOEe UM HOPMaSlbHOE COCTOSIHWE COKPaTUTENbHOM DYHK- HOW rMnepTeH3nen accouunpoBana ¢ netasbHbIM MCXOA0M

LMK, TOraa Kak y ogHoro pebeHka (nauueHT 5) Habnoganunco y 4-neTHero pebeHKa (MpMmep TAXKENON JeKoMMNeHcaLunn).

cepbe3Has cuctonnyeckasn anchyHKUna (PB — 32%) v Bbipa- Takum 06pasoM, y rpynnbl nauueHtoB ¢ BB u AKMIM

YKEeHHas aunatauus/peryprutaumm, npuBealime K JeKoMmneH- oTMeYascs LWMPOKMUI CNEKTP axoKapanorpaduyecknx nameHe-

cauuun u netanbHomy ucxoay. B AByx cnydaax (naumeHTbl 6 1 7) HUM — OT MOYTU HOPMASbHOW CTPYKTYpbl M GYHKUMKU cepaua
nokasatenn IxoKI ocTaBanuCb MNPaKTUY4ECKM B HOpMeE, [0 TSKenow AeKkomneHcauuun (Huskas PB, MHOroknanaHHas
OAHaKO NeTalbHbI UCXOL HaCTynua BCAEACTBUE TAXKENbIX peryprutauus, neroyHas runepteHsuns). CpegHue nokasartenu

BHECEPAEYHbIX OCTOXKHEHUN. (KOP — ~45,7 mm, @B — ~57,7%) B LIeIOM YKa3bIBaKOT Ha TEH-
Mo pesynbTatam uccnegoBaHus nokasatenen IxoKl OEHUMIO K Aunatauum U HEKOTOPOMY CHUMKEHWMIO COKpaTUTENb-
MOXHO caenaTtb cnefytolune BbiIBOAbI. HOM CNOCOGHOCTU, OCOBEHHO y CTaplmx NOAPOCTKOB, O4HAKO

Bapbupylowas crteneHb Aunatauuun: cpegHun KAOP UTOroBasi CMEPTHOCTb 3aBUCUT HE TOMIbKO OT KapAualibHOro cTa-
coctaBnsieT 45,7 £ 8,6 MM ¢ pasbpocom oT 34 go 57 Mm. Tyca, HO U OT CUCTEMHbIX OC/TOXXHEHWI (aHEMUS, 6ETKOBO-3HEp-
Y Tpex nogpoctkoB KP npeBbillaeT BO3pacTHble HOPMbI reTMYecku aedunumt, MHGEKLMK) Npu TaxKenom TedeHnn BB3.
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TaK, No gaHHbIM Peructpa 6bina 3aduKcupoBaHa MHOOP-
Mauus 0 3 feTanbHbIX UCXOo4aX — MauMeHTaMu OKa3aucb
3 neBo4ku (Bo3pacta 4, 6 n 13 ner). Bce oHM UMenu BbICo-
Knn BEBS (= 46) u ry6okunin neduumnt maccol Tena (BAZ ot
-2,28 0o —6,32), Taxenyto creneHb aHemuun (Hb < 90 r/n)
M BblpaXEHHY0 KapauanbHylo NaTonoruio (CHuxeHue OB,
MHoOrocTtyneH4yaTasa peryprutauus). OCHOBHbIMK paKTopammu
OKasanncb nporpeccupylowas cepaedyHas HegocTaTouHOCTb,
CBSi3aHHas C Agunatauuen Kamep 1M NopaxKeHMeMm KianaHos,
a Takke Taxenas 6GenKoBO-3HepreTuyeckass HefocTaTou-
HOCTb M BTOPUYHbIE MHPEKLMK.

OBCYXAEHME

Pe3lome 0CHOBHOIO pe3ynbraTta uccnejoBaHus

OgHon mn3 Haubonee Taxenoix dopm BBEI aBngetca
b3 — 3aboneBaHne, 06YCNOBIEHHOE MyTaLMAMU B reHe
COL7A1, NpUBOAALMMK K XPYMKOCTU KOXK M 06pa3oBaHMIo
nysbipen. Bmecte ¢ Tem, cnegyer MNOMHWUTb, 4YTO, MOMM-
MO TSXKENOW KIMHUYECKOM KapTWHbl AepMaTO/IOrMYEeCKUX
nopaKeHun, y naumeHtoB ¢ b3 MoxeT pa3BuTbCA U psag
CEPbE3HbIX XU3HEYrPOXKatOLWMX OCNOXKHEHWUI, B YUCIE KOTO-
pbiXx 0c060€e MECTO 3aHMMAET KapanomMunonaTus, 4To TpedyeT
NPOBEAEHUS PETYNAPHOro CKPUHUHIA U MOHUTOPUHIA COMyT-
CTBYIOLLMX COCTOSAHUN.

Mo pesynbratam PETPOCMEKTUBHOMO OAHOMOMEHTHOIO
nccnegosaHus Pernctpa cpeaun geten ot O go 17 net, npoxo-
[OVBLUMX NIe4EHUE B OTAENEHUM 4EPMATONOIMMU U aNNeproiorum
OrayY «<HMUL, 3popoBbs aeten» MuHaapasa Poccuun ¢ 2019 no
2025 r., KONMYECTBO 3apPErMCTPUPOBAHHbLIX CllyHaeB TAXKENOro
AB3 ¢ AKMI1 coctaBuno 7, n3 HuUx 4 4eBOYKU M 3 ManbyunKa.
CpegHun Bo3pact — 13,4 £ 5,1 roga. CTOUT OTMETUTb, YTO
y aeten ¢ MNrpb3 v MB3 B KOropte POCCUNCKUX NALMEHTOB HEe
6b1710 3admKcmpoBaHo cnydaeB JKMI, HecmoTpsa Ha oTaenb-
Hble COO6LLEHNS B 3apyOEXKHbIX UCTOYHUKax [10].

UHTepnpeTaumsa pe3ynbraTtoB UCCNEe[0BaHUSA

Pe3ynbTaTbl [JaHHOMO WCCNEAOBaHUSA  AEMOHCTPU-
PYIOT BblpaXeHHYl0 B3aMMOCBSA3b Mexay Tsaxectbio B3
(no nokasatento BEBS) 1M cucTeMHbIMM HapylleHUAMU —
HYTPUTUBHbIM aeduumtom (WAZ, HAZ, BAZ), octeogedumum-
TOM (Z-score), aHeMUen M natonornen cepgua (aunatauus
Kamep, peryprutaumu). Y naunmeHToB C MaKCMManbHO BbICO-
KUMK 3HavyeHnsasmu BEBS pernctpupoBanncb camblii HU3KKM
remMornobmH u Hanbonee Taxenaa AMCOYHKUMA MWOKapaa,
COMpOoBOXAaBLAasACs BbICOKON CMEPTHOCTbIO.

[Noka3aTenbHO, YTO BCe 3 fieTalbHbIX CydYas NMpULLINCh
Ha [OeBOYEK C JKCTpeMasibHO HU3KUMKM BAZ (no —6,32)
N Taxenon ¢opmMon KapaunomuonaTuu. XpOHWUYECKOe BOC-
naneHue, rMNONpPoTeEMHEMUS U AedEKTbl NUTAHUS (BKIOYas
HU3KUM ypOBeHb BUTaMWHa D) cospgatoT 6naronpusTHble
yCNOBUS ANS MPOrpeccMpoBaHns CEpAEeYHOM HeaocTaTou-
HOCTU [3, 4]. YMeHbLUEeHME MacCbl TeNa U CHUKEHWE YPOBHSA
anbbyMUHa yCUNIMBAIOT KaTabonn3M, YTO MOXKET MPOBOLMU-
poBaTb AafibHENLYO AEKOMMEHCALMIO cepaeYyHOon aesTenb-
HOCTU 1 GOPMUPOBATb 3aMKHYTbIN KPYr «CUCTEMHOIO UCTO-
LeHns» 1 nporpeccupytollero BB3.

UTOroBbie KNIMHUKO-3IXOKapAuorpapuieckme BbiBoAbl

Hanunune punataumm JIXK (a uHorga w npeacepaun),
3aMeTHOM Y HECKONbKUX MNOAPOCTKOB, CBWAETENLCTBYET
0 KapaunanbHOW neperpyske U TeHAeHUUU K GOPMUPOBAHUIO
OKMI1. Y yacTi naumMeHToB Mpu 3TOM OTMEYEHO YMEPEHHOEe
Unu norpaHuyHoe cHuxeHne PB (58-62%), 4TO yKas3biBaeT
Ha elle KOMNEeHCUPOBAHHOE COCTOSIHUE.

Tsxkenble dopmbl AKMI (HM3Kaa ®B, MHoroknanaHHas
peryprutaums, nerovyHas runepTeH3uns) Hanpsamylo CBS3aHbl
C BbICOKOM CMEPTHOCTbIO (MPpUMeEpP — NauneHT 5).

Taknm o6pa3om, aHanu3a pesynbratoB IXOKI NoKa3biBa-
€T, 4To y NnaumeHToB ¢ BBE3 cocTosiHne cepaeyHo-CcoCyancTomn
CUCTEMbI MOXKET BapbMpoBaTh OT MPaKTUYECKM HOPMabHOro
[0 MOpPaXKEHUs KparHe TaxKenon crteneHu. Mpu aTom Taxkenas
OKMI ¢ HM3Kon PB u KnanaHHbIMKM MOPOKaAMK Yalle npu-
BOAMT K NIeTaslbHOMY UCXOAY, HO U MpU YA40BNETBOPUTENbHbIX
KapaunorpadmnyecKmnx napaMmeTpax UCXod MOXKeT 6biTb HebNa-
rONPUATHLIM M3-3a CUCTEMHbIX OCNTOXXHEHWUN.

Ucxopbl AKMIN

B rpynne naunentoB ¢ 463 n AKMI1 Habnoganuceb cne-
AyloLune HapyLleHUs cepevyHo-CoCyancTon CUCTEMBI:

e XCH: crtenenun BapbupytoT ot O («HK O», TO ecTb HeT

K/IMHUYECKUX MPU3HAKOB CepAeYHOM HEeOOCTaTOYHOCTH)

00 2A (BblpaxeHHble CUMMTOMbI);
® HapyleHWs puTMa U NPOBOAUMOCTH: ¥ HEKOTOPLIX NaLu-

€HTOB 3aperucTpmMpoBaHbl IKCTPACUCTONMUS (eAWMHMY-

Has), CMHycoBas TaxuKapaus, napuuanbHbli GeHOMEH

npexaespemeHHoro Bo36yxaeHna (WPW-nogobHble

M3MEHEHMUS), HapylleHUe BHYTPUKENYOO4YKOBOW Mpo-

BOAMMOCTH;
® BbLICOKAs JleroyHas rMNepTeH3uns: y OAHOM MaLMeHTKU

(4 roga, netanbHbIN UCXOA) OTMEYEHbI BbICOKAs iero4yHas

rMNEePTEH3US M aHacapKa, YTO 3Ha4YMTENbHO yCyry6nano

TeyeHue AKMIT.

BbiBOA: cepaeyHo-cocyancTas cuctemMa CTpagaeT B HacTu
KaK COKpaTuUTenbHOW GYHKUMKU (aunaTaums, cHuxeHne OB),
TaK ¥ NPOBOAUMOCTH; Y OTAENbHbIX NaLMeHToB GopMupytoTcs
Taxenas XCH v nero4yHast runepTteH3us, NoBblWaoLWmne pucK
feTanbHOro ucxoaa.

OrpaHU4eHue ucciefoBaHua

HacToslllee wuccnepoBaHue obnagaet psaoM OrpaHu-
YEHMIN, OCHOBHbLIM M3 KOTOPbIX SBASETCA Manas YWUCNeH-
HOCTb BbIGOPKK NaumeHtoB ¢ AKMIT (n = 7), 4To cBA3aHO
C peaKocTblo JaHHOW natonorum npu BB3. Bece BKOYEHHbIE
naumeHTbl SBASAUCL AeTbMM B Bo3pacte o 18 neT, 410
OrpaHM4yMBaEeT BO3MOMHOCTb 3JKCTPANOASLMKM MONYYEHHbIX
pes3ynbTtaToB Ha B3pocnyk Koropty ¢ b3 v He no3Bonser
B MOJIHON Mepe CyAuUTb O BO3PaCTHOM CTPYKTYpE U UCTUHHOWM
CMEpPTHOCTM MNpKU AaHHOM dopme 3aboneBaHus. Ewle ogHum
OorpaHu4yeHnem SBASETCH OTCYTCTBME BO3MOMHOCTM MpoBe-
[€HWUS MOMHOLLEHHOro CTaTUCTMYECKOrO aHann3a C BbICOKOM
CTENEHbIO AOCTOBEPHOCTH, 3a UCKIIOYEHUEM OMNMUCaTENbHbIX
N KOPPENSALIMOHHbIX OLLEHOK TEHAEHLIMN.

3AK/TIIOYEHUE

Mpn OB3 Hepeako dopmupyetca AKMI, natoreHes
KOTOpOW 06YCNOBEH LieNbiIM psaomM GaKTopoB — XpOHUYe-
CKMM BoOcnaneHueM, 6eKOBO-3HepreTM4eCcKon HeocTaTou-
HOCTbO, KeneszoaeduLMTHOM aHEMUEN U APYrMMKU MeTabo-
JIMYECKUMM U COCYAUCTLIMU HapyLIEHUSMU, YCUANBAIOLWMMHU
HeraTMBHOE BAUSIHWE Ha MWOKapA M MOBbIWAOWUMKU PUCK
cepaeyHon HeaocTaTovHOCTM. B pamKkax npoBeaeHHOoro
nccneaoBaHKs yaanochb onpeaennTs OCHOBHbIE NMPEAUKTOPbI
OKMIM npn OB3: BbICOKMM MOKasaTenb TAXecTu 3abone-
BaHusa BEBS, Ta)Kenble HyTPUTUBHbIE HAPYLIEHUS, a TaKxKe
CHWXXEeHWe MUHepasibHOM NJIOTHOCTU KOCTHOM TKaHM.

MauneHtam ¢ B3 uenecoobpa3HO perynspHoO MpoBo-
OWUTb KOMMJIEKCHYIO OLIEHKY HYTpUTUBHOIO cTaTyca (WAZ, HAZ,
BAZ), a TakKe 6eNKOBO-3HEPreTUYECKUX NOKasaTenen, npu
HEO6X0AMMOCTN KOPPEKTUPYS BbISABNEHHbIM AedULMUT cneLm-
ann3nMpPoBaHHbIMU CMECSAMU UMK, B TAXKENbIX CyYasx, HTe-
panbHbIM M MNapeHTepanbHbiM MNuTaHnem. OAHOBPEMEHHO
cnefyeT KOHTPOIMpOBaTb YPOBEHb remMornobuHa, ¢eppu-
TMHa, BUTaMWHa D 1M anbbyMWHa, 4TOGbI NpKU OBHapYXeHUH
OTKJIOHEHW CBOEBPEMEHHO Ha3Ha4vaTb NpenapaTsl Kenesa,



ajlekBaTHble [03bl BuTamuMHa D n npoBoauTb 6GENKOBYIO
KoppeKuuio. BaxkHeNnllee MecTto B MOHUTOPUHIe 3aHUMaeT
Kapaunonornyeckas oueHKa, BKYalowas perynspHoe npo-
BefeHne IAxoKI (He pexe oaHoro pasa B 6—12 Mec) U, npu
HanM4YMn NPU3HAKOB HapacTaHWs cepaevyHOn HeJoCTaTOYHO-
CTW, OOMNOMHUTENbHbLIX MeTogoB obcnenoBaHusa (IKI, cytou-
HOEe MOHWTOpUpOBaHWEe puTma, onpeaeneHne NT-proBNP).
[aHHble Mepbl TPebylT MYNbTUAUCLMMIMHAPHOMO B3auMo-
[IeNCTBMS CNeLnanmMcToB (AepmaTtosnoros, neanaTpoB, Kapamo-
NIOroB, AMETONOr0B, 3HAOKPUHONOIOB M APYrMX NPOdUAbHbIX
3KCMNEePTOB), HaNpPaB/EHHOrO Ha CBOEBPEMEHHOE BhbIIBNIEHNE
Kapavonatonioruu, npodunakTnky nporpeccuposanunsa JKMI1
W yny4ylleHWe KavyecTBa XM3HU naumeHToB ¢ BBE3.

BbIPAXXEHUE MPU3HATEJ/IbHOCTHU

ABTOpPbI BblpakatoT MpuU3HaTeNbHOCTb 61aroTBOpUTENb-
HoMy poHay «B3JTA. [leTn-6a604KM» U TIUYHO €ro y4peauTento
1 pykosoguTtento AneHe AnexkcaHapoBHe KypaToBo#, a Takxe
PYKOBOAMTENIO OTAENa Pa3BUTUS Hay4YHbIX MPOEKTOB doHaa
Buktopun CepreeBHe [MoneHOBOW 3a OKa3aHHyl MOMOLb
npu NPoBeAEeHUN JaHHOro UCCnefoBaHuMS.
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060cHOBaHHe. [JUCTpopUYeCKui 6y11e3Hblk anuaepmonns ([63) — ogHa U3 Hanmbosiee pacrpoCTPaHEHHbIX U TSXKEbIX
popM BpOXKAEHHOro b6yn1e3Horo anvgepmoansa (Bb3). lporpeccupyroljee pubpo3Hoe pemoaenmpoBaHue TKaHen npu 63
XapaKkTtepusyeTcs GOpMUPOBaHUEM KOHTPaKTYP U MCEBAOCUHAAKTUINKI KOHeYHocTeM. OcnoxHeHns [b3 okasbiBaloT 3Ha-
4YnTeslbHOe HeraTMBHOE B/IMSIHME Ha pa3BUTUE, B3POC/IEHME M KauyeCTBO JKM3HM naymeHToB. PacripocTpaHeHHocTb /b3,
CTPYKTYpY TSXKECTU 6OJIe3HU U €e CBSA3b C BbIPa)KEHHOCTbIO AepopMaLnii KOHEYHOCTEN B POCCHHICKMX MCCAEf0BaHMSAX
He usy4anu. Llenb nccnegoBaHnsi — U3y4nTb PacrnpOCTPaHEHHOCTb U CTPYKTYPY PUOPO3HbIX AedopMaLmil KUCTeN cpeaun
neten ¢ b3 B Poccun. MeTtoabl. B vccriefoBaHue BKIOYaAU [laHHble AETEN C FeHETUYECKU BepuduLmpoBaHHbIM B3
(natoreHHbi BapuaHT reHa COL7A1) B Bo3pacTte 40 18 fieT, UMeroLmx rpaxgaHcTBo Poceumn. MICTOYHUK AaHHbIX — «Pernctp
FEHETUYECKMX M APYIrnX peaKknx 3aboneBaHui» ¢oHaa «b3JIA. [letn-6abo4ku». [epnos c6opa AaHHbIX: CEHTAO6pb 2014 —
nioHb 2025 r. ®nbpo3Hbie aepopmaLimm KUCTEN ycTaHaBAMBaIW Yy NaLMEHTOB C MCEBAOCUHAAKTUINAMMU U KOHTPAKTY-
pamMu KucTein. BblpaxKeHHOCTb OAHOKMCTEBbLIX AepopMauni onpegensam no wkanae J. Glicenstein v coaBTt. (Grade 1-4).
Pesynbratbl. M3 261 naymeHta ¢ b3 gepopmaLmnu KUCTen pasiM4HOM CTeNeHU BblparK€HHOCTH BbisiB/eHbl y 39 (14,9%),
n3 HuXx 19 (49%) xeHcKoro nona. CpeaHU BO3pacT naLMneHToB ¢ JepopMalnen Kucten coctaBun 12,2 + 3,6 roga (auana-
30H 0T 6 go 18 net). CreneHb gepopmauymnn Grade 1 (HadasbHble fepopmarmm) onpegeneHa y 6 (15%), Grade 2 (ymepeHHbie
nepopmauymnmn) — y 23 (59%), Grade 3a (nporpeccupyrolas popma) — y 9 (23%), Grade 4b (MaKcuMasibHO BblpPa*KEHHbIE
nameHeHus1) — y 1 (3%) naumeHta. CpegHuii BO3pacT nosiBJEHUs] NMPU3HaKoB GUOPO3HON AedopMaLin KUCTEN cocTaBul
4,1 + 2,9 roga. Y nauyneHToB ¢ 6osee Tskenbimm popmamu (Grade 3a, 4b) gebrot secpopmaumnii nponcxoama B CPEAHEM Ha
1,5-2 roga paHblue, 4em y naLmeHToB ¢ Grade 1-2. 3aKnao4deHHne. B cTpykType caydaeB []163 npeBanmpyroT ciydan puopos-
HbIX AeopmaLnii KOHEYHOCTEH (KUCTEN) YMEPEHHOH BblpaXKeHHOCTU. BbiparKeHHOCTb Aepopmauuii Hanpsmyto onpeaenser-
Cs1 BO3pacToM Havasia pnbpo3HbIX UBMEHEHU.

Knio4eBbie cnoBa: BpOXAEHHbIN OY/11€3HbIN 3NUAEPMONINI, ANCTPOGUYECKNI BY1E3HbIN dNUAEPMOSINS, NaToJIOrM4eCKni
dUbPO3, KOHTPaKTYpbl, rncesgocuHpaktmanu, TGF-B, ¢ubpobnactsl, konnareH VI, et

Ansa yntnposanus: Ennwes P.B., MypawkuH H.H., Opnoa O.C., Kypatoa A.A., NoneHoBa B.C. ®1n6po3HbIE gedopmalmm

KUCTeW y AeTeN C AUCTPODUYECKUM BYNIE3HBIM 3NMUAEPMOM30M (MO AaHHBIM HaLMOHaNbHOro pernctpa). Borpockl coBpe-
MeHHon negmatpumn. 2025;24(4):235-240. doi: https://doi.org/10.15690/vsp.v24i4.2944

OBOCHOBAHME anuTenn3aums 3po3vi BCNEeACTBME 4acToM TpaBMaTtu3a-

BpoaeHHbl 6ynnesHbin anuaepmonn3 (BB3) — rpynna
pefKux reHoLepmMaTo30B, XapaKTepuayloLmxes o6pasoBa-
HUEM Ny3bIpeN U 3PO3UIA Ha KOXKE U CIU3UCTbIX 060/I04KaXx
BCNneacTBue TpaBmatu3auum [1]. OgHon M3 Hanbonee pac-
npocTpaHeHHbIX U Tsenblx dopm BBEI aBnaetcsa auctpodu-
YyecKun 6ynnesHbi annaepmonusa (Ab3) — HacnencTBeH-
HOoe 3abofieBaHMe KOXMW, Bbi3BaHHOE MNaToNOrMYeCKUMU
BapuaHTamu reHa COL7A1, Koaupytollero KonnareH VII —
6€e/10K afre3nn BHEKJIETOYHOIO MaTpuKcea [1].

CuHTe3 aedeKTHoro 6enka MnpUBOAWUT K CHUXKEHMIO
MeXaHW4YEeCKOM MPOYHOCTU KOXM, 4TO AenaeT ee ya3BUMOM
K NOBPEKAEHUSAM U, KaK cnefcTBue, 06pa3oBaHUI0 MHOXe-
CTBEHHbIX My3blPHbIX 3IEMEHTOB C 3aMe/IeHHbIM 3aXKWB-
NIeHMEeM paH nocne BCKpbITUA ny3bipen [2, 3]. MNocTosaHHanA

MU KOXM KUCTEN cnocobCTBYET GOPMMUPOBAHUIO MIIOTHOM
GMOPO3HON TKaHWU, YTO CO BPEMEHEM MPUBOAUT K cpalle-
HUIO ManbLEB BEPXHUX U HUKHUX KOHEYHOCTEN — MCEB/IO-
CUHAAKTUAMK (oedopmMaLmMn MO TUMY «BapPEKKW»), pPa3Bu-
TUIO KOHTPaKTyp CyCTaBOB, reHepanM3oBaHHOMY Grbpo3y
MATKMX TKaHEeW M HapylweHWto PYHKLMKU pas3nnyHbIX opra-
HoB [4]. MaTtonornyecknn ¢mbpo3 ABNSeTC GaKTopoMm
pUCKa OMyxofieBOM TpaHchopMauumn KIETOK anuaepmuca
C pa3BUTMEM arpecCMBHOMW MIOCKOKIETOYHOM KapuMHO-
Mbl — Haubonee 4acTtor MNPUYMHbI MPEXAEBPEMEHHON
cmepTv nauunexTtos ¢ B3 [5, 6].

HecmoTps Ha 3HaunTenbHOE YMcno Ny6anKaLumn, Noces-
LeHHbIX B3 B Lienom, cBeAeHMS O pacnpoCTPaHEHHOCTH
N CTPYKTYpe GUOPO3HbIX AePopMaLui KUCTEN Yy AaHHOM
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OpuruHanbHas ctaTbs

KaTeropuu nauueHToB B [AOCTYMHOW nuTepaType KpanHe
orpaHunyeHHsbl. MNogasnsaowee 60/bLWMHCTBO Hay4HbIX paboT
NOCBSLLEHO NaTtoreHesy 3ab60/eBaHns, HYTPUTUBHbLIM, OHKO-
NIOTMYECKUM OC/IOXKHEHMAM M MeToaam Tepanuu, Torga Kak
cucTemMaTMyecKne uccnefoBaHus, HanpaBfieHHble Ha M3y-
YyeHue CTeMneHu BblpaxKEHHOCTU (GUOPO3HbLIX U3MEHEHWN,
WX KIMHUYECKOM KnaccuduKaumm U BAUSHUSA Ha PYHKLMIO
BEPXHUX KOHEYHOCTEMN, €AMHMYHbI WM, KaK NpaBWno, HOCHAT
onucaTteNbHbI XapakTep. AHaNOrnyHble OTeYEeCTBEHHble
nccneaoBaHMsa Ha MOMEHT MOArOTOBKM HacTosiwen paboThbl
OTCYTCTBYIOT, 4TO 06YCNOBAMBAET HEOOXOAMMOCTb NpoBeae-
HWS JAaHHOMO UCCNeOBaHUS.

Llenb uccnepoBaHua
M3y4nTb pacnpoCTpaHEHHOCTb U CTPYKTYPY GUOBPO3HbIX
nedbopmaunn kucten y geten ¢ 63 B Poccuu.

METOAbI

Aun3aiiH uccnegoBaHus

lpoBeaeHO pPeTpocneKTMBHOE OAHOMOMEHTHOE MUcchne-
foBaHue. HacTosillee uvccnefoBaHMe SBASETCS 4acTbio
Hay4YHOM paboTbl NO OLEHKE KIMHUKO-3NUAEMUONOrMYECKMX
xapakTepucTuk BB3 y geten B Poccuickon depepaumu [7].

YcnoBus npoBeAeHUsA UccnefoBaHusa

B 2019 r. 6narotBopuTenbHbin doHa «bIJTIA. [eTtu-
6abo4ykn» (https://deti-bela.ru), cneumanuaupyoummcs Ha
KOMM/IEKCHOM NOMOLWM AEeTSM C reHogepmMarto3amu, npwu
nogaepxke PoHaa NPesnaeHTCKUX TPaHTOB MHULMKMPOBAN
pa3paboTKy «Perncrpa reHeTM4eCKmUX 1 UHbIX PeaKkux 3abo-
neBaHun» (ganee — Perunctp). OgHOM M3 KNO4YEBbLIX 3adad

npoeKTa ABAanacb cucTemMatTM3aumsa AaHHbIX O MauueHTax,
HaxoAsLMXCsa noa onexkon poHaa.

OCHOBHyO KaTeropuio MNOAOMEYHbIX COCTaBASAT Nuua
C HacneacTBEHHbIM 6ynnesHbiM anuaepmonusom (b3), ogHaKko
Pernctp TakKe BK/IOYaeT MHOOPMALIMIO O NaLMeHTax ¢ apy-
TMMKU PeiKMMK AepMaToNorniecKnMm natonoruamu. Pernctp
npeacTaBnsieTr cobov MeaULMHCKYD MHOOPMAaLMOHHYIO CUCTe-
My, OCHOBaHHYyO Ha Web-TEeXHONOrusSX M NpeaHasHavYeHHyto
ana céopa 1 aHanu3a CTaHAapTU3MPOBAHHbIX JaHHbIX O Nauy-
€HTax C FEHETUYECKMMMU WU XPOHUYECKMMMK 3aboneBaHusaMMU,
B HacTosiLiee BpeMs COOKYCHPOBaHHYO Ha reHoaepMaTosax.

CTpyKTypa ¥ coaeprKaHne KIMHMYECKMX JaHHbIX 6binn pas-
paboTaHbl C YH4ETOM 3KCMNEPTHbIX OLLEHOK CNeLManncToB, 3aHu-
MaloLLMXCa BeAeHUMEM MauMeHTOB ¢ B3 u ApyrMMU reHHbIMK
nepmatosamu. Cuctema BKIOYaeT gemorpaduyeckue noka-
3aTenu, LWWMPOKUIN CNEKTP KIIMHUYECKMX MapaMeTpoB, XxapaKTe-
PY3YIOLLMX OCHOBHbIE NPOSIBAEHNS 3a6oneBaHus, YTo No3Bo-
naet guddepeHumnpoBatb Tunbl M noatunbl B3, oueHuBaTb
TSXECTb TEYEHHUS, BOBMOMXHbIE OC/MIOXHEHWS, a TaKKe y4UTbI-
BaTb pe3y/bTaTbl MONEKYNSPHO-TEHETUYECKUX UCCNeOBaHMM.

O6paboTKa NepcoHanbHbIX AaHHbIX NaLUMEHTOB OCYLLEeCT-
BNIIETCH B COOTBETCTBMM C TpeboBaHusMM PeaepanbHOro
3aKoHa N2 152-93 «O nepcoHanbHbIX AaHHbIX».

B Lensx nccnegoBaHus UICNONb30BaHbl AaHHble Permctpa.

Kputepum cootBeTcTBUA

B nccnegoBaHune BKAOYaNM AaHHble JeTEN C reHeTuye-
CKKN BepuduumnpoBaHHbiM B3 (NaToreHHbl BapuaHT reHa
COL7A1) B BO3pacTe A0 18 net, MMELWUX rparkaaHcTBo
Poccuickon depepaumun. Kputrepmum HEBKIIOYEHUSA U UCKITIO-
YEeHUS He 3aniaHUpPOoBaHbI.
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Fibrous Hands Deformities in Children with Dystrophic
Epidermolysis Bullosa (According to the National

Register Data)

Background. Dystrophic epidermolysis bullosa (DEB) is one of the most common and severe forms of epidermolysis bullosa (EB).
Progressive fibrous tissue remodeling in DEB is characterized by development of limbs contractions and pseudosyndactylies.
Complications of DEB have significant negative impact on patients development, adulting, and quality of life. DEB prevalence, its
severity, and its correlation with limb deformities has not been examined in Russian studies. Objective. The aim of the study is to
examine fibrous hands deformities prevalence and structure in children with DEB in Russian Federation. Methods. The study included
data from children with genetically verified DEB (pathogenic variant in the COL7A1 gene) under the age of 18 years with Russian
citizenship. Data source is the «Register of genetic and other rare diseases» of Charitable foundation “BELA. Butterfly Children”. Data
was collected during the period from September 2014 to June 2025. Fibrous hands deformities were diagnosed in patients with hand
pseudosyndactylies and contractions. The severity of single-hand deformities was determined via J. Glicenstein et al. scale (Grade 1-4).
Results. Hands deformities of various severity were revealed in 39 (14.9%) out of 261 patients with DEB; 19 (49%) of them were female.
The mean age of patients with hands deformities was 12.2 + 3.6 years (range from 6 to 18 years). Grade 1 deformity (initial deformities)
was revealed in 6 (15%) patients, Grade 2 (moderate deformities) — in 23 (59%) patients, Grade 3a (progressive form) — in 9 (23%)
patients, Grade 4b (significant changes) — in 1 (3%) patient. The mean age of fibrous hands deformities onset was 4.1 + 2.9 years.
Moreover, its onset occured on average 1.5-2 years earlier in patients with more severe forms (Grade 3a, 4b) than in patients with
Grade 1-2. Conclusion. Moderate fibrous limbs deformities (hands) are the most common in the structure of DEB cases. Deformities
severity is directly determined by the age of fibrous changes onset.
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fibroblasts, collagen VI, children
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LieneBble noKka3arenu

dubposHble JedopmMaLMK KUCTeW yCTaHaBIMBanu y na-
LIMEHTOB C MCEBAOCUHAAKTUINAMM U KOHTPAKTypamMu KUCTEN.
Y nauneHToB C ABYCTOPOHHWM MOParKeHWEM KUCTEN OLEHKa
cTteneHn pgedopmMauuu NpoBOAMNACb OTAENbHO [N9 Kax-
oM KUCTK no wWwKane J. Glicenstein u coasT. (Tabn. 1) [8].
YyutbiBas TO, 4TO npu OB noparkeHue Kuctew, Kak npa-
BWJIO, HOCUT CUMMETPUYHBIN U CXOLHbIW MO BblIPaXKEHHOCTH
xapaKktep BC/eACTBUE CUCTEMHOIO W MPOrpeccupytoLLero
$nbposa, 4na Lenen CBOAHONO aHanM3a WMCMNob30BanCh
Hanbonee BbipaXeHHble KucTeBble JedbopMaLimu.

Cratuctmyeckue meToabl

OnuncaHne KOMMYEeCTBEHHbIX MOKa3aTenen BbIMOIHEHO
C YKa3aHueM cpegHero apuPMeTUYEeCKOro 3Ha4eHns u cpea-
HEKBaApPaTU4HOIro OTKJIOHEHUA.

9THyecKan aKkcnepTusa

MNpoBeaeHne nccnegoBaHnsa ogo6peHo JIoKanbHbIM He3a-
BMCUMbIM 3TU4eCKMM KomuteTom HMMWLL 3popoBbs peten
(mpotokon N2 1 ot 01.02.2024). UHdopMmnpoBaHHOEe A06PO-
BOJIbHOE cOorflacke Ha y4acTue B UCCNeAoBaHMKU MOy4YeHo OT
3aKOHHbIX NpeacTaBuTenen Beex geten (0—17 net), a Takke
OT BCeX nauueHToB cTapwe 15 net. Bce AaHHble nauMeHToB
Oblnn 06e3NM4eHbl. MiccnegoBaHme ABASETCH YacTbio Hay4YHOM
paboTbl MO OLEHKE KIMHWKO-3NUAEMMONOTMYECKMX XapaK-
Tepuctuk BB y geten B Poccuinckon depepaumm, B paMkax
KOTOPOW y)e 6binn Ony6IMKOBaHbI CTaTbu [7].

PE3YJIbTATbI

B Peructpe copepxanucb cBegeHuss o 491 nauueHTte
¢ BB3, 13 Hux B3 6bin anarHoctupoBaH y 261 (53,2%) pe-
6eHKa. lebopmaumm KUcTen (NceBAOCUHAAKTUINMU, KOHTPaK-
Typbl) 6bln o6HapyxeHbl y 39 (14,8%) nauuenTtoB ¢ b3

Ta6nuua 1. Knaccudbukauus gedpopmanmin kucten npu b3
Table 1. Classification of hands deformities at DEB

(49% — peBouykum). Mo wkane J. Glicenstein [8] aedopmavnmsa
Grade 1 6bina onpeaeneHa y 6 (15%), Grade 2 — y 23 (59%),
Grade 3a — y 9 (23%), Grade 4b — y 1 (3%) nauwueHTa.
Oedopmaummn Grade 3b u 4a He BbiBMEHbI. Y pebeHKa
¢ Grade 4b ycTaHOBNEHbI NOMHAA CUHOAAKTUAUS KUCTU C KOH-
TPaKTypoKr ny4ye3ansiCTHOro cycTtaBa, NnonHas yrpata OyHK-
LMK 3axBaTta, BblIMNOAHEHWE ObITOBbIX AENCTBUIA BO3MOXHO
TONIbKO C MCMONb30BaHMEM Npeanieybs.

BospacT aHanuMaupyemon rpynrbl NauMeHToOB MO COCTOS-
HUIO Ha 1 aHBaps 2024 r. BapbupoBan oT 6 Ao 18 ner, cpea-
HUW Bo3pacT coctaBmn 12,2 + 3,6 roga (tabn. 2). CpeaHui
BO3pacT O6HapyXKeHUs KUCTEBbIX AedopmaLni y NauneHToB
C Hanbonee BblparKeHHbIMK HapyweHuamu (Grade 3a u 4b,
n =10) coctaBun 3,1 = 2,5 roga, y naumeHtoB ¢ gedop-
Maumsamun Grade 1 n 2 (n =29) — 4,6 = 3,0 roga, pasHuua
cpeaHux 3HayeHun coctaeuna 1,5 roga, 95% goseputens-
HbIM MHTepBan — oT —0,4 go 3,4 roga.

OBCYXAEHME

PacnpegeneHve nauMeHTOB MO CTEMEHSAM TSAKECTU
ngedbopmMalmn KAUCTEN, OTMEYEHHOE B HACTOSILLEM WCche-
[JOBaHWW, OTpaxaeT KIMHMYECKoe pa3Hoobpasue TeyeHus
[OB3. Y 6onee nonoBuHblI nauuneHToB (59%) ycTtaHoBNeHa
cteneHb Grade 2, xapaKTepu3ytollascsa coYeTaHUEM cruba-
TeNbHbIX KOHTPAKTYp M NPUBEAEHMS 60MbLOro nanbla npu
coxpaHHOM 3axBaTte. Ha gaHHOM 3aTane gedopmauus yxke
BblpaxeHa KIMHWYECKM, HO eLlle He NpuBena K NosHOM note-
pe GYHKUMK, YTO AenaeT 3TOT NepUos KPUTUYECKU BarKHbIM
NS TepaneBTUYECKOro BMellaTenbcTea [9]. AHann3 Bospac-
Ta Havana gedopmauuin nokasan, YTo nauMeHTbl ¢ 6onee
Taxenosimn dopmamu (Grade 3a n 4b) MMelOT 3HaAYUTENBHO
6051iee paHHUIM Ae6IOT NaToIOrMYECKMX UBMEHEHUI (B cpea-
HeM Ha 1,5-2 roga paHblue), Yem NauMeEHTbl C HavyaabHbIMK
cteneHsamu (Grade 1-2). 3to nog4epKnBaeT HEOO6XOAUMOCTb

Knacc pedopmauum

XapaKTepucTuKu

Grade 1 (Ha4yanbHble

nedopmaumm) HapyLleHus 3axBaTa

OTCYTCTBME HOTEN, CPaLLeHNe NPOKCMMaNbHbIX GanaHr nanbLueB KUCTen, 6€3 BblparKEHHOro

Grade 2 (yMepeHHble
nedopmaumm)
dYHKUWMA 3axBaTa coxpaHeHa

MpvBeaeHue 60bLWOro nasnbLa, cruéateNbHble KOHTPaKTYPbl NanbLeB KUCTEN (YKOpoYeHue CBA30K
MPOKCHUMaNbHbIX U AUCTabHbIX MeXdanaHroBbIx CycTaBoB). OrpaH1yeHne MenKon MOTOPUKHM,

Grade 3a (nporpeccupyowas | CpalieHvne n1agoHHOM NOBEPXHOCTM U NanbLIEB KUCTH, NpUBEAEHWE GONbLLIOro NanbLa.

dopma) YTpaTa NoABUXKHOCTM NanbLEB B YCNOBUSAX HAMYMUS OCTAaTOYHOM aHaTOMUYecKon auddepeHumnaumnu.
3axBaT BCe elle BO3MOXeEH

Grade 3b Manbubl pa3geneHbl, HO 3axBaT HEBO3MOMXEH M3-3a GUOPO3HbIX CPaLLEHWMA HA NaJOHHON MOBEPXHOCTH

Grade 4a MonHoe cpauleHne, 3ansacTbe NOABUKHO

Grade 4b (MakcMManbHo
BblpaXKeHHble UBMEHEHUS)

MosHoe cpalleHne ¢ KOHTPaKTYPOW 3anacTbs

Ta6nuua 2. MNMauneHTsbl ¢ B3 n dpubpoTuyeckumu gedopmaumsammn KUCTeN: pacnpegenerHme n Bo3pact gebota gepopmanmm
Table 2. Patients with DEE and fibrous hands deformities: distribution and age of deformities onset

CreneHb N, a6c. Bo3pacr, roabl* Bo3pacrt pe6iota, rogbi**
Grade 1 6 13,8+1,9 45+43
Grade 2 23 11,8+ 3,7 47+28
Grade 3a 9 13,1+4,0 2,7+11
Grade 4b 1 17,0 3,0

lMpumevaHme. <*> — cpeflHUN BO3pacT; <**> — cpeHU BO3pacT 06HapyHeHns GUOPO3HbLIX UBMEHEHUIN KUCTEN.
Note. <*> — mean age; <**> — mean age of fibrous hands deformities onset.
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paHHEro AWHaMMUYecKoro Hab6loAeHWS 3a COCTOSTHUEM
Kucten y aeten ¢ Ab3 yxke B mnaglwem Bo3pacte v npose-
OEHUS MEPBUYHON XMPYPrUYECKOM M/UNKM OpTONeanYHeCcKom
KOPPEKLMM O HACTyNNEHNS HEOBPATUMbIX KOHTPaKTYp.
CornacHo npuHaTon Knaccudukaumm J. Glicenstein u coaBrT.
(2000) [8], BblparkeHHOCTb GUOPO3HLIX UBMEHEHUIN onpeae-
NeTca nepexoaoM OT 2-M K 3-M cTeneHu TaKecTu (puc. 1-4).
Mpn 3-i cteneHn opmupyeTcs TaK Ha3blBaeMbl «KOKOH»,
B KOTOPOM Masfblibl MOTYT COXPaHATbCH aHaTOMUYECKM pas-
[LeNeHHbIMK, OOHAKO MpPU 3TOM TEPSIIOT MOABUMKHOCTb BCea-
cTBMe GNBPO3a OKPYKAIOLWMX TKaHEN; BObLLOKM Nnanew, MOXKeT
ocTaBaTbCs YaCTUYHO NOABUMKHbBIM, YTO 06ecrnevnBaeT KpanHe
OrpaHWYeHHbIM 3axBaT. Takoe COCTOSIHWME COMpPOBOXAAETCS
PE3KO BbIParKEHHbIM CHUXKEHUEM (YHKLMOHAIbHOW CNOCO6-
HOCTM KMCTU, HECMOTPS Ha COXPaHeHWe CyCTaBHOM NOABUMKHO-
CTUW Ha paHHMX aTanax. [Mporpeccus GnubpPo3HbIX UBMEHEHWI A0

Puc. 1. Grade 1: oTCyTCTBME HOITEN, CPaLLEHNE MPOKCUMabHbIX
danaHr nanbLeB KUCTEN
Fig. 1. Grade 1: no nails, proximal fingers phalanges adhesion

lMpumeyaHue. 30eCb ¥ B OTHOLIEHWUM pUC. 2—4: OT poauTenen
naLuueHToB Nony4eHo MHPopMMpoBaHHOE JOO6POBO/LHOE cornacue

Ha ny6anKaumio MeamumuHeKmx dotorpadui pebeHka (Yacten ero Tena)
B MEAMLIMHCKOM XypHaine, BK/Io4Yas ero aNEeKTPOHHYIO BEPCUIo

(paTa nognucanus: 19.05.2025).

WUcTtouHuk: Ennwes PB. n coaBT., 2024.

Note. Here and for Fig. 2—4: patients’ parents have signed written
informed voluntary consent on the publication of children photos
(parts of body) in medical journal (electronic version included)
(signed on 19.05.2025).

Source: Epishev R.V. et al., 2024.

Puc. 3. Grade 3a: cpaliyeH1e nagoHHON NOBEPXHOCTU U MasbLieB
KUCTU, NpMBefeHWe 60MbLLIOro Nanblia, 3axBaT BCE elle BO3MOXKeH
Fig. 3. Grade 3a: adhesion of palmar surface and fingers, thumb
adduction, grip is still possible

WcToyHuk: Ennwes PB. v coaBT., 2024.
Source: Epishev R.V. et al., 2024.

cTagmu nonHoro cpatweHus Knctu (Grade 4) Bnedvet 3a cobon
yTpaTy Aa*ke 0cTaTo4yHOro 3axeata (puc. 5, 6). MNauneHT yTpayu-
BaeT CNOCOBHOCTb K 6a30BOMY CaMOOBCNYXMBaHUIO, BKItOYas
MPUEM MULLM U TUTUEHY, YTO OTPAKAETCH Ha KAYECTBE HUBHMU.
B pa6ote J. Glicenstein 1 coaBT. [8] cpean o6¢cneqoBaH-
HbIX nauueHtoB ¢ B3 gedopmaumm KUCTen oTMedvanucb
y 60MblWIMHCTBA yXKe B Bo3pacTe 8—10 net ¢ nporpeccupo-
BaHWEM A0 CTafguu NCEBAOCUMHAAKTUIMK U yTpaTON 3axBaTa
y 100% K nogpocTKoBOMY BO3pacTy. B KoropTe aToro mccne-
noBaHus cteneHb Grade 3 (a 1 b) gnarHocTnupoBanach Yallie
Bcero, torga Kak Grade 1 n Grade 2 6blIM OTHOCUTENLHO
peaKnMn, 4To OOBACHANOCH 6onee Mo3AHWM BKIOYEHUEM
nauneHToOB B UCClefoBaHWe — MPeMMyLEeCTBEHHO Ha No3a-
HUX cTagusix 3aboneBaHus [8]. B NpoTMBOMNOMIOKHOCTb 3TOMY
B HalleM wuccnegoBaHUMM Haubosbluee KONMMYeCcTBO Mauu-
€eHTOB MMenun cteneHb Grade 2 (59%), Torga Kak Tsenble

Puc. 2. Grade 2: npuBeaeHvne 60/bWOro nanabLa, cruéateNbHble
KOHTPaKTYpbl NanbLEB KUCTeW (YKOPOYeHUe CBA30K MPOKCUMabHbIX
W AUCTalbHbIX MeXdanaHroBbIX CyCTaBOB)

Fig. 2. Grade 2: thumb adduction, flexion contractions of fingers
(shortening of proximal and distal interphalangeal joints ligaments)

McTouHuK: Ennwes P.B. v coaBrt., 2024.
Source: Epishev R.V. et al., 2024.

Puc. 4. Grade 3b: nanbubl pa3aeneHbl, HO 3axBaT HEBO3MOXEH
13-3a GMOPO3HbLIX CPaLLEHWUI Ha NTAZOHHOM NOBEPXHOCTH

Fig. 4. Grade 3b: fingers are separated, but gripping is impossible
due to adhesions on palmar surface

MCTOYHMK: N3 CEMENHOr0 apx1MBa NaLueHTa.
Source: patient’s family archive.



Puc. 5. Grade 4a: nonHoe cpalleHue, 3ansacTbe NoABUKHO
Fig. 5. Grade 4a: complete adhesion, wrist is mobile

McTouHuk: Envwes PB. u coasrT., 2024.
Source: Epishev R.V. et al., 2024.

ctenenn (Grade 3a-4b) 6binn onpeaeneHbl y 26%. Takoe
pacnpegeneHme MOXeT GblTb 06YCNIOBIEHO KaK Gonee paH-
HUM BbisiBNeHMEM aedopmaLmMit, TaK U aKTUBHbLIM y4acTMeM
B HaGNtOAeHUU MYNbTUAUCLIMIIIMHAPHBIX KOMaHA, a TaKke
BHeApeHMeM nporpamm peabunuTaulMoHHOIO COMPOBOXK-
OEHWA C Mnajlwero Bo3pacTa. AHaNOrM4YHyl0 TeHAEHLMIO
[IEMOHCTPUPYIOT M AaHHble perunctpa EB-CLINET (2022),
COrNMacHO KOTOPbIM A0S MaLMEHTOB C HayalbHbIMWU KOH-
TPaKTypamu U HEMOMHOM CUHAAKTUIIMEW KUCTEH cocTaBnsna
[0 60% cpean NnauueHToB B Bo3pacTte Ao 12 net [9].

B Halwen KoropTe cpegHui Bo3pacT Havana aedopmaummn
coctaBun 4,1 + 2,9 roga, 4TO CONOCTaBMMO C pe3ynbTaTamu
GPUTAHCKOrO HaLMOHaNbHOro peructpa 6Gynne3Horo anw-
nepmonunsa (Great Ormond Street Hospital, UK), rae Havano
aedopmaumn KUCTeN y GONbLUMHCTBA MNALMEHTOB C TsXKe-
non dopmon 163 oTMeyeHo B Bo3pacTte oT 3 Ao 5 nert [6].
B uccnepoBanmmn A. Nystrom 1 coaBT. TaKkKe NoagYepKUBaeT-
Csl, YTO MHTEHCUBHOCTb GUOBPO3HbLIX U3MEHEHUI U CKOPOCTb
notepun GYHKUMKU KNCTEN 3aBUCAT OT BapuaHTta reHa COL7A1
W CTEMEHW CUCTEMHOM BOCMANUTENbHOMN AKTUBHOCTW, 4TO
06 BACHAET reTePOreHHOCTb BO3PACTHbIX MHTEPBANIOB Havana
nedopmMaumi faxe B paMKax oHOM cTeneHu TaxecTtu [10].

NHTepecHOM OCOGEHHOCTbIO Hallen BbIGOPKKM CTano
OTCYTCTBME MaLMEHTOB €O cTeneHblo Grade 4a npu HanMuuu
O[HOro nauueHTa co ctaguen 4b. AHanornyHole Habnwoae-
HWSA GblAW NpeacTaBneHbl B pabote S.A. Formsma v coaBrT.,
KOTOpble CBf3blBaNW PEAKOCTb W30JMPOBAHHOM MOJHOWM
CUHIAKTUNWMK Ge3 BOBJIEYEHUS 3aMSACTbs C GbICTPLIM Mepe-
XOOM K PUTMAHOM KOHTpaKType cycTaBa B YCIOBUSX MpPo-
fomxaioulerocss ¢Gubpo3Horo npouecca [11]. 310 moxeT
CBUAETENLCTBOBATL O TOM, 4YTO cTaaus 4a npeactaBnseT
co60M KpaTKOBPEMEHHYIO NepexoaHyto Gasy, B Xo4e KOTOpon
COXpaHSeTCs NMOABWMXHOCTb 3ansiCTbs MPW yXKe MOMHON CUH-
naktunuu. MporpeccrupoBaHne GprMbpPo3a Ha ITOM CTaaumn npu
OTCYTCTBUWM @KTMBHOW OPTOMEANYECKOM KOPPEKLMWU MOXKET
GbICTPO MPUBOAUTL K BOBJIEYEHMIO Jly4e3ansiCTHOro cycTa-
Ba W nepexody B cTaguto 4b. Takum obpa3om, OTCyTCTBUE
Grade 4a MOXeT 6biTb 06yCNOBAEHO NMGO GbICTPLIM MPO-
rpeccvpyoLmnM yXyaleHUem 3Tol ctaguu, iMbo AMarHoCTu-
YEeCKOMN CNOXKHOCTbIO B ONpefeneHnumn CTeneHn CoXxpaHHOCTH
OBUXKEHMWS B 3aMACTbe B YCNOBHWSAX BblparKeHHOro ¢pnbpo3a.

Takum o6pasom, y nauMeHTOB C Haubonee TAXKesbl-
MW cTeneHamMu aedopmMauni KUCTen Habnoganocb paHHee
Hayano GopMMpPOBaHUS HapyLUEHUIH, OAHAKO LOBEPUTENb-
HbI MHTEPBaN BK/OYAET HyNEeBYD OTMETKY, YTO yKa3blBaeT
Ha OTCYTCTBME CTATUCTUHECKM [OCTOBEPHOM Pa3HWLbl MeXay
rpynnamu npu gaHHom o6beme BbIGOPKU. MonyyeHHble AaH-

Puc. 6. Grade 4b: nonHoe cpalleHne C KOHTPaKTypoi 3anacTbs
Fig. 6. Grade 4b: complete adhesion with wrist contraction

McTouHuK: Envwes PB. u coasrT., 2024.
Source: Epishev R.V. et al., 2024.

Hble MO3BONAIT MPEANOIOKUTL BOSMOMKHYIO CBSA3b MEMy
paHHUM [e6I0TOM KUCTEBbLIX UBMEHEHWI W UX NMOCNEAYIOLLUM
nporpeccrpoBaHnemM, 4To TpebyeT AaNbHerLero UsydeHus
B 60/1ee MaclITabHbIX KOrOPTHbIX UCCe0BaHUsIX.

OrpaHu4yeHue uccnegoBaHus

OrpaHuyeHneM UccnefoBaHUs SBNSETCA PETPOCMEKTUB-
Hbl1 xapaKTep c6Gopa [aHHbIX, YTO Cy)XaeT BO3MOMXHOCTU
aHann3a AMHaAMWKKW nporpeccupoBaHnst GUOPO3HbLIX U3Me-
HEeHWM KUCTel. TakKe CTOUT OTMETUTb, YTO, HECMOTPS Ha NPo-
BeJleHUe OLEHKM TsecTn aedopmaLimii No NPUHATON WKane
J. Glicenstein 1 coaBT. [8], BO3MOXHbl Cy6bEKTUBHbIE BapK-
auuu B MHTepnpeTauuu cteneHu gedpopmMauuu, a OLeHKa
Mexay cteneHamu 3a, 3b u nepexoaHbiMmn dopmamu (Hanpu-
mMep, Grade 4a) MOXeT 6bITb 3aTpyaHeHa 6€3 KOMMIEKCHOIo
dYHKLMOHaNbHOro o6¢cnenoBaHms.

MccnepoBaHve He BKIOYANO aHanu3 MaToreHHbIX Bapw-
aHToB COL7A1, ypOBHSA CUCTEMHOIO BOCMNaNEHNs U CBEAEHUN
0 NpoBeAeHHON peabunuTaLMOHHON UK XMPYpPrudecKkom Tepa-
MWK, YTO OrpaHWYMBaET MOMHOTY WHTeprnpeTauuu BAUSHUS
[laHHbIX GaKTOpoB Ha GOPMMUPOBAHUE KUCTEBbLIX AePOpMaLInii.
TeM He MeHee, HECMOTPS Ha 0603HAYEHHblE OrpaHUYeHuUs,
nosyvyeHHble pes3ynbTaTbl NPeACTaBAsSOT COG0M 3HAYMMBIN
BK/1aj B U3y4eHUE CTPYKTYpbl GUOPO3HbIX M3MEeHeHUH npu B3
y aeten B Poccuickon Penepaumm U MOryT CNyXKUTb OCHOBOM
AN NOCNEAYIOLMX NMPOCMNEKTUBHBIX WCCNEAOBaHUIM C pacLim-
PEHHON KIMHUKO-FEHETUYECKOW XapaKTEePUCTUKON.

MonHoTa BbIGOPKHU

B nccnegoBaHue Gbinu BKAOYEHbBI laHHbIe U3 Peructpa,
KOTOPbIV Ha CEroAHsaLIHUI 1eHb OXBaTbiBAeT Hanbonee nosn-
HYIO W3BECTHYIO MONyNsiLMUIO AeTEN C BEPUPULMPOBAHHBLIM
avarHos3om B3 (261 pebeHok) B Poccuickon deaepaumu.

PeTpocneKTWBHbIA AW3alH UcCnefoBaHUs MO3BOJWA
OXBaTUTb LMPOKWUIA BPEMEHHOM [AMana3oH HabnoaeHun
M chopMUpoBaTb PENpPe3eHTaTUBHYIO BbIGOPKY MaLMeEH-
ToB. [pn 3TOM PETPOCNEKTUBHLIN XapaKTep UccreaoBaHus
OrpaHW4YMBaET BO3MOMXKHOCTb AMHAMMWYECKOW OLIEHKMU Mpo-
rpeccvpoBaHua febopmMalLMilt KUCTEN U TOYHbIX BPEMEHHbIX
WHTEPBANOB MeXay atanamu GopmupoBaHUs GUOPO3HbIX
W3MEHEHWUN. YKa3aHHble acneKTbl CleayeT y4uTbiBaTb Npu
WMHTEPNpPEeTaLmMM pes3ynbTaToB M MNAaHUMPOBaAHMK Mocneayto-
LLMX MPOCNEKTUBHbIX HAGNOAATENbHbIX UCCNENOBAHNN.

3AK/TIOYEHME
MaTonornyecknt GUPO3 KOXM U MATKMX TKAHEN SBNSeTCs
O[HVM W3 K/OYEBbIX 3BEHbEB MaToreHe3a KUCTEBbIX aedop-
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Mauun npu OB3. Ero dopMmnpoBaHue HauyMHaETCs B paHHEM
BO3pacTe M TECHO CBA3aHO C XPOHWYECKOM TpaBMaTu3aLMen,
NepPCUCTMPYIOWMM BOCMaNEHNEM W HapylleHWem pereHepa-
uMmM TKaHen. [Mporpeccupytouee GuUOpPoO3HOE pemMoaenmpo-
BaHWEe TKaHEeW KUCTEW NPUBOAMUT K Pa3BUTUIO NCEBOOCUHAAK-
TUAUK, KOHTPaKTypaM, yTpate QYHKLMM 3axBaTa U Pe3KoMy
CHUXEHMIO KayecTBa XWM3HW nauueHToB. [pefcTaBneHHble
B UCCnefoBaHMK JaHHble MOATBEPIKAAIOT, YTO BbIPaXKEHHOCTb
nedopmMaLuin KoppenupyeT ¢ BO3pacToM Havana Gpubpo3HbIX
M3MEHEHWIN, — 3TO NOAYEPKMBAET BaXKHOCTb UX CBOEBPEMEH-
HOro BbisiBNeHUs. OTCYTCTBUE aKTUBHOW Tepanuu u peabunu-
TalMK Ha paHHKUX 3Tanax Gpuépo3a 3Ha4YUTENbHO YBENNYMBAET
pUcK GOpMUPOBaHKA HeoBpaTUMbIX AedopMaLmMi.

Takum o6pasom, ¢$MbpPO3 [OMKEH paccMmaTpuBaTbCs
He TONbKO KaK crneacTBue 3aboneBaHusl, HO M KaK caMo-
cTosTenbHas TepaneBTMYecKas MuleHb. CBOEBpeEMEHHOe
MyNbTUAMCUMMIMHAPHOE BMELIATENbCTBO, HanpaBieHHOoe Ha
3amepnsieHne GUOBPO3HOro npolecca, nNpeacraBngeTr cobomn
K/OYEBYIO CTpaTernio B npodunaktTuke Taxenbix gepopma-
LMK OMOPHO-ABUraTeNlbHOro annapaTta U CoxpaHeHUn dyHK-
LMW KUCTEW y naumeHToB ¢ [b3.
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0O60cHoBaHHe. ATonunyecknin gepmatut (At[) — XpOHMYECKOe BOCnaUTe/IbHOE 3abosieBaHWe KOXM, pa3BuUBaloljeecs
Ha ¢OHe reHeTM4YeCcKn 06y C/I0BIEHHbIX HapyLIEHWNI KOXXHOIo 6apbepa U HapyLeHUn QyHKLIMOHMPOBaHUS UMMYHHON cHUCTe-
Mbl. B nocnegHue rofbl B CTPYKType caydaeB AT/l OTMEYEHO yBEIUYEHME [OM 6O/bHbIX C @yTOMMMYHHbIMUW 3a60/1€BaHUSIMU
(AN3). Llenb nccnegoBaHusi — M3y4nTb 4acToTy ciydaeB AU3 cpean aeten, rocnitaan3npoBaHHbiX ¢ AT/[. MeTtoabl. B ncce-
A0BaHMe BKIKOYaan NauneHToB ¢ AT/ cpeaHen nnn TaxKesaokn CTeneHn TeYeHUs, rocnuTaan3nmpoBaHHbIX B crieynann3upo-
BaHHOE oTje/ieHne cTaumoHapa B nepuog ¢ Hosops 2015 no anpens 2025 r. Hanndne A3 n annepruyecKmnx 3aboseBaHui
onpeaensisin rno gaHHbIM MeAULIMHCKOM OKYMeHTaunn. PesynbtaTtsel. B nccnegosaHme BratodeHsl 10 239 naymeHtoB ¢ AT/
ConytcTByroujee 3abosieBaHne (= 1) auarHoctupoBaHo y 8103 (79,1%) peten, y 6475 (63,2%) nauneHToB — asnepruye-
CcKue 3abosieBaHus. Xots 66l ogHO AM3 anarHoctupoBaHo y 1628 geten (15,9%; 95% [N 15,3-16,7%), Yalue Bcero ycra-
HaB/UBaN Haln4Yne rHe34Hou aaoneymnu, Leamakum n Butuanro. 3akaodeHume. O6cneqoBaHme naumMeHToB ¢ AT/ cpeaHen
WJIN TSXKEJI0M CTEeNeHU [OJ/IKHO BK/KOYaTb B CEGS OLUEHKY CMMATOMOB M MMMYHOJIOrMYEeCKnX Mapkepos AM3. Oblyme nato-
FEeHETUYECKME MEXaHM3MbI 03BOJISIOT GOPMUPOBATbL EAUHYIO CTpaTermo paHHero BoisiBaeHns AT n A3 n Habaw[eHns
3a naymeHTamu U3 rpynrbl BbICOKOro pUCKa.

Knio4eBbie cnoBa: atonnyecKuit epmaTut, ayTouMMyHHoe 3ab0o/ieBaHMe, KOMOPOUAHOCTb, NaTtoreHe3

Ans untupoBaHus: Nasnosa E.C. AytouMmMyHHble 3a6oneBaHus y AeTe ¢ aTONMYECKUM AEPMATUTOM: PETPOCMEKTUBHOE
O0AHOMOMEHTHOE uccnegoBanue. Bonpockl coBpemeHHon neanatpumn. 2025;24(4):241-245.
doi: https://doi.org/10.15690/vsp.v24i4.2947

OBO0CHOBAHME MYHHOro xapaktepa [3], B TOM 4ucne ¢ o4aroBow anore-
Atonunyecknin gepmatut (AT[) sBnseTcs oAHUM M3 Hau- uMen, ayToMMMYyHHbIM TMPEOUAWUTOM, LieSIMaKkuen, Bocna-
60s51ee pacrnpocTpaHeHHbIX 3aboneBaHn KON y aeten [1]. NIUTENbHBIMX 3a60M1EBAHUSMUN KULLIEYHWKA, OBEHWIbHBIM
AT/l BCce Yalle paccmaTpuvBaeTCq KaK cucTemMHoe 3abose- nauonatnyeckum aptputom [4]. Mo AaHHbBIM KpynHomac-
BaHMWe, accouMmMpoBaHHoOE C APYrMMU UMMYHOIOTUYECKUMU wrabHoro uccnenoBaHus (Bennkobputanms, > 100 Thbic.
HapyweHUIMW — KaK annepruyeckoro [2], Tak n ayTonum- netewn), npu AT/l 3HA4YMTENbHO MOBbLIWEH PUCK Pa3BUTUSA
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ncopuaTMyecKkoro aptpuTa, cuHapoma LlerpeHa, 6ones3Hu
KpoHa, BUTUANIo, rHe3AHON anoneLunun, NepHULMO3HON aHe-
MUK, S3BEHHOI0 KONUTa, PEBMATOMAHOIO apTpuTa U rMnoTu-
peosa, HO He ApYyrnx ayToMMMYHHbIX 3a6onesaHui (AU3) [5].
B nccnepgosaHuun 6onee 1 maH naumeHtoB ¢ AT, n3 tOxHOM
Kopeun 6bina o6Hapy»KeHa CBA3b aTtonuMyeckoro 3abosiesa-
HUS C BbICOKMM PUCKOM pasfnyHbiX 6GoNe3Hen, B TOM Yucie
ayTOMMMYHHOIO XapaKTepa: TupeounauTa, caxapHoro avabe-
Ta 1-ro Tvna u uenuakuu [6].

MaToreHeTMyeckme MmexaHM3Mbl CBA3KU Mexay AU3 n AT/,
ocTatoTcs HesicHbiMu [7, 8]. lMpeanonaraetcs, 4To AUCPYHK-
LM KOXHOro 6apbepa u dopMUpOBaHWE TpaHcanuaep-
ManbHOW CEHCMOMAM3ALMKU K WHIaNALMOHHBIM, MULLEBLIM
M MUKPOOGHbLIM aHTUreHam npwu AT npuBOAUT K AUCPEryns-
UMW BPOXKAEHHOIO M aaanTMBHOrO MMMYHHOMO OTBETa, 06pa-
30BaHu1I0 aytoaHtTuTen IgE 1 aktMBaumm T-KNETOK, pacnos-
HaloLWMKMX ayToaHTUreHbl [9]. HeKoTopble aBTOpbl BbiABUIalOT
rMnoTesy o cywectBoBaHuM deHoTMNa «aTomno-ayTOMMMYH-
HOro mnepeKkpecTa», NPU KOTOPOM AAMUTENbHAs CTUMYNALMS
MMMYHHOW CUCTEMbI annepreHamu Ha GoHe reHeTU4ecKom
NpeApacrnonoKEHHOCTU MOXKET Bbl3blBaTb HapyllEeHWe LiEeH-
TpanbHOM U nepuPpepuyecKon MMMYHHOM TOJIEPAHTHOCTW.
O6CcyKAaeTca TaKXKe W poJib ayToaHTUTeN MpoTMB anuaep-
MasibHbIX 6€1KOB B natoreHese Taxenbix ¢opm At/ [10].

Y nauuneHToB ¢ AT/, HabnoaaTca JOMUHMpoBaHKe Th2-
OTBETA Ha paHHUX CcTagumsax WM aktmBauusa Thl/Thl7-ocu
NPy XPOHUYECKOM TeYeHun 3aboneBanund [11, 12], 4To yKa-
3blBAaE€T Ha reTeporeHHoCTb BOCMaAUTENbHOro npouecca
M BO3MOXHYIO CBA3b C APYTMMW MMMYHHbIMU HapyLlEeHWUs -
Mn [13]. Takasg UMMyHHas NoAApUM3aLns XapaKTepHa 1M ang
MHorux AW3, roe npeobnagatot Thl/Th17-kneTtku, npo-
OYKUNSA MHTepnenknHos (IL) 17, nHTepdepoHa ramma u apy-
rMX MPOBOCMANUTENbHbIX LIUTOKMHOB. [aToreHeTM4yecKum
«MOCTOM» Mexay AT v ayTOMMMYHHOW MaTONOrMen BbICTY-
naeT HapyweHue OYHKUMU PeryasTopHbiX T-nMmM@ounToB,
Beaylee K CHUXEHMIO TONEPAHTHOCTU K COBCTBEHHBIM aHTH-
reHam [14]. BoisBneHbl TakKe n ob6lme ana At n AU3 reHe-
TMyeckrue daktopbl (16 reHoB), yyacTBYlOLWME B UMMYHHbIX
peaKkumsx Kak 1-ro, Tak 2-ro Tmna nocpeacTsoM aKcrnpeccum
IL-1, -4, -8, -17, -22, -18, -33 [15]. lMaTtoreHeTn4yecKkne
cBA3n mexay Thl/Th2-gucb6anaHcom, HapyLEHUEM UMMYH-
HOM PEeryfsunn U 3KCNO3ULMEN K OKPYMKaoLWMM aHTUreHam
€CO3JaloT YyCNoBMKS O/ NEePEKPEeCcTHOM aKTMBaLUMn MMMYHHOM
CUCTEMbI, KOTOpasi MOXET MNepexoauTb OT rMnepyyBCTBU-
TENbHOCTU K ayToarpeccun. Kak cneacteue, passutue At/
y pebeHKa MOXeT CBUAETENbCTBOBATb O CKIOHHOCTU K 6o51ee
LWUMPOKUM MMMYHHbIM HapyLWEeHUSAM U ObITb O4HUM U3 NEPBbIX
3BEHLEB B KacKaje ayTOMMMYHHOW arpeccuu.

Llenb uccnepoBaHua
M3yuntb vyactoty AU3 cpean aeten, rocnutann3npoBaH-
HbIX ¢ AT/.

METOAbI

Aun3aiiH uccnegoBaHus

MpoBeaeHo 04HOLIEHTPOBOE PETPOCNEKTUBHOE OAHOMO-
MEHTHOE 1ccreaoBaHue.

YcnoBus npoBeaeHus

B nccnegoBaHue BKIOYaNW JaHHble AeTen, rocnuTannau-
pPOBaHHbIX B OTAENEHME AepmMaTtonorum n annepronaorum HUU
netckon gepmatonornn HMMWLU, 3gopoBbs geten (MockBa)
B nepuoa c¢ Hoabps 2015 no anpenb 2025 r. [aHHble
(aHaMHecTMYecKMe cBefeHus, peaynbraTbl abopaTopHbIX
N MHCTPYMEHTaNbHbIX 06CcnefoBaHni) 0TO6PaHbl BPYYHYO U3
NepBMYHON MEOMLIMHCKON AOKYMEHTauuu (uctopusa 6ones-
Hw). Mpr 3TOM NOBTOPHbIE rOCNMTann3aLmnmn 0O4HOIO U TOrO XKe

nauueHTa B aHalM3UpyeMbI Nepuoa BKIOYaAN B BbIGOPKY
nccnefoBaHUs M paccMaTpuBanu Kak OTaeNbHble 3M130/bl.
Takon noaxon 6bia1 MCrMoNb30BaH A9 AMHAMUYECKOW OLEH-
KM npoLecca paHHEero BbIBIEHUA ayTOMMMYHHOW MaTtosio-
rMK, @ TaKKe 15 OTCIAEXMBAHUA UBMEHEHUN KITMHUYECKMX
M nabopaTtopHbIX NOKa3aTenemn B xoae HabntoaeHus.

Kputepum cootBeTcTBUA

Kputepun BKIOYEHMS: NALMEHTbl C YCTAHOBNEHHbIM
onarHosom AT/, cpeaHen WM TSKenon CTerneHu TedyeHus
B BOo3pacTe oT 6 Mec fo 18 net. Kpurepmu HEBKIIOYEHUS:
He 3annaHuMpoBaHbl. KpuTepun UCKIKYEHMS: He 3anna-
HUPOBaHbI.

LleneBoi noKasartesib uccaeaoBaHua

Ha ocHOBaHuK 3anuncen NepBUYHOM MEAULMHCKON OOKY-
MEHTaLUKn pernctpupoBanu cnydyam AU3 cpean nauMeHTOB
¢ At[. [ononHUTENbHO pPernucTtpupoBann BO3pacT Hadvana
AT/[1, OTArOUEHHOCTb CEMENHOIO aHaMHesa (HanuMyue cnyya-
€B aTonn4ecKunx 3abonesaHun n AU3 y 6IN3KKUX POACTBEH-
HWKOB NalLWeHTa, Hann4mMe annepruieckoro 3aboneBaHuns).
LleneBon noKasaTenb oOLEHMBaNCA B TPeX OTHOCUTENbHO
paBHbIX BO3paCTHbIX KaTteropusx: ¢ 6 mec go 5 net 11 mec,
c 6 net go 11 net 11 mec, ¢ 12 net go 17 net 11 mec cooT-
BETCTBEHHO. YKa3aHHble BO3pacTHble Mnepuoabl BbiGpaHbl
ona ynobCTBa OLEHKM COMyTCTBYIOLWEN ayTOUMMYHHOW naTo-
noruu cpeau aeten ¢ Atl. Bce gaHHble 3aHOCUAN B €4UHYIO
3NEKTPOHHY0 GOopMy € nocneayoLen NpoBEPKON.

CraTucTMyYecKue npoueaypbl

Pa3mep BbIGOPKH

Heob6xoanmbii pa3mep BbIGOPKM NpeaBapuTE/IbHO He
paccyuTbiBaNu.

CTaTucTn4ecKue MeToabl

OnuncaHue KONMYECTBEHHbIX MPU3HAKOB BbINOMHEHO
C yKasaHueMm cpefHero apudMeTM4ecKoro M craHAapTHO-
ro OTK/MOHEHMS. NS OLEHKM TOYHOCTM 4acTOTbl Cny4aeB
AU3 paccuntbiBann 95% poBepuTenbHbii WMHTepBan (AON)
C UCMNoNb30BaHWEM OHNanH-KanbKynatopa (https://epitools.
ausvet.com.au/ciproportion).

JTHyeckan aKcnepTusa

[MpoBeaeHne uccnegoBaHms ogo6peHo JlIoKanbHbIM He3a-
BUCUMbIM 3TMYecKMM Komutetom HMWLL 3g0poBbs geten
(npoTtokon N2 12 o1 05.12.2024). OT nauneHTOB B BO3pacTe
ctapwe 15 neT u 3aKOoHHbIX NpPeacTaBUTENEn BCex AeTen
B MOMEHT rocnutanusauuun noay4yanu noanMcaHHoe MHoop-
MUpOBaHHOEe [06GPOBO/IbHOE cornacke Ha WMCnoJfib3oBaHue
pe3ynbTaToB 06CeA0BaHUSA U Ie4eHUs B HayYHbIX LeNnsx.

PE3YJIbTATbI

B uccnepoBaHue 6binn BKAOYeHbl 10 239 nauneHToB
¢ AT/l cpeaHen (67,6%) v Taxkenon cteneHn (32,4%) TedeHuns,
cpeaHu Bo3pact — 7,7 rofa (CtaHAapTHOE OTKIOHEeHMe —
4,1 roaa), KeHcKoro nona — 6osee NosoBMHbL. Ha MOMEHT
HaxoXAeHus B cTauMoOHape conyTcTBylollee 3aboneBaHue
(= 1) anarHoctupoBaHo y 8103 (79,1%) neten, y 6475 (63,2%)
nauMeHToB — annepruyeckne 3aboneBaHus (CM. Tabnuuy).

Xota 6bl ogHO AN3 aguarHoctupoBaHo y 1628 (15,9%)
neten (95% AW 15,3-16,7%), Yalle Bcero ycrtaHaBNivBa-
N HanuWyne rHe3dHOM anoneuuu, Lennakunm U BUTUANUMO
(cm. Tabnuuy). Konnyectso cnyvaes AU3 Bbipocno ¢ 81 nauu-
eHTa (5,0%) B 2015 r. go 310 nauneHToB (19,0%) B 2025 1.
OT o6llero Konmvyectsa BbiiBNEHHbIX A3 3a Becb nepuosa
OUEHKKW. Hanbonee BbipaXKeHHbIM POCT Yucna cnyvyaes AU3
oTMeyeH B 2019-2021 rr. n nocne 2023 I. (CM. PUCYHOK).



Ta6nuua. XapaKTepucTKa NauneHToB ¢ aTONUYECKUM AePMATUTOM CPEAHEN U TAXKENON CTENEHU TeHeHus
Table. Characteristics of patients with moderate and severe atopic dermatitis

% (95% 1) % (95% [1U) % (95% 1)

HKeHCKuit non 5517 2035 | 53,7 (52,1-55,3) | 2750 | 56,5(551-57,9) | 732 | 46,3(43,8-48,9) | <0,001
OTArOWEHHbI 1467 544 | 14,4(13,3-15,5)| 670 | 13,8(12,8-14,9) | 253 | 16,0 (14,2-18,0) | < 0,001
CeMEWNHbIM aHaAMHE3

NlioGoe annepruieckoe 6475 1450 | 24,0 (22,6-25,4) | 3811 | 54,5(53,0-55,9) | 1214 | 53,4 (50,9-55,9) | <0,001
3aboneBaHne

Xporueckan 143 0 0(0-0,2) 0 0(0-0,2) 143 | 9,0(7,6-10,6) | <0,001
KpanuBHULa

NlioGoe ayroummykHoe 1628 258 | 6,8(6,0-7,6) 903 | 18,5(17,4-19,6) | 467 | 29,5(27,2-31,8) | <0,001
3aboneBaHue

[He3gHas anoneuuns 1074 397 10,5(9,6-11,6) 304 6,2 (5,5-6,9) 373 | 23,6(21,4-25,9) | <0,001
BuTMAMrO 184 0 0(0-0,2) 69 1,4(1,1-1,8) 115 7,3(6,0-8,7) | <0,001
Lienvakws 276 91 2,4(1,9-2,9) 116 2,4(2,0-2,9) 69 4,4(3,4-55) | <0,001
AUT 143 0 0(0-0,2) 24 0,5(0,3-0,7) 119 7,5(6,2-89) | <0,001
PeBmatouaHbIi apTpuT 64 0 0(0-0,2) 24 0,5(0,3-0,7) 40 7,5(6,2-8,9) <0,001

MpumevaHune. AN — poseputensHbi HTEpBan; AUT — ayTOMMMYHHbIN TUPEOUAUT.

Note. Cl (4M1) — confidence interval; AIT (AWUT) — autoimmune thyroiditis.

PucyHOK. [InHamunKa cny4aeB ayTOUMMYHHbIX 3a6071eBaHWi y eTel, roCNUTaNIM3MPOBaHHbIX C aTOMUYECKUM AEPMaTUTOM CpesHewn

1 TAXENON cTeneHn Te4yeHnsa B nepmog 2015-2025 rr.

Figure. Dynamics of autoimmune disease cases in children hospitalized with moderate and severe atopic dermatitis during the period

of 2015-2025
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lMepuog rocnutannsauum

PacnpefeneHHble nauuMeHTbl B BO3PaCTHbIX rpynnax
OTNIMYanuChb MO MOy U CEMENHOMY aHaMHe3y aToNMMYeCKUX
3abonesBaHnn n A3 (cm. Tabnuuy). HYactoTa CONyTCTBYIO-
WMX annepruyecknx 3abonesaHui ysenmymBanacb ¢ BO3-
pactoMm, Mpu 3TOM XPOHUYECKasa KpanvBHULA BblBNSNACh
TONbKO y NnoapocTkoB (p < 0,001). A3 3aperncTpmMpoBaHsbl
BO BCEX BO3pPacCTHbIX rpynnax ¢ MakCUmasibHOM 4acToToM
y MauMeHTOB MOAPOCTKOBOrO BO3pacTa (4actoTa Moyt
B 4 pa3a Bbllle, 4YeM B rpynne nauueHTOB B BoO3pacTe

[0 6 neT). Havbonbluine pasnuyua Mexiy Bo3pactamu
OTMEeY€eHbl A1 THE3AHOW anoneunu, BUTUIIUIO, ayTOUMMYH-
HOro TMpeonanTa U peBMaToMAHOro apTpuTa.

OBCYXKAEHUE

Pe3lome pe3ynbraTtoB UCCIefOBaHUSA

OnucaHa YacToTa cnydaeB AU3 1 annepruyeckmx 3abo-
nesaHumn cpean geten ¢ Atl. OTMeYeHbl BbipaxeHHble BO3-
pacTHble pasnnyns B CTPYKTYPE CONYTCTBYOLWEN NATONOM UK.
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B yacTHOCTH, 06HapyXEeHO, YTO Y AeTEN NOAPOCTKOBOro BO3-
pacTta B CpaBHEHWK C AeTbMUW MJajLLEero Bo3pacrta 3aMeTHO
Bbllle 4YactoTa u AU3, n annepruyeckmx 3aboneBaHum.
B oTHOWeHUN cnyqaeB A3 B NOAPOCTKOBOM BO3pacTe MaK-
CUMasibHOM GblNa YacToTa FHe34HOW anoneuuu, BUTUAWIO,
ayTOMMMYHHOIo TUpeouauTa M peBMaTOMAHOro apTpuTa.
YacToTa ayTOMMMYHHOM naTofornn cpeau aeten ¢ At/
3aMeTHO Bblpocna nocne naHaemmn COVID-19.

UHTepnpeTauusa pe3ynbTatoB UCCefOBaHUSA

CornacHo nony4yeHHbIM Hamu AaHHbIM, y aeten ¢ AT/
CpefHEen 1 TAKENOoW CTENEHU TeHYEHUs Hanbonee YacTbiMuU
COMyTCTBYOWMMH 3a60NeBaHUAMU OblIN annepruyecKkme,
4TO cornacyeTcs ¢ pesylbTataMn MeTaaHanusa, CornacHo
KOTOpOMY annepruyeckue 3aboneBaHus (6poHxuManbHas
acTma, PUHUT, NULLEBAs anieprus) AMarHoCTUpPYT Yy MOYTH
70% peten ¢ AT [16]. YacTota A3 B Hawen BbIGOpKe
Oblna OTHOCUTENIbHO BbICOKOM, YTO TaKXe cornacyercs
C JaHHbIMW KPYMHOro MeTaaHanu3a, COrflacHo pesynbTa-
TaM KoToporo y aeten ¢ AT/l puck pa3BuTtus nobbix AU3
(ocobeHHO anoneuuu KM BUTWUAWIO) 3HAYUTENbHO Bbllle
nonynaunMoHHoro [17]. 3Tu pes3ynbTaTbl yKa3blBalOT Ha
HEeo6X0AMMOCTb KOMIIEKCHOIO MoAaxoAa K AMarHoCTUKe
M BeaeHuto aeten ¢ AT/, BKIOYaa aKTUBHbBIM CKPUHUHT Ha
HannynMe ayToMMMYHHOM NaToNormu.

HakannuBatlowueca foKasaTenbCTBa MOATBEPKAAIOT,
4yto AT/l MOMKET BbICTYyNaTb He TO/IbKO KaK MNposiBieHne
annepruyecKkoro KOHTUHyyma [18], HO U KaK paHHUN UMMY-
HONTIOTMYECKMIN MapKep BbICOKOro pucka passutusa AU3.
OT0 0COBGEHHO aKTyallbHO B MeauaTpUyYecKOW MonyasLuu,
Korga paHHee BbISIBIEHUE U MOHUTOPUHI ayTOMMMYHHOWM
naTofiorMM MOTYT CYLLECTBEHHO MOBMAWATbL Ha MPOrHoO3
N KayeCTBO XKMU3HMU.

Jo 2002 r. cymTanocb, 4YTO KOPOHABWMPYCbl BbI3blBa-
0T HeTsKenble 3a60NeBaHUA BEPXHUX [AblXxaTeNbHbIX
nyten [19]. OgHako nocne Havyana naHgemum COVID-19
3Ha4YMMoe BJIMSHME KOPOHaBUPYCHOW MHOEKLMU Ha PUCK
pas3BuTUS 3ab60NeBaHW 4pYrMx OpraHoB U CUCTEM He Bbl3bl-
BaeT COMHeHui. bonee Toro, B Havane naHgemuu 6bi10
NMPUHATO CYMTaTb, YTO AETM OGONEIOT 3HAYUTENbHO pPeEXe
n nerye B3pochbix [20]. B 2020-2021 rr. Ha ¢doHe pacnpo-
cTpaHeHuns SARS-CoV-2 1 nocneaytolero NnocTMHPEKLUMOH-
HOro HabNAEHUA AeTEN C XPOHUYECKMMU 3ab60NEBaHUAMMU
KOXM YBENNYUIOCh KONMYECTBO HanpaBieHu Ha yrny6neH-
Hoe o6cnegoBaHWe, B TOM YKUC/E C OLEHKOM ayTOMMMYHHbIX
MapKepoB. B nutepatype onucbiBaeTcs BO3MOXHAsA POsb
BUPYCHbIX MHeKuun, Brmodaad COVID-19, Kak noTteHuu-
aNnbHbIX TpUrrepos aebtoTa unum obocTtpeHus AU3 y reHe-
TUYECKM MpeapacnonoxKeHHbix nuuy. Mocne 2023 r. pocT
Konu4yectBa cnydyaes A3 B BbIGOPKE HacTosLWEro uccne-
[I0BaHUS MOXET BblTb CBSI3aH C OT/IOXEHHbIM BbIIBIEHNEM
clny4yaeB, KOTOpble He OblIM AMArHOCTMPOBAHbI B NEpPUOA,
OrpaHWYeHUI, a TaKKe C paclMpPeHMEM MPOrpaMM CKpU-
HUWHra B NOCTNaHAEMMUWHBIA Nepuoa.

Poct 4actoTbl cnydyaeB AU3 cpean geten ¢ AT/ 3a
10-neTHM nepuoa B NPOBEAEHHOM WCCNEeAOBaHUKM MNofa-
TBEPHKAAET HEOOXOAMMOCTb PErYNSIPHOIr0 CEPOSIOrMYECKOrO
MOHWTOPWHIa (Ha aHTUTeNna K TMpeonepoKkcuaase, TUpeo-
rno6ynnHy, TKAHEBOW TpaHCIrnyTaMuHase) y AJaHHOM KaTero-
pUM NaUMEHTOB, y4eTa GaKTOPOB pUCKa (XKEHCKWI NoJ, Noa-
POCTKOBbIN BO3pacT, Taxenoe TedeHue AT/[), pa3paboTku
NPOTOKONOB MEXAUCUMNINHAPHOIO BEAEHWUS C y4acTUEM
neanaTpoB, 4ePMaTooroB, 3HAOKPUHONOINOB, PeBMaToNo-
roB W racTpoaHTeponoros. lpu 3TOM cnegyeT yy4uTbiBaThb,
YTO PWUCK AYTOMMMYHHbIX HApPYLIEHWUIA MONOMKMUTENBHO KOp-

penupyeT C TAXKECTblo WU AIMTENbHOCTbIO aHamHe3a AT/.
B HacToflee Bpema Hamu BeeTca U3y4eHne CBA3M pUcKa
pa3BuTnsa A3 ¢ KoHUeHTpauuen IgE, naToreHHbIMK n3ame-
HEHUAMW reHa dwunarrpuHa, Mapkepamu ayTOMMMYHHOW
aKTUMBHOCTU (@HTUHYK/I€apHble aHTUTeNa, aHTUTeNa K TMpeo-
nepokcmaase).

OrpaHuyeHus uccnefoBaHusa

OueHKka cnydaeB c¢ AT/l npoBoaunacb TONbKO cpeau
nauneHTOB, rOCMUTAIM3UPOBAHHbIX A1 TIEYEHUS B YCI0BU-
fIX cTalMoHapa. B nccnegoBaHue Mornun GbiTb HE BKJOYeE-
Hbl MaUMWEHTbI, MMEtOWME COMYTCTBYIOLWYIO ayTOMMMYHHYIO
naTtonorunio, No NOBOAY KOTOpPOM HabnoaaoTes B Npoduib-
HOM OTAENEHUH.

3AK/TIOYMEHUE

AT/l y neten cneflyeT paccMaTpvBaTb KaK NOTEHLMaNb-
HblH CUCTEMHBIN WUMMYHHbIM MapKep, acCOLUUPOBaHHbLIN
C PWUCKOM pasBUTMA ayTOMMMYHHOW naTonornun. BbicoKas
nons conytcTBytowmnx AM3 cpean naumeHtoB ¢ AT noa-
YepKMBaAET BaXXHOCTb KOMMIEKCHOIO K/JAMHWMYECKOro Noj-
X0[a K BeAEHMUIO TakuX 6O/bHbIX, OCOGEHHO MpPU THAXKENOM,
LUTENBHOM W PELMAMBUPYIOLLEM TeYeHuu 3aboneBaHus.
B cBs3K ¢ 3TUM npeacTaBasieTcs LenecoobpasHbiM BKIOYE-
HWe B CTaHAapPTHOE KIMHUYecKoe o6cneoBaHMe nalmMeHToB
¢ AT/l OUEHKM MMMYHHOro craTyca, B TOM 4ucne nabopa-
TOPHbIX NOKa3aTenen ayToMMMYHHOM aKTMBHOCTW. Ocoboe
BHMMaHWe cneayeTt yaensaTb NauuMeHTam C OTArOLWEHHbIM
CEMENHbIM aHaMHe30M no AU3, a TaKkKe C KIMHUYECKUMU
NPU3HaKaMu, BbIXOAAWMMK 33 PaMKKU TUMUYHOTO TeYeHUs
AT[l, — TaKMMM KaK CUCTEMHbIE BOCManuTeNbHble NposBie-
HUS, aTUNUYHas NoKanM3aumsa BbiCbiNaHW, PE3NUCTEHTHOCTb
K Tepanuu. AKTyanbHOW OCTaeTca pa3paboTKa anroputMoB
paHHero BbIIBNEHUS ayTOMMMYHHOW MaTtonorvuM y aetew
¢ AT/, 4TO NO3BOIUT HE TOJIbKO CBOEBPEMEHHO ANArHOCTUPO-
BaTb COMYTCTBYOLME 3a60NEBAHUSA, HO U ONTUMU3NPOBATb
TepaneBTUYECKUE MOAXO/bl, CHUXAasi PUCKU XPOHUYECKOro
TeyeHus ATl n pa3BUTUSA OCIIOXKHEHWN.
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He6iloT ocTporo ¢eopunbHOro
HeuTpodunbHoro pgepmarto3a Ceura
y pebeHKa nocne nepeHeceHHoro
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O6ocHoBaHue. CuHapom CBUTa — pefKoe BocnaauTesibHoe 3abo/ieBaH1e U3 rpyrnbl HEUTPOPUIIbHbIX JePMaTO30B, XapaK-
TepuU3YyIoLLEeECs rMNeprnpoayKUnes npoBOCainTe/bHbIX LUMTOKMHOB. OnucaHue KIMHUYeCKOro ciay4das. Y pebeHka, BO3-
pact 1 rog 3 mec, ¢ HanpaBuUTe/IbHbIM AMarHo3oM «[aHrpeHo3Has nNMoAepMusl» YCTaHOBJIEH KIIMHUYECKWI anarHo3: «OCcTpbii
PebpuIbHbIN HENTPOPUIbHbIN AepMaTo3 CBuTa». C Le/blo YTOYHEHUS] AMarHo3a npoBEAEHO MOJIEKYSIPHO-reHETUYECKOEe
ucenegoBaHMe — MoJIHO9K30MHOE CEKBEHMPOBaHME BEHO3HOW KPOBW NauyueHTa u ero matepu, B pesysbrare KOToporo
Yy 060mx B 3K30He 26 reHa UBAL 6b11 BbISIBIEH HYKNEOTUAHbLIN BapuaHT ¢.3061C>T. B CBA3M C TAKECTbIO MaToO/I0rM4ECKOro
KOXHOro rpouecca, BbICOKON KOHLIEHTpaUunen UHTepIeNnKUMHOB 1 1 6, a TakKe B COOTBETCTBUM C OINbITOM BEAEHUS TaKuX
nayMeHToB, OMMCaHHbIM B MEAMLIMHCKOM uTepaTtype, noaTarHo npoBeAeHa Teparnus rnpenapatamu MeTUINPenHN30/I0H,
AarcoH, ToaunuTMH1MG, aHakMHpa, PYKCOMTMHUG. Ha oHe nederHms oTMevasiach CTOMKas PEMUCCHUST KOXXHOMO NaTosoru-
yecKoro rpouecca. 3aknr4deHune. [lpeactaBieH KIMHUYECKNI Cy4an OCTPOro ¢pebpuabHOro HeNTPOPUIbLHOIro gepmMmaTto3a
Csura. [poaeMOHCTpUpPOBaHb! pe3ybTaThbl yCeLHON MEAUKaAMEHTO3HON Teparmu.

Knro4yeBble cnoBa: cuHapom CBuTa, HENTPOGUIIbHbIN AepMaTos, ayToBoCcnaanTe/lbHble 3a601eBaHUs, METUIINPEAHNI0/IOH,
aHakuHpa, TopaynTMHUG, JeTn

Ansa untnpoBaHusa: MypawkuH H.H., Ennwes P.B., bakyHoBa H.A., PogunHa HO.A., UBaHoB PA., MatepukuH A.U., OnpsatuH JT.A.,
NeoHoBa M.A,, MNaBnoBa E.C., ABegoBa A.{. Je6toT ocTporo ¢pebpunbHOro HeMTpodunbHOro gepmartosa Ceuta y pebeHka
nocne nepeHeceHHoro COVID-19: KAWHWYECKMW crydan. Bornpockl coBpemeHHou neanatpumn. 2025;24(4):.246-254.
doi: https://doi.org/10.15690/vsp.v24i4.2946

OBOCHOBAHME

OcTpbin  GebpuUNbHbIN  HEUTPOPUIbHBLIM  AepmaTo3
Csuta (nanee — cuHapom CBuTa) — peakoe MHorodakTop-
Hoe BocnanutenbHoe 3abosieBaHuWe. BnepBble onucaHo
B 1964 r. rpynnov Bpayewn nog pykoBoactBoM Pobepta
Oyrnaca Csuta [1]. CornacHo AaHHbIM nUTEpaTypbl, CUH-
apom CBuTa AMArHOCTUPYIOT NPENUMYLLECTBEHHO Y XEHLWMUH
B Bo3pacte 30-60 net [2]. YacToTa cny4yaeB CUHApPOMa
cpeau aeTer 4OCTOBEPHO HEM3BECTHA.

PazButne cuHapoma CBMTa accouLMMpPOBAHO C runep-
NpoayKLUMen npoBocCnanuUTebHbIX LIMTOKMHOB (MHTEpPNen-
knHoB (IL) 1, 6, 8, daKTopa HeKpo3a onyxonu anbda
(TNF-a), uHTepdepoHa ramma (IFN-vy)), nHayuupyiowen
XEMOTaKCUC 3pesblXx HEWTPODMIOB B AepMy U GOpPMUPO-
BaHWe MHbUNLTpMpPOBaHHbIX nanyn [3, 4]. CuHapom CeuTa
XapaKTepmnayeTcss MHOroo6pas3Hov KIAMHWUYECKOW CUMMTO-
MaTUKOW, 4TO onpeaensieT CAOXKHOCTb AnddepeHumnanb-

HOWM AMArHOCTUKM C APYrMMKM 3a60fieBaHUSAMU U3 TPynnbl
HeWTPOPUNbHBIX AepMaTo30B. [N cMHAPOMa xapaKTepHbI
HenTpodUbHbIM Aepmato3 ¢ deHoMeHoM naTeprum [5],
NPOSIBNEHUSA NaHHWKyAUTa [6], MPU3HAKU CUCTEMHOIO BOC-
nanuTenbHOro OTBETa — peunauMBupylolwas Mxopagka,
NOBbILEHNE KOHLEHTPALUMN B KPOBM MapKepPoB BOCMNaieHns
(CO9, C-peakTtnBHOro 6enka, ¢pepputuHa) [4], npoBocna-
NUTENbHbIX LMTOKMHOB [3], a TaKkKe pas3BUTUE MUENoaMC-
niaactMyeckoro cuHgpoma [7] v maHudecTaumsa OCTporo
nenko3sa [8]. KoHceHCyC B OTHOLEHUW AUArHOCTUKHK U nede-
HUS NauneHTOB ¢ cuHapomom CeuTa He cbopmupoBaH. Bee
NpeacTaB/ieHNUs O BEAEHWWU TakKnx GOJIbHbIX OCHOBaHbl Ha
KNUHUYECKMX HabNoaEeHUSIX.

Manudectaumns cuHgpoma CeuTa MOXKET UMETb MAMO-
naTM4ecKUM XxapakTep, OAHaKo 4aule Ae6loT 3aboseBa-
HUS accoLMMpoBaH C NepeHeceHHbIMU UHPEKLIMOHHBbIMU
3aboneBaHUAMM 1 NapaHeoniacTU4eCKUM npoueccom [9].



K paHHUM NposiBNEeHUAM CUHAPOMa OTHOCAT OCTPOE Hayaso
C noAbeMOM TemnepaTtypbl 40 Ge6pPUNbHbIX LUDP, 60NE3HEH-
Hbl€ BbICbINaHUSA B BUAE MHOUALTPUPOBAHHLIX Nanyn, y3en-
KOB, ON5lIEK, NOKaNM30BaHHbIX B OO/bLWNHCTBE ClyYaeB
B 06/1aCTU NLA, TYI0BULLA U BEPXHUX KOHEYHOCTEWN, peXKe —
aptpanruu [10]. Mo gaHHbIM NabopaToOpPHbIX UCCNEeA0BaHUN
OTMeYaloTCs HEMTPODUIbHbIM NENKOLMTOS, NOBbIWEHNE KOH-
LLeHTpauuMm MapKepoB BocnaneHus [4].

KaKk npaBuno, npMMeHeHWe CUCTEMHbIX [NTIOKOKOPTH-
KOngoB npu cuHapome CBuTa 6€3 OTArOLWEHHOM KOMOP-
6MaHOM naTonornmM no3BOASET A0O6UTbCA KIMHWMYECKOro
ynyqyweHus. lNaToreHeTuyecKas Tepanus HENTPOPUIbHbIX
[epmMaTo30B BK/OYaeT NMpPUMEHEeHUe TeHHO-UHKEHEPHON
6uonornyeckon Tepanuun uHruéutopamm IL-1 (aHakuHpa,
KaHaKuHymab) u IL-6 (Tounnndymab), B HEKOTOPbIX Chy-
Yasx BO3MOXHO MNPUMEHEHUE WHITMOUTOPOB KaNbLMHEB-
pyHa (LUMKIOCMOPKUH, TAKPOIMMYC), a TaKXe npoBeleHue
aNNoreHHoON TpaHCMNaHTaUnun reMono3aTUYECKUX CTBOJIO-
BbIX KneToK [11, 12]. OnucaHo npuMeHeHne azauuTuamHa
y B3POC/bIX NaLWEHTOB C COYETAHHbIM MWeNogucniacTu-
YyeckuM cuHapomom [13, 14]. Tem He MeHee, B CBS3M
C TSIKECTblO HEWTPOPUIbHBLIX AEPMATO30B KIMHUYECKUN
OTBET B HEKOTOpbIX ciy4yasax GbiBaeT HeAoCTaTO4YHbIM, YTO
obycnosnuBaeT HEO6XOAUMOCTb NPOBEAEHUA KIMHUYECKUX
nccneaoBaHUM Ans NOWCKa HOBbIX MULIEHEW TapreTHowM
Tepanun 60MbHbIX.

HecmoTps Ha pa3Hoo6pasune TepaneBTUYECKUX MOAXO-
[10B, /le4eHne nauMeHToB C peuuanBupyowmMmn dopmamm
cuHapomMa CBuTa, a TaKKe NPU HaNNYMM reMatoNorm4yecKux
HapyweHun 3a4acTyto npobaemaTuyHo. B JaHHOM KOHTEKCTe
npeacTtaBnseT MHTEPeC NPUMEHEHNE CUCTEMHBIX MHIMOUTO-
poB fHyc-KnHa3 (JAK), BO3AeNCTBYIOWMX Ha naTtoreHeTnde-
CKM 3Ha4YMMble NPOBOCMaNUTENbHbIE CUTHA/bHbIE NYTHU.

B paHHOM cTaTbe BNepBble B UTepaType OnucaH cnyvyamn
YyCNEWHOro NPUMEHEHUS PYKCOIMTUHUOA — CENEKTUBHOIO
nHrnéutopa JAK-1 n JAK-2 — y nauueHTa ¢ CUHAPOMOM
CeuTta. lNpenapaT NpPOAEMOHCTPUPOBAN BbICOKMM KIWHU-
YeCKMN 3PbEKT € KynMpoBaHUEM JIMXOPAAKU U KOXKHbIX

NPOSIBIEHNN, @ TaKKe CTOMKOW peMUCCUEN MPU OTCYTCTBUM
BblpaXeHHbIX NOBGOYHbIX SBAEHUN.

Taknum 06pa3om, NpeAcTaBAEHHbIA KIMHWUYECKUA MNpU-
Mep NoAYepKUBaET NoTeHunanbHyto ponb JAK-UHrMbuTopos
B Tepanuu cuHapoma CBuTa, 0COGEHHO B pedpaKTepHbIX
K CTaHAapTHOM Tepanuu cryyasX, U OTKPbIBAET NEPCNEKTUBSI
ONa JanbHEeWWnX MUCccneaoBaHWm No M3ydYeHuto addeKTmB-
HOCTM M 6€30MacHOCTM AaHHOro Knacca npenapaToB B paMm-
Kax KOHTPONIMPYEMbIX KIIMHUYECKUX UCCNeOBaHWUNM.

KNUHUYECKUHA NPUMEP

O nauueHTe

[eBoyka, Bo3pacTt 1 roa 3 mec, BnepBble MOCTyMNu-
na B otgeneHne gepmatonormn HMWLU, 3gopoBbs peten
(r. MockBa) ¢ »xanobamu Ha pacnpoCcTpaHEeHHbIE BbICbINaHWA
B BWAE 0O4YaroB 3pPO3UBHO-A3BEHHOr0 XapaKkrepa, NOBbl-
lieHWe Temnepatypbl Tena, 6ecrnoKOMNCTBO, pas3apaxKuTeb-
HOCTb, HapyLLUEHWE CHa.

AHamMHe3 6os1e3HMU. Co cnoB MaTepu, pebeHoK 60oseH
¢ Bo3pacTa 1 roga 2 mec, Korga nocne paHee nepeHeceHHo-
ro COVID-19 (B Bo3pacTe 1 roga 1 mec) BNepBble OTMETUN
nosiBNeHne y3eflka Ha 3ajlHen NOBEePXHOCTM npaBoro 6eapa.
XWpyprom no MeCTy MUTeNbCTBa YCTAHOBJ/IEH AMArHO3:
«PypyHKyn», NPOBEAEHO BCKPbITUE U APEHMPOBAHME y3enKa.
OaHaKo paHa B TeYeHue nocneayolmx 2 Mec He 3a)XuBana.
Pe6eHOK Obl rocnuTann3uMpoBaH B XMPypruyeckoe oTae-
NleHne ¢ auarHosom: «BanorpaHynupyiollas paHa 3agHen
NOBEPXHOCTM MpaBoro 6eapa, COCTOSIHWE MOC/e BCKPbITUS
FHOMHWKa». BbINONHEHO AOMOMHUTENBHOE WCCEYEHWE rpa-
HY/IMPYIOLLEN paHbl, Ha3Ha4yeHa aHTMOMOTMKOTepanusa. 3a
BpemMsl rocnuTannadalmm CO CTOPOHbI KOXHOMo npolecca
oTMeYanacb oTpuuateNnbHas AMHaMUKa B BUAE YBENUYEHMS
B pa3mMepe MMEIOLMXCS 04aroB, MOSIB/EHUS HOBbIX BbICbl-
naHWn, B TOM 4YUCe B MeCTax NPOBEAEHUS MHBEKLMM aHTK-
OVMOTUKOB M B3ATWS KPOBM (beHOoMeH nateprum). MayneHTka
KOHCYNbTUPOBaHa [epmaTofioroM, NpeanofioXeH AuarHo3:
«[aHrpeHo3Hasa nuoaepmus». HasHavyeHa Tepanusa npeaHu-
30/10HOM B A031poBKe 10 Mr BHYTPUBEHHO 1 pa3 B CyTKM
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Acute Febrile Neutrophilic Dermatosis (Sweet Syndrome) Onset
in a Child After COVID-19: Case Study

Background. Sweet syndrome is a rare inflammatory disease from the group of neutrophilic dermatoses, characterized by
proinflammatory cytokines hyperproduction. Case description. A child, 1 year 3 months old, with referral diagnosis of “Pyoderma
gangrenosum” was diagnosed: «Acute febrile neutrophilic dermatosis. Sweet syndrome». Molecular genetic testing was carried out
to clarify the diagnosis: whole-exome sequencing of venous blood from the patient and his mother. As a result both of them had
nucleotide variant c.3061C>T in exon 26 of the UBA1 gene. Step-up therapy with methylprednisolone, dapsone, tofacitinib, anakinra,
and ruxolitinib was administered due to pathological skin process severity, high interleukins 1 and 6 levels, and according to the
experience in management of such patients described in medical literature. Sustained remission of the skin pathological process
was noted on treatment. Conclusion. Case study of acute febrile neutrophilic dermatosis (Sweet syndrome) is presented. Results of
successful drug therapy are shown.

Keywords: Sweet syndrome, neutrophilic dermatosis, autoinflammatory diseases, methylprednisolone, anakinra, tofacitinib, children
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Clinical Observation

KnuHuyeckoe HaGnopeHue

B TeyeHue 10 cyT, TOMMYECKMMM KOpTUKOcTepouaamu. Ha
poHe neyeHUs oTMevanacb BPEMEHHas MONOXKUTeNbHas
OvHaMuKa. o OKOHYaHWKM Kypca CUMCTEMHbIX MIIOKOKOPTUKO-
MaoB 6bI10 OTMEYEHO 060CTPEHME KOXKHOMO NaToorMyecKo-
ro npouecca. [lanee 6bina npoBedeHa TenemMeauLMHCcKas
KOHCY/bTaLMsa C COTPYAHWMKaMW OTAENEeHWs AepMaTonoruu
HMMWL, 3n0poBbs aeTen, yCTaHOBNIEH KIMHUYECKUI AnarHos:
«HenTpodunbHbIM fepmaTtos (L98.2)». MNauneHTKa 3KCTPEHHO
rocnuTanManMpoBaHa B oTaeneHue gepmatonormn HMWL,
3[0pOBbS AETEN.

AHamMHe3 XM3HMU. PebeHOK OT BTOpOW 6epeMeHHOCTU
(6€e3 0CNoXKHEeHUI), NepBbIX eCTeCTBEHHbIX POAO0B. Poc 1 pas-
BMBa/ICA B COOTBETCTBMM C BO3pacToMm. HacnenctBeHHbIn
aHaMmHe3: y maTepu pebeHKka — cebGoperHbIn AepMaTuT.
ANnepronorMyecknii aHaMHe3: He OTArOoLLEH.

dusukanbHaa AMarHocTUKa

Mpu ocMmoTpe obliee COCTOsIHUE TAXenoe, TemnepaTypa
Tena — 37,3 °C, macca tena — 10 kr, poct — 80 cm. Status
localis: KOXHbIM NaToONOrMYEeCKUn MpoLLecc pacnpocTpa-
HEHHbIW, OCTPOBOCMA/IMTENBHOIO XapaKkTepa, npeacraBneH
nanynamu, apo3usamMu, 93BaMu, JTIOKaIM30BaH Ha KOXe nuua,
TYIOBMLWA, BEPXHUX U HUXKHUX KOHEYHOCTeN. Ha Koxe nuua
B o6nacTtv nba v Haj BepXHen rybon MHOUIBTPUPOBaHHbIE
apuTemaTtosHble nanynbl 4o 0,5 cM B gMameTpe ¢ MeIKMMHU
3PO3USIMU Ha MOBEPXHOCTU C CEPO3HO-reMopparnyecKkum
oTAeNsieMbIM, Ha NOBEPXHOCTU CKYAHOE KOJIMYECTBO HEKPO-
TU3UPOBAHHbIX KOpo4yeK. Ha Koxe TynoBulla B o61actu
rpyav cnpaBa v XMBOTa CHWU3Y cieBa MHOUIBTPUPOBaHHbIE
3puTEMATO3HbIe nanyfbl 40 1 CM B AMAMETPE C MENKUMU
3PO3USIMW Ha MOBEPXHOCTU C CEPO3HO-rEMOppParnyecKkum
oTAeNseMbIM, Ha NOBEPXHOCTU CKYAHOE KOIMYECTBO HEKpPO-
TM3MPOBAHHbIX KOPOYEeK. Ha Koxe BepxHUX KOHe4yHocTewn

B 06/1acTM KybuTaibHbIX IMOK, 061acTh KUCTEW, B MecTax
npoBeAeHNs BHYTPUBEHHbIX UHBEKLUIM (beHOMEH naTeprum)
OTMeYaloTCH A3BEHHbIE NOparkeHns Ao 3—4 cM B guameTpe,
BO3BbILWIAOWMECH Ha[ YPOBHEM KOXM, C NOAPbLITbIMKU Basu-
KOOGpPa3HbIMKM KpasiMK SIPKO-KpacHOro LBeTa, B LEHTpe
o4yaroB Cepo3Ho-remMopparmyeckoe otgensemoe (puc. 1). Ha
KOXe npaBoW AroAuubl OTMEYaeTCcsi TMraHTCKas OKpyrnas
f3Ba pa3Mepom A0 7 CM B AnaMeTpe, BO3BbIWaloLLasacs Haa
YPOBHEM KOXW, C MOAPLITbIMU BaIMKOOOPa3HbIMKU KpasgMu
SIDKO-KPACcHOro LBeTa, B LIEHTPe 04aroB CEepo3HO-reMop-
parvyeckoe otgensemMoe. Ha Koxke npaBoro 6eapa c3aau
MMEETCS aHanornyHas a3Ba oBaNibHOW GOPMbl pa3Mepom
1o 10 X 15 cm (puc. 2).

MpeaBapuTeNbHbI JUArHo3
OcTpbin GebpunbHbIn HENTPODUbHLIM AepMaTo3 CeuTa.

JlaGopaTopHble uccaefoBaHUSA NPU NOCTYMJIEHUKN

KnuHMYeckun aHanua KpoBwu: remornobuH — 90 r/n
(Hopma 110-135 r/n), neikouutsl — 38,1 X 10°/n (Hop-
Ma 6-15 X 109/n), HenTpobunbl — 32,9 X 109/n (Hopma
1,1-5,8 X 10%/n), HelTpodunbl — 86,5% (Hopma 30—-33%),
TpoM6oLUUTEl 724 X 109/n (Hopma 150-580 X 109/n),
CO3 — 48 mM/4 (Hopma 2-20 MM/4), reMaTOKpUT —
27,7% (Hopma 33-39%), nuMmdouutsl 3,24 X 109/ (Hopma
4-10 X 109/n), numooumntsl — 8,5% (Hopma 45-70%),
303nHoPUNbl — 0,3% (Hopma 1-5%), He3penblie rpaHyno-
uMTbl — 0,93 X 109/n (Hopma < 0,05 X 109/n), Heapenble
rpaHynountel — 2,4% (Hopma < 1%).

Bbuoxummnyecknin aHanma KpoBu: C-peaKTUBHbIN BENOK —
63,4 mr/n (Hopma < 5 mr/n), IL-6 — 20,6 nr/mn (Hopma
0-7 nr/mn), deppnutuH — 110,5 Hr/mn (Hopma 12—67 Hr/mn),
weneso — 1,51 MKmonb/n (Hopma 7,2—-17,9 MKmonb/n).

Puc. 1. Pe6GeHoK, Bo3pacT 1 rog 3 Mec. f3BeHHble NopaxKeHus B 06nactut KUCTU (A) n nokTeBbIx crn6oB (b, B, ) (beHomeH nateprum)
Fig. 1. Child, 1 year 3 months old. Ulcerative lesions on the hand (A) and elbows bends (B, B, I') (pathergy phenomenon)

McTouHmK: MypalwkuH H.H. 1 coaBT., 2023.
Source: Murashkin N.N. et al., 2023.

Puc. 2. Pe6eHoK, Bo3pacT 1 roa 3 Mec. [MraHTCKue OKpyrible 93Bbl Ha KOXe npaBoro 6eapa (A, b) v npaBow sroauubl (B)
Fig. 2. Child, 1 year 3 months old. Giant round ulcers on the right thigh (A, B) and right buttock (B) skin

McTouHmK: MypallukvH H.H. 1 coaBT., 2023.
Source: Murashkin N.N. et al., 2023.




Koarynorpamma: ¢ubpuHoreH — 6,97 r/n (Hopma 1,62—
4,01 r/n), D-aumep — 0,7 mKr/mn (Hopma 0,09-0,53 MKr/mn).

AHTMTena knacca IgG K S-6enky SARS-CoV-2 —
3371 BAU/mn (Hopma < 0,8 BAU/mn).

lpoBefeHO reHeTUYecKoe WuccnefoBaHWe BEHO3HOM
KPOBM MaLMEHTKM METOAOM MOMHO3K3OMHOIO CEKBEHMPO-
BaHWS C Mocneaylowen nHtepnpetaumen noayvyeHHblX AaH-
HbIX Bpayom-reHeTMKom. B ak3oHe 26 reHa UBAZ1 (y6uk-
BUTUH-akTMBUPYOWMA 6enok; OMIM *314370) BbigBneH
HYKNEOTUAHbIM BapuaHT ¢.3061C>T (chrX:47214813C>T,
NM_003334.4; rs1423910714) B reTepo31MroTHOM COCTOSI-
HUW C HEM3BECTHLIM KIIMHUYECKMM 3HAYEHUEM, NPUBOASLLMA
K @aMWHOKMCNOTHOMY BapuaHTy p.R1021C.

CornacHo 6a3e gaHHbix OMIM, n3ameHeHnus B reHe UBA1
onucaHbl Yy NnaumeHToB ¢ cuHapomom VEXAS (OMIM #301054),
BO3HMKAOWMUM B pe3ynbTaTe COMaTUYEeCKUX MyTaLui,
a TaKXKe y nauneHToB ¢ X-CLENIeHHON CNUHaNbHOW Mbllley-
HoW aTtpodwmen, Tvn 2 (OMIM #301830), Hacnegyemon no
X-cLenneHHoMy peLeccuBHOMY TUMy. MNaToreHHblX, BeposT-
HO-MaTOreHHbIX U HYKNEOTUAHBIX BApUaHTOB C HEU3BECTHLIM
K/IMHUYECKNUM 3HayeHuem B reHe MEFV (kogupyeT 6enok
MapeHOCTPUH (MUPUH)) HE BbIABNEHO.

UHCcTpyMeHTanbHbie uccnefoBaHUs

[na noateBepxaeHua guarHo3da cuHgpoma CBuTa Gbina
npoBeAeHa guarHocTuyeckas 6GMONcus Koxu. Mo AaHHbIM
MOPGdONOrnMYecKoro uccnefoBaHus 6Guontata KOXu OTMe-
YEeHO HapylleHWe LEenoCTHOCTM anuaepmuca ¢ GopmMupo-
BaHMEM y6OKMX A3BEHHbIX aedeKToB. B gepme Ha doHe
BblpaXK€HHOro OTEKA U 3KCTpaBa3alMn 3PUTPOLIMTOB Habto-
fJanacb gnddysHasa nonMmMopdHoKneToYHass MHOUNLTPaLUS,
B COCTaBe KOTOpOW npeobnajann HEeMTpodUbHblE rpaHy-
NIOLMTBI, MECTaMu BbIIBASAACh NPUMECH MMIAHTCKUX MHOrO-
A0epHbIX KNeTOK. Ha oTaenbHbIX yHacTKax 06Hapy*KeHbl Nons
numbounTapHon MHdGUAbLTpauun (puc. 3).

Mpn MMMYHOrMCTOXMMUYECKOM WCCNEAOBaHWM B BOC-
nanuTeNbHoM MHPUNbLTPaTe MHOroYymMcneHHble CD3- n CD6G8-

NO3UTUBHbIE KNIETKK, B MeHblLern cteneHn — CD20 n CD79a.
Otmeyvanucb CD38- u MHoroyucneHHble CD10-no3uTUBHbIE
KNeTKkW. BocnanutenbHble KNETKU MPOHWUKAW B Aepmy
W runogepmMy u cHpOpMUPOBaIN CKOMEHUS BOKPYr aau-
nouMToB. OTMEYannucb MHOIOYUCIEHHbIE bCI2-NO3UTUBHbIE
KNneTkn. NHaekce nponvdepaumnmn Ki67 BbICOKMM B y4acTKax
Bblpa)EHHOM MPOAYKTMBHOW MHOMAbTpauuu. Tdt-peakuus
oTpuuaTtenbHas, nNpu oTpuuaTenbHOM KOHTpone (puc. 4).
3aK/o4YeHne: BbIB/IEHHbIE U3MEHEHUS He npoTuBopedaT
KJIMHUYECKOMY AMarHosdy cuHapoma Ceuta.

C Lenbto NUCKIOYEHNS MUENOANCINACTUYECKMX U MUENO-
nponudepaTMBHbIX 3aboneBaHU GblM NPOBEAEHbI cneay-
lolMe nccnefoBaHus: MarHMTHO-pe3oHaHcHas ToMmorpadus
BCero Tena, KOMMbloTepHas ToMorpadua opraHoB rpyaHoOM
KNeTKK, aHrmorpadus cocyaoB LIEeW, FPyaAHOM U GproLHON
nosiocTen, KONOHOCKOMMUSA, 330daroractpoayoaeHOCKonus,
YNbTPa3BYKOBOE MUcCCnefoBaHWe OpraHoB Majaoro Ttasa,
OPIOWHON MOMOCTU, COCYAOB HUMHUX KOHEYHOCTEW, No4YeK
M MOYEBOro nysblps, axoKapauorpadwus, TpenaHobuoncus
KOCTHOro Mo3sra. o pesynsratam nccnegoBaHuin MMenoanc-
nnactMyeckMe u muenonponudepatuBHble 3abofieBaHUA
Obl/TM UCKITIOYEHBI.

KnuHuyeckum gnarHos

OcHoBHOM anarHo3s: «CuHapom VEXAS ¢ ne6ioToM ocTpo-
ro ¢ebpunbHOro HenTpodunbHOro gepmatosa Ceutanr.

ConyTcTBYytOWMIM anarHos: <KenezogeduumtHasg aHemMUS
CpenHeN CTENEHU TAKECTH».

AuHamuKa 1 ucxogbl

B cBA3K c Tem, 4To cuHapom CBWTa SABASETCS PEAKMM
3aboneBaHMeM C TOPMUAHLIM TEYEHUEM, a TaKKe B CBA3MU
C HeaPDEKTUBHOCTLIO NMPUMEHEHHbIX B OTAENEHUN Lepma-
Tonornm HMUWL, 300poBbsa AeTel npenapatosB NepBON JIMHUK
Tepanun (CUCTEMHbIE [IIOKOKOPTUKOUAbLI) OblN0 MPUHATO
pelieHne o HasHayeHun Nno nokaszaHuto off-label (B atom
cnyyae 1 B Nocneaylowem pelweHne 0 Ha3HavyeHUn No aTomy

Puc. 3. Pe6eHoK, Bo3pacT 1 rog 3 mec, ¢ cuHapomMoM CeuTa. lMctonornyeckoe uccnegoBaHne 6MONCUMHOrO matepuana Koxm
Fig. 3. Child, 1 year 3 months old, with Sweet syndrome. Histological examination of skin biopsy material

A

b

MpumevaHue. B nepme Ha GoHe BbIpaXeHHOro OTeKa M IKCTpaBasaLmMmn 3pUTpoLMTOB oTMevaeTcs AuddysHas nonnmopdHOKIETOYHaS
MHPUNBLTPaLMA ¢ NpeobnagaHneM HeNTPODUNbHBIX FPaHYNOLMTOB (A; OTMEYEHO CTPENKOM), MECTaMU BbIABNAETCA NPUMECH MMIaHTCKUX
MHOrosAepHbIX KNeTOK (b; 0TMeYeHo CTpenkon). Ha oTaenbHbIX y4acTKax 06HapyxmBatoTcs nong TuMdoLmMTapHon nHGUAsTpaLmn.

OKpacKa remaToKCUIMHOM M 303MHOM. YB. X10
McTouHuK: MypawkuH H.H. n coaBrT., 2023.

Note. Diffuse polymorphocellular infiltration with predominance of neutrophilic granulocytes (A; marked with arrow), with single giant
multinucleated cells (b; marked with arrow) can be revealed in dermis against profound edema. Lymphocytic infiltration can be revealed

in some areas. Hematoxylin and eosin staining, phf X10
Source: Murashkin N.N. et al., 2023.
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Clinical Observation

KnuHuyeckoe HaGnopeHue

Puc. 4. Pe6eHok, Bo3pacT 1 roa 3 mec, ¢ cMHApoMom CeuTa. IMMYHOMMCTOXMMUYECKOE UccnefoBaHue
Fig. 4. Child, 1 year 3 months old, with Sweet syndrome. Immunohistochemical study

--
--
--

lNpumeyvarme. A — CD3-kneTku; b — CD68-knetku; B — CD20-kneTku; I — CD79a-kneTku; [ — CD38-knetku; E — CD10-KneTku;
K — bcl2-no3uTuBHbIE KNETKKU; 3 — nHAEKC nponudepaunn Kie7; U — Tdt-peakumsa otpuuatenbHas. YB. X10

McTouHuK: MypauwkuH H.H. n coaBt., 2023.

Note. A — CD3 cells; b — CD68 cells; B — CD20 cells; ' — CD79a cells; [ — CD38 cells; E — CD10 cells; XX — bcl2-positive cells;

3 — Ki67 proliferation index; U — Tdt reaction is negative. phf X10
Source: Murashkin N.N. et al., 2023.

noKasaHWio NpuHUMana BpavyebHass KOMUCCUS) MHTMGBUTOPA
AAIHYC-KMHa3bl TodauuTMHMGa B [03UPOBKE 5 Mr no 2,5 mr
2 pasa B CyTKM. B TeyeHue Hepenu Ha doHe 3ToM Tepa-
MUK OTMEYEHO KPaTKOBPEMEHHOE KIMHUYECKOE yNy4lleHue,
O[JHAKO COXpaHsAAca noabem TemnepaTypbl A0 debpusib-
HbIX 3HA4YE€HWI, OTMEYEHO MOSABIEHNE HOBbIX U3bA3BNEHHbIX
nanyn. B cBA3uM ¢ 3TMM Jo3upoBKa TodauutuHuba Obina
yBenuyeHa o 7,5 mr/cyr. [loMMMO CUCTEMHOM Tepanuu,
NPOBOANAN HaPYXKHYIO Tepanuio TOMMYECKUMU KOPTUKOCTe-
pouaamu ¢ aTpaBMaTUYHbIMU NePEBA3KaMU Noa cefalment.

Ha doHe noBbIWEeHHOW JO3MPOBKM TodaLUTUHKOa CyLle-
CTBEHHOW MOJIOKUTENbHON AMHAMWKK AOOUTLCA HE yaanochb.
[PUHATO pelleHne CHU3WUTL J03Y TodauuTuHKGa Ao 5 Mr/cyt
W HavyaTb NPUEM MPOTMBOMMKPOBHOIO Npenaparta ¢ UMMYHO-
cynpeccuBHbIM apbEKTOM AancoHa (Takke No MoKasaHwuio
off-label) B fo3nposke 25 mr/cyT. C yyueTom HeapdeKTUBHO-
CTW Tepanuu CUCTEMHbLIMU [NIIOKOKOPTUKOMAAMU B TeveHue
2 Hef NPeAHU30/10H Obl1 OTMEHEH.

B TeyeHune Hegenn KOMBGUHUPOBAHHOW Tepanuu (Todpaum-
TUHWG + JAMNCOH) MONOMXKUTENbHOW AUHAMUKKU HE OTMEYEHO,
4TO 6bINO pacLEHEHO KaK HeapbEeKTUBHOCTL BTOPOM IMHUU
Tepanuu. bbio peleHo No }XU3HEHHbIM MOKa3aHUIM OTMe-

HWTb JANCOH WM Ha4yaTb COYETAHHYIO TEpanuio reHHO-UHKe-
HEpPHbIM GMONIOrMYECKUM MpenapaToM U3 rpynnbl UHIMGU-
TopoB IL-1 aHakuHpa (off-label) BHYyTpMBEHHO B [03MPOBKE
100 mr/mn (M3 pacyeta 10 Mr Ha Kr Macchbl Tena nauueHTa) +
TohaLUTUHUOOM B JOSUPOBKE 5 M.

B pesynbrate 4yepes Hefento OT Hayana COYETaHHOM
Tepanuu yaanocb cTabunnManpoBaTtb KOXHbIN npoLecc: oTMe-
YyeHbl HOpManus3auus TemnepaTtypbl Tena, anuTenn3auus
BCEX 04aroB 6e3 MosBNEHUSA HOBbIX BbICbiMaHUM (puc. 5).
Pe6eHoK BbinucaH Ha 39-e cyT rocnuTann3auuun B yaoBneT-
BOPMUTEIbHOM COCTOSIHUM C PEKOMEHAALMAMM MO NOKUIHEH-
HOMY NMPUMEHEHUIO HACTOSILLLEN CXEMbI JIEHEHUS.

B 2-netHem Bo3pacTe y pebGeHKa OTMe4YeHO pa3BuTue
peumavBa KOXHOMO CUHAPOMA C MOSIBNEHUEM MHOWNLT-
PaTUBHO-13BEHHbIX 3/1IEMEHTOB MO BCEMY Teay Mo Tuny
raHrpeHo3HoW nuoaepmMuMm C NpU3Hakamu BTOPUYHOTO
MHOULMPOBAHUA U CUCTEMHOW BOCMaIUTENIbHOW peak-
UMK (MxopajKa, BbICOKas KOHLIEHTpauus MapKepoB BOC-
naneHus B KpoBw). MauneHTKa npoxoawna o6cnegoBaHue
n nevyeHve Ha 6aze HMUL, ArOV um. . PorayeBa (Mockga).
B na6GopaTopHblx TecTax: Hentpoduabl — 29 X 109/n
(Hopma 1,1-5,8 X 109/n), TpoM6OLMUTEl — 555 X 109/n



Puc. 5. Pesynbrathl codeTaHHOM Tepanuu (aHakuHpa + TodauuTrHKG) y pebeHka ¢ cMHAPOMOM CBUTa B A€Hb BbIMUCKKU U3 OTAENEHUS

nepmatonorun HMUL, 3nopoBbs aetew

Fig. 5. Results of combined therapy (anakinra + tofacitinib) in a child with Sweet syndrome at discharge from the dermatology department

of the National Medical Research Center for Children’s Health

B

MpumedaHne. HabnofaeTcs anuTennM3aunsa BCex 04aroB, KOXHbINA NaToN0rM4eCcKunin MpoLLece € NoSIOXUTENbHON AMHAMUKOW B BUAe
OTCYTCTBUSI OTAENSEMOro B paHee UMEIOLMUXCS o4arax U Hannuns akTMBHOM rpaHyNsLIMOHHON TKaHW Ha AHE A3B U 3PO3UBHbLIX AePEKTOB.

OTtmeyaeTcs pybuoBas atpodus.
McTouHuK: MypawkuH H.H. n coaBrT., 2023.

Note. There is epithelization of all foci, skin pathological process has positive dynamics: no exudate in previously existing foci, robust
granulation tissue at ulcers and erosive defects. Scarring atrophy is noted.

Source: Murashkin N.N. et al., 2023.

(Hopma 150-580 X 109/n); C-peaKTUBHbIH 6€n0K —
34,9 mr/n (Hopma 1-6 wmr/n); 186G — 11,7 r/n (Ha ¢oHe
3aMeCTUTENIbHOM Tepanuu BHYTPUBEHHbIM MMMYHOMNO6YNN-
HoM, Hopma 4-12 r/n), IgM — 1,9 r/n (Hopma 0,4-1,8 r/n),
IgA — 0,59 r/n (Hopma 0,2-1 r/n); CD3* — 880 Kn/MKn
(Hopma 1460-5440 kn/mkn), CD3*CD4* — 560 Ki/MKn
(Hopma 1020-3600 kn/mkn), CD3*CD8* — 300 Ki/MKn
(Hopma 570-2230 kn/mKn), CD19+* — 490 Kn/MKn (Hop-
Ma 500-1500 kn/mkn). Mo AaHHbIM MOBTOPHOrO TMUCTO-
NIOFMYECKOro UccnefoBaHUs GuontaTa KOXWU — MPU3HaKK
CMOHIMO3HOro aepmatuta. Mo pesynbratam MHCTPYMEHTasNb-
HOro o6cnefoBaHUA (MyNbTUCNIMPATbHON KOMIMbIOTEPHOM
TOMOrpadun opraHoB rpyaHON KNETKM U GPIOLHOM NONOCTH,
MarHWTHO-PEe30HaHCHOM ToMorpadun ronoBbl) UCKIOYEHbI
apyrme o4varn MHOEKUMn u cneunduyeckne U3MeHeHMUs.
MpoBoannacb KOMOGUHUPOBaHHaA NPOTMBOMUKPOOHas Tepa-
nusa. B pamMKax naToreHeTM4ecKon Tepanumn cuHapoma Ceuta
6blla MHWLMMPOBaHa creaylolas MMMYHOCYNpeccuBHas
Tepanus: MIOKOKOPTUKOMAbl 13 pacyeta 0,4—1 Mr/Kr/cyr,
aHaKkuHpa 13 pacyeta 10—20 mr/Kr/cyT BHYyTPUBEHHO, UHTU-
6utop JAK-KMHA3 pyKCONUTMHMOG M3 pacyeTa 1 Mr/Kr/cyr.
[NIOKOKOPTUKOUABLI M aHaKMHpPa OblM OTMEHEHbI. Ha 17-e cyT
NPOBOAMMON MOHOTEPANWUU PYKCOUTUHMOOM — TMOSIOXKM-
TeNbHas AMHaAMMKa C MOMHOM 3nuTeNnM3aumen S3BEHHbIX
nedpeKToB, HopManun3auus KOHLIEHTpPaLWM MapKepoB BOC-
naneHns B KpoBwW. [MauMeHTKa BbiNUCaHa B yAOBNETBOPHU-
TeIbHOM COCTOSIHUM, laHbl PEKOMEHALMMN MO MPOAOCTIKEHUIO
MOHOTEPaNUU NpenapaTtoM PYKCONUTUHUO 1 Mr/Kr/cyT, Ha
doHe KOoTopoW oTMedvaeTcs AnuTesnbHas CTOMKas pemuc-

CuS B TeYeHue ABYX NET CO CTOPOHbI KOXHOMO CUMHApPOMa
N CUCTEMHOW BOCMaNUTENbHON aKTUBHOCTH.

Yepes 3 mec nocne BbINMUCKKU NauneHTkn n3 HMWL, 4roun
um. [. PoradyeBa 6bi10 NpoBeLeHO NPSMOe CEKBEHMPOBaA-
Hue no CeHrepy ¢ MccnegoBaHMeM KNETOK BEHO3HOW KPOBM
MaTtepu naumeHTKU. B ak3oHe 26 reHa UBAL o6HapyxeHa
3amMeHa Hykneotuaa ¢.3061C>T B reTepO3nMroTHOM COCTOS-
HUK, NpMBOAALLAS K 3aMeHe aMMHOKMCAOTbl p.Arg1021Cys
(R1021C), NM_153280.3.

Ha ocHOBaHMM MONyYeHHbIX NabopaToOpHbIX AaHHbIX,
C y4eTOM OTCYTCTBMS Y MaTepu MNaLMEHTKU KIMHUYECKUX
NposiBIEHWI ayTOBOCNaNUTENbHbIX 3ab0neBaHui pesynbraTt
reHEeTUYECKOro uccnefoBaHns BEHO3HOM KPOBM MaLMEHTKM
M ee MaTepu pacLeHeH BPayoM-TEHETMKOM KaK MnaTonoru-
YeCKUI annenb, He UMELWNIA KIMHUYECKOrO 3HAYEHUSA U He
Tpebylowmni NpoBeAeHUs NMONHOreHOMHOro CeKBEHWpPOoBa-
Hus. ComaTMyecKass MyTauusi B reMOMNO3TUYECKUX KNIETKax-
npeawecTBEHHMKaX NauMeHTKM 6blla UCK/IoYEeHa, B Kade-
CTBE OKOHYaTENbHOI0 KIMHUYECKOro AMarHo3a yCcTaHOB/EH
«OcTpbIt PebpunbHbIN HENTPODWNbHLIA AepmaTo3 CBuTa.

MporHos

Mpn OTCYTCTBMM COMYTCTBYIOLIMX MUenonponndepaTmns-
HbIX U MUENOAUCMIaCTUYECKMUX 3ab0neBaHUn, cobntoaeHnn
NPUBEPXKEHHOCTU NPeAnUcaHHOMY PEXUMY MMMYHOCYMpec-
CMBHOW Tepanuu NporHo3 octporo GeGpunbHOro aepmarosa
CBuTa ABngercsa 6naronpuatHbiM [12]. CneayeT nposiBAATb
HaCTOPOXEHHOCTb B OTHOLWIEHWW MapaHeonIacTM4ecKoro
npowuecca U NPUHUMaTbL BO BHUMaHWE Cly4an COMyTCTBYIO-
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

LEero MUENoAMUCMNAacTMYECKOro CUHAPOMA, OCTPOrO IENKO3a,
3HAYUTENbHO OCMOXKHAKLLME TeYeHWe OCHOBHOro 3a60eBa-
HUA U TPEBYIOLLME CNeLndUYECKNX, 3a4acTyi0 IKCNEPUMEH-
TallbHbIX METOZIOB JIEYEHUS.

BpemeHHasn wKana

XpOHONOrnsa pa3BuUTUA U KIOYEBbIE COOLITUS GONE3HM
NS NAUMEHTKM ¢ AMarHo3oM: «OcTpblt GebGpubHbIA HENTPO-
GUNbHbIN fepmaTo3 CBUTa» NpeacTaBieHbl Ha puc. 6.

OBCYXAEHMUE

B crtatbe onucaH cny4an oCTporo GebpuibHOro Hen-
TpodunbHoro pepmatoda CsuTa, pas3BuUBLUIErocs nocne
COVID-19 y peb6eHKa. HoBasi KopoHaBupycHast MHbeEKLMA
MOXET ObITb 3TUONIOrMYECKUM DAKTOPOM Pa3NYHbIX KOXKHbIX
3abonieBaHui: nanyne3HblX, BE3UKYNE3HbIX, YPTUKapPHbIX
3/1EMEHTOB; MY/NLTUCUCTEMHbIX BOCMANUTENbHbIX PeaKUMn —
B TOM yucne ny geten [13]. MNpeanonaraetcs, 4To MaHube-
cTaumnsa octporo GpebpunbHOro HeMTPOPUILHOIro AepmaTo3a
CBuTa B NpeacTaBieHHOM Ciay4yae accouumpoBaHa UMEHHO
C NepeHeceHHOoM KOPOHaBUPYCHON MHDEKLMEN.

3aTpyaHeHUs B onpeaeneHun avarHosa cuHgpoma Ceuta
OOBACHATCA €ro CX0AHOM KIMHUYECKOM KapTUHOM C Apyru-
MU HENTPODUNbHBIMKW AepMaTo3aMu, ayToBOCNaNUTENbHbI-
MU 3a60/1EBaHUSMM.

O6HapyXeHHbIN y pebeHKa HYKNeoTUAHbIN BapuaHT reHa
UBA1 6bin onucaH BPayYoOM-TEHETUKOM KaK KIMHWYECKM
He3HauYumbIn. OgHaKo naToreHeTu4yeckas posib U3MEHEHUM
reHa UBA1 ocTtaeTcs npeAMeTOM AWCKyccuM. Tak, No AaHHbIM
C. Gurnari u coaBT. [15], BapuaHT reHa UBA1 6bin o6Hapy-
WeH y 3 n3 19 nauuneHTtoB ¢ cuHapomom CBuTa (y o0gHOro
nauueHTa — BapuaHTt ¢.167C>T (p.S56F), y ABYX ApPYyrux —
€.122T>C (p.M41)).

MaToreHHble BapunaHTbl reHa UBA1, cornacHo 6a3e aaH-
Hbix OMIM, NpMBOAAT K HapyLEHUIO NPOLECCOB YOUKBUTU-
HMPOBaHUS, Hanbosee 4acTo BO3HMKalOWEMY MPU HOBOM
MOHOFEHHOM ayTOBOCMaNMTENIbHOM 3a60/feBaHUN — CWH-
npome VEXAS, onmvcaHHOM Y My*K4uH cTaplue 50 neT [16, 17].

MpnumHon cuHgpoma VEXAS gBnseTca comaTnyecKas Myta-
ums B reHe UBA1, nOKannM3oBaHHOM Ha X-XpoMocoMme, Mnpu-
BOASLLAs K CHWXXEHMWIO aerpajaunn 6enKoB U HEKOHTPOSIU-
pyemMor aKTuBaLWW CUCTEMbI BPOXKAEHHOrO0 MMMYyHHUTETA
C rMnepnpoayKLmnen NpoBoCcnanmnTeNbHbIX LMTOKMHOB U pas-
BUTMEM HeWTpodunbHOro aepmartosa [17]. MNocneaHun npwm
cuHapoMe VEXAS MMeeT CXOXKYI KIUMHWUYECKYID KapTUHY
¢ cuHgpomom CBuTa: Haubonee 4acTo XapaKTepu3yeTcs
NloKanuzaumen B 061aCTU HUMKHUX KOHEYHOCTEW, perxe —
BEPXHMX KOHEYHOCTEW W TynoBuuwa. [NepBUYHO BO3HMU-
KalolWMN anemMeHT — nanyna NM60o y3enoK, B AUHAMWKe
ObICTPO UIBA3BASIOWMKCA U YBENNYMBAIOWMKCA B pa3me-
pax. B 0cO6eHHOCTN XapaKTepHO GbICTponporpeccupytoLlee
06pas3oBaHue A3BEHHbLIX 3N1EMEHTOB Ha POHE WMHBEKLIMOH-
HbIX BMelaTenbcTB (heHoOMeH naTepruu), conyTcTBylollee
BO3HWKHOBEHWE CUHAPOMA CUCTEMHOIO BOCMAIUTENbHOIO
otBeTa. B aton cBs3u cuHapom VEXAS pgomkeH 6biTb pac-
CMOTPEH B psAay APYrux ayToBoCnanuTeNbHbIX 3a60oneBaHui
oana auddepeHumanbHOM AMarHOCTUKM AaXKe nNpu OTCYTCTBUM
COMaTU4YeCKOM MyTalLMK B reMONO3TUHECKUX KIEeTKax-npea-
LIEeCTBEHHMKAX, KaK OTMEYEeHO B ONMMCAHHOM HaMW KIUHUYe-
CKOM cnyyae [18].

OCHOBHbIMU LieNsiMK Tepanuu cuHapoma CeButa aBnS-
lOTCA KynuMpoBaHWE CMHAPOMA CUCTEMHOIO BOCManWUTENb-
HOro oTBeTa, 60MIE3HEHHOCTU BbICbINAHWIA, 3NUTENU3aLMUS
04aroB MnopaxeHus, npefoTBpalleHne MNoSBAEHUS HOBbIX
o4aroB, y/nyylleHWe KavyecTBa XWM3HM nauueHToB. lepBoM
JIMHWEN Tepanuu, BO3AENCTBYIOWEN Ha MNepeyvucleHHble
KIMHUYECKME MPOSIBIEHUS, ABNSIOTCA CUCTEMHbIE [JIHOKO-
KopTukomabl [19]. OaHaKo B NpeacTaBAEHHOM HaMW Kiu-
HUWYECKOM cnydae 3PPEeKTUBHOCTb CUCTEMHbIX KOPTUKOCTE-
ponaoB B KayecTBe MOHOTepanuu Oblia HefocTaTo4vHOWM
nmbo cnoco6CTBOBana KpPaTKOBPEMEHHOM MONOXMUTENbHOM
OvHaMuKe. BTopow nvHren Tepannn ABASIOTCH FEHHO-UHKe-
HepHble 6uonoruyeckme npenapatbl [20, 21], npenapatbl
MasblX MONEKYN (MHIMOUTOPbLI SIHYC-KMHa3) [22], gancoH [20].
Tepanusa cUCTEMHbIMKM KOPTMKOCTEPOMAAMWU W [LaNCOHOM
NPMBOANAA K CTOMKOM NOSNOXMUTENBHON AUHAMUKE NPU CUH-

Puc. 6. Pe6eHoK ¢ cuHapomom CBWTa: XPOHONOMMS Pa3BUTUSA 60NE3HU U ee KiloYeBble COObITUS
Fig. 6. A child with Sweet’s syndrome: chronology of the disease development and its key events

MNMosiBneHne nepsbix
BbICbINaHWK. JleyeHue
y XMpypra, agepmaronora
No MECTY XXUTeNbCTBA.
CraunoHapHoe nevyeHune
B XMPYPruyecKoM OTaeNeHuH,
BCKPbITUE THOMHUKA, Pe3Ko
oTpuuaTtenbHas AMHaMKUKa

focnutanusauusa B otaeneHue
nepmatonornn HMWLL 3gopoBbs
neten. YctaHoBneH agnarHo3s: «OcTpbiv
GebpunbHbIN HENTPOPUNbHBIA AepMaTo3
Csurtar. lpoBeaeHa cucteMHas
Tepanus: TodaunTUHKMG, aHaKKHpPa,
METUANPEAHNU30/I0H — C Bblpa*KEHHOM
NOJIOXUTENIbHON MHAMUKOWM

PeunanB KOXKHOro cuHapoma, nosisnexHue
MHOUNBTPATUBHO-A3BEHHbIX 31EMEHTOB
no scemy Teny. JleyeHune B otaeneHum
nMmmyHonorun HMUL, Aron
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CUCTEMHas Tepanus: aHakuHpa,
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C MONOXKUTENBHOW AMHAMWUKON

deBpanb MapTt KoHel, Mawn OKTA6pb Hos16pb
2023 r. 2023 . MapTa 2023 1. 2023 . 2023 . 2023 .

CTaunoHapHoe eYeHune ¢ AMarHo30oM:
«[aHrpeHo3Hasa Nuoaepmums».
PeunamB, HEKPO3 B 061acTK NpaBom
Aroauubl, paHa Ha npasoMm Geape.
CocTosiH1e ¢ oTpuLaTenbHON
[MHaMWKOW B BUAE YBENNYEHUS BCEX
04aroB, NOSIBNIEHUS HOBbIX BbICbINaHWM

BbinucaHa n3 otaeneHuns
nepmaronoruu
HMMWL, 3gopoBbs getemn
C YNyHLWEHNEM KIIMHUYECKOW
KapTWHbl, CTOMKOW pemuccuen
KOXHOr0 NaToNorMyeckoro
npouecca

BbinucaHa U3 oTaeneHns UMMYHOIOMMK
HMWL, ArOU um. 4. Poravyesa.
MpoponkeHa MOHOTepanus npenapaTtom
PYKCOMUTUHUG 1 Mr/Kr/cyT,
OTMeYeHa CTOMKas PEMUCCHUSA CO CTOPOHbI
KOXHOIo CMHAPOMa U CUCTEMHOW
BOCManuUTENbHOM aKTUBHOCTH




apome CsuTta 6e€3 coyeTaHHoM nartonormu [23], B OoTAn4mMe
oT cuHapoma VEXAS, ona KOTOporo npu nevyeHnn AaHHbIMU
npenapataMy xapaKTepHO YXyAWEeHWEe KOXKHOro naTonoru-
YyecKoro npouecca [24].

MpenapaT ToPaUUTUHMG MOKa3an AJIUTENbHbIA KIUHK-
YyeCKnn 3abdeKT y onMcaHHOM Hamu NauueHTKU. OgHako
B nocneayouem 6bl1 OTMEYEH peunanB KOXHOro naTtosnoru-
YeCKOoro npouecca, 06yCnoB/IEHHbIW YCKO/Ib3aHUEM Tepanes-
Tnyeckoro adodekra. B aton cBA3M CUCTEMHAs MMMYHOCY-
npeccvBHas Tepanus TodaunuTMHM60oMm Bblna nepecMoTpeHa
W 3aMeHeHa Ha MOHOTepanuto npenapaTtom PyKCOAUTUHMO
B [03UpoBKe 1 Mr/Kr/cyT. PYKCONMUTUHUOG — CENeKTUBHbIN
WHIMOUTOP TMPO3MHKMHA3 JAK-1 1 JAK-2, n36bITOYHAsa aKTu-
BaLMa KOTOPbIX NMPUBOAMUT K HEKOHTposiMpyeMon nponude-
pauun MUeNnouaHbIX KNeTok [25]. MpumeHseTcs Npu NeYeHun
mMuenonponnubepaTuBHbIX 3aboneBaHun. U xoTa KIMHWUYe-
CKME [aHHble O pe3yfnbTaTax MNPUMEHEHUS PYKCONMUTUHU-
6a npu octpom GebPUNBHOM HEWTPOPUIBLHOM AepmaTo3e
(cuHapome CBUTa) OTCYTCTBYIOT, MCNOb30BaHWe npenapara
B JaHHOM KOHTEKCTE MOXET OblTb NaTOreHeTU4eCKM 060CHO-
BaHHbIMM M Ha3HavaTbcs No nokalaHuam off-label npu cuk-
Apome CBuTa, acCcoLMMPOBAHHOM C MapaHeonIacTU4ecKUMu
npoueccamu. TodpauUTUHUG, B CBOIO o4epedb, UHIMbupyet
npenmyllectseHHo JAK-1 n JAK-3, npoaBnsa MeHee Bbipa-
YeHHoe Bo3aenctBune Ha JAK-2 [26]. Takasd ceneKTMBHOCTb
onpegenset ero aGPeKTMBHOCTL MPU ayTOMMMYHHbIX 3a60-
neBaHnaX — pPeBMATOMAHOM M MCOPUATUYECKOM apTpuTax,
aHKMI03MPYIOLEM CNOHAMANTE, @ TaKXe A3BEHHOM KouTe.
PasnvyHble MUWEHN AN PYKCONUTUHUGA M TodauuTuHMba
UMEIOT KPUTMYECKOE 3HayeHwe npu Bblbope Tepanuu and
peaKkux BocnanuTenbHbIX 3a60/1€BaHUM, TaKUX KaK OCTPbIN
GebpunbHbIn HENTPODUNbHLIM AepmaTo3 (cuHapom CBuTa).
Ha cerogHaWHWIA AeHb NPUMEHEHUE PYKCONUTUHWGA npwu
cuHapome CBUTa MOXET 6bITb NMPU3HAHO NATOreHETUYECKM
6onee 060OCHOBaAHHbLIM, OCOGEHHO B Cnyyasix, CBA3aHHbIX
¢ muenonponudepatMBHbIMK 3a60NEBAHUIMU UK NapaHeo-
naacTMYeCcKMMKU npoleccamu. 3to 06yCNoOBAEHO €ro Bbipa-
EeHHbIM MHrMbnpoBaHnem JAK-2, yqacTBylOLLErO B Nepeaa-
ye cMrHanoB OT GaKTOpPOB pocTa, Takux Kak G-CSF n GM-CSF,
UrpaoWwmnx KIOYEBYIO POb B aKTMBALMKM U MUTpaLun Hen-
TPOOUIOB — KNETOK, Nexalnx B OCHOBE natomopdonorum
nepmatosa Ceuta [27].

B KOHTeKcTe Tepanuu cuHapoma CBuTa MHTepec npea-
CTaBNfAeT TaKKe n 6apuuUUTUHMG — APYron npencraBuTeNb
rpynnbl MHrM6uTOpoB JAK, abdEKTUBHOCTL KOTOPOro Gbina
onucaHa B KIMHUYECKOM HabnoaeHuu [22].

3AK/TIOMEHUE

CuHgpom CBuTa — TaxKenoe MynbTMcUcTEMHOE 3aboeBa-
HWE C MaTONOrMYECKMM KOXHbIM NMPOLECcCOM, MHOrodakxTop-
HbIM MMMYyHOMATOreHe30M, MHOroo6pasHbIM KIMHUYECKUM
Te4yeHneMm, NPeacTaBAsIoLLEEe BbICOKYIO COXHOCTb Andde-
peHLMaNbLHON AMArHOCTMKX B AepMaTtoniorMn u Tpebytollee
oco60ro noaxoaa B BbiI6ope CUCTEMHOM Tepanuu. MNoBbllLieHne
0CBEOMJIEHHOCTM O NaToreHe3e W BapuaHTax Te4YeHUs CUH-
[IpOMa HeOBXOAMMO AN YNYHLIEHNS KAa4YeCcTBa XU3HU NaLMeH-
TOB, B TOM YMC/e 3a CYET CBOEBPEMEHHOIO Havyana tepanum
C NPUMEHEHNEM CENEKTUBHbIX UMMYHOCYNPECCAHTOB.

WHOOPMUPOBAHHOE COIJIACUE

Pogutenamu nauueHta 6bln10 noanncaHo WMHGOPMUPO-
BaHHOe [06pOBOSIbHOE corfiacue Ha ny6GanKauuio onuca-
HUS pebeHKa M ero U3obparKeHu B MeAULMHCKOM MypHa-
e, BK/OYasa ero 3MeKTPOHHYIO BEPCUIO (AaTa NoanucaHus:
16.06.2023).
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0O6ocHoBaHHe. C/I0)KHOCTb Tepanun TSXKesbiX QOpM akHe (KOHI106aTHble, y3/10BaTble) y MnauueHToB C COMyTCTBYIOLEN
naroJsiorne nevyeHu o0bycaoBeHa BbICOKUM PUCKOM rernaToTOKCMYHOCTH CUCTEMHbIX PETUHOMAOB. B Takux cayqasx anbtep-
HaTMBON MOXET ObiTb MPUMEHEHME TOMUYECKOr0 peTMHoMaa TpudapoTeEHa KaK CeeKTUBHOro aroHncta RAR-y (retinoic
acid receptor — sigepHsbI peLentop PeTMHOEBON KMC/0TbI). OnucaHue KIMHUYeCcKoro cay4as. [layneHt, Bo3pact 17 neT,
C KOHI106aTHbIMW aKHE, MOPaKEHMEM KOMXW avua M Tyn0Bula, a TakXe COMnyTCTBYIOLMM ayTOMMMYHHbIM renaTuTtom
1-ro Tuna (AH®-no3uTnBHbIN). [TPUMEHEHME CUCTEMHOIrO M30TPETUHOMHA Ha POHE UMMYHOCYMPECCUMBHOM Tepanuu (Npea-
HM30JI0H, a3aTonpuH) NPM3HaHO HeLe1ecoobpa3HbiM B CBSA3M C BbICOKMM PUCKOM renaTOTOKCMYHOCTU. Ha3HayeH Kpem
TpugapoteH (50 MKr/r) 1 pas B CyTKM Ha 3 Mec C NOCAeAYIOLMM NTePeXooM Ha cxeMy Yepes AeHb. [locne 3 mec HapyKHOM
Tepanuu JOCTUTHYT MOJIHbIA PErPECC BbIChINaHUI Ha KOXKe uLla, TyJI0BuLLa U KOHEYHOCTEN 6e3 NOosIB/IEHUSI HOBbIX 3/1EMEH-
T0B. Ha ¢poHe Tepanuu oTMEYEHbl yMepeHHbIe MO60YHbIE 3PPEKTLI (3pUTEMA, CYXOCTb M LUENYLLIEHNE KOXMU), KOTOPbIE yCrell-
HO KYMupoBaHbl MPUMEHEHUEM [EPMATOI0MMYECKON KOCMETUMKN. PeKoOMeHAO0BaHO MPOAOIKNTL Tepanuio TpupapoTeHOM
10 cxeme 4Yepe3 AeHb A/151 MOAAEPKaHMS PEMUCCUN U B AaJIbHENLLIEM MPOBECTM KOPPEKLMIO Py6LIOB (na3ep, AepMabpa3sns).
3aknoyeHne. OTveYeHbl BbiCOKasi 3QHEKTUBHOCTb M 6€30MacHOCTb TOMMYECKOro TpUpapoTeHa y naumeHTa ¢ TSKeIbIMn
aKHe M COMyTCTBYIOLNM aYyTOUMMMYHHbIM FenaTtMToM C COXPaHEHUEM PEMMUCCUMU MOCAEeAHEr0 (HOPMaJbHble roKasaTtesin
a/laHMHaMUHOoTPaHc@epasbl, acnaptTataMmMHOTPaHchepasbl, 6UINPYGUHa) n yMmepPeHHbIMU MO60YHbIMM dpeKTamu. lNpenapat
MOXKET paccMaTpUBAaTbCSsl KaKk aslbTepHaTuBa CUCTEMHOMY PETUHOMAY N30TPETUHOMHY Y NaLUMEHTOB C aTo/0ruen neYyeHm.
KnroueBbie cnoBa: KOH/106aTHbIE aKHE, TOMMYECKME PETUHOWAbI, PETUHOM YETBEPTOr0O MOKOJIEHMUS, TPMGAPOTEH, ayTOUM-
MYHHbIM renatut, 4eTn

Ana ymtupoBaHna: Mypalwkud H.H., OnpsatuH J1.A., dy6eHko O.4., ®enopos [.B., CaBenoBa A.A. lpuMmeHeHne Tpuda-
pOTEHA Yy NauMeHTa C KOHIMo6aTHbIMW akHe U ayTOMMMYHHbIM FrenatuToM: KIMHUYECKUM cnydan. Bonpockl coBpeMeHHOM
negmatpumn. 2025;24(4):255-261. doi: https://doi.org/10.15690/vsp.v24i4.2932

OBOCHOBAHME

AKHE — MHOrodaKTOpHOE XPOHMYECKOE TFEHETUYECKM
06ycnoBNeHHOe BocnanuTenbHoe 3aboneBaHWe casibHo-
BOJIOCAIHOMO annapara KOXu, KOTOpoe NMposiBNSeTCs OTKPbI-
TbIMKU W 3aKPbITBIMKU KOMEAOHamMMu, BOCManuTelbHbIMU
BbICbINaHWAMM B BuAe nanyn, nycTya, y3/70B U CUMMNTOMa-
MK nocTtakHe [1-3]. Kak npaBuno, NocTaHOBKa AvMarHo3a
aKHe He BbI3blBAET 3aTPyAHEHMI: B GONbLIMHCTBE Cly4aeB
JepMaTto3 3aTparvBaeTr Koxy nuua, B 50-60% cnyyaes
B NpoLecC BOB/EKaeTcs Koxa Tynosuua [2, 4]. OgHum m3
OCNOXHEHUN aKHe ABNAETCS CMMMNTOMOKOMMIEKC MOCTaK-
HEe C pasBUMTMEM CTOMKOW MNOCTBOCMA/IMTENIbHOW 3pUTE-
Mbl, HapyllEHUEM MUTMEHTALMMN KOXM U GOPMUPOBaHWEM
py6uoB [1, 2]. BbicbinaHUsi Ha KOXe nuua, a B 0COGEH-
HOCTUM pPybuUOBble M3MEHEHUs, KoTopble ¢opMUpyLoTCA
y 30-40% nauMeHToB [2], 3Ha4MMO CHUKAIOT Ka4eCTBO UX
HWU3HM M HAaNPSMYIO BAMSIOT HA CaMOOLIEHKY M COoLManbHYy0
agantaumio [5]. AKHE TONbKO Ha NIMLE BbI3biBAET MEHEe

HeraTMBHOE BJ/IUSIHME Ha Ka4yecTBO YKWU3HW M CaMOOLLEHKY
nauneHToB, YeM BbICbiNaHUA, NOKann3oBaHHble, NOMUMO
MLa, 1M Ha Koxe TynoBuwa [6]. Ka4yecTBO XM3HU Yy TaKmx
nauneHTOB BbIpaXEHHO CHWXKaeTCs B CBA3M C KOCMeTUYe-
CKUMK JedeKTamMn KOXM M HeobXoaMMOCTbio MoabupaTb
OAexay, Kotopas 6yaeT CKpblBaTb BbICbINaHUs U pybLoBbIe
M3MeHeHus [5, 7].

[aToreHe3 akHe onpeaensieTcs runepnpoayKUnen Kox-
HOro cana, unun runepcedopeen, GONNUKYNAPHLIM runep-
KepaTo30M C OKKJIO3MeW YCTbsi canbHO-BOIOCAHOro don-
NIMKyna, NoBbILWEHHOM KONoHU3auuen Cutibacterium acnes
(C. acnes) v BocnaneHuem [1, 2, 8]. K HacTosiLLeMy MOMEHTY
noApo6HO M3y4yeHa pPofib 3IKCNO30M-GDaKTOPOB, KOTOpbIE
B/IUSIOT HA TEYEHUE U TAXKECTb aKHe: NPOAYKTbI C BbICOKUM
FMUKEMUYECKUM MHAEKCOM [1], MONOKO M MONOYHbIE MpPO-
OyKTbl [3, 9], neKapcTBEHHbIE nNpenapaTbl, B 0CO6EHHOCTH
ropMoHasnbHble cpeactea [9], u nuuieBble ago6aBku [1, 3],
KypeHue [3, 10], KOCMETUYECKME AEKOPATUBHbIE MPOAYK-
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Tbl [1], MCnNonb30BaHWE KOMEAOIKCTPaAKUMU B AOMALLHMUX
ycnosusax [1, 10], coyeTaHMe BbICOKOW BfI@XHOCTU U BbICO-
Kon TemnepaTypbl Bo3ayxa [1, 3], 3arpsa3HeHue Bo3ayxa [1]
M WHTEHCUBHOE ynbTpaduonetoBoe manyderHune [1, 3, 10].
MaToreHeTMYecKoe 3Ha4YeHWEe UMEET U HapylleHne 6apbepa
KOXXM, B TOM 4YMCNEe 3a CYET AENCTBUSA IKCNO30M-DaKTOpOB
[1, 2]. HapylweHure 6apbepa NpUBOAUT K UBMEHEHUIO UNNA-
HOW COCTaBAAIOLEN, Aenas KoxHoe cano 6osiee BA3KMM 3a
CYET CHUXEHMUS KONMYeCcTBa SIMHONEBON KUCAOTbI, YTO MpU-
BOAMT K 60siee BblpaKEeHHOM U GbICTPON OKKIO3MU YCTbEB
CanbHO-BOMOCAHbIX GONIMKYNOB M HapyLEHUO AeCKBama-
LMK KNeToK [1]. B cBoto ovepenb, N0 Mepe HapacTaHus BOC-
naneHus ycunmpaeTcs aktMBHocCTb C. acnes u popmupyetcs
«[MOPOYHbIN Kpyr», B pamKax Kotoporo C. aches WHAayuupy-
0T BblpabOTKY LMTOKMHOB MOCPeAcTBOM aktuBauuu Toll-
noAo6HbIX PELEenTopoB, NPoBOLUMPYS elle 6onbluee ycune-
HWe Bocnanenus [1, 2, 11].

AHTureHbl C. acnes npusnekatoT daroumTbl (aepmanbHble
MaKpodarm 1 Knetku JlaHrepraHca) B casjibHO-BOMOCSHOM
GONNKYN, YTO MPUBOAMUT K aKTMBALIMKU NOKaNbHOW CeKpe-
UMK UHTepnenkunHosB (IL) U aKTMBaAUMKM CUCTEMbI KOMMe-
MeHTa. lMog AencTBMEM NpPOBOCMANMUTENbHbIX LMTOKMHOB
YCUIMBAETCS aKTUBHOCTb LIMKNOOKCUIeHasbl, KoTopas npe-
obpas3yeT apaxuaoHOBYHO KUCNOTY B nenKoTpueH B4 —
OCHOBHOW MeauaTtop BocnaneHus. JlenkotpueH B4, B cBoto
oyepeab, aktueupyeT T-TMMPOLNUTbI, 303UHODUIbI, HENTPO-
GuUAbl 1 MOHOLMTbI, MPOBOLMPYS BblAENEHUE TUAPOAUTU-
Yyecknx depmeHToB. B xo4e BocnanuTenbHOW peaKkumu
HenTpodunbl BbICBOGOXKAAOT NM30COManbHble GEPMEHTDI,
noBpexaatllime anUTeNn canbHO-BOSIOCAHOro GOoNMKyna
[1, 12]. Kpome TOro, u3-3a MOBbLIWEHHOW MPOHULAEMO-
CTU anuTenuns coaepxkumoe GOoNMKyna nonagaeT B AepMy,
ycyryonsas BocnaneHue [1], KoTopoe MOXKeT O6biTb MoBEepX-
HOCTHbIM MW TNYGOKMM, 4TO onpeaensieT BapuabenbHOCTb
KIMHUYECKMX MposiBNEeHUMN aKkHe. MHTeHCMBHOe Bocnase-
HMEe BOKPYr CasbHO-BOMOCAHOIO GOM/IMKYNa pa3BMBaeTCs
BCNeACTBME MACCUMBHOM NPOAYKLMM LUTOKMHOB MOHOLMTaMM
W nocneayoLlen Murpaummn HentTpodmnos 1 numaooumnTos [1].

KntoyeBbIM 3TanoM fBASETCS B3aMMOAENCTBME KOMMOHEH-
TOB KJieTo4yHoM cTeHKku C. acnes ¢ Toll-nogo6HbIMK peLenTo-
pamMu Ha MembpaHe TKaHeBbIX MaKpodaros, YTo MHAYLIMPYET
cekpeuuio IL-1B, paKkTopa Hekposa onyxonu anbda (TNF-a)
M MOHOLIMTApPHOr0 XeMoTaKcuyeckoro npotenHa-1 (MCP-1).
MocnegHnn nNpuBNEKAET MOHOLMUTBI, YCWUIMBas BbipabOTKy
NpoBOCMaNUTENbHbIX LMTOKMHOB. [danbHenwas axkTMBauus
Toll-noao6HbIX PeLenToOpoB, a TaKXKe BbICOKME JIOKabHble
KoHueHTpauun IL-18 n TNF-a ctumynupylor cuHtes IL-8
(dbakTOp XxemoTakcuca HenTpodunos) m IL-12 (cnocobeTBYET
anobdepeHumpoBke ThO B Th1-KNeTku, 3anycKalwline cne-
LUMPUYECKMA MMMYHHbBIW oTBeT) [1].

BblaensaoT nerkyt, YyMepeHHylo (CpeaHton), TaKenyto
M OYEHb TSXKENYI0 CTENEHM TeveHUs akHe [1]. Jlerkas cteneHb
nogpasymeBaeT KOMeAOHaNbHyl0 GOPMYy aKHEe M eduHMuY-
Hble Mmanyno-nyctynesdHble anemeHTbl. [Manyno-nycrynesHoe
aKHe B 3aBMCMMOCTM OT KOIMYECTBA BbICbINaHWM, OTKPbITbIX
M 3aKpbITbIX KOMELOHOB, BblPaEHHOCTU BOCNANUTENbHOMO
KOMMOHEHTa MOXET 6bITb OT YMEPEHHOW A0 TAXKENon cTene-
HU. K TKeNon cTeneHn OTHOCAT NPOSAB/IEHUS aKHE Ha KOxe
Tynosuuwa. O4yeHb TaXKenas cteneHb BKOYaeT B cebs y3no-
BaTble, KOHMMOGATHbIE aKHe, NMoparKeHWe KOXKW TynosBuLia
1 GynbMUHaHTHYO dopMy akHe [1-3].

B Tepanun akHe MCNonb3yTCa TONMYECKNE, CUCTEMHbIE
npenapartbl U gepmMartosiornyeckass KocMetuKka. pu nerkowm
CTEMEHN U KoMeoHanbHOM dopme Ha3HayvyaeTcs HapyKHas
Tepanus, Npu cpeaHen — HapyKHasa B cOMEeTaHUM MpU HEOO6-
XOOAMMOCTH C CUCTEMHOM, a Npu TaxKeNbIX GopMax OCHOBHOM
JIMHWEN Tepanuu BbICTyNaeT CUCTEMHaS.

Bo Bpems nevyeHus Bcex KIMHMYECKUX GOPM aKHe He3a-
BMCMMO OT TSIXKECTU NIEKapPCTBEHHYIO Tepanuio LOMNOMAHSAOT
cneuvann3npoBaHHON OepMaToNIOrMYEeCKON KOCMETUKOM,
NPMMEHSEMON C LENbI0 BOCCTAHOBNEHUS Gapbepa KOXKu
W cofeprKallen npoTMBOBOCMaNUTENbHbIE U NPOTUBOPELIU-
[VBHbIE€ KOMMOHEHTbI, HanpaBfeHHble NPOoT1B GopmMUPOBa-
HWS HOBbIX BbiCbiNaHui [13, 14].

MepBas nMHMa Tepanuun Bcex Gopm akHe npeacTaB/ieHa
TOMMYECKUMU PETUHOMAAMM, 061aaloWLUMM KOMEAOHONNUTH-
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Trifarotene Administration in the Patient with Ache Conglobata
and Autoimmune Hepatitis: Case Study

Background. Challenge in management of severe acne (conglobata, nodular) in patients with comorbid hepatopathy is associated
to the high risk of systemic retinoids hepatotoxicity. Topical retinoid, trifarotene, as a selective RAR-vy (retinoic acid receptor) agonist,
may be used as an alternative in these cases. Case description. Patient, 17 years old, with ache conglobata, facial and body skin
lesions and comorbid autoimmune hepatitis type 1 (ANF-positive). Systemic isotretinoin administration along with immunosuppressive
therapy (prednisolone, azathioprine) was considered unreasonable due to high risk of hepatotoxicity. Trifarotene cream (50 mcg/g)
was prescribed once per day for 3 months with following switch to alternate days regimen. Complete regression of face, body and
limbs rashes with no new eruptions was achieved after 3 months of external therapy. Moderate side effects (erythema, skin dryness
and peeling) were noted on treatment, however, they were successfully relieved via dermatological cosmetics. It was recommended to
continue trifarotene administration according to the alternate days regimen to maintain remission and to perform subsequently scar
revision (laser, dermabrasion). Conclusion. High efficacy and safety of topical trifarotene has been noted in the patient with severe
acne and comorbid autoimmune hepatitis, maintaining its remission (normal alanine aminotransferase, aspartate aminotransferase,
bilirubin levels), and moderate side effects. This medication can be considered as an alternative to the systemic retinoid isotretinoin in
patients with hepatopathy.

Keywords: acne conglobata, topical retinoids, fourth generation retinoid, trifarotene, autoimmune hepatitis, children
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YECKUM M MPOTMBOBOCMNANUTENbHBIM AENCTBMEM Hemnocpea-
CTBEHHO B Ca/lbHO-BONOCAHOM GONNUKYNE Yepes CBS3blBa-
Hue ¢ RAR-peuentopamu (retinoic acid receptor — saepHbin
peuenTop peTvHoeBOW Kucnotbl) [15]. MNocnegHee Beget
K aKTMBaLWK TEHOB, PEryIMpyloWmMX NPOLECCHl KepaTUHM-
3aunn 1 nponndepaumm Knetok [15], 4to, B CBOIO o4epedb,
nofgaBnseT BocnaneHune n npouecc GOpMUPOBAHUSA MUKPO-
KomeaoHoB [15, 16]. lNpoTtuBoBOCHaNUTENbHOE AEWUCTBUE
TOMUYECKMUX PETUHOMOB MPU aKHEe OOBACHSAETCH M UX CMo-
COBHOCTbIO NOAaBNATb aKcnpeccuto Toll-nogobHbIX peuenTo-
poB 1 IL [12].

B HacTosiulee BpeMsi MPUMEHSETCS HECKONbKO fieKkap-
CTBEHHbIX MOJSIEKYN PEeTUHOMAOB: TPETUHOWH, ajananed,
TazapoteH U TpudapoTeH, B Poccuickon Pepepaumm
[OCTyrMHbl agananeH v TpudpapoteH. MoneKkyna TpeTMHOMHa
casbiBaeTcd ¢ RAR a-, - 1 y-peuenTopamu, TazapoTeHa
W agananeHa — ¢ 3- u y-, TpudapoTeHa — ¢ y-peLentopamu,
npeobnagatolmm TMNOM B 9apax kepatuHouuTos [15-18].

TpudapoTteH npeactaBnsier cobom peTUHOUA 4HeTBep-
TOrO MOKOJIEHUS, XapaKTEPUIYIOLWMNCA BbICOKOW Cenek-
TUBHOCTbIO B OTHOWeHWM peuentopa RAR-y [15-18].
TpudapoteH B dopme Tonmyeckoro Kpema (50 MKr/r)
cTan nepBbiM 3a ABa AECATUIETUS HOBbIM PETUHOUAOM,
006pEHHbIM YNpaBneHUeM no caHUTapHOMY Haa30py 3a
KayecTBOM MMUILLEBbLIX MPOAYKTOB M meanKameHToB CLUA
(FDA) ans nedeHus BynbrapHbiXx akHe. PeKomeHaoBaHHas
cxema MNpUMEHeHns — OAMH pas3 B AeHb [15, 19, 20].
BbicOKas aKTUBHOCTb W CTabuibHOCTb TpudapoTeHa
B KepaTMHOLMTax coyeTaeTcs ¢ 6GbICTPbIM paclenieHnem
M BblBeAeHWEM U3 opraHuama. Kak cneacteue, npoduib
6e30MacHOCTM Mpenapata xapakTepuadyeTcs Kak 6naro-
NPUATHbIN. PapMaKOKUMHETHMYECKOE nccnegoBaHue (n = 19)
NPOAEMOHCTPMPOBANO MUHUMAbHYKO CUCTEMHYIO abcopb-
LMo TpudapoTeHa Npu TONMYECKOM NPUMEHEHMM B A03aX
1,5-2 r/cyT Ha KOXy nuua, rpyau, niey 1 cnuHbl B TedeHne
29 cyT, YTO NOATBEPKAAET BO3MOXKHOCTb €r0 HaHEeCeHMUs
Ha O6lWMpHYO NO naowaan noBepxHocTb Tena [15, 20].
[JononHutenoHoe wuccnegosaHne (n = 60) ¢ npumeHe-
HMEM cCBepxTepaneBTMYEeCKoM A03bl (12 r TpudapoTeHa
100 MKr/r) B TedyeHne 14 gHEn He BbISBUMAO U3MEHEHUM
3NEKTPOPU3NONOrMYECKMX NapaMeTpPoB cepiua y B3poc-
nbix [21, 22]. 3dPeKTUBHOCTb M 6e30NacHOCTb TpudapoTe-
Ha B popMe Kpema Ans HapyKHOro npumeHeHus (50 MKr/r)
NoATBEPKAEHA pe3ybTaTaMn MeXAYHapPOAHbIX MHOTOLIEH-
TPOBbIX PAHAOMW3MPOBAHHbLIX ABOWMHbLIX CAenbix naaue-
60-KOHTpOMpyembix nccnegosaHnn ¢asbl Il PERFECT 1
(n = 1524) [19] n PERFECT 2 (n = 1293) [23], B KOTOPbIX
y4acTBOBa/IM NaLMeHTbl B BO3pacTe = 9 fieT C aKkHe cpeaHen
CTEMNEHM TAXKECTHU Ha Nivue v TynoBuule. Mporpeccupytollee
yAyylleHMe KOXKHOro npouecca 0TMEYEeHO Npu AUTENbHOM
npUMeHeHun npenapaTta (Ao 52 Hepa) ¢ oueHKon abPEeKTUB-
HOCTHM MO LWKanaM OLEHKMU TAXKECTU KOXHbIX 3aboneBaHni
IGA (Investigator’s Global Assessment) / PGA (Physician’s
Global Assessment) n 6e3 KIMHUYECKM 3HAYNUMbIX HEXENa-
TENbHbIX UBMEHEHUIN NabopaTopHbIX U GU3UKabHbIX MOKa-
3aTtenen B TeyeHune Bcero nccnegoBanumsa [19, 23]. B HacTo-
dulee Bpems Ha MexayHapogHom dapmaueBTUHECKOM
pblHKE, a TakXe B Poccun TpudapoTeH 3aperncTtpupoBaH
B popme Kpema (Aknnd, Galderma, ®paHums), 50 MKr/T,
Ons Tepanuu akHe cpefHen U TAXKEION CTEeNeHu, XxapaKkTe-
PU3YIOWNXCA MHOMXECTBEHHbIMW KOMeAOHaMMu, nanyiamu
M NycTynamu C NOKaan3auMnen Ha Koxe nuua u/unuv Tyno-
BUlLa y NauMeHToB cTapwe 12 net [24, 25].

HuKe npeactaBneHO KIMHUYECKOE HabnoaeHue pesyib-
TaTOB MPUMEHEHUs Kpema, copepraliero TpudapoTeH
50 MKr/T, y nauneHTa ¢ KOHrnobatHom GopmMOor akHe 1 conyT-
CTBYIOLLMM @YTOUMMYHHbIM FrenaTuToMm.

KJIUMHUYECKUA NPUMEP

O naumeHTe

MaumeHT M. (M3 MOCKOBCKOM 06/1aCTH), MyXKCKOro rnona,
BO3pacT 17 NeT, rocnutann3vpoBaH B MNJaHOBOM MOpsiaKe
B OTAENEeHWEe racTpoaHTeponornn HauumoHanbHOro meau-
LIMHCKOro uccnepoBatenbckoro ueHtpa (HMWL) 3popoBbs
aeten (r. MockBa) B dpepane 2025 r. ansa obcnegoBaHus
1 NleYeHns No nosoay ayToMMMYHHOIO renatuTa ¢ COnyTCTBY-
IOLWMMK Kanobamu Ha 60NEe3HEHHbIE BbICbINMAHUSA Ha KOXe
nvua v Tynosuuia.

AHaMHe3 60/1e3HM

B nione 2022 r. nossBUAUCH NEPBbLIE BbICbIMAHMSA aKHe Ha
nuue. K ceHtabpto 2022 1. npouecc nporpeccupoBan ¢ pop-
MWPOBaHMEM MHOXECTBa BOCMAIUTESbHbLIX 3/IEMEHTOB aKHe,
OblfI0 XapaKTEPHO CHUXEeHMWe anneTuTa, nosiBieHue cnabo-
ctu. lNocne KoHcynbTauuu gepmaTtosnora no MecTy XUTenb-
cTBa 6bln ycTaHOBEH AnarHo3: «fOHolecKue yrpm (nanyno-
nyctyne3Has popma, o6ocTpeHne)». HasHavyeH JOKCULMKINH
B fo3upoBKe 100 mMr 1 pa3 B CyTKM B TeyeHue Mmecsiua,
Ha QoHe 4Yero OTMeYanoCb He3Ha4UTENbHOE YMEHblUEHWUE
KONM4yecTBa BOCMNaNuUTENbHbIX 31eMeHTOB. B Hosi6pe 2022 T.
BbISIB/IEHbl MPU3HAKM LMTONIM3a M XonecTasda, NOoCTaBieH
AnarHos: «<AyTOMMMYHHbIW renatut, 1-1 un (AHP-No3uTUBHbBIN),
BbICOKOW aKTMBHOCTW, BNEPBbIE BbISBAEHHbIN; XPOHUYECKUN
racTpuT; PeaKTUBHbIE U3MEHEHUS NOMKENYA0HHON enesbl;
cuHapom Munbbepa; akHe KOHrnobaTtHble». bbinn npose-
[leHbl Tepanus MMIOKOKOPTMKOMAaMK B/B C Mocneaylowmm
nepexoaoM Ha nepopasbHbIM MPUEM C MOCTEMEHHOW OTMe-
HOW OO0 noaaepxuBatowen fo3bl 10 Mr N0 NPeaHU30/0HY,
MMMYHOCYMNpeccMBHasa Tepanus a3aTMONpPUHOM, Kypc MNpu-
eMa ypcoae30KCUXoneBomn Kucnotbl. Ha ¢doHe npoBoagMmMoro
NIeYEeHUsT raCTPOIHTEPOSIONMYECKON NaToIOrMK COXPaHAINCh
ano6bl Ha BbICbINaHWA Ha NULE, TYNOBULLE N KOHEYHOCTSIX.

AHaMHe3 XHU3HU

MaumeHT poXKaeH oT NepBon 6epeMeHHOCTH, NPoTEeKaB-
Wwen Ha GoHe rnnepaHApPoreHun U npuemMa ropmMoHasbHbIX
npenapaToB, POAbl MJaHOBblE, KecapeBo ce4vyeHue. Macca
Tena pebeHKka npu poxaeHnmn — 3740 r, AnnHa Tena —
52 cM, oueHKa no wkane APGAR — 7/8 6annos. MNpunoxeH
K rpyam cpagy, npukopM ¢ 1 roga 1 mec. Annepronorniecknn
aHaMHe3 He oTAroleH. HacneacTBeHHbIN aHaMHe3: y oTua
aKHe, y 6abylIKM paK BHYTPUMNEYEHOYHbIX *EN4HbIX MPOTO-
KOB HEWPO3HAOKPUHHOM GOPMBbI.

®dusuKanbHaa guarHocTuka

Mpn NoCTynaeHnn COCTOSIHWE CcpedHen TAKeCTH, dusnye-
CKOe pa3BuTHE cpeaHee, AMCrapMOHUYHOE 3a CHET M36bITOY-
HOM Macchl Tena. KOoXHbIM NaToNorMyeckmMi npoLecc HOcun
pacnpocTpaHeHHbIN XxapaKTep, /IOKaIM30BaH Ha KOoXe BOJO-
CUCTOM 4acTu ronoBbl, 1uLa, TynosuLia (puc. 1). Ha koxe nvua
MHOIOYMUCNIEHHbIE NYCTY/bl, Y3/bl, 3P03UK, TAKXKE 1 B 3ayLLIHON
061aCTH, Ha KOXEe CMWHbI, rpyau, 3aHen NOBEPXHOCTU BEPX-
HUX KOHEYHOoCTeW. BuadyanusampoBanncb 3pO3UM Ha CTaauu
anuTenusaumu, rmneptpoduyeckmne pyobubl. Ha Koxe nosic-
HWYHOWM 06M1acTM UMEeNn MECTO JIMHENHble aTpodUyecKue
pyo6Lbl (CTpuu) (puc. 2). Mpur nanbnauumn }Xm1BoTa HUXKHUIM Kpan
neyvyeHn BbICTyNan u3-noj npaBon pebGepHow Ayru, YyBCTBU-
TenbHbIW. MpK NepKyccrm yBennyeHa neyeHo4Has TynocTb.

MpeaBapuTeNbHbIA AUArHo3

OCHOBHOW: aKHe, KOHrno6atHaa gopma, TAKeNoe Teve-
Hue. ConyTCTBYIOWMIN: ayTOUMMYHHbIM renatut, 1-i Tin
(AH®-NO3UTUBHBIN), KIWHUKO-NabopaTopHas pPeMUccus;
XPOHWYECKUIN TaCTPUT, pPEeaKTUBHbleE M3MEHEHWS MOMKENy-
[I04YHOWM Xenesbl; cuHAPoM Hunbbepa.

CURRENT PEDIATRICS /2025 / V.24 /N 4

<
a

Z
S~
<
N
=
S
e
~
Lo
N
(@}
N
~
=
=
=
=
s
=)
w
S
=
=]
I
I
w
=
w
o
[
o
o
a
3
<)
a
[=
o
@



Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 1. MauuneHt M., BodpacT 17 neT, 40 Ha4ana Tepanuu TpudapoTeHoM
Fig. 1. Patient M., 17 years old, before trifarotene therapy onset

lMpumedyaHue. A — efMHWUYHbIE NYCTyNe3Hble U Npeobnajalolme BocnanuTeNbHble 3/1EMEHTbI B 30HE NePEHOCULbl, NepUopaibHO

1 nepuHasanbHo; b — noctBocnanuTesibHble 3NEMEHTbI Ha KOXKEe BUCOYHOW 30Hbl, WEK, HUKHEYENOCTHON TMHUU U YLLHbIX PAKOBWH;

B, [ — Ha Ko)Xe Wen 1 3ayLiHbIX 30H BbICbINaHUs NpeAcTaBieHbl eJMHUYHbIMU MOCTBOCMNANUTENbHBIMU 3/IEMEHTaMU, Ha KOXE BOJIOCUCTOM
4acTu rofIoBbl BU3yann3npyloTcs y4acTKM pyoLIOBON afoneuunn Ha MecTe perpeccupyioLLx y3n0BbiX BbICbINaHUA, B 3ayLUHbIX CKNagKax 6amnxe

K MOYKaM ylen — runeptpoduryeckune pybLbl.
McToyHuK: MypawkuH H.H., 2025.

Note. A — single pustular and predominant inflammatory lesions at the nasal bridge, perioral and perinasal; b — post-inflammatory skin
lesions on the temporal area, cheeks, mandibular line and auricles; B, ' — there are rashes on the neck and postauricular areas
skinrepresented by single postinflammatory lesions, areas of cicatricial alopecia are visualized at the site of regressive nodular rashes, there

are hypertrophic scars at postauricular folds near the earlobes.
Source: Murashkin N.N., 2025.

Puc. 2. MauvneHT M., Bo3pacT 17 neT, 1o Ha4ana Tepanuu TpudapoTeHOM (MPOAOCIKEHME)
Fig. 2. Patient M., 17 years old, before trifarotene therapy onset (continuation)
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lpumedaHne. A — MHOXECTBO NMOCTBOCMAIUTESbHbIX BbICbIMaHWA Ha KOXe CMUHbI, MieY 1 3ajHen NoBEPXHOCTU BEPXHUX KOHEYHOCTEN;
B — Ha Koe BEPXHUX KOHEYHOCTEW U rpyAn; B — Ha KoXKe CMUHbI C HannYnem S3BEHHbIX AeDEKTOB B CTafUK 3MUTENU3aLmn 1 CTPUAMU

B HUXKHEN TPETH CMMHBI.
McToyHuK: MypawkuH H.H., 2025.

Note. A — multiple post-inflammatory rashes on the skin of back, shoulders and posterior surfaces of upper limbs; 6 — on the skin of upper
limbs and chest; B — on the skin of back with ulcerative defects on epithelization stage and striae in the lower third of the back.

Source: Murashkin N.N., 2025.

[AnarHocTuueckue npoueaypbl

Mpu nocTtynieHMn B KIMHUYECKOM aHaiuM3e KpPOBU
OoTHOCUTeNbHas nuMmdonenns — 16,1% (Hopma 30-45%),
OTHOCHTENbHBIN HenTpodunes — 77,8% (Hopma 43-65%),
ocTaljibHble MoKa3aTtenu (JIEMKOUMTLI, 3PUTPOLMTLI, FEMOIIIO-
OWH, reMaToKpuT, TPOMOOLUTBI, TMMPOLUTBI, 303UHODUIIbI,
MOHOLMTbI, 6a30duibl, HENTPODUIILI) B MNpeaenax HopMbl.
BUOXMMUYECKUIA aHanuM3 KpOBMU: TUNEPUMNONPOTEUHEMMUS,
JIMMNOMNPOTEUHbI BBICOKOW MIOTHOCTU — 1,76 MMONb/n (Hopma
0,78-1,68 mmonb/n), runepansbymmHemus — 50 r/n (Hopma

32-45 r/n); ocTanbHble NoKasaTtenu (06Lnin 6enoK, Moye-
BMHA, MOYeBas KUCNOTa, OGUAMPYOUH NpPAMOn, GUAUPYOUH
obwKnKn, anaHnHamuHoTpaHcdepasa (AJ1T), acnapTtaTtaMUHO-
TpaHcdhepasa (ACT), naktataernaporeHasa (JIAr), rnokosa,
HaTpWW, Kanun, Kanbuni o6lwmn, dochop) B npeaenax Hopmbl.

O6LWNI aHanM3 Mo4un: 6e3 NaTonormu.

Konporpamma: 6e3 natonoruu.

PeHTreHorpadumsa KWUCTEM C OLIEHKOM KOCTHOro BO3pacTa:
KOCTHbIH BO3PacCT COOTBETCTBYET KaNeHAapHOMY, MPUMEPHO
17 rogam; OTMEYEeHO CUHOCTO3MPOBaHWe B | MACTHOM KOCTH,



B KOHLEBbIX panaHrax, B OCHOBHbIX panaHrax, B cpeaHux danaH-
rax, Bo ll-V nacTHbIX KOCTsX. [leHcuToMEeTpus: 63 NaToNoruu.

YnbTpa3ByKoBOE UCCNeaoBaHWe OpraHoB GPIOLWHOM NoJo-
CTW: yNbTPa3BYKOBbIE MPU3HAKKW yBENNYEHUS pa3MepPOoB v And-
@Y3HbIX NAPEHXMMATO3HbIX UBMEHEHUIN NedYeHn. MeTeopuam.

330daroractTpoayoeHOCKON1s ¢ 6UONCUen: 3pO3NBHbIN
AucTanbHblM pednioKc-a3o0daruT, cTeneHb TsecTu A no Jloc-
AHOKeneccKon KnaccuduKaumnm C 04aroBOW pPeaKTUBHOM
rmnepnaasven anuTtenusa B 06nactn KapanoasodareanbHOro
nepexofa. IHAOCKOMNMUYECKAs KapTUHa XPOHUYECKOro HeaT-
poduryeckoro ractpmrta, accouumpoBaHHoro ¢ Helicobacter
pylori. MHOXXeCTBEHHbIE MOJHble 3P03UK aHTPabHOro oTae-
na xenyaka. ®unbpoanactometpusa neyeHu: F1 no wkane
METAVIR, oTcyTcTBME LMUTONU3A.

MarHuMTHO-pe30oHaHcHas Tomorpadua opraHoB 6ptoLL-
HOWM MOMIOCTU: KapTuHa AnddY3HOM HEOAHOPOAHOCTU MapeH-
XWUMbl MeyYeHn 3a cyeT MPU3HaAKoB GUOPO3HLIX M3MEHe-
HUW C yBeNn4YeHneM ee pa3mepoB. [TpU3HaKM NepBUYHOrO
CKNEPO3MpPYIOLWEro xonaHruta He obHapy»eHbl. MarHuTHo-
pe3oHaHCcHas xonaHrnonaHkpeaTtorpadus: 6e3 naTtonoruu.

dubpoanactorpadpua neyeHu: npu3Hakn cnaboro
$unbpo3sa neveHu; pekomeHaaunn CAP 324 dB/m IQR 28 —
cTeaTtos rnevyexu S1.

Puc. 3. MauueHT M., 17 neT, cnycts 3 Mec nocne Havyana tepanuu,
BK/IOYaBLUEN Hapy>KHOE NPUMEHEHWE PETUHOWAA YETBEPTOrO
nokoneHus TpudapoTeHa

Fig. 3. Patient M., 17 years old, 3 months after therapy onset
(including external application of the fourth generation retinoid
trifarotene)

AnHamMuKa U ucxopbl

B cBfA3M C TAKECTbIO KOXKHOIO NpoLecca, a TakKe conyT-
CTBYIOLWMM QYTOMMMYHHbIM renaTuToM MPUHATO pelleHune
0 Ha3Ha4yeHWn TOMMYECKOro peTuHoMaa — Kpema Tpudapo-
TeH 50 MKr/r oguH pa3 B [leHb BEY4epOM Ha CyXyl YMUCTYIO
KOXY B TeyeHune 3 mec, Aanee 4yepes JeHb 3 MeC, a TaKxe
YBNAXHAOWMX CPEACTB 415 NALMEHTOB C aKHe, MoyyatoLLmX
Tepanuio peTnHonaamu. NpoBOAUTL AMCMAHCEPHbIA yyeT
y Aepmarofiora, racTpoaHTeposiora no noBoAy COMyTCTBYO-
LLEen NaToNOrMm No MECTY UTENbCTBA.

YuunTblBasi OTCYTCTBME OTPULATENIbHOM AMHAMWUKK Ha GOHe
NPOBOAMMOM B CTalMOHape Tepanuu (MpeaHuU30noH 7,5 mr
YyTPOM BO BpeMs 3aBTpakKa, azatnonpuH 100 mr B 06es, ypco-
[ie30KcuxoneBas kucnota 750 Mr Ha HOYb, atoMUHKUS docdhaT
no 1 nak 3 pa3a B CYTKM Yepes Yyac nocse efbl, 330Menpason
no 40 mr ytpom 3a 30 MUH O 3aBTpaKa, aMOKCULIMIMH MO
1000 mr 2 pasa B CYyTKM, KnapuTpomMuumH no 250 mr 2 pasa
B CYTKM), NleyalMM BpavyoOM-racTpO3IHTEPOSIOrOM PEeKOMEH-
[I0BaHO NPOJO/KUTL MpUeM NpPeaHU30/0Ha, asaTMonpuHa
N YPCOAE30KCUXONEBOM KMCNOTbI NOA KOHTPONem nabopaTop-
HbIX MOKa3aTtenen. B cBA3M ¢ UBMEHEHUSIMW B BEPXHUX OTAE-
Nax *enyaoyHO-KUILIEeYHOro TpaKTa (3P03MBHbIM ANCTaNbHbIN
pednoKc-a30parMT ¢ 04aroBoW PeaxkTMBHOM runepniasu-
en anutenusa B 06nacTn KapanoasodareanbHOro nepexona;
XPOHWYECKNIA HeaTpOPUYECKUI FacTpuT, aCCOLMMPOBAHHbLIN
¢ Helicobacter pylori; MHOXeCTBEHHblE MOJIHbIE 3PO3UU
aHTpanbHOro OTAeNa XefyaKa) HadHavyeHa racTponpPoTEKTUB-
Has M apaguMKauMoHHasa Tepanus.

lMauMeHT npowen cTauMoHapHbIM 3Tan obcnefoBaHus
1 neveHus. BoinncaH B cTabuibHOM COCTOSIHMU MOA Habnio-
[leHre creuuanuctamm no MecCTy XWUTenbCTBa. 3a Bpems
HaXoXJeHus B cTauMoHape nobo4HbIX 3GPEKToB, CBA3AH-
HbIX C MPOBOAMMOW Tepannewn, He OTMEYEHO.

Cnycta 3 Mec OT Havana Tepanuu Kpemom TpudapoTeH
1 pa3 B CYTKM Ha HOYb OTMEYEHa OTYETIMBAs MONOXKUTENb-
Has AMHaAMUKa — TMOJIHbIK Perpecc BbICbIMaHWM Ha KOxe
Mua v wew (pyc. 3), HoBblE 3NIEMEHTbI Ha GOHEe NeYeHns He
nosiBAANMUCh. MaunMeHToM 6bliv OTMEeY€eHbl NosiBieHUe yme-
PEHHOWN 3PUTEMbI KOXKM SiMLLA, TPYAN U BEPXHEN TPETU CMUHbI,
a TaKXXe yMepeHHasi CyXOCTb M LWenylweHne KOXu nuua.
[na ycnewHoro KynuMpoBaHWS BblleyKa3aHHbIX MOBGOYHbIX
3OPEKTOB HapyKHOro peTvHouAa nauueHT WUCnonb3oBan
YBNAXHSAOWYIO JEPMATONOrMYECKYI0 KOCMETUKY AN nauu-
€HTOB C aKHe, NoJly4atoWwmnX CUCTEMHbIE PETUHOUADI.

lpumeyaHue. A, b — Ha Koxe nvua v Wen oTMeYatoTcs NofHbIA perpecc BbiCbinaHnin, GopMUPOBaHME CUMITOMOKOMIIEKCA NOCTaKHe

B BMAE aTpodUYECKMX (3aKPYINEHHbIX U CKONOTbIX) PYyOLIOB B BUCOYHbIX, LEYHbIX 30HaX U 30He nepeHocuubl. Budyanusunpyetcs
0AYyTNOBATOCTb MLA; B — Ha KoKe rpyam 1 nney BbiCbiNnaHus npeacTtaBieHbl CHOPMUPOBAHHBIMU HOPMO- U TMNEPTPOGUYECKUMU pyOLLaMK;
I, [l — Ha KOXe CMUHbl BblparKEHHbI CUMNTOMOKOMMEKC NOCTaKHE B BUAE EANHUYHBIX 3NIEMEHTOB NOCTBOCMNANUTENbHOMN
rMunepnurMeHTaLmm U MHOXeCTBa M3BMEHEHUI OT aTPOPUYECKUX A0 TMNEPTPOPUYECKUX PYOLIOB.

McTouHuK: MypauwkuH H.H., 2025.

Note. A, B — there is complete regression of rashes on the face and neck skin, development of post-acne symptom complex with atrophic
(rounded and chipped) scars in temporal, buccal zones and nasal bridge. Puffy face is visualized; B — rashes are represented by normo-
and hypertrophic scars on the chest and shoulders skin; I, [ — significant post-acne symptom complex on the back skin represented

by single elements of post-inflammatory hyperpigmentation and multiple changes from atrophic to hypertrophic scars.

Source: Murashkin N.N., 2025.
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

PeKoMEHAOBAHO MPOLO/MKUTL TOMMYECKYID Tepanuio
HaPYHbIM PETUHOMAOM TPUDGAPOTEHOM C MNEPEXOAOM Ha
cxemy Yepes fieHb Ans NoaaepKaHus PEMUCCUM aKHe ¢ nna-
HUPOBAHUEM KOPPEKLMU PYBLIOBLIX M3MEHEHWI (NasepHas
Tepanus, epmMabpasus).

MporHos

[MporHo3 ans »mM3Hu 6naronpusaTHbIM, A9 BbI3A0OPOBIE-
HUA — GAaronpuaTHbIA (OXKMAAKOTCS CTabunndaums u/uvnm
yny4qlweHne COCTOSIHMS 340poBbs). [MnaHupyeTcs Tepanus
py6L0B NOCTaKHe.

OBCYXAEHME

B onncaHHOM K/IMHUYECKOM clydae MHTepec NpeacTaBns-
€T CoYeTaHWe TAXKENOW KOHro6aTHOM GOpPMbl aKHe C Tsxe-
N0 COMyTCTBYIOLEN naTonorMen — ayTOMMMYHHbIM rena-
TMTOM. CeneKkTMBHOCTb K peLientopam RAR-y o6ecneymBaeT
BbICOKYIO 3DGdEKTUBHOCTL TpudapoTeHa Npu MUHUMabHbIX
Nno6oYHbIX apPeKTax — pasgparKeHUU U LENyWEHUN KOXK
B MecTe HaHeceHuss npenaparta [15]. Tonuyeckue peTu-
HoMAbl SBAstoTCH 6e30MacHON anbTepHaATUBOW CUCTEMHBIM
pPeTUHOMAAM, KOTOPble Ha3Ha4aloTCH C OCTOPOXKHOCTLIO MpU
ne4YeHOYHON NaToNoOrMKU U BbICOKOM aKTUBHOCTU bepMEHTOB
neyYeHn 1 KOHLEHTpaLM1 TMnuaoB B KpoBu [26—28]. MeyeHb
UrpaeT KA4YeByl pofib B MeTabonmMame BuMTamuHa A U ero
NPOM3BOAHbIX — PETUHOMAOB. [py 3ab60NEBaAHUAX MEYEHM
(dn6po3, UMpPpPO3, ayTOMMMYHHbIX renaTuT) HapylwaeTca Aeno-
HUpOBaHWE PETUHOWMAOB, YTO NPUBOAUT K HapyLWEHUIO cUcTe-
Mbl perynauum npouecca B BUAE ycuneHus nponndepauun
KepaTMHOUMTOB (POpMMpPOBaHWE TUMNepKepaTol3a YCTbeB
Ca/lbHO-BOMOCSHbIX GOMTMKYNOB), NOBLILEHNIO KOHLIEHTPaLMK
npoBocnanuTeNbHbix UMTOKUHOB (IL-13, TNF-a) 1 ycunenuio
TOKCMYHOCTM peTuHouaoB [8, 29]. B o63ope R.A. Kunynetz
(2004) npusoaaTtcs cnegyowmne umobpbl: y 15-20% nauunen-
TOB, MPUHUMAIOLWUX CUCTEMHBIA M3OTPETUHOMH, OTMeYaeTcs
TPaH3MTOpPHOE noBbilleHne akTuBHocTM AJTT/ACT. Mpu ayTto-
MMMYHHbIX FenatuMtax PUCK renatoTOKCMYHOCTU PETMHOMAOB
Bo3pacTaeT Ha (oHe npuema MMMYHOCYNpeccMBHOM Tepa-
nun [30]. OTCyTCTBME HEraTMBHOIO BUAHUSA Ha GYHKLMUM
neyeHn cornacyetca ¢ dapMaKOKMHETUKOW TpudapoTeHa,
M B YaCTHOCTU MMHMUMAaNbHOM abcopbLmen NeKapCTBEHHOMO
cpeactBa [25]. Takum o6pa3om, Ha OCHOBAHUM OMyG/MKO-
BaHHbIX JaHHbIX M MOKa3aHWM K MPUMEHEHMIO, YMOMSIHYTbIX
B MHCTPYKLMK K NpenapaTy, MOXHO KOHCTaTMpOBaTb, Y4TO TPH-
dapoTeH aBnseTcs aGPeKTUBHbIM M 6€30NaCHbIM BapUaHTOM
Tepanuu naLMeHToB C TaxenbiMu GopMmamun akHe 1 ConyTcTBy-
loWwMMK 3a60NeBaHUAMU MEYEHHW, a TaKKe nauueHToB, nony-
YaloWMX renaTtoToKCUYHYI0 MMMYHOCYMPECCUBHYIO Tepanuio
no NOBOAY CONYTCTBYIOLMX ayTOMMMYHHbIX 3a60/€BaHNUM.

3AKJ/IIOMEHUE

MpeactaBneHHbI HaMU KIMHUYECKUW Clydal OEMOH-
CTPUPYeT ycnelHoe NPUMEHEHWEe TOMWYECKOro peTUHouaa
TpudapoTeHa y naumeHta B Bo3pacte 17 neT C Taxenowu
KOHrnob6atHon GpopmMor akHe Ha GOHe COMyTCTBYIOLLErO ayTo-
MMMYyHHOro renatuta 1-ro tuna (AH®-no3uTMBHbLIN). Yepes
3 mec Tepanuu TpudapoTeHOM yaanocb [OOGMTbCH MOMHO-
ro perpecca BOCMaJUTENbHbIX 3MIEMEHTOB Ha KOXe nuua
M wen 6e3 NosBMEHUS HOBbLIX BOCMaIUTENIbHbIX 3/1EMEHTOB
NpPU MUHUMaSbHbIX NOBGOYHbIX adPeKTax (YMEPEHHAs CyXOCTb
N 3puUTEMA), KYMMPOBAHHbIX AEPMATONOrMYECKON KOCMETUKON.
B nepuog npuMeHeHUs npenapaTta He OTMEYEHO HEraTUBHOMO
B/IMAHUS Ha GYHKLUMM nedveHn (aktmBHocTb AJIT n ACT, a Tak-
e KOHUEHTpauus 6unMpybuHa B KpoBM B npegenax pede-
PEHCHbIX 3HA4YEeHNIN) Ha GOHE MMMYHOCYMPECCUBHOKW Tepanuu
(MpeaH30/0H, a3aTMONPHUH) ayTOMMMYHHOTO renaTuTa B pase
pemuccumn (dnbpo3s F1 no wkane METAVIR, oTcyTcTBME LUTO-
nm3za). TakuMm o6pas3om, Tepanus TOMUYECKUM PETUHOWUAOM

4eTBEepTOro NoKoNeHUs TpndapoTeEHOM B pSae CnydaeB MOXKET
ObiTb 3QPEKTUBHON anbTepHaTUBOW CUCTEMHOMY MPUMEHEe-
HUIO U30TPETUHOUHA B NEYEeHUM TsKeNblX GOPM aKHe C BOBIe-
YeHMeM B NaTONOrMYECKUIM MPOLIECC KOXKM TYI0BMLLA.

UWHO®OPMUPOBAHHOE COINIACUE

OT naumeHTa n ero 3aKOHHOro npeacraBuTens (Matepm)
noJly4eHO MUCbMeHHoe MHGOPMUPOBaHHOE LOOPOBONbHOE
corfiacue Ha ny6bnunKaumto n306paxKeHnin, B TOM Yncne nnua,
B MEAMLMHCKOM XypHase, BKoYas ero afeKTPoHHYo Bep-
cuio (mata noanucanus: 14.02.2025).
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included) (signed on 14.02.2025).

UCTOYHUK ®UHAHCUPOBAHUA
OtcyTcTBYET.

FINANCING SOURCE
Not specified.

PACKPBITUE UHTEPECOB

H.H. MypalwKuH — nony4yeHune nccnefoBaTeNbCKUX rpaH-
TOB OT papmaueBTUYeCKMX Komnanum Jansen, Eli Lilly, Novartis,
Abbvi, Pfizer, Amryt Pharma plc. MNony4yeHne roHopapoB 3a
Hay4YHOEe KOHCYNbTMpOBaHMe OT KoMnaHui Galderma, Pierre
Fabre, Bayer, Leofarma, Pfizer, AbbVie, 000 «3enanc-Papma»

OcTanbHble aBTOpbl CTaTbWM MNOATBEPAWSIN OTCYTCTBUE
KOH®IMKTa MHTEPECOB, O KOTOPOM HEOBXOAMMO COOBLLMUTD.

DISCLOSURE OF INTEREST

Nikolay N. Murashkin — receiving research grants
from pharmaceutical companies Jansen, Eli Lilly, Novartis,
Abbvi, Pfizer, Amryt Pharma plc. Receiving fees for scientific
counseling from companies Galderma, Pierre Fabre, Bayer,
Leopharma, Pfizer, AbbVie, Zeldis Pharma.

Other authors confirmed the absence of a reportable
conflict of interests.

BKJIAA ABTOPOB

H.H. MypawKuH — onpegeneHne KoHUenuuu, aqMuHuU-
CTPUPOBaHMWE NPOEKTa, PYKOBOACTBO UCCIEA0BaHUEM.

JILA. OnNpATUH — onpefeneHne KoHUenumu, agMUHUCTPU-
poBaHWEe MPOEKTa, PYKOBOACTBO MCCMEAOBaHWEM, HanucaHue
4YepHOBMKa PyKOMMCH, NEPECMOTP U PefaKTUPOBaHME PYKOMUCH.

O0.[1. lyGeHKO — HanucaHue 4YepHOBMKA PYKOMUCH,
nepecMoTp M peaaKkTMpoBaHWe PyKonucu, paboTa ¢ AaHHbI-
MU, aHanNn3 JaHHbIX.

[.B. ®epopoB — HanucaH1e YePHOBUKA PYKOMUCH.

A.A. CaBenioBa — HanncaHue YepHOBMKa PYKOMUCH.

AUTHORS’ CONTRIBUTION

Nikolay N. Murashkin — study concept, project
administration, study management.

Leonid A. Opryatin — study concept, project
administration, study management, manuscript draft writing,
manuscript review and editing.

Olesya D. Dubenko — manuscript draft writing,
manuscript review and editing, data processing, data analysis.

Dmitriy V. Fedorov — manuscript draft writing.

Alena A. Savelova — manuscript draft writing.

ORCID
H.H. MypawKuH
https://orcid.org/0000-0003-2252-8570



JI.A. OnpaTvH
https://orcid.org/0000-0002-0858-8780
0.4. Ay6eHKo
https://orcid.org/0009-0002-2828-8651

CIMUCOK JIUTEPATYPbI / REFERENCES

1. CamuoB A.B., ApaBuiickas E.P. AkHe u pozauyea. — M.:
000 «PAPMTEK»; 2021. — 400 c. [Samtsov AV, Araviiskaya ER.
Akne i rozatsea. Moscow: 000 “FARMTEK"; 2021.. 400 p. (In Russ).]
2. AkHe M posauea. KiauHuveckue MposBAEHUS, AMArHOCTUKa
n nevenne / J1.C. Kpyrnosa, A.l. CteHbKo, H.B. psiseBa u ap.; nog
pea. J1.C. Kpyrnoson. — M.: T90TAP-Meguna; 2021. — 208 c.
[Akne i rozatsea. Klinicheskie proyavieniya, diagnostika i lechenie.
Kruglova LS, Sten’ko AG, Gryazeva NV, et al; Kruglova LS, ed.
Moscow: GEOTAR-Media; 2021. 208 p. (In Russ).]

3. Yunbam A3H6m @. AKkHe / nep. c aHm. nog pea. B.W. Anb6aHoBon. —
M.: TO0TAP-Megaua; 2023. — 448 c. [William Danby F. Acne. Albanova VI,
English transl. ed. Moscow: GEOTAR-Media; 2023. 448 p. (In Russ).]
4. Tan JK, Bhate K. A global perspective on the epidemiology of
acne. Br J Dermatol. 2015;172 Suppl 1:3-12. doi: https://doi.org/
10.1111/bjd.13462

5. Tugrul B, Demirdag HG, Aslan C, Mustu Koryurek 0. An overlooked
burden of acne in adolescents: the psychosocial well-being of their
families. An Pediatr (Engl Ed). 2023;99(1):37-43. doi: https://doi.
org/10.1016/j.anpede.2023.06.009

6. Zaenglein AL, Pathy AL, Schlosser BJ, et al. Guidelines of care for
the management of acne vulgaris. J Am Acad Dermatol. 2016;74(5):
945-973.e33. doi: https://doi.org/10.1016/j.jaad.2015.12.037

7. Tan J, Beissert S, Cook-Bolden F, et al. Impact of facial and truncal
acne on quality of life: A multi-country population-based survey. JAAD Int.
2021;3:102-110. doi: https://doi.org/10.1016/j.jdin.2021.03.002
8. Dréno B. What is new in the pathophysiology of acne, an
overview. J Eur Acad Dermatol Venereol. 2017;31 Suppl 5:8-12.
doi: https://doi.org/10.1111/jdv.14374

9. Conforti C, Agozzino M, Emendato G, et al. Acne and diet:
a review. Int J Dermatol. 2022;61(8):930-934. doi: https://doi.org/
10.1111/ijd.15862

10. Yang J, Yang H, Xu A, He L. A Review of Advancement on
Influencing Factors of Acne: An Emphasis on Environment
Characteristics. Front Public Health. 2020;8:450. doi: https://doi.
org/10.3389/fpubh.2020.00450

11. Dréno B, Pécastaings S, Corvec S, et al. Cutibacterium acnes
(Propionibacterium acnes) and acne vulgaris: a brief look at the
latest updates. J Eur Acad Dermatol Venereol. 2018;32 Suppl 2:
5-14. doi: https://doi.org/10.1111/jdv.15043

12. ApaBuiickas E.P, MypawkuH H.H., MBaHoB PA. BynbrapHble akHe
y MOAPOCTKOB: Hay4yHOe OOOCHOBaHWE OMTUMU3ALMKU CXEM JeHEHWUsi
C MOMOLLbIO CPefcTB [LepMaTOKOCMETUKKU // Bonpockl coBpemeH-
Hoi negmatpumn. — 2024. — T. 23. — N° 5. — C. 285-294. —
doi: https://doi.org/10.15690/vsp.v23i5.2801 [Araviyskaya ER,
Murashkin NN, Ivanov RA. Acne Vulgaris in Adolescents: Scientific
Evidence for Optimizing Treatment Regimens via Dermatocosmetics.
Voprosy sovremennoi pediatrii — Current Pediatrics. 2024;23(5):
285-294. (In Russ). doi: https://doi.org/10.15690/vsp.v23i5.2801]
13. Araviiskaia E, Dréno B. The role of topical dermocosmetics in
acne vulgaris. J Eur Acad Dermatol Venereol. 2016;30(6):926-935.
doi: https://doi.org/10.1111/jdv.13579

14. Dreno B, Araviiskaia E, Berardesca E, et al. The science of
dermocosmetics and its role in dermatology. J Eur Acad Dermatol Venereol.
2014;28(11):1409-1417. doi: https://doi.org/10.1111 /jdv.12497

15. Aubert J, Piwnica D, Bertino B, et al. Nonclinical and
human pharmacology of the potent and selective topical
retinoic acid receptor-y agonist trifarotene. Br J Dermatol.
2018;179(2):442-456. doi: https://doi.org/10.1111/bjd. 16719
16. Thiboutot DM. The role of follicular hyperkeratinization in
acne. J Dermatol Treat. 2000;11(2):5-8. doi: https://doi.org/
10.1080,/095466300750163645

17. Khalil S, Bardawil T, Stephan C, et al. Retinoids: a journey from
the molecular structures and mechanisms of action to clinical uses
in dermatology and adverse effects. J Dermatolog Treat. 2017;28(8):
684-696. doi: https://doi.org/10.1080/09546634.2017.1309349
18. Thoreau E, Arlabosse JM, Bouix-Peter C, et al. Structure-based
design of Trifarotene (CD5789), a potent and selective RARy agonist

A.B. ®epopos
https://orcid.org/0000-0001-9777-0156
A.A. CaBenoBa
https://orcid.org/0000-0001-6884-5171

for the treatment of acne. Bioorg Med Chem Lett. 2018;28(10):
1736-1741. doi: https://doi.org/10.1016/j.bmcl.2018.04.036
19. Tan J, Thiboutot D, Popp G, et al. Randomized phase 3 evaluation
of trifarotene 50 pg/g cream treatment of moderate facial and
truncal acne. J Am Acad Dermatol. 2019;80(6):1691-1699.
doi: https://doi.org/10.1016/j.jaad.2019.02.044

20. Wagner N, Benkali K, Ali6 Sdenz A, et al. Clinical Pharmacology
and Safety of Trifarotene, a First-in-Class RARy-Selective Topical
Retinoid. J Clin Pharmacol. 2020;60(5):660-668. doi: https://doi.
org/10.1002/jcph.1566

21. Tenaud |, Khammari A, Dreno B. In vitro modulation of TLR-2,
CD1d and IL-10 by adapalene on normal human skin and acne
inflammatory lesions. Exp Dermatol. 2007;16(6):500-506.
doi: https://doi.org/10.1111/j.1600-0625.2007.00552.x

22. Del Rosso JQ, Johnson SM, Schlesinger T, et al. A Randomized,
Controlled Trial of Trifarotene Plus Doxycycline for Severe Acne
Vulgaris. J Clin Aesthet Dermatol. 2022;15(7):E53—-E59.

23. Blume-Peytavi U, Fowler J, Kemény L, et al. Long-term safety
and efficacy of trifarotene 50 pg/g cream, a first-in-class RAR-y
selective topical retinoid, in patients with moderate facial and
truncal acne. J Eur Acad Dermatol Venereol. 2020;34(1):166-173.
doi: https://doi.org/10.1111/jdv.15794

24. O6lwan xapaKTepucTUKa NekapcTBeHHoro npenapata Aknund. Per.
ya. JIN-N°(001233)-(Pr-RU) ot 19.09.2022 // Peectp OX/I[1 n JIB
EASC: oduupmanbHbivt cait. [General characteristics of the drug Aklief.
Registration certificate J1M-N2(001233)-(PI'-RU) dated September 19,
2022. In: Register of general characteristics of medicinal products
(GCHP) and package leaflets (PL) of the EAEU: Official website.
(In Russ).] JoctynHo no: https://Ik.regmed.ru/Register/EAEU_SmPC.
Ccblnka akTMBHa Ha 14.07.2025.

25. AKNUG: MHCTPYKLUMSA MO MEAULIMHCKOMY MPUMEHEHUIO NIEKapCTBEH-
Horo npenapata. Per. ya. JIM-N2(001233)-(Pr-RU). Jata peructpa-
unu: 19.09.2022 // 3apaBMeaMHdopm: OHMakH CripaBOYHMK 3Apa-
BooxpaHeHus u meanumHabl. [Aklief: drug label. Registration certificate
JIN-N2(001233)-(Pr-RU). Registration date: September 19, 2022. In:
ZdravMedInform: Online directory of health and medicine. (In Russ).]
[JoctynHo no: https://zdravmedinform.ru/grls/reg-Ip-001233-rg-ru.html.
Ccblfika aktnBHa Ha 14.07.2025.

26. CoTpeT: MHCTPYKUMA NO MEAULMHCKOMY MPUMEHEHUI0 NeKap-
CcTBeHHOro npenapata. Per. ya. JIM-N2(002409)-(PI-RU). Jata peru-
cTpauun: 25.05.2023 // 3apaBMeaMHpopm: OHnalH crpaBOYHUK
3apaBooxpaHeHns n meaumumnHel. [Sotret: drug label. Registration
certificate J1M-N2(002409)-(PI'-RU). Registration date: May 25, 2023.
In: ZdravMedInform: Online directory of health and medicine. (In Russ).]
[HoctynHo no: https://zdravmedinform.ru/grls/reg-Ip-002409-rg-ru.html.
Ccbinka akTBHa Ha 14.07.2025.

27. AKHeKyTaH: MHCTPYKLMSI MO MEAULIMHCKOMY MPUMEHEHUIO neKap-
CTBEHHOro npenapata. Per. ya. JIM-N2(005673)-(Pr-RU). data peru-
cTpaumun: 10.06.2024 // 3apaBMealHpopm: oHnaiH crpaBOYHUK
34paBooxpaHeHns M MeauuuHbl. [Acnecutan: drug label. Registration
certificate JIM-N2(005673)-(PI'-RU). Registration date: June 10, 2024.
In: ZdravMedInform: Online directory of health and medicine. (In Russ).]
[JoctynHo no: https://zdravmedinform.ru/grls/reg-Ip-00567 3-rg-ru.html.
Ccblnka akTMBHa Ha 14.07.2025.

28. PoaKKyTaH: MHCTPYKUMS MO MEAULMHCKOMY MPUMEHEHUIO NeKap-
cTBeHHOro npenaparta. Per. ya. JIM-N2(009746)-(Pl-RU). Jata peru-
cTpauun: 14.04.2025 // 3apaBMegMHpopm: OHAalH crpaBOYHUK
34paBooxpaHeHns n meanuUuHbl. [Roaccutane: drug label. Registration
certificate JIMN-N2(009746)-(PT-RU). Registration date: April 14, 2025.
In: ZdravMedInform: Online directory of health and medicine. (In Russ).]
[JoctynHo no: https://zdravmedinform.ru/grls/reg-Ip-009746-rg-ru.html.
Ccblfika aktnBHa Ha 14.07.2025..

29. Shirakami Y, Lee SA, Clugston RD, Blaner WS. Hepatic metabolism
of retinoids and disease associations. Biochim Biophys Acta. 2012;
1821(1):124-136. doi: https://doi.org/10.1016/j.bbalip.2011.06.023
30. Kunynetz RA. A review of systemic retinoid therapy for acne
and related conditions. Skin Therapy Lett. 2004;9(3):1-4.

CURRENT PEDIATRICS /2025 / V.24 /N 4

1

BOMPOCbI COBPEMEHHOW MEAUATPUM / 2025 / TOM 24 / N 4



KnuHuyeckoe Ha6GnwogeHue
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H.H. Mypawkun®: 2 3, A.U. Matepukun?, f.10. Anbwesckuiid, P.B. Enuwes?, M.A. JleoHoBal,
JILA. Onpatuni, P.A. UBaHoB?, E.C. MaBnosa?l, 0.P. Katynunal, K.A. Kyaukos?

1 HaumoHanbHbIM MEAULIMHCKKUIA UCCeoBaTENbCKUIA LIEHTP 310p0Bbsa AeTei, MocKBa, Poccuiickas denepauus

2 MepBblt MOCKOBCKMI rocy1apCTBEHHbIR MEANLIMHCKUI YHUBEPCUTET M. .M. CeyeHoBa (CE4eHOBCKUIA
YHuBepcuteT), MockBa, Poccuickaa degepauns

3 LleHTpanbHas rocyaapcTBeHHas MeanLmMHeKas akagemus, Mocksa, Poccuiickasa defepalms

Overlap-cuHapom (coyetaHue
NOKa/IM30BaHHOU CKnepoaepMUuum
U AJUCKOUAHON KPaCHOMU BOJIYAHKH)
y peb6eHKa: KIMHU4YeCKUU cayyau

KoHTaKTHas unpopmauus:

MypalukuH Hukonav Hukonaesuy, LOKTOP MEAULMHCKUX HayK, pykoBoauTenb HAW geTckon aepmatonoruu, 3asefyiowni oTaeneHmem JepMaTonorum
1 anneproaorun HaumoHanbHOro MeauLMHCKOro UCCNefoBaTeNbCKOro LeHTPa 340poBbs AeTel, npodeccop Kadeapsl AepMaToOBEHEPONOrK

1 KocmeTonorun LieHTpanbHOM rocyfapCTBeHHOM MEAULIMHCKOM akagemMuu, npodeccop Kadeapbl neauaTpum v AeTcKon pesmatonoruu NMepsoro
MOCKOBCKOr0 rocyaapCTBEHHOr0 MeAuLMHCKOro yHuBepcuteta um. U.M. CeyeHoBa (Ce4eHOBCKHMI YHUBEPCUTET)

Appec: 119296, MockBa, JJoMOHOCOBCKMM Np-T, 4. 2, cTp. 1, Ten.: +7 (495) 967-14-20, e-mail: m_nn2001@mail.ru

Cratbsl noctynuna: 12.06.2025, npuHaTta K neyartu: 16.08.2025

O6ocHoBaHue. Co4eTaHNe CUCTEMHON CKIEPOAEPMUN U CUCTEMHON KPACHOM BOJIHaHKM ONUCaHO B iMTepatype 4oCTaToOq4HO
rnoapo6Ho. lNepeKpecT N0KaaM30BaHHbIX GOPM CKIEPOAEPMUN U ANCKOMAHON KPAacHOM BOJIYaHKMU Y AE€TEN ONMcaH B €ANHNY-
HbIX KIMHUYECKMX HabogeHUsiX. OnucaHue KJIMHUYecKoro cayyas. [lpefctaBieH peAKui KIMHUYECKMI cayqain overlap-
CUHAPOMa, MPOAEMOHCTPMPOBAaHbI Pe3y/bTaTbl MeANKaMEHTO3HON Teparnuu, O0CBeLLaloTcs BONpocChl AnpoepeHLmnanbHom
ANarHOCTUKM M naToreHeTM4eCcKMe 0CO6EHHOCTH NaToaorum. 3aKkaoyeHme. [JuarHocTmka overlap-cMHAPOMOB npescTaBaseT
3HauuTeNIbHble TPYAHOCTH. HecBoeBpeMeHHas BepUpUKaLuusi AuarHo3a npuBOANT K Ha3HaYeHUI0 MaiodpdeKTMBHON Tepa-
nun. B pe3ynbtaTte pa3BuBalOTCS CTOMKME QYHKLMOHAbHbIE U KOCMETMYECKME AEPEKTbI KOXM, OKa3bIBakLMe HeraTmBHoOe
B/IMSIHME Ha KAYeCTBO JKM3HM NaLyNeHTOB.

KnroyeBble cnoBa: KIMHUYECKNI Cllydal, overlap-cuHAPOM, J10KaiM30BaHHas CKAepoAepMus, AMCKouaHas KpacHas BOJI-
YaHKa, LUMTOKMHbI

Ana yntupoBaHus: MypalwkuH H.H., MaTtepukunn A.M., Anbwesckuin A.10., Ennwes PB., JleoHoBa M.A., OnpatuH JI1.A,,
MBaHoB PA., MaBnoBa E.C., KatyHuHa O.P, KynukoB K.A. Overlap-cMHapoM (coveTaHune NoKaan3oBaHHOW CKIepoaepMumn 1 auc-
KOWOHOW KpacHOW BOMYaHKMK) y pebeHKa: KIMHUYECKUI crydain. Bonpockl coBpemeHHon neguatpmn. 2025;24(4):262-266.
doi: https://doi.org/10.15690/vsp.v24i4.2935

OBOCHOBAHME

Overlap-cMHOPOM — peaKoe KIMHUYECKOE COCTOsIHME,
npU KOTOPOM Y OAHOro nauMeHTa OAHOBPEMEHHO Habsto-
[aloTcs NpU3Haku AByX U 6onee AMdPy3HbIx 3aboneBaHUn
COELMHUTENbHOM TKaHU, NPUYEM KaxKaoe U3 HWUX AUarHoCTu-
YeCKM NpeacTaBieHo He MOMHOCTbIO, HO C HalM4YMEM CreLm-
GUYECKMX KNMHUYECKMX, UMMYHONIOrMYECKUX MK Mopdono-

KOXHble 3ab0neBaHNs y AeTen cocTaBnsaloT MeHee 2% oOT
BCeX cny4yaeB 60ne3Hen Koxu [1]. MNpu aToM onucaHbl eam-
HUYHbIE CNy4yan co4YeTaHUs NOKalIM30BaHHOM CKiepoaep-
MuK (morphea en coup de sabre) 1 AMCKOMOHON KpPaCHOM
BonyaHkn (AKB) [1, 2]. lNpeactaBneHHOE HUXKe Habno-
[leHWe pefkoro BapuaHTa overlap-cuHapoma y peGeHKa
No3BOJIIET paccMaTpuBaTbh 3ab60NeBaHNE KaK YHUKaNbHYIO

rMYecKunx nposisiieHun [1]. NepeKpecTHble ayTOMMMYHHbIe Mofeslb NePEKPECTHbIX MEXAHM3MOB MOPaXKeHUs CoeanHU-
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TeNbHOW TKaHW B IETCKOM BO3pacTe, CBA3aHHbIX C y4acTUeM
B Pa3BUTUKN KOXHOIO ayTOMMMYHHOrO BOcnaneHuns n ¢puépo-
3a 06WMX LMTOKMHOBbLIX KacKafoB — WHTepnenkuHa (IL) 6,
IL-17 [3-5]. OTMevaeTcs TakkKe ponb TpaHchOopMUpyowWwero
dakTopa pocta 6eta (TGF-B) [6-8].

KNUHUYECKHUHA NPUMEP

O nauueHTe

Manbumk N., BO3pacT 9 neT, NocTynuna B oTaeNeHne aep-
Martonormn wn annepronormn HUW petckom gepmatonoruu
HMWL, 3gopoBbst aeten (MockBa) ¢ anobaMu Ha pacnpo-
CTpaHeHHble BbICbINaHUA, CyGbEKTUBHO He 6GecrnoKosime.

AHamMHe3 60s1e3HHU. Pogntenamu naumeHTa 6bi10 co00-
LLIeHO, YTO NepBble BbiCbiNaHWA MOABMAUCL OKONo 2,5 neT
Has3ag. O6palan1cb K 4epMatosiory no MecTy WUTelbCTBa,
YyCTaHOBNEH AMarHo3: «Annepruyeckui aepmatut. Cnycts
4 mec pebeHOoK Oblal MOBTOPHO KOHCY/ILTUPOBAH AepmaTo-
IOroM, BbICT@BfieH AMarHo3: «J/1oKkanu3oBaHHas CKepo-
aepmus». B nocnepayollem naumMeHT Habaogancs no Mecry
XUTENbCTBA C NEPUOANYHOCTBIO OOMH pa3 B 6 Mec — 6e3
IWHaAMMKK. [TauMeHT NPUMEHSNT MECTHO Ma3b AEMPOTEUHU-
3MPOBAHHOIO Avanu3arta M3 KPOBWU 3[40POBbIX MONOYHbIX
TenaT, CTaHAapPTU3MPOBAHHOIO XMMMWYECKM U BUonoruvye-
CKWU, — 6€e3 BblpaxKeHHOW NONIOXUTENbHON AUHAMUKMU.

AHaMHe3 Xun3Hu. 6e3 ocobeHHoCcTeN.

CemeHHbIN aHaMHe3. HacneiCcTBEHHOCTb MO ayTOWMM-
MYHHbIM 3ab60neBaHWAM POACTBa He oTArouieHa (He oTme-
YeHbl Y POACTBEHHWKOB NEPBOM M BTOPOM CTENEHWU POACTBA).

®dusuKanbHaa JUarHocTuka

Mpy nepBUMYHOM OCMOTpe obliee COCTOSHWE YAOBNET-
BOPUTENbLHOE, MO OCHOBHOMY 3abGoneBaHWUI0 — TSMXKeNoe.
Temnepatypa Tena, nynabc, 4acToTa AbIXxaTe/bHbIX ABUKEHWN
M Macco-poCTOBble MOKa3aTeNu MauueHTa COOTBETCTBYIOT
BapuaHTy HOpMbI. [1aToNOrMmM Cco CTOPOHbI OCHOBHbIX Opra-
HOB M CUCTEM He BbISIB/IEHO.

KOXHbI NaTOIOrMYECKMI MPOLLECC HOCUA OrpaHUyeH-
HblI, aCUMMETPUYHbIN XapaKTep, 6bl/1 NpeAcTaBleH o4aramu
aTpPOPUU MATKMX TKAHEN U MATHAMW 3aCTOMHO-CUHIOWHOMO
OTTEHKA, OKPYXXEHHbIMWU GUONETOBLIM BEHYMKOM, Ha KOXe
npaBon 1 JIEBOW MOJIOBUH UL, @ TaKXXe B BUCOYHOM obna-
CTU. Ha Koxe B 3ayLIHON 061acTu crieBa CBEXMUIM 61ECTALLNN
oyar ¢ ®uoneToBbiIM BEHYMKOM. Ha Koxe nuua Habnwoga-
JIMCb €IMHUYHbIE Many/bl PO30BOro LBETa ANAaMETPOM OKO/0
0,5 cMm. B n06HO-TEMEHHOWM 06/1aCTM MMeESCcs MOAKOBOOOpa3-
HbIK o4ar atpodun C BblipaXKEHHbIM 3anageHueM Mno nepu-
depun. Koxka B ovare 61egHas, MOpLMHUCTAs, HaNnomM1MHana
CMSATYIO NanuMpocHyto ymary (puc. 1).

JlaGopaTopHble U UHCTPYMEHTa/IbHble

uccnepoBaHusa

KAMHMYECKMN 1 BUOXMMMYECKMI aHann3 KpoBu: 6e3
naTonoruu.

Y3W 6ptollHOM MONOCTH, LWMTOBUAHOW Kenesbl, Nnovyek
1 MOY€BOro My3bIps: NaTONOMMKN HE BbISIBIEHO.

KomnbloTepHasi ToMorpadusi opraHoB rPyaHON KNETKM:
OCTPbIX 04aroBbIX U MHPUABTPATUBHbLIX USMEHEHUI B Oopra-
Hax rPyAHOM NOMOCTU HEe BbISIBAEHO.

Mpuxn3HeHHOe Mopdonornyeckoe natonoroaHatoMuye-
CKOe uccnepoBaHune 6uonTaTa, NoayYeHHOro U3 MHAypaTuB-
HOro o4ara: NaToNorM4yecKMe M3MeHeHMss COOTBETCTBYIOT ANC-
KOM[HOW BONYaHKE, PEKOMEHAOBAHO KIIMHUYECKU UCKTIOUYNUTD
CMeLLaHHbIV XapaKTep CUCTEMHOIO MOPaXKEHUS COEANHUTENb-
HOWM TKaHM (mixt connective tissue disease) (puc. 2).

MpepBapUTenbHbIA AUArHo3
Jlokanu3oBaHHaa CKAepoaepMus, nporpeccupytoLas
cTaaus, TaXKenoe Te4yeHue.

Puc. 1. NaumneHT N., Bo3pacT 9 nert, ¢ agnarHo3om: «Overlap-
CUHAPOM (NOKaNM30BaHHasA CKNEPOAEPMUS + AUCKOMAHAA KpacHas
BOMIY@HKa), CTaaus nHaypauum»

Fig. 1. Patient N., 9 years old, with diagnosis of “Overlap syndrome
(localized scleroderma and discoid lupus erythematosus),
induration stage”

UcTtouHuK: Apxus HUU petckon aepmatonornv HMWL, 3gqopoBbs
neten, 2025.

Source: Archive of the Research Institute of Pediatric Dermatology
of National Medical Research Center of Children’s Health, 2025.

AnHamMmuKa u ucxopbl

Ha ocHoBaHWK AaHHbIX GU3MKaNbHON ANArHOCTUKM, KIK-
HUYECKMX, NabopaTopHbIX U MOPGONOrMYECKUX UCCNeloBa-
HWN yCTaHOBMEH AuarHo3: «Overlap-cuapom (gMCKoMaHas
KpacHasi BoN4YaHKa + IoKann3oBaHHas CKNepoaepMus), KOX-
Hasd dopma, XPOHMYECKOEe TeyeHne, aKkTUuBHaa craaus, dasa
MHAypaumu, oyaroBas atpodus». B aTon cBS3U B CTaLMOHa-
pe Ha3Ha4yeHo neyvyeHue, HalLeNeHHOe Ha npeaoTBpalleHue
HOBbIX BbICbINaHUM M WX perpecc. B KadvecTBe npenapata
Bbl6Opa Obll Ha3Ha4YeH METOTPeKcaT B [03MPoBKe 7,5 mr
(M3 pacyeTa 11 Mr/m2 niowaan NoBepxHocTH Tena) 1 pas
B 7 cyT. Hapy)kHasa Tepanus BKIo4ana B cebs TONUYeckue
ITIIOKOKOPTUKOMABI U MHITMOUTOPBLI KanbunHeBpuHa. OfHaKo
no MNpPUYMHE HEAOCTAaTOYHOro TepaneBTUYEecKoro addekTa
npu MOBTOPHOM rocnuTanu3aumnn LONOSHUTENbHO K METO-
TpeKcaTty 6bl1 Ha3Ha4YeH MEeTUANPEAHM30/0H B A03UMPOBKE
0,5 Mr/Kr/cyt B TeyeHne 2 Mec C MNOCTENeHHOW OTMEHOM
npenapara. B pe3ynsrate npoBeAeHHOM Tepanun y nauneHTa
OTMEYEHO YMEeHbLIEHWE BblPaXeHHOCTU 3pUTEMbI U UHOWIb-
Tpauuun B ovarax KB, npousowna crabunnsauusi o4yaros
CK/IIEPOAEPMUUN: HOBblE O4arM He MOSABMASNNCL, CTapble He
yBENNYMBANUCL MO MNowaan. TakkKe yMeHblnnacb akTUB-
HOCTb O4aroB Nopa*keHWs, Bbipa3uBLUAsaCca B perpecce nepu-
$OoKanbHOro po30BO-hMONETOBOrO BEHUYUKA (pUC. 3).

MporHo3s

Mpy NpoaoIKEHUM HA3HAYEHHOW Tepanuu — MPOrHo3
6/1aronpUATHbIN, OXXWAAETCHA JOCTUKEHNE CTOMKON KITMHUYE-
CKOWM pEMUCCUMU.

BpemeHHas WwKana

XpoHO/IOrMs pa3BUTUS, KOYeBble COObITUS GONEe3Hu
¥ NporHos ang nauueHta N. ¢ anarHo3om: «Overlap-cuHapom
(noKanuM3oBaHHas CKIepoaepMus + [OWCKOMAHas KpacHas
BO/MIYaHKa)» npefcTaBfieHbl Ha puc. 4.

OBCYXAEHME

Overlap-cvHAPOM, CoYeTaloWnin TOKaIM30BaHHYO CKie-
pogepmuio u KB, moxeT Bbi3BaTb crnefylolive 3aTpya-
HeHus B AnddepeHumanbHOM AuMarHocTuke. Bo-nepBbliX,
3T NaTO/IOfMM CNOCOOGHbI BblparKaTtbCa UCKIOYUTENb-
HO OrpaHWYeHHbIMW (04aroBbIMM) U3MEHEHUSIMM, YTO He
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Clinical Observation

KnuHuyeckoe HaGnopeHue

Puc. 2. Mopdonorunyeckoe nccnegosaHne 6uontata Koxu (A) ¢ yHacTKOM NMOAKOXKHOM KMPOBOW KnetyaTku (B) nauneHTa N. ¢ AMarHo3om:
«Overlap-cMHAPOM (NOKanM30BaHHas CKIepoAepPMUs + AUCKOMAHAS KpacHas BonYaHKa), CTaans vHaypauumn»

Fig. 2. Morphological examination of skin biopsy material (A) with subcutaneous fat (B) of patient N. with diagnosis of “Overlap syndrome
(localized scleroderma and discoid lupus erythematosus), induration stage”

lMpumeyaHne. A — anuaepmMuc atpoduyeH, ero cnou anddepeHLMpoBaHbl, HEGONbLLOW PbIXbIA KepaTo3 ¢ GOPMUPOBAHWEM POrOBbIX MPOGOK
B YCTbsAX GONNMKYNOB; BOKPYr COCYA0B MNOBEPXHOCTHOMO CMIETEHUS U NEPUAAHEKCaNbHO (BOKPYr BOMOCSAHbLIX GONIUKYNOB U MOTOBLIX XKeNe3) NI0THbIE
MydTOO6pa3Hble NMMdOrucTMoLMTapHble MHGUNLTPaThl (6enas ctpenka); b — B oTAeNnbHbIX cpe3ax BocnanuTeNbHbI MHPUALTPAT pacrnpocTpaHaeTcs
B MOAKOXHYIO MPOBYKO KNETYATKY; B MyBGOKMX OTAENax AEPMbl MEXAY KOAnareHOBbIMW BOMOKHaMW OOHAapYKMBAIOTCS OTIONKEHUS aMOPPHbIX
6a300hU1NbHO OKpaLLEHHbIX Macc (6enas cTpenka). Mecto B3aTua 6uonTtata — MHAypaTUBHbIN o4ar. OKpacka — reMaToKCUIMH-303MH. YB. X100.
McTouHuK: Kynukos K.A., KatyHuHa O.P, 2025.

Note. A — epidermis is atrophic, its layers are differentiated, small loose keratosis with formation of keratic plugs in the follicles’ openings;
cuff lymphohysteocytic infiltrates around the superficial plexus vessels and around hair follicles and sweat glands (white arrow);
b — inflammatory infiltrate spreads to the subcutaneous fat in several cuts; amorphous basophilic colored masses deposits (white arrow) can
be revealed in deep parts of the dermis between collagen fibers. The place where the biopsy sample was taken presents indurative focus.

Staining — hematoxylin-eosin, phf X100.
Source: Kulikov K.A., Katunina O.R., 2025.

Puc. 3. NauuneHT N., Bo3pacT

9 ner, ¢ guarHo3om: «Overlap-
CUHAPOM (TOKann3oBaHHas
cKepoaepmus +

OMCKOMAHas KpacHas

BO/MYaHKa)» Ha doHe Tepanuu
CUCTEMHBIMU U TOMUYECKUMM
rMIOKOKOPTUKOMAAMU B COHETAHNM
C METOTpeKcaToMm

Fig. 3. Patient N., 9 years old, with
diagnosis of “Overlap syndrome
(localized scleroderma and
discoid lupus erythematosus)”

on treatment with systemic

and topical glucocorticoids in
combination with methotrexate

UcTouHuK: ApxuB HUW petcKom
nepmatonorun HMWL, 3gopoBbs
netew, 2025.

Source: Archive of the Research
Institute of Pediatric Dermatology
of National Medical Research
Center of Children’s Health, 2025.

ABNSETCA TUMUYHLIM ANS
ayTOMMMYHHOIO  npoLec-
ca [1, 4]. Bo-BTopbiX, KB
W NOKanuM3oBaHHas CKIepo-
nepmus, ocobeHHo B dase
MHAOypauun u pybLeBaHus,
XapaKTePMU3YIOTCA CXOXM-
MW  KIUHUYECKUMU NpPHU-
3HaKaMuM — 3pUTEMATOS-
Hble o4arn ¢ GMONEeToBbIM
BEHYMKOM, aTpOdUA KOXKMH,
rMno- W runepnurmeHTa-
LmMs, TefleaHrmakTasuun. 3T1o
Hepeako NpMBOAMT K Auar-
HOCTUKE WUCKIIOYUTENBHO
O4HOM HO30/M0TMKU, OCO-
6eHHO Ha amO6ynaTopHOM
aTane HabnmopeHus [3, 9.
[uctonornyeckoe onucaxHve
KOXHOro npouecca TaKxe
MOXEeT [AeMOHCTpUpoBaTb
3/IEMEHTbI 06enX NaTonornm
OAHOBPEMEHHO, 4YTO YCH-
IBaET [AMArHOCTUMYECKYIO
aunemmy. Hanpumep, Hanu-
4Yne NNoTHoro mypToobpas-
HOro numdorucTmouuTap-
HOrO WHbUALTPaTa BOKPYr
NPUMAATKOB KOXMW, aTpo-
dbun anugepmnca u poro-
BbIX MPOGOK B ONIMKyNnax
(xapakTepHbix ana  [AKB)
Hapsgy C BblpaXKeHHbIM
OT/IOXKEHMEM aMopdHOro
KonnareHa u rny6okum gep-
ManbHbIM GUOPO30M (CBOK-

CTBEHHbIM JIOKa/IM30BaHHOW CK/IEPOAEPMUU) CO3[aeT MOp-
donornyeckyto 3oHy nepekpbitva [1, 5, 9]. B aTnx ycnoBusx
HeobxoAMMa noaTtanHas gudbdepeHunanbHas avarHocTMKa
C UCKNIOYEHUEM APYrMX AEePMaTO30B: KOXHbIX MPOSBAEHUM
CUCTEMHOW KpacHOM BOMYaHKM, XPOHWYECKOr0o paAnaLMoH-
HOro JepmaTtuTa, KpacHOro niocKoro nuias v atpodoaep-
MUK, JONoNHUTENbHbIE 3aTPyAHEHUS BO3HUKAIOT B Ciy4asx,
Korga 6MOncus BbiNOSIHEHA B MO3JHEN CTaAMU KaxKAoro us
onucaHHblX 3a6oneBaHnt — nNpu yxxe cbopmmpoBaBLLEMCS
pybLe, Koraa BoCnanuTeNbHbIM KOMMOHEHT MUHUManeH [3].
LleHHbIM KAMHWKO-MOPGONOrMYECKUM OPUEHTUPOM SABASET-
cs Mojenb, onucaHHaa C. Magro u Z. Schwartz (2020). B ux
paboTe Obl1 MpeAcTaBfeH ciyvyan overlap-cuHapoma, pea-
nnaylolerocs B npejenax o4HOro o4ara ¢ OAHOBPEMEHHbLIM
NPUCYTCTBMEM NPU3HAKOB CKiepoaepmuyeckon dopmbl KB
M BONYAHOYHOIO NaHHWKyNUTa. ABTOPbI NOAYEPKMBALOT, YTO
Takve GopMbl NpeacTaBAsoT CO60M He NPOCTO CoBMageHue
AByX 3aboneBaHWi, a nocnefoBaTebHOE KIMHUKO-NaTore-
HeTU4YecKoe pas3BuTME ayTOMMMYHHOIO KOXXHOro rnpouecca.
B aTom cnydae BocnaneHue u ¢nbpo3 pa3suBatoTca napan-
NenbHO M B3aWMHO yCUMNMBaloT apyr apyra [1]. 310 TpebyeT
pacWMUpeHns ANarHOCTUYECKOro MbIWAEHWS Yy AepmMaTosno-
roB U NeanaTpoB, NpoBeAeHUs aHann3a MopdONOrnYecKmX,
UMMYHOTMCTOXMMMUYECKUX W CEPOSIOTMYECKUX KPUTEPUEB
B COBOKYMHOCTW, @ TaKXXe BeAeHWs nauueHTa ¢ no3uuuu
[MHAMUYECKOrO0 CUHAPOMANIbHOrO HabNloLeHUs, a He U30-
IMPOBaHHON HO30/10MMYECKOWM MOAENMN.

MposiBnenns [OKB ¥ nokanu3aoBaHHOM CKAepoaepMuu
B cocTaBe overlap-cvHApoMa 06bSCHSIOTCS O6LWMMK naTore-
HETUYECKMMHU MexaHM3MaMu 3TUx 3aboneBaHui, 06YCNOB-
NIeHHbIMU Tunepnpogykumen IL-6, IL-17 u TGF-B [10-12].
MocnenHWe JENCTBYIOT KaK NepeKpecTHble MeanaTopbl Bocna-
nexust n dnbposa [13]. IL-6 ycunmBaeT BbipabOTKy NpoBocna-
NUTENbHbIX 6€/TKOB B KepaTuHouuTtax n ¢ubpobnactax [13, 14],
CTUMYNUPYET aKcnpeccuto Monekyn aaresunv (VCAM-1, ICAM-1)
Ha KNeTKax aHgoTenusa u Koxu [13, 15]. B npucyrcreum TGF-3



Puc. 4. MaumneHT N.: XpOHON0rns pa3Butusa 601e3HU, KITtoYeBble COObITUS U MPOrHO3

Fig. 4. Patient N.: disease course, key events, and prognosis

MosiBNeHne nepBbIX 04aros.
YcTaHOBNEH AnarHos:
«Annepruyeckui nepmatur»

focnutanusauna B HMULL 3nopoBbsa aeten,
NoCTaHOBKa OKOHYaTeNbHOro AMarHo3a, Ha3dHavyeHue
CUCTEMHOW NPOTUBOBOCNANUTENBHON TEpanuu

MaHudecTauma 3a6oneBaHus

4 mec

Cnycts 2,5 roaa Cnycta 3 roga

IL-6 cnocobetByeT co3peBaHuio Thl7-knetok [14], KoTopble
npv KB ycunmBatoT XpOHUYECKOE BOCMaNeHNe, NOBPEXAEHUIO
6aszanbHOM Mem6paHbl [15], npu NOKanM30BaHHOW CKIEPO-
JEPMUM — y4acTBYIOT B GOPMMPOBAHUKM Ha4vanbHOro BOCMa-
NIUTENbHOro UHbUNLTPaTa K 3anyckatT ¢puopoa [14]. NMommumo
atoro, IL-17 HapywaeT LenoCTHOCTb annaepmanbHo-agepmalib-
HOro COeANHEHMS, CNOCOBCTBYS anonTo3dy KepaTMHOLMTOB [16],
XapaKTepHOMY 15 runepkepaTosa, atpodum U pybueBaHUs
npu OKB, a Takke Ong aHanornyHbIX U3MEHEHMI NPU JIOKa-
JIM30BaHHOW CKinepoaepmun [4]. YBenuyeHue noj LencTBUeEM
IL-17 npoayKuMu OKcuaa a3oTa KIeTKaMu 3HAoTeNnnst 060CT-
pPSET XPOHUYECKYIO UWEMUIO B O4arax noparkeHus 1 npuBoauT
K TPODUYECKUM U3MeHeHUam [17]. TGF-B ctumynupyeT TpaHc-
dopmaumto dGnbpob1acToB B aKTUBHbIE MUODMOPOGNACTHI,
KoTopble npoayuupytoT konnareH |, Il u GubpoHEKTUH [6].
Bmecte ¢ TeM, TGF-B uHrMbupyeT paspylleHne BHEKNETOY-
HOro MaTtpuKca, MoAaBNsAd 3KCMPECCUIO MeTaonpoTenHas
(MMP-1, MMP-3), a TaKKe aKTUBUPYET TKAHEBbIE MHITMOUTOPbI
metannonporenHas (TIMP-1). TGF-B ctumynupyer nponude-
paumio NEPULMUTOB U CY)KEHME KanuansipHOro pycna, MOXeT
WMHAYLMPOBATb anonTo3 anuMaepMalibHbIX KNETOK, YTO ABASETCA
BaXKHbIM NaTOreHeTM4eCKMM 3BeHOM Kak KB, Tak 1 nokanuso-
BaHHOW cknepoaepmuu [4, 9, 18].

Tepanua MeToTpeKcaToM MNpu ayTOMMMYHHbIX 3abosieBa-
HUSX HanpaBfieHa Ha CHUXeHWe NPOAYKLMW NPoBOCNanuUTeNb-
HbIX LIMTOKMHOB, BK/tOYasa IL-6 u daKTop HEeKpo3a Onyxonu
anbda (TNF-a), u nogaBneHne aktMBHoCcTM T- u B-kneTok.
Kpome Toro, mMeToTpekcaT Cnoco6CTBYeT BOCCTAHOBJ/IEHMIO
UMMYHHOW TONEPaHTHOCTHU, GIOKMPYS ayTOMMMYHHYIO peak-
LIMI0, IeXKalllyto B OCHOBE BOcnanuntenbHo-GMbpo3HOro Kacka-
fna. Ero npumeHeHne no3BONsET CTabuaM3anpoBaTb TeYEHME
60/1e3HKU, 3ameInTb nporpeccupoBaHne Gubposa n yMeHb-
WNTb BOCMANUTENbHbIM KOMMNOHEHT Kak npu KB, Tak 1 npu
JIOKannM30BaHHOM cknepoaepmumn [8—18]. [NIOKOKOPTUKOUDI,
B YaCTHOCTW METUNNPEAHU3OSIOH, 3aHUMalOT BarKHOe MeCTO
B Tepanuu BOCNannuTenbHO-aKTUBHbIX KOXHbIX ayTOMMMYHHbIX
npoueccos. MNpu KB metunnpeaH1M3on0oH nogaBaseT AMmoo-
LUMTapHYt0 MHPUABTPALIMIO, CHUXAET 3KCNPECCUI0 NpoBocna-
JINTENbHBIX UMTOKMHOB (IL-6, IL-18, TNF-a) U ctabunuaunpyet
6azanbHylo Mem6paHy, npegoTBpallas anonTto3 KepaTuHO-
LUMTOB M nocnepytollee pyoueBaHue [5, 9, 18]. Mpu nokanu-
30BaHHOM CK/IEPOAEPMUN METUINPEAHU30/IOH IDPEKTUBEH
Ha paHHen cTaguMu MHAypauuu: OH CHWXKaeT BocnajuTesb-
HY0 @KTUBHOCTb, TOPMO3UT TpaHchopmaumnio ¢rbpobnactos
B Mnodubpobnactbl U Cnocob6CTBYEeT 06paTHOMY Pa3BUTUIO
$UOPO3HbIX U3MEHeHNM [3, 4]. B ycnosusx overlap-cuHapoma,
Korga BocnaneHuwe n ¢Gubpo3 pas3BMBAaIOTCA OAHOBPEMEH-

YcTaHOBNEH AMarHos: MoBTOpHas rocnuTanMsauns Cwm. MporHos
«JToKanMsoBaHHas CKIEPOAEPMUS». B HMWL, 3a0poBbs aeten,
HepoctaTtouHbI KIMHUYECKUI AMHaMuyecKoe HabntoaeHve,
abdEKT OT Ha3Ha4YeHHON Tepanuu cTabunmMsaums KOXKHOro npouecca
HO, UCMO/NIb30BaHWE METUNINPeaHU30/I0Ha — KaK B Buae

HapyXHbIX GopM (MeTunnpenHu3onoHa auenoHat 0,1%), Tak
N CUCTEMHO NPU TAXKENOM TeYEeHUU — no3sonset aGdeKTUB-
HO NOfaBWTb aKTMBHOCTb Th17-accoumMmMpoBaHHOIo KacKkaja,
onocpefoBaHHoro IL-6 u IL-17, n TeM cambiM NpefoTBpaTUTb
nepexoa ovara B atpoduyeckyto dasy [4, 19, 20].

3AK/TIOMEHUE

MpencTtaBneHHbI KIMHUYECKWUI Clydal MoA4YepKUBaeT
BaXXHOCTb PaHHEro BbIiBAEHUS overlap-cMHAPOMOB y AeTen
N HeobXoaAMMOCTb ANIUTENbHOro HabnwaeHus B AMHAMMU-
Ke. KOMOGMHMPOBaHHbIM MNOAXO4, BKAOYAOWMK CUCTEMHYIO
W MECTHyl0 Tepanuto, No3BOJSIAET CAEPKMBaATb MPOrpPeccu-
poBaHWe natonoruv. [aHHbli NauWMeHT HyXJaeTcs B MNpo-
[IONIKEHWUN TEPANWK, COLMabHOM NOAAEPKKE U HABNIOAEHUM
B YCIOBUSIX CMELManM3nPOBaHHON KIMHUKN.

UWHOOPMUPOBAHHOE COIJIACUE

lMony4yeHO NUCbMEHHOe MHPOPMUPOBAHHOE cornacue
3aKOHHOIo NpeactaBuTens (poauTens) NnauneHta Ha nyonu-
Kauuio ero u3obparkeHun, B TOM Yucie nuua, B MeauumH-
CKOM XypHane, BKJOYas ero 3/IeKTPOHHY0 Bepcuto (aata
noanucanus: 04.07.2025).
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Patient’s legal representative (parent) has signed written
informed voluntary consent on the publication patient’'s
photos (face included) in medical journal (electronic version
included) (signed on 04.07.2025).
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060cHoOBaHHe. JIMHEIHbINA MOPOKEPATO3 — PEAKUI TWUI NOPOKePaTo3a, reHETUYECKM AETEPMUHUPOBAHHOE HapyllueHue
MeBasIOHaTHOro nyTv B KepaTUHoLMTax. XapaKTepmu3yeTcs BbICOKMM PUCKOM Pa3BUTHS 3/10Ka4€CTBEHHbIX HOBOOBPa30BaHMA
(N/I0OCKOKNIETOYHbIN paK, 6a3abHOKIETOYHbIN paK, 60/1e3Hb boyaHa, menaHoma). [laToreHeTudecKoe ieyeHme He paspa-
60TaHo. OnucaHMe KIMHu4YecKoro cay4as. [layneHT K., Bo3pacT 8 /1eT, BbiCbiNaHUsl C NepBbIX AHEN nU3HU. C BO3pacTtom
BbIChINaHMs PacnpoCcTPaHUINCk Mo BceMy Teny. Ha ¢poHe npuema auntpetnHa B Jo3npoBKe 10 mr/cyT cnycts 3 Mec oTMEYEH
0JIOXKNUTE/IbHBIN 3(OEKT B BUAE perpecca 4acTu BbiChbinaHMi. 3aKkno4eHune. [1oka3aH Moa0KUTEIbHbIN 3POEKT 1e4eHUs
JIMHENHOrro rnopokeparto3a aunTpeTnHoMm. OfHaKO Mo-MpexHeMy aKTyasbHbIM OCTaeTCsl OnpefeseHne CTaHAapTHbLIX CXEM
Jie4eHus nopoKeparosa.

Knro4eBbie cnoBa: 1€TH, IMHEVIHBIA NOPOKEPATO3, IE4EHME, CUCTEMHbIE PETUHOMLI, KITMHUYECKUI Ca1yYai

Ansa untnpoBaHuns: MypawkuH H.H., OnpatuH J1.A., EpemeeBa A.., CbiveBa H.J1., MaBnoBa E.C., Envwes P.B., MatepukunH A.W.,
NleoHoBa M.A., iBaHoB PA., BopuckuHa C.A. [eHepan1M30oBaHHbIM TMHEWHbIA MOPOKePaTo3 y pebeHKa: KNTMHUYECKUI crydan.
Bonpocki coBpemeHHo# negnatpmmn. 2025;24(4):267—-272. doi: https://doi.org/10.15690/vsp.v24i4.2929

OBOCHOBAHME HUPOBAHHbIM MOBEPXHOCTHbIM MOPOKEPATO3, NOPOKEPaTO3

lNMopoKepaTto3 — peakoe 3aboneBaHuWe ayTOCOM- Munbennu, NMHENHbIA MOPOKEPaTOo3, IPYNTUBHLIM AUcCce-
HO-JOMMHAHTHOrO TUMa, MpOTeKallee € HapylleHem MWHWPOBAHHbLIA MOPOKEPATO3, NaJOHHO-NOAOLWBEHHbIN
KepatuHusauuu [1, 2]. PasznnyaloT AMCCEMUHUPOBAHHbLIN ONCCEMMHUPOBAHHBLIN NOPOKEPATO3, TOYEYHbIM MOPOKe-
MOBEPXHOCTHbIA aKTUHWYECKUIM MOPOKEpaTo3, AMCCEMMU- paTo3 [3, 4].
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Generalized Linear Porokeratosis in a Child: Case Study

Background. Linear porokeratosis is a rare type of poroceratosis, genetically determined disorder of mevalonate pathway in
keratinocytes. It is characterized by high risk of malignant neoplasms (squamous cell carcinoma, basal cell carcinoma, Bowen's disease,
melanoma). There is no pathogenetic treatment. Case description. Patient K., 8 years old, had rashes from the first days of life. The
rashes have spread all over the body with age. Positive effect in partial regression of rashes was noted after 3 months on acitretin
administration at dosage of 10 mg/day. Conclusion. The positive effect of linear porokeratosis management via acitretin has been
shown. However, the definition of standard treatment regimens for porokeratosis remains relevant.

Keywords: children, linear porokeratosis, management, systemic retinoids, case study
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JINHEeNHbIN NOPOKepaTo3 ABASETCS OAHUM U3 Hanbonee pea-
KMX TUMOB NMOPOKepaTo3a, ero PacnpocTpaHeHHOCTb COCTaBNSET
1 cnyvan Ha 200 Tbic. YenoBek [4]. YacTo 3aboneBaHne gebio-
TMPYET MMEHHO B AeTCKOM Bo3pacTe [5—7]. OgHaKko onucaHbl
W cnyvyau pas3BWTUS JIMHEMHOrO MOPOKepaTo3a B CTapllem BO3-
pacte [3, 4]. [laToreHe3 NMHENHOro NopoKepaTo3a 06yCNOBNEH
reHeTUYECKU AETEPMMHMPOBAHHLIM HapylleHWem MeBanoHaT-
HOro NyTW B KepaTuHouuTax [8, 9]. Tpurrepamu pasBuTms 60n1e3-
HW BbICTynatT ynsTpadpuonetosoe o6sydyeHune [10], UMMyHoCy-
NpPeccus, HEKOTopble NIeKapCTBEHHbIE MpenapaTbl, BUPYCHbIE
MHPeKUMM [11-13]. Ang AMHENHOro NOPOKEPaTO3a XapaKTepeH
BbICOKMM (Y 11-19% 60nbHbIX) PUCK Pa3BUTUS 310KaYECTBEH-
HbIX HOBOO6Pa30BaHMM (MNOCKOKNETOUHbIN paK, 6a3anbHoKIIe-
TOYHbIM pak, 6onesHb boyaHa, menaHoma) [14, 15].

JINHENHDBIN NOPOKEpPaATO3 pPa3BMBAETCA Ha KOXEe KOHeY-
HOCTEN M O06bIYHO MMEET JIOKaNM30BaHHbIM XapakTep. Jlnuo
W FreHUTanunm nopaxatTtca peako [4]. HeTunuyHbiM BapMaHTOM
60ne3HU 9BNSETCHA reHepannidoBaHHas ¢opma [3, 4]. Mpwu aep-
MaTOCKOMUYECKOM UCCNEAOBaHMMU BbIBASIOTCH KEPATUHOBLIN
06040K C ABOMHbIM Kpaem [16, 17], TOYEYHble UK IMHENHbIE
COCyAbl, CBETNI0-KOPUYHEBAs MUIMEHTaLMs, MHoraa Habnoaa-
eTcs LeHTpanbHasa 6enas obnactb pybueBanusa [2, 12, 18].
Ba)KHbI TMCTONOTMYECKMM NaTTepH — poroBas MaacTUHKa,
npefcTaBNeHHas NapakepaToTMYECKUM CTONGUKOM, COMPOBO-
W}Aaawlwmmes atpodUyHbIM 3epHUCTBIM cnoem [19]. C yyeToMm
KNMMHUYECKON KapTUHbI HEo6XxoaAMMO MNpPoBOAUTL ANddEpeEH-
UManbHyl0 AMArHOCTMKY C BOCNanMUTENbHbIM NMHERHbIM Bep-
PYKO3HbIM anuaepmasnbHbiM HeBycoM (ILVEN), auckepato3om
[apbe, Ncopnasom, TMHEAPHbLIM NOPaXKEHUEM Mpu cUHAPOME
HefepXaHus nurmenTa [20].

Huxke npeactaBneHO OMUCaHWE KAMHWYECKOro cnyyas
JIMHENHOrO MopoKepaTo3a C Lefbio AEMOHCTpaLUU 0COBEH-
HOCTEN K/IMHMKKM, naToreHe3a W TaKTWKW BeAeHUs BGONbHbIX
C JaHHOW NaTofiornen.

KNIUHUYECKHUIA NPUMEP

O naumeHTe

MauuneHT K., BO3pacT 8 net, rocnutanan3npoBaH C »Kaso-
6aMu1 Ha pacnpocTpaHeHHbIe BbICbINaHMS.

Puc. 1. MaumeHT K. KoXKHbI NaTonornyeckunin npouecc npu noctynieHnm
Fig. 1. Patient K. Skin lesions at admission

AHamHe3 60s1e3HM. CO C/TIOB POAUTENIEN N COTNACHO Meau-
LIMHCKOW OKYMEHTAaL MK, BbICbINaHWS Ha TYJIOBULLE M KOHEYHO-
CTSIX HabNAAI0TCA C NEPBbIX AHEN KU3HU, NALMEHT NleYeHuns
He nonyyan. C BO3pacTOM KOMMYECTBO 3/1IEMEHTOB YBENUYM-
Ba/iOCb, B CBA3M C 4eM poauTenun obpatununcek B HUN getckown
nepmatonornn HMWL, 3gopoBbs aetent (MockBa), rae B BO3-
pacte 7 net pebeHKy 6bli yCTaHOBAEH AMarHo3: «JIMHENHbIN
nopoKepaTos, reHepannM3oBaHHblM». B CBA3U C TAXKECTbIO
3a60neBaHUs U HE3PDEKTUBHOCTLIO TEPANUKM ObITI0 PEKOMEH-
[I0BaHO CTalMOHApPHOE NleyeHre ¢ nocneayouen nHuumaum-
el CUCTEMHOW Tepanuu peTuHougamu. o rocnutanuaauuu
nauueHTy 6bina Ha3HavyeHa Tepanus MEeCTHbIM PEeTUHOWAOM
(apananeH, kKpem 0,1%) — 6e3 adpdeKTa.

AHaMHe3 XM3HM. PeGeHOK OT nepBon 6epemMeHHOCTH,
npotekaBwen 6e3 natonorun. PopopaspelueHne ecTe-
CTBEHHbIM nyTeM. lpu poxaeHun macca tena — 3450 r,
onvHa Tena — 51 cm, no wkane APGAR — 7/8 6annos.
Annepruyeckme peakuuu, Co CNOB poauTenen, He Habito-
Janncb. JIeKapCTBEHHYD HEenepeHoCMMOCTb POAMTENU He
oTmeYyanu. MNpodunaktmyeckme NpuMBMBKM — MO BO3PACTY.
Poc v pasBuBasncs B COOTBETCTBMM C BO3PACTOM.

Ceme#nHbIN aHamHe3. O6a poanTens KOXHbIMK 3abone-
BaHWAMMU He cTpajaloT. bankaniume poacTBEHHUKK (6abyLL-
KW, AedyLKn), CO CNoB poauTenen naumeHTa, 4epmaTonoru-
YECKMX NaTONOrM1 HEe UMENu.

®dusnKanbHana aMarHocTUKa

KOXHbIM NaTonorMyecKkmi npoLecc MMen pacrnpocTpa-
HEeHHbIN XxapaKTep, O6bln NpeacTaBNeH MHOXEeCTBEHHbIMM
o4yaramu nopakeHusi B Buae HebonblKnx 6MsLLEK cepoBaTo-
KOPMYHEBOr0 M MEAHO-KPaCHOro LiBeTa HenpaBuIbHON dop-
Mbl, PACMONOXEHHBIMU MO NMHMAM BnawkKo, B LleHTpanbHOM
Yyactu 6ngwek — atpoodus. Mo Kpasm 6asweK oTmedancs
KOpMYHEeBaTbll POroBOW BasiMK, 3aK/IIOYEHHbIN B XENoOOK,
BbICTynaloowmi B BuAe rpebelika. HekoTopble M3 o4yaros
UMENN OKPYIble U NTNHEWHbIE oYepTaHus. JTokann3oBanauchb
Ha KOXXe NiMua, TynoBuwa M KoHeyHocTen. CyOGbeKTUBHbIE
cumnTombl oTcyTctBoBanu. BSA (body surface area — nno-
Wwajb nopaxeHHon nosepxHocTv Tena) — 39% (puc. 1).

MpumeyaHue. KoxHbIM NpoLiecc reHepannM3oBaHHbIi, NPeAcTaBneH rmnepKkepaTtoTMHecKMMU BnsllKaMmu, PacnoNoXeHHbIMU IMHENHO BAONb NMHUIA
Bnaluko Ha Koxe nuua (A), Tynosuua (b) U KoHeyHocTew (B).
McTouHmK: MypalkvH H.H., 2025.

Note. Skin lesions are generalized represented by hyperkeratotic plaques located linearly along Blaschko lines on the skin of the skin (A), body (B),

and limbs (B).
Source: Murashkin N.N., 2025.



Mpn npoBeAeHWN LEepPMaTOCKOMNMU OBHAapPYXeEH Kepa-
TUHOBbLIM 06040K (poroBas njaacTUHKa), WMelLWnn
2 KanMbl, aTPOdPUYHbIA LEHTP MNOpPa)KeHUs OEeMOHCTPU-
poBan 6enyio 06/1acTb C KIY60OYKOBbIMM WM TOYEYHbLIMMU
cocygamu (pwuc. 2).

MpoBegeHa 6Guoncua ¢ Mocneaylolwmm ructonornye-
CKMM wuccnegoBaHveM. OTMeueHbl runepkepaTos, ¢on-
NIUKYNSPHBIA  TMNepKepaTosd, nanuanomaTtos (puc. 3).
DONAMKYNAPHBIA TMNEpKepaTo3 No TUMy «POroBol npob-
Kn» nNpeacTaBfieH napakepaTtoTUYECKUMU CTONBMKaMM.
Y ocHOBaHus POroBOM MaacTMHKM HabnlogalTcsd BaKyo-

Puc. 2. MaumneHT K. lepmatocKonuyeckoe nccneaoBaHme npu
NOCTyNNEHUN
Fig. 2. Patient K. Dermatoscopic examination at admission

lNpumeyarne. HabnogatoTcs KepaTMHOBbLIM 06040K (poroBas
nnacTUHKa), rMobysbl, TUrMeHTHas ceTb. ATPODUHECKUIA LIEHTP
ropaykeHns AeMOHCTPUPYET 6enyio 061acTb ¢ KIy6O4KOBbIMMU,
TOYEYHBLIMU U U3BUAUCTLIMU COCYAAMM.

McTouHMK: MypalwKkuH H.H., 2025.

Note. Keratin rim (keratin plate), globules, and pigmentation are
observed. The atrophic lesion center shows white area with
glomerular, dotted, and tortuous vessels.

Source: Murashkin N.N., 2025.

NIM3UPOBAHHbIE [UCKEPaTOTUYECKUE KIETKWU. YTonlleHne
WWMNOBATOro C/l0s BbiPaXEHO yMepeHHo. B 6asanbHoM
cfoe anuaepmmuca OTMEeYaloTCs BHYTPUKIETOYHbIA OTeK
KepaTUHOLIMTOB, MOBLILEHHOE COAEep)KaHWe MenaHuHa.
Mon 6a3anbHbiM CIOEM — MEPUBACKYIAPHbIE TMCTUONUM-
dounTapHble MHOUALTPATLI C MPUMECHIO MenaHodparos.
B COCOYKOBOM c/lioe AepMbl 6a30GUAUA KOMNareHoBbIX
BOJIOKOH. Cocy/ibl PacCIUMpPEHbI, CTEHKU HEKOTOPbIX yTOLLE-
Hbl. 3aK/to4YeHne: MOpPhOIorMYecKas KapTuHa MOMXKET COOT-
BETCTBOBAThL MOPOKEPATO3Y.

MpepBapuUTenbHbIA AUArHO3
JIMHEWHbIV NOPOKepPaTo3, reHepanM30BaHHbIN.

[AvHaMmuKa u ucxopabl

B ycnoBusax ctaunoHapa Ha OCHOBaHWW aHaMHecTu4e-
CKMX U KIMHUYECKMX AaHHbIX Gbl BbICTaBAEH KIMHUYECKUIN
amnarHo3: «JIMHEWHbIM MOPOKepaTo3, PacnpOCTPaHEHHbINy,
Ha3Ha4yeHbl CUCTEMHas Tepanus npenapatoM auuTPETUH
B fo3unpoBke 10 mr/cyT B TeyeHne 10 cyT M HapyxHas
Tepanus amoneHtamu. Ha ¢oHe nedveHne Habnoganacb
NoNOXMUTENbHAsA AMHAMWKA B BMAE YNNOLWEHWS BbICbIMaHUM
W perpecca HEKOTOPbIX U3 HUX (BSA — 27%).

Mpn BbINMCKE PEKOMEHAOBAHO MPOAOIKUTL Tepanuio
auMTpeTMHom B go3upoBke 10 Mmr/cyt He meHee 1 roaa;
perynsipHoe WCMnosb30BaHME 3MOJIEHTOB M YBAAXHSAIOWMX
CTUKOB AN19 ry6 Ana NpodUNaKTUKKM Pa3BUTUS KCEPO3a KOXKMH,
XennuTa Ha GoHe NpMema CUCTEMHbIX PETUHOMAOB, NPU pas-
BUTUM CyXOCTM a3 — odTanbmMoNorMyeckme npenapatbl
C rManypoHOBOM KUCNOTOM MK rMa3Hble Kanin UCKYCCTBEH-
Has cnesa 0,5%.

MporHos

[MporHO3 [ans BbI3AOPOBJIEHUS He6naronpuUaTHbIN.
3aboneBaHne xapaKTepu3yeTcsl BbICOKMM PUCKOM Maur-
HU3aLUmK.

BpemeHHas wkana
KntoyeBble cO6bITUA pPa3BUTUSA GOME3HM Yy MauueHTa
C IMHENHbIM NOPOKEPATO30M MPeACTaB/iEHbl Ha puUC. 4.

Puc. 3. Matomopdonormyeckne nposiBieHnsa MMHenHoro nopokepato3a. OKpacka reMaToKCUAMHOM U 303UHOM
Fig. 3. Pathomorphological signs of linear porokeratosis. Hematoxylin and eosin staining
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Mpumeyanne. A (X40) — GONUKYNAPHBIA TMNEPKepPaTo3 Mo TUMy «POrOBOM MPOGKW», YMEPEHHO BbIPaXKEHHbIN aKaHTO3 W NanuanoMaTos,
B COCOYKOBOM C/0€ AePMbl CKYAHbIE NepUBACKYNspHble rucTmonumdoumTapHble MHGUNbTpaThl; b (X100) — GONNUKYASPHBIA TMNepKepaToa no Tuny
«POroBOK NPOGKK» (0603HAYEHO CTPENKOW), MOA HUM — BaKyOlM3WPOBAHHbIE AWCKEPaTOTUYECKHE KEePATUHOLMTDI.

Note. A (X40) — follicular hyperkeratosis, “keratin plug” type, moderate acanthosis and papillomatosis, slight perivascular histiolymphocytic
infiltrates in papillary dermis; b (X100) — follicular hyperkeratosis, “keratin plug” type, (indicated by arrow), vacuolized dyskeratotic keratinocytes
under it.



Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

Puc. 4. NaumneHT K.: XxpoHONorusa passutus 601e3HU, KNtoYeBble COGbITUS

Fig. 4. Patient K.: disease course, key events

MposBneHve nepsbix
BbICbINaHW B BUAE
6nsileK Ha Koxe
TynoBuLLa
N KOHeYyHocTen

focnutanusaumsa B CTaLMoHap,
Ha3Ha4yeHue CUCTEMHOM Tepanumn —
aumnTpetnH 10 Mr 1 pa3 B CyTKH,
peKOMeHA0BaH Kypc
He MeHee 1 roga

MoBTOpHas rocnuTanMsauns
N5 OLLEHKM KITMHUYECKOro
addeKTa, NPUHATUE pelleHuns
0 JanbHeWLeNn TaKTUKe
BeAEeHUs nauneHTa

YBenvyeHve Konnyectea
3/1eMEHTOB HE3ABUCHMMO
OT BO3JeNCTBUSA
COMHEYHbIX Ny4yen

OBCYXAEHMUE

Mpn nopokepato3e OTMeYalTCs MyTauuMuM B JIOKycax,
naeHtuobumumnpyemblx Ha 12, 15, 16 n 18-n xpomocomax,
a Takke deHomeH Mo3auuuama [3, 8]. C nameHeHusmu
B YKa3aHHbIX JIOKycax CBfidaHbl 60ne3Hb [Japbe, ncopuas
n apyrue 3a6oneBaHus, NPOTEKaIOLWME C HApYLLEHNEM Kepa-
TUHU3aUuK [3]. PeHoTUNUYecKMe NPosiBNEeHUs NMOpoKepaTo-
3a MOryT 3aTpyAHWTb MOCTaHOBKY AMarHo3sa, B CBSI3W C YeM
NMoKa3aHO reHeTMYEeCKOe TECTUPOBAHMUE.

HapylieHne KepaTvHM3aUWW NpPU NOpPOKepaTo3e CBS-
3aHO C TFePMUHaNbHbIMW W/WUAN COMATUYECKUMMU MyTa-
UMsMU B reHax meBasnoHaTHoro nytn (MVK, PMVK, MVD
n FDPS) [21, 22]. NMpu n3meHeHunsax B reHe MVK nopaxxeHus
KOXM 6onee 06LIMPHbIE, HEXKENN NMPU UBMEHEHUSAX B reHax
PMVK, MVD w FDPS [8]. MeBanoHaT-KMHa3bl K Apyrue
depMeHTbl MEBANOHATHOIO MYTHU Y4acTBYIOT B GMOCUHTE3E
M30MPEHOMAO0B, KOHEYHbIM MPOAYKTOM KOTOPbIX ABASETCS
xonectepuH [10]. Bcneacteue CHUMXEHUSA NPOAYKLMK Xone-
CTEPUHA U HAKOMIEHUS TOKCUYHbIX METABGONNTOB Habto-
JatoTcs yCKopeHue nponndepaumm u aTunnYHbii anonTto3
KepaTtmHouuToB [10].

[aToreHe3 NMHENHOro NopoKkepaTto3a OObACHAT rUMo-
Te3oi KHyacoHa 0 ABYX «ygapax», UAun ABYX NocneaoBaTenb-
HbIX MyTaLMax: NepBas — B KIETKax 3apo/blleBON JIMHUMU,
BTOpasi — B COMATMYECKMX K/IETKax noa BO34eWCTBUEM pas-
JINYHbIX GAKTOPOB B 3MOGPUOHANBHOM WM MOCTHATallbHOM
nepuoge [10, 23]. YKa3aHHasa runotesa MMeeT OrpaHn4yeHus,
CBSiI3aHHblE C HEAOCTATOYHbIM KOIMYECTBOM AAHHbIX O reHe-
TMYecKnx dakTopax, 4YTto 06ycnoBnvBaeT HeOo6XOAMMOCTb
OanbHENLWNX UCCneaoBaHui B 3Ton obnactu [9].

daKkTopamu pucka (Tpurrepamu) pas3BUTUSA JIMHENHO-
ro nopokepatosa SBNAKTCA ynbTpapuoNeToBoe Mu3ny4e-
Hue [10], nmmyHocynpeccusa [11, 13], HeKOTOpble neKap-
CTBEHHble npenapaTbl (MHIMOGUTOPbI daKTopa HEKpo3a
onyxonu anbda, rMagpPoKCMMOYEeBUHA, NPEAHU30M0H, dypo-
cemua, ONYKNOKCaUMNIUH, TEHTaMULUMH, TEMO3010MUA,
cypamuH, 6eH3on) [10, 12, 13], BUpyCHble MHPEKL MK (BUPY-
Cbl NanuaIoOMbl YenoBeKa, NPOCTOro repneca, renatuta C,
nMMyHogebuumMTa Yenoseka) [12].

Mpn nedyeHnMrM nopokeparto3a MOMHbIM PErpecc BbiChbl-
naHWM B pes3ynbrate Tepanuu gocTturaetca B 16% cnyda-
eB [3]. B xoge cuctemaTnyeckoro o630pa, BK/IOYABLIErO
oueHky 504 ncenefoBaHui, NpoaHanM3npoBaHbl BapuaHThbl

7 net 6 mec

7 net 9 mec 8 net 1 mec

Cwm. MporHos

Mpuem npenapata B Te4yeHue
3 Mec B ambBynaTopHbIX YCIOBUSX,
oTMeYanacb NnoNoXuTenbHas
[MHaMWKa B BME 4aCTUYHOMO
perpecca BbiCbiNaHu

Tepanuu pas3nnyHbix Gopm nopokepartosa [24]. Y 60MbHbIX
C NIMHENHbIM NOPOKEPaTO30M MpenapatamMu BbiGopa ABAS-
OTCA CUCTEMHbIE U MECTHblE PETUHOUABI AN CTabunnsauuu
NPOLLeCCOB KepaTuHMU3aLUUK. TaKKe NONOKUTENbHbIN 3D dEKT
Obl1 MPOAEMOHCTPUPOBAH NPU MECTHOM NPUMEHEHUU Kallb-
uMnoTpuMona, UMMKBMMOAA M nazepoTtepanuu [23, 24].
MomMuMO 3TOro, ob6a3aTeslbHbIM ABASETCH 3allMTa KOXKK OT
yneTpaduonera nytem MpUMEHEHUS KOCMETONIOMMYECKUX
CPefcTB C COMHUe3awuTHbIM dakTopom [25]. B onucaH-
HOM HaMW KIMHWYECKOM cry4yae MoKa3aH NOSIOXMTENbHbIN
3bOdEKT NeYeHUs NMHENHOro NopoKepaTo3a auMTPETUHOM.
MccnefoBaHma B 3ToM 061acTM He UMEIOT BbICOKOIO YPOBHS
[oKazaTenbHOCTU. [lo-NpexHemMy OTCYTCTBYIOT CTaHAapThbl
Nle4eHns Taknx 60NbHbIX, B TOM YUC/Ee M MO NPUYMHE OTCYT-
CTBUSI Pe3yNbTaToB PaHLOMU3UPOBAHHbBIX KOHTPOAMPYEMbIX
nccnegoBaHu adbeKTUBHOCTM 1 6€30MacHOCTU UCMONb3ye-
MblIX B HacTosiLLee BPeMS JIEKapCTBEHHbIX cpeacTs [15].

lMporHo3 npu nopokepaTo3de ocTaeTcs HebnaronpuaT-
HbIM. Yawe Bcero Ae6ioT 3/10Ka4eCTBEHHbLIX HOBOOGPa30-
BaHWM Habnogaetcs npu NnuHenHon dopme 3abosieBaHuUd
[3, 12]. B coyeTaHuuK ¢ reHepanrM3oBaHHbIM NOPaXKEHUEM,
ONUTENbHBIM U TAXeNblM TeyeHnem 3aboneBaHus PUCK
ManurHusaumm Bo3pacrtaeT [3, 12]. [lo HEeKoTopbIM AaH-
HbIM, MPW IMHEMHOM MOPOKEepPaTo3e PUCK BapbupyeT OT
11 po 19% [14, 16]. OaHaKo Henb3s UCKIOYaTb, YTO MPU-
BelEHHble OLLEHKN pWUCKa NOABEPIKEHbI CUCTEMaTUYEeCKOoM
OWKMOKe B CBA3K C PETPOCMNEKTUBHbLIM XapaKTepoM BbINon-
HEeHHbIX UCCNefoBaHUM U HebONbWUMKU BbiGOPKaMu. B aTon
CBS13M NaLMeHTaMm C IMHENHBIM MOPOKEPaTO30M NOKa3aHbl
€)XXeroaHble 0OCMOTPbI C LieNiblo PaHHEero BbISBNEHUSA Manur-
HM3auuu [14, 16, 26].

3AK/TIOYEHUE

JInHEWHbIK NOpoKepaTo3 — peakoe 3aboneBaHue
C YHUKaNbHbIMU KIMHUYECKMMU U AEepPMaTOCKOMNUYECKUMU
npuadHakamu. MNaTtoreHe3 3aboneBaHUs CBS3aH C FeHeTu-
YECKUMW HapyLleHUIMU MeBaNoOHaTHOrO MyTU W BbICOKUM
PUCKOM pPasBUTUSA 3/10KAYECTBEHHbIX HOBOOGPa30BaHWUM.
BbICOKMI PUCK ManurHMaauuu npu gaHHon naTtonoruun Tpe-
OyeT OT Bpayew MOBbIWEHHOr0O BHUMaHWA B OTHOLIEHUU
[MarHoCTUKKN Oonyxonen KoxKu. Heobxoanmbl paHAOMU3NPO-
BaHHbIE KOHTPOIMPYEMbIE UCCIEA0BaHNS A5 ONpeaeneHuns
TaKTUKK Tepanuu.



WHOOPMUPOBAHHOE COIJIACUE

OT 3aKOHHOro npeactaBuTeENs nauMeHTa MoJlyYeHOo
nMcbMeHHoe MHPOPMUPOBaAHHOE [0OGPOBONbLHOE cornacue
Ha ny6AMKauMmio OMMCaHUSA KIMHWYECKOro cnyvas M M306-
pa)eHWN nauuveHTa B MeAMLMHCKOM XypHane, BKI4Yas
€ro 3/IEKTPOHHY0 Bepcuio (Aata noanucanusa: 13.03.2025).
06beM nsobpaxkeHum (Nybnnkauusa dotorpadurm nuua 1 naxo-
BOM 06/1aCTU) C 3aKOHHbIM MPEACTaBUTENIEM COMNacoBaH.
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Patient’s legal representative has signed written informed
voluntary consent on the publication of case description
and patient’s photos in medical journal (electronic version
included) (signed on 13.03.2025). The images content
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acknowledged with the legal representative.
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0O60cHoBaHue. B ntepaTtype onucaHo Masio Cay4aeB NnUTUpHUa3a KpacHoro BosocsiHoro otpybesuaHoro (MKBO), accoumnmnpo-
BaHHoOro ¢ uameHeHusamm reHa CARD14, y nayneHToB JETCKOro Bo3pacTta. HeagppeKTMBHOCTb CTaHAapPTHbLIX METOA0B Tepa-
nuu 3ab0s1eBaHUS BbIHYXAAET MPOBOAUTL JIEYEHUE C UCMO0Ib30BaHUEM FEHHO-UHXEHEPHON GUOI0MMYECKON Tepanuu rno
rnokasaHusm off-label. OnucaHne KaMHMYecKoro cay4das. Y pebeHka, Bo3pact 5 net, ¢ [TKBO v naTtoreHHbIM BapnaHToOM
reHa CARD14 no npuymnHe Hea(pPEeKTUBHOCTM paHee MpoBOAMMON Tepanun TOMMYECKUMHU TIIOKOKOPTUKOUAAMM, METOTPEK-
caTtoM M auMUTPETMHOM 10 MOoKa3aHuio off-label Ha3Ha4YeH reHHO-UHXEHEPHbIN GUOJIOMMYECKMI Npenapar YCTEKNHYMaO.
OTmeyeHa BbiCOKas apeKTUBHOCTb Tepanuun. [10604HbIE IPDEKTHI MPU MPUMEHEHNM YCTEKMHYMaba He 3aperncTpUpoBaH:bI.
3aknoyenune. NauyneHtam ¢ [NKBO n natoreHHbiM BapuaHTom reHa CARD14 npn HegocTaToyHOHM 3p@OEKTUBHOCTHM Teparnmm
TOMUYECKUMU [TIIOKOKOPTUKOMUAAMM, METOTPEKCATOM, MepopasbHbIMU peTuHoOMAaMu U UHrMbuTopamu gaktopa HeKposa
Onyxonu asiba MOXKET BbiTb Ha3HaYeHa reHHO-UHXeHepHas GMOJIorn4YecKas Tepanus rnpenapartom ycTekmHymab cornacHo
PEKOMEHOBaHHOM cXeme.
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Background. Few cases of pityriasis rubra pilaris (PRP) associated with CARD14 gene variants have been reported among pediatric
patients in the literature. The inefficacy of standard treatment methods necessitates management with genetically engineered
biologic drugs for off-label indications. Case description. 5-year-old child with PRP and pathogenic variant in the CARD14 gene was
administered with ustekinumab, genetically engineered biologic drug, for off-label indication due to inefficacy of previous therapy
with topical glucocorticoids (methotrexate and acitretin). High efficacy of this therapy was noted. No side effects have been reported.
Conclusion. Genetically engineered biologic therapy with ustekinumab can be suggested in the recommended regimen in patients with
PRP and pathogenic variant in the CARD14 gene in case of inefficacy of topical glucocorticoids, methotrexate, oral retinoids, and tumor
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OBOCHOBAHME

MuTnpmas KpacHbin BonocsiHon oTpybeBmaHbin (MMKBO;
CHMH. KpacCHbI BONIOCSAHOM OTPYGEBUAHbLIM NULLAK, KPacHbIN
BOJIOCSAAHOM NulaKn, 6onesHb [leBepXKn) — pearoe nanyno-
CKBaMO3HOEe BoOCMNanuTenbHOoe 3ab0/ieBaHWE KOMXMW, KOTO-
poe MOXET 6biTb acCOLMMPOBAHO C U3MEHEHUSMU B reHe
CARD14[1, 2]. Y nauMeHTOB C NaToreHHbIM BapuaHTOM reHa
CARD14 ctaHaapTHble MeToAbl Tepanun (ToMMYecKue roKo-
KOPTUKOMAbI, METOTPEKCAT, NepopasbHble PETUHOWABI) MOTyT
ObITb HEAbdEKTUBHbBI U HE OKa3blBaTb 3HAYMMOIO MOJSIOXM-
TENbHOrO B/IUSHUS Ha TeYEHUEe KOXKHOro MaTo/0rM4yeckoro
npouecca [1, 2]. B Takux cnyvasax onpaBaaHHO Ha3HavyeHue
YyCTEKMHYMaba (MHrMéutopa uHTepnenknHos (IL) 12/23) [2].

KAUHUYECKUIA NPUMEP

O nauueHTe

MauneHTka M., Bo3pacT 5 net, noctynuna B OTAeNEeHUe
[1epMaToNornn 1 anneprosiornu ¢ xanobamu Ha pacnpocTpa-
HEHHbIE MO BCEMY KOXHOMY MOKPOBY BbIChbINaHUS, BblpParKeH-
HbIV 3ya, UBMEHEHWE HOITEBbIX MIACTUH KUCTEW U CTOM.

AHaMHe3 60s1e3HMU. [lepBble BbICbINaHWUA MOSBWUINCH
B Bo3pacTte 3 neT 11 mec Ha Koxe B 06n1acTv n1ua, BooCcU-
CTOM YacTu rofnoBbl, TyN0BULLA M KOHEYHoCTeN. MNauyneHTKa
KOHCyNbTMpOBaHa BpavoM-AEPMaTONOrOM B KOMHO-BEHe-
PO/IOrMYECKOM AMCMaHCcepe MO MECTY XWTeNnbCTBa, YyCTa-
HOBMIEH AMarHos: «BynbrapHbi ncopras». B TevyeHne 4 mec
npoBoAnNach Tepanus TOMUYECKUMU TTIOKOKOPTUKOMAAMM
C OoTpuuaTenbHOM AMHAMMKOM KOXHOMO npouecca — pac-
NnpPoCcTpaHeHWeM BbICbINaHWi, B TOM 4ucie B BMAE NosiBle-
HUS UHOUABTPALMK M TPELMH B 061acTn NafoHeN 1 NoaoLwB,
OBUIBbHOTO WENYLEHUS Ha KOXe BONOCUCTON YaCTu ro/oBhI,
M3MEHEeHUs HOITEBbIX MNACTUH KWCTen u cTon. B cBfA3u
C YXyAlleHWeM COCTOSIHWUA 3[40POBbS B AETCKOW 06/1aCTHOM
60/bHMLE MO MECTY XMUTENbCTBA Oblna MHULUMUPOBAHA Tepa-
nus MeToTpeKkcaTtoM B Ao3unpoBKe 10 Mr nmogKoxHo 1 pa3s
B Heflento, Ha3HavyeHa Tepanusa GpoNneBOon KUCI0TON B 103U-
poBKe 1 Mr/cyT BHYTPb, KPOME AHSA MHBEKLIMK METOTpeKcaTa
W cneaytoLlero aHg, HapyxHas Tepanua ma3bto 6eTameTaso-
Ha aunponunoHaTta 0,05% 2 pa3a B cyTKU. PebeHOoK nonyyan
nle4yeHne B Te4yeHue 6 Mmec 6e3 NMONOKUTENbHOW AMHAMUKW.
B cBs131 ¢ HEAPDEKTUBHOCTBIO TEPAMMUUN U TAKECTbIO KOXKHO-
ro NaTo/I0rM4YecKoro npouecca naumMeHTKa 6blia rocnuTanu-
3MpoBaHa B oTAeNIeHne gepmaTosiorum u annepronorum HUN
netckon gepmatonornn HMWL, 3popoBbs aeten (MocKsa)
ans o6cneaoBaHus U nevyeHus.

AHaMHe3 H3HM. [JeBOoYKa poamnacb oT NepBon Gepe-
MEHHOCTH, NpoTeKaBLIeN 6e3 0co6eHHOCTEN, MEPBbIX POAOB
B CPOK €CTEeCTBEHHbLIM MyTeM, 6€3 OC/I0XKHEHWI, Macca Tena
npu poxgeHun — 3200 r, pocT — 52 cm.

CemelHbIi aHaMHE3 10 KOXHbIM 3a00/1eBaHUAM He OTS-
rouleH, MaTb M oTel, pebeHKa 6e3 coMaTU4YeCKOM NaToormu.

dusukanbHaa gMarHocTUKa

Mpn nocTynneHmn pocT nauneHTKn coctaBnsan 110 cwm,
Macca Tefla — 16 Kr.

Mpn OCMOTPE KOXHbIM NaTONOrMYECKUI NPOLLECC UMeEnN
reHepann3oBaHHbIN Xapaktep. 1o BCEMY KOXHOMY MOKpPO-
BY OTMEeYalnCb PacnpoOCTpPaHeHHble nanynesdHble 37eMeH-
Tbl, CAMBaloWmecs B OOWMPHbIE GNASLWKKM C cepebpucTo-
GenbIMU YellyMKkamMu Ha MOBEPXHOCTU, Ha GOHe KOTOPbIX
Habno4annchb «OCTPOBKU» BU3YaNbHO HEU3MEHEHHON KOXM
(puc. 1). Ha KoXe BOIOCUMCTOM YaCcTu roNoBbl KOPKU 1 06USTb-
HOe KpYMHOMJACTUHYATOE LIENyLWEHUE, Ha KOXe nafoHewn

Puc. 1. PeGeHok M., Bo3pacT 5 neT, ¢ NUTMprasoM KpacHbIM
BOJIOCSHbIM OTPY6EBUAHBLIM. MPU3HaKKM reHepann30BaHHOro
KOXHOro npouecca

Fig. 1. Patient M., 5 years old, with pityriasis rubra pilaris.
Signs of generalized skin lesions

ke i

MprmeyaHue. BUdyanuaunpyrotcsi pacnpocTpaHeHHble nanynesHble
3/1EMEHTbI, CIMBAIOLLMECS B OOLUMPHbIE GNSLKKM C cepebpucTo-6enbimm
YellyiKamMmn Ha NOBEPXHOCTH, «OCTPOBKU» BU3YallbHO HEU3MEHEHHOM
KOXM.

McToyHuK: MypatkuH H.H. 1 coaBrT., 2023.

Note. Generalized papular elements merging into extensive plaques
with silver-white scales on the surface with sites of visually
unchanged skin can be visualized.

Source: Murashkin N.N. et al., 2023.

M NOAOWB — BbIpaXXeHHas WMHOUNLTPALUWUS C NIMHENHbI-
MU TPEeLMHaMN U Cepo3HO-reMopparM4ecKMMmn KopovKamu
(puc. 2), HOrTeBbIE NIACTUHbI KUCTEN K CTOMN AUCTPODUYECKMU
M3MeHeHbl (puc. 3).

MpepBapuUTeibHbIA AUArHO3
[MnTMpMa3 KpacHbIM BONOCSAHOM OTPYOEBUOHbIN.

Pe3ynbTartbl 06CneaoBaHnA

B KAIMHMYECKOM aHannse KpoBwu ¢ nenKouutapHon ¢op-
MYySIOM, GUOXMMUYECKOM aHann3e KPoBU, KIMHUYECKOM aHa-
IN3€ MOYM OTKJIOHEHUN OT pedepeHCHbIX 3HAYEeHUN He
BbISIBNIEHO.

Mpun ynbTpa3ByKoBOM MCCNeA0BaHWMM OPraHoB GPIOLLIHON
NnosIoCTU OBGHapYXKEHbl MPU3HAKW NEePUBACKYISAPHON peak-
LMK NEeYeHu.

[Mpn KOMNblOTEPHOM TOMOrpadrm OpraHoB rPyAHON KNeT-
KW MPU3HAKM 04aroBbiIX U WMHOUNLTPATUBHbLIX M3MEHEHWUN
He BbISIB/IEHbI.

o AaHHbIM MOMHO3K30MHOIO CEKBEHWPOBaHUA O6Ha-
py*KeH naToreHHbln BapuaHT reHa CARD14 (BapuaHT
¢.1805C>T B 3Kk30He 13, p.Ser602Leu, Chr17:78172344),
C KOTOPbIM CBA3aHO pa3BUTUE NUTUPMA3a KPacHOro BOIOCS-
HOro OTPY6EBMAHOTO.

[MaunveHTKe yCTaHOBNEH KIMHWYECKUM AnarHos: «[uTtu-
puas KpacHbI BOIOCAHOM OTPYOEBUAHbIN».

AnHamuKa u ucxopbl

Bo Bpemsi mepBMYHOW rocnutanu3aunn B OTAENEHWE
[epMaTonornn u anneprosorMn Ao MoayyYeHust pesynbra-
TOB MOSIHO3K30OMHOIO CEKBEHWMPOBAHMWS HadvaTa Tepanus
auuTpeTMHoM B Ao3upoBKe 10 mr BHyTpb no 1 Kancyne
eXXeHEBHO, OfHaKO cnycTa 3 Mec npuvema npv NOBTOPHOM
rocnutanuMaaunn NoNoXUTENbHbIN 3ddEKT Tepanuu onpeae-
fleH KaK He3Ha4yuTeNbHbIM C MUHUMaNbHbIM YMEHbLUEHUEM



Puc. 2. Pe6eHoK M., Bo3pacT 5 feT, ¢ IMTUPUa30M KPacHbIM BONIOCSHLIM OTPY6EBUAHBIM. I3MeHeHWs B 061acTu NajoHen 1 cTon
Fig. 2. Patient M., 5 years old, with pityriasis rubra pilaris. Changes on the palms and feet

lpumeyanne. Budyanusnpyotca MHOUALTPaLLMG U 3puTemMa B 061acTh lajOHEN, a TaKKe JIMHENHbIE TPELLMHBI U KOPOYKKU B 061aCTH CTOM.

McTouHnK: MypalkuH H.H. 1 coasrT., 2023.

Note. Palms infiltration and erythema as well as linear cracks and crusts on the feet can be visualized.

Source: Murashkin N.N. et al., 2023.

Puc. 3. Pe6eHok M., Bo3pacT 5 neT, ¢ NUTMP1a3oM KpacHbIM BONOCSHBIM OTRYGEBUAHBIM. AUCTPOGUYECKUE UBMEHEHWS HOTTEBBIX NIACTUH

nanbLeB KUCTeN 1 cTon

Fig. 3. Patient M., 5 years old, with pityriasis rubra pilaris. Dystrophic changes of fingers and toes' nail plates

McTouHmKk: MypawkuH H.H. 1 coaBrt., 2023.
Source: Murashkin N.N. et al., 2023.

BbIPAXXEHHOCTU LWEeNyWeHUa U MHPUAbTPaL MK BbICbINaHUM
Ha KOXXe NlajoHeN 1 NodoLWB (puc. 4).

B cBs3M ¢ HegocTaToYHbIM 3GPEKTOM OT MPOBOAUMOWM
Tepanuu U BbISBAEHWEM MPW MOTHOSK30OMHOM CEKBEHMPO-
BaHWM nNaToreHHoro BapuaHTa reHa CARD14 pelweHuem
BpayebHON KomuccuMM no noKasdaHwuio off-label HasHauveH
FEHHO-UHXEHEepPHbIM BUONOrMYECKU Npenapar — WHIMOU-
Top IL-12/23 ycTteknHymab (Ctenapa, Janssen-Cilag) 12 mr
NoAKOXHO (M3 pacyeta 0,75 Mr/Kr, Macca Tena nauueHTKU
Ha MOMEHT MHBEKLMM cocTaBnana 16 Kr) cornacHo peKko-
MEHA0BaHHOM cxeme BBeaeHus: 1-9 uHbekuus (0-9 Hen) —
2-9 UHbeKUMA Yeped 4 Hep — aanee Kawable 12 Hega.

Cnycta 6 mec nocne Hayana Tepanuu yCTEKMHYymMabom
npyv MNOBTOPHOW rocnutanu3auun B OTAENEeHUe [epmato-
NIOTUN U aNNeprosiorMn OTMEeYeHbl Perpecc BbICbIMaHUM Ha

KOXe N1ua, TYIOBMLA U KOHe4YHoCTen (puc. 5), B TOM yucne
NafjoHen W MoaowB, OTCYTCTBME Yy MaUMEHTKM 3yaa, BOC-
CTaHOBJ/IEHWE POCTA HEU3MEHEHHbIX HOIMTeBbIX MNACTUH Ha
KUCTAX U cTONax.

MporHos

lMporHo3 605e3HU 61aronpUsaTHbIA, PEKOMEHA0BaHO
AMHamu4yecKkoe HabnlfeHWe y Bpava-gepmaToBeHeposnora
W NPOAOMKEHUE TEHHO-UHXKEHEPHON GUONOrMYEeCcKon Tepa-
n1UK NpenapaToM ycTekmHymab 13 pacyeta 0,75 mr/kr 1 pas
B 12 Hep ANUTENbHO.

BpemeHHas wkana
XPOHOJIOTUA U K/OYEBblE COOLITUS NPeACcTaB/eHbl Ha
puc. 6.
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Puc. 4. Pe6eHoK M., Bo3pacT 5 feT, ¢ NUTUPUA30M KPacHbIM BONOCSHbIM OTPYGEBUAHBIM Nocne 3 Mec Tepanuu aunuTPeTUHOM
Fig. 4. Patient M., 5 years old, with pityriasis rubra pilaris after 3 months of acitretin management

lpumedaHne. BU3yannuanpyroTca pacnpocTpaHeHHble nanynesHble 3/1IEMEHThI, CIMBatoLLMecs B OOLUIMPHbIE BIALWKH, «OCTPOBKW» BU3YyaSlbHO
HEW3MEHEHHOMN KOXU, HE3HAYUTENBHOE YMEHbLUIEHWE BbIPaXKEHHOCTU WeNyleHns U MHbUnbTpauun Ha GoHe Tepanuu.

MNcToyHuK: MypawkuH H.H. 1 coasrT., 2023.

Note. Generalized papular elements merging into extensive plaques, sites of visually unchanged skin, slight decrease in peeling and

infiltration severity can be visualized during therapy.
Source: Murashkin N.N. et al., 2023.

Puc. 5. Pe6eHoK M., Bo3pacT 5 feT, ¢ NUTUPUa30M KPacHbIM
BOJIOCSIHBIM OTPYGEBUAHLIM NOC/e 6 Mec Tepanuu yCTeKMHYMabom
Fig. 5. Patient M., 5 years old, with pityriasis rubra pilaris after
6 months of ustekinumab management

MpumeyaHne. OTMEYEH perpecc BbIChbiNaHWi Ha KOXe nnua, TynoBuLLa
1 KOHEYHOoCTeN Ha hoHe Tepanuu.
McTouHmK: MypalukuH H.H. n coaBT., 2024.

Note. Regression of rashes on face, body, and limbs skin was noted
during therapy.
Source: Murashkin N.N. et al., 2023.

OBCYXAEHME

MKBO saBndetcs peakMM uMAMoONaTMHECKMM Manyno-
CKBaAMO3HbIM BOCNanuTeNbHbIM 3abofeBaHUEM KOXM,
XapaKTepmuayoLWmMmesa Mnpu TUMUYHOM KIMHUYECKOW Kap-
TUHE QONNUKYNAPHBIMU OpPaHXEeBO-KpPacHbIMU Nanynamu
C LWeNylweHUeM Ha NOBEPXHOCTH, CIMBAIOLLMMUCA B ONALL-
KW, Ha QOHe TaK Ha3blBaeMbIX «OCTPOBKOB» HEMOPaXeHHOM
KOXMW, UHPUNBTPaLMEN 1 runepKkepaTo3oM B 06s1acTv najo-
HeW ¥ MoaowWwB, BbipaXKeHHbIM 3yaoM [1]. OTan4uTeNbHOM
ocobeHHocTbio [MKBO npu npoBeAeHUM FTMCTONOTMYECKOro
nuccnefoBaHua 6uonTata KoXuK ABAAETCA «lWaxmaTHbln»

runepKkepaTto3d — 4YyepejoBaHWe Y4aCTKOB OpTOKepaTo3a
M napakepatosa [1].

3a6oneBaemoctb MKBO BapbupyeT, No pasHbiM [aH-
HbiM, B npeaenax oT 0,002% (MHams) [1, 3, 4] po 0,02%
(Benukobputanumsa) [1, 3], 6e3 reHAEPHbIX pasInyvui.
3aboneBaHne pa3BMBaETCHd BO BCeX BO3pacTtax, OfHAKO
Yalwe y ageten v nuu B Bo3pacte 50-60 net [1, 3].

Y MHOIMX NaLMeHTOB € Manyl0CKBaMO3HbIMU BbiCbINaHu-
SIMW, aCCOLMMPOBAHHbLIMKU C MATOr€HHbIMW BapMaHTaMu reHa
CARD14 (CARD14-associated papulosquamous eruption;
CAPE), onucaHbl co4YeTaHHble KIMHUYECKME NMPU3HAKK Mco-
puaza u MKBO, 4To B OTCYTCTBME pPe3ynbTaToB reHeTuye-
CKOro UccnefoBaHusa 3aTpyAHSAET YCTaHOBNEHWE AuarHo3a
N, COOTBETCTBEHHO, Havyano neyveHus [2]. Mpn obHapyKeHnu
naToreHHoro BapuaHTa reHa CARD14, B nepBylo o4yepeap,
cneayeT paccMmatpuBaTb pPa3BUTUE aTUMWUYHOIO LOBEHWb-
Horo MKBO c¢ Havanom B nepBble rofbl XW3HW pebeHKa,
XPOHMYECKUM TEYEHWEM W HaNMYMEM CEMEWHbIX Cly4YaeB
3aboneBaHus [4].

[eTepo3nrotHble Mytaumn B reHe CARD14 cBsi3aHbl
C pa3BuTMEM Yy NaumeHToB ncopuasa u MNKBO [5]. Y MHormx
nauneHToB ¢ BbiiBeHHON MyTaumen CARD14 HabnioaatoTcs
KIMHUYECKME MPU3HAKM 0060ouX 3aboneBaHui, YTO MOMKET
NPMBECTU K CNOXHOCTAM B MOCTaHOBKe AuarHosa. Kpome
TOro, NPy AaHHOM MyTauMW NaLMEHTbl 3a4vacTyio He OTBe-
YaloT Ha CTaHAapTHble MeToAbl Tepanuu ncopuasa u MNKBO,
TakuMe KaK MNPUMEHEHWE TOMUYECKUX [IOKOKOPTUKOWIOB,
MeTOoTpeKcaTta, nepopasnbHbIX PETUHOMAOB U MHIMOUTOPOB
daKTopa HeKpo3a onyxonu anbda [5].

MatoreHe3 MKBO cBA3aH C HapyweHuem perynauuu,
B 4aCTHOCTU C runepnpogykumnen IL-23 n T-xennepos 17,
B CBSI3U C YEM MPUMEHEHUE TEHHO-UHMKEHEPHbIX 6MOsO-
FMYECKUX areHToB (MHrnbwutopos IL-23, IL-17), ncnonbay-
€eMbIX B le4YeHUM MNcoprasa, OKa3blBAeTCs YCMNeLWHbIM Npu
Tepanuu nauuneHtoB ¢ MKBO [1, 5, 6]. OnucaHbl KNUHKUYe-
CKMe HabnofeHMsa yCcrnewHoro npuMeHeHnsa ycTeknHymaba



Puc. 6. XpoHonorus pa3sutna 601e3HM 1 KNoYeBble CO6bITUS Y pebeHKa M. ¢ NUTUPMa30M KpacHbIM BOSOCAHbIM OTPYGEBUAHBIM
Fig. 6. Disease chronology and key events in the child M. with pityriasis rubra pilaris

MepBble BbiCbINaHWs. YCTaHOBNEH
anarHo3s: «BynbrapHbli ncopuas».
Havata Tepanvsa TonM4yecKumm
rNIOKOKOPTUKOMAAMU C OTpULaTENbHOM
LUHaMWKOW — pacnpocTpaHeHneM
BbICbINaHWM 1 AUCTPODUYECKUMM
M3MEHEHUSMW HOITEBbIX NAACTUH

MepBrYHas rocnuTann3aunsa B otaeneHme
[lepmaTonoruv u annepronoruu.
YcTaHoBEeH anarHos: «Mntupmas

KpacHbIM BONOCAHOM OTPYOEBUAHbIM».
B3aTbl Npo6bl 4715 NOSIHOIK30MHOIO
CeKBeHUpoBaHus. HazHayeHa
Tepanus aunTpeTMHOM

MoBTOpHas rocnuTanuaaums
B OTAENEHUE AepMaToNornu
W annepronoruu yepes 6 mec
Tepanuu yCTEKMHYMaboM.
BblpakeHHasi NoNoXKUTENbHAS
IMHaMWKa

3a 10 mec
[0 o6palleHns

3a 6 mec
10 o6palleHns
3a MeauLMHCKON
nomolybto B HMUL],
300pOBbS AETEWN

3a MeanLIMHCKON
nomolybto B HMWL],
3[0pOBbS AETEWN

CnycTa 6 mec
rocne Havyana
Tepanuu
MeToTpeKcaTom

Cnycta 3 mec
nocne Hayana
Tepanuu
aunUTPETUHOM

Cnycta 6 mec
nocne Hayana
Tepanuu
YCTEKMHYMaBOM

Havata Tepanus MeToTpeKkcaTom.
[anbHewnwee pacnpocTpaHeHme
BbICbINaHMM Ha GoHe 6 MecC neyeHuns
METOTPEKCaTOM B COYETAHUM
C TOMUYECKUMMU [TIIOKOKOPTUKOUAAMM

MoBTOpHas rocnuTanu3aums B OTAENEHME AEPMATONIOK
M annepronorum Yepes 3 Mec Tepanuu auuTpPETUHOM.
He3HauuTenbHas nonoxuTenbHas AMHaMuKa.
BbisiBneH naToreHHbin BapuaHT reHa CARD14.
OTMeHa Tepanuu auuTPEeTMHOM, Ha3Ha4YeH YCTEeKMHYMab

(MHrMéuTopa IL-12/23) y nauMeHToB C NaTOreHHbIM Bapu-
aHTom CARD14 [2]. B npeactaBieHHOM HaMW HabnogeHum
NpPoAeMOHCTPUMpPOBaHa BbicOKasa 3GdEKTUBHOCTb NPUMEHe-
HUA y pebeHKa ¢ NMKBO v naToreHHbIM BapuaHTOM reHa
CARD14 no nokasaHuto off-label npenapaTa ycteKnHymao,
4YTO corfacyetcsl ¢ pesynbTaTamu paHee ony6/IMKOBaHHbIX
ucecnenosaHum [1, 5].

3AKJ/IIOMEHME

B npeactaBneHHOM KIMHUYECKOM HabGMIOAEHUN NaLUEeHT-
Kn ¢ NMKBO (60ne3Hbio [leBepKu) U NaToreHHbIM BapMaHTOM
reHa CARD14 neyeHue yCTEKMHymMaboOM MpPOAEMOHCTPUPO-
Baslo BbICOKYID 3QPEKTUBHOCTb. OKa3aHbl perpecc BbiCbi-
NaHWN, CHUXEHWE BbIPAKEHHOCTU 3ya W BOCCTAHOBJ/IEHUE
pocTa HEM3MEHEHHbIX HOITEBbIX MAACTUH CNycTa 6 Mec OT
Ha4vana Tepanuu.

WHO®OPMUPOBAHHOE COIIACUE

OT poauTens nauueHTa nojay4yeHo nNUcbMeHHoe UHOopP-
MWPOBAHHOE cornacue Ha Ny6anMKauuio OMUCaHUS KIUHMK-
YeCKOro cnyyas, BKo4as naobpaxeHus nauueHta (B TOM
yucne ero nvua), B MEAULIMHCKOM KypHane, BKAO4asa ero
3/IEKTPOHHYI0 Bepcuio (aata noanucaHus: 01.08.2024).

INFORMED CONSENT

Patient’s parent has signed written informed voluntary
consent on the publication of case description, patient’s
photos (face included) in medical journal (electronic version
included) (signed on 01.08.2024).
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OtcytcTBYET.
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H.H. Mypawkun®- 2 3, M.A. JleoHoBal, A.10. KynuwoBa?, A.B. Ckuouukas?, A.U. MaTtepukun?,
P.B. Ennwes?, [1.B. ®egoposl, P.A. UBaHoBY, E.C. MaBnosa?, J1.A. OnpaTunt

1 HaumoHanbHbI MEAULIMHCKWUIA MCCefoBaTeNbCKUI LIEHTP 300p0Bba AeTei, MocKksa, Poccuiickas degepauns

2 MNepBblit MOCKOBCKMI rocygapCTBEHHbIR MeaULUMHCKUIA yHuBepceuteT M. U.M. CeyeHoBa (Ce4eHOBCKHMI
YHuBepcuteT), MockBa, Poccuiickas denepauus

3 LeHTpanbHas rocyaapcTBeHHas MeauUMHeKan akagemus, Mocksa, Poccuiickas defepauus

4 PoccuicKan MeMLMHCKan akaLeMust HenpepbiBHOro npodeccrMoHanbHoro o6pasosaHmns, MockBa,
Poccuickaa depepaumns

AbDEeKTUBHOCTb COYETAHHOrOo
npUMEeHeHUs MeToTpeKcaTta

U aganumymatda npu reHepain3oBaHHOM
nycTyn1e3HOM rncopuase y peoeHka 4 ner:
KJIMHUYECKUU cnyyau

KoHTaKTHas nHdpopmauus:

JleoHoBa Mapusi AnekceeBHa, KaHaMAAT MEAULIMHCKMX HayK, Bpay-AePMaTOBEHEPOIOT OTAENEHUS JepMaTonoru 1 annepronoruv HUM petckoit
aepmatonoriu HaumMoHanbHOro MEAULIMHCKOrO UCCNEA0BATENbCKOrO LIEHTPa 310POBbS JeTel

Appec: 119296, MockBa, JToMOHOCOBCKMI Np-T, 4. 2/62, ¢Tp. 1, Ten.: +7 (495) 967-14-20, e-mail: dr.maria.leonova@gmail.com

Cratbsl noctynuaa: 16.06.2025, npuHaTta K neyatu: 16.08.2025

O6ocHoBaHue. Jle4eHne reHepann30BaHHOro MycTy/1e3HOro rncopuasa y AeTei npeacraBiseT akTyalbHbli BONPOC B CBS3N
C OrpaHM4YeHHbIMU NPUMEHEHNEM M 3PPEKTUBHOCTBIO KIACCUHECKUX UMMYHOAENpPeccaHToB, OTCYTCTBMEM 3aperncTpmpo-
BaHHbIX FEHHO-UHKEHEPHbIX GUOIOrMYECKMX MpenapaToB. AKTyaslbHbIM SIBASETCA ONUcaHue pesyibTaTtoB NpUMeHeHuss 6Uo-
JIOFMYEeCKNUX NpenapaToB B IeYeHUN NyCTy/Ie3HOro rcopuasa y AeTen rno rokasaHuio off-label. OnucaHune KAMHUYECKOro
cnyyas. Y pebeHka 4 neT ¢ reHepan3oBaHHbIM MyCTy/1€3HbIM NCOpPMa3oM Ha poHE orpaHU4eHHON 3PPEKTUBHOCTH METO-
TpeKkcaTa (060CTpeHME KOXHOIro NaTto/lorM4ecKoro npoLecca npu 4o3nMpoBKe 7,5 Mr nogKoXHo 1 pa3 B HeAest0) HadHaYeH
FEeHHO-UHXKEHEPHbIN GUOOrMYeCKMi npenapat agaanmymab B Ao3npoBKe 20 Mr NOAKOXKHO COMIacHO PEKOMEHAyeMo
cxeme. [pu nocaegyowmx naaHoBbIX 0CMOTpax bbisla OTMeYeHa MoJIOKNUTEIbHas AUHaMMKa € MOJIHbIM PErpeccom nycTy-
J1e€3HbIX BbIChINaHUNA 1 HOpMaan3aLuein 1abopaTopHbIX NoKa3aTenen KpoBH, JOCTMKEHMEM MoKa3aTess nHgekca PASI 100
K 17-1 Head. [Mo6o4Hble a¢pOeKThl B nepuos Tepanuu, BKIYaBLIEN ajaiuMymat, He 3aperucTpupoBaHbl. 3akaloyeHue.
lMayneHTam ¢ reHepasin3oBaHHbIM MyCTy/€3HbIM COPUA30M BBUAY TSXKECTU Te4YeHMs MaTtosIorM4ecKoro rnpowlecca npu
HeJoCcTaToqHON 3PPEKTUBHOCTU CTaHAAPTHON Hapy»HOHU, aHTUIMCTaMUHHOM Tepanuu, ¢puanotepaneBTUYECKOro Je4eHus,
Tepanun K1acCu4eCcKMMU MMMyHoAernpeccaHTaMu, B TOM Y1C/ie Mpu HeoCTaToOYHOM OTBETe Ha MeTOTpeKcaT, Mpu OTCYTCTBUM
MPOTUBOINOKa3aHMi MOXET 6bITh PEKOMEHAOBAHO JiedeHune afaimmymaboM CorniacHO PEKOMEHAYEMOM CXeMe.

KnioyeBble cnoBa: By/ibrapHbiil 1copuas, reHepasn3oBaHHbIN MyCTy/1Ie€3HbINA 1copuas, rncopuas Liymbylua, MeToTpeKkcar,
reHHO-UHKeHepHasi 6UoornyecKas Tepanus, agaamumymat

Ana yntupoBaHusa: MypawkuH H.H., JleoHoBa M.A., Kynuwosa A.lO., Cknbuukas A.B., MatepuknH A.W., Ennwes PB.,
depnopoB [.B., MiBaHoB PA., MaBnoBa E.C., OnpstnH J1.A. 3PpdEKTUBHOCTb COYETAHHOrO MPUMEHEHWUS MeToTpeKcaTta
W aganMMmymaba npu reHepanan3oBaHHOM NyCcTyNe3HOM ncopuase y pebeHKa 4 neT: KIMHUYEeCKUI cinydan. Bornpochkl coBpe-
MeHHo# negmnatpmmn. 2025;24(4):279-284. doi: https://doi.org/10.15690/vsp.v24i4.2937

OBOCHOBAHME

[ycTyne3Hbin Ncopuas — pefkui BapuaHT ncopuasa,
BbI3BaHHbIA TMMNEPAKTUBHOCTbIO BPOXAEHHON WMMMYHHOMW
cucteMsbl [1]. 3aboneBaHne xapaKTepusyeTcs apuTemMaTos-
HbIMUW BbICbIMAHMUAMMW Ha KOXE U CTEPUIbHBIMK NYCTyNamu,
KOTOpble MOTYT CMBaTbCs, 06pa3ys «rHOWHble o3epa» [1].
MycTynesHbl nNcopuas BKOYAET cleaylolme KinHude-
CKMe dOopMbl: NTOKaANM30BaHHbIM NaA0HHO-NOAOLWBEHHbIN
nycTyne3Hbln ncopuad bapbepa, XpOHMYECKUM aKpoaep-
MaTuUT Annono (nopakeHne NPenMyLLeCTBEHHO aKpanbHbIX
Y4aCTKOB KUCTEW M/UNK CTOM) U reHepann30BaHHbIM NyCTy-
Nle3HbIM ncopuas Llymbylua (pacnpocTpaHeHHas, Taxenas
W NOTEHUManbHO onacHas Ans xu3Hu dopma ncopuasa) [2].
[eHepanu3oBaHHbIN NYCTyNE3HbIM NCOpMas Yalle noparkaet

B3POC/bIX JIUL, }KEHCKOro nona [1], HO onucaH vy aetew [1].
PeuunavBupytoliee nosiBNEHWE CTEPWIbHbLIX MYCTyN ABAS-
€TCS XapaKTepHbIM MPU3HAKOM 3ab0seBaHWUa U MOXKET
BO3HMKaTb CMOHTAHHO WK B pe3y/bTate HepaluoHanbHOM
HapyHOW Tepanuu, OTMEHbl CUCTEMHbIX FHOKOKOPTUKO-
npoB ('K), nHdekumm, ctpecca [1]. B HacTosiuiee Bpems
HET 3aperncTpupoBaHHbIX FEHHO-UHXKEHEPHbIX OMONoMu-
YEeCKMX npenapaToB Ans NevyeHus NnycTyne3Horo ncopuasa
y AeTen. Y B3pOC/bIx NALMEHTOB A5 Ne4YeHUs NyCTyIe3HOro
ncopvasa 3apermcTpupoBaH FeHHO-UHXEHEPHbIM npena-
paT ceKykmHymab [1]. Kak cneacteue, npy HeQoCTaTOHHOM
3bDEKTUBHOCTM Tepanmm KNacCUYECKUMU UMMYHOEenpec-
CaHTaMM UK aLMTPETUHOM ONpeaeseHne TaKTUKU NeYeHuns
MOXET NPeAcTaBATb 0COBY0 CMOXKHOCTD [1].
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KnuHunyeckKoe Ha6noaeHue

KJAMHUYECKUIA NPUMEP

O nauyueHTe

MauuneHTKa E., Bo3pacT 4 roga, 3KCTPEHHO rocnuTanu-
3MpoOBaHa C »anobamu Ha HalMyue BbICbiNaHWW, NOAbEM
Temnepatypbl 4o 39 °C, 3ya.

AHamHe3 6os1e3HM. CO CNOB MaTepH, BNepBble BbiChINa-
HUS NOSBUINCb Ha KOXKe BOJIOCMCTOM 4YacCTH rofioBbl 3a 3 Mec
O HacTosilero o6paleHns 3a MegULMHCKOM MOMOLLbIO.
B KOXKHO-BEHEPONOrnyecKoM gucnaHcepe No MecTy XuTenb-
cTBa YCTaHOB/NEH [auarHo3: «CebGopenHbln aepmMaTuT».
Ha3HayeHa HapyHas Tepanus NOCbOHOM 6eTameTas3oH
0,05% + canuuunoBas kucnota 3% — 6e3 abdekrta. CnycTta
2 MeC C MOMEHTa MOSAB/EHUS MEPBbIX BbICbIMaHUM nocne
nepeHeceHHOW HeyTOYHEHHOW MHOEKLMM Oblv OTMEYEHbI
BbICbINMAHWA Ha KOXe 3ayllHblX o6nacTtei ¢ nocneayloLimm
pacnpocTpaHeHMEM Ha KOXy Ty/lOBMLIA U KOHEYHOCTEWN.
MaumeHTKa 6blla KOHCYNbTMPOBaHa BpavyoM-AepMaToso-
rOM B KOXHO-BEHEPONOrMYeCcKOM JucraHcepe no MecTy
YUTENbCTBA, MOBTOPHO YCTaHOBJEH AnarHo3 «CebopenHbin
aepmatut». HagzHavyeHo HapyKHoe neyYeHWe aHWIMHOBbLIMU
KpacuTensaMm u KOMOGMHUPOBAHHbBIMK TONUYecKnUMK MK 6e3
K/MHWUYECKM BbipaxeHHoro abdeKTa. B cBA3M ¢ HegocTaToy-
HOM 3PDEKTUBHOCTLIO TEpPanuu, yxyaleHneM KOXHOro narto-
JIOTMYECKOro npolecca, MNOBbllIEHWEM TemnepaTypbl Tena
1o 39 °C pebeHoK 6bl1 rocnuTann3nMpoBaH B CTauMoHap no
MECTY XXWUTeNbCTBa C AMarHo3oM: «BupycHasa MHdeKums Hey-
TOYHeHHas». CnycTa 2 cyT MaTb OTMETWUIA NOAB/IEHWE MYCTYN
Ha KOXEe }MBOTa M CMUHbI. [pOBOAMAN Tepanuio CUCTEMHbI-
MU NPOTUBOBMPYCHbLIMW, aHTMGaKTEpPUaANbHbIMWU, aHTUMMUKO-
TMYecKnMu, MK-npenapatamu, BbIpaXeHHOr0 KIMHUYECKOro
adpdeKkTa He oTmeyeHo. CocTosHMe pebeHKa MNpoAoKano
yXyAWaTbCs, OTMEeYeHbl pacnpocTpaHeHWe BbiCbiMaHW MO
BCEMY KOXHOMY MOKPOBY, MOBbILEHWE TemnepaTypbl Tena
[0 39 °C, BblparKeHHbIN 3yA.

AHamMHe3 XM3HM. [leBOYKa poauniacb OT MepBoOu
6epeMeHHOCTH, MNpoTeKkaBluen 6e3 0COOEHHOCTEN, nep-
BbIX POAOB, MOCELAET AETCKOE AOWKOMbHOE Yy4YperKaeHMe.
Annepruyeckue peakuuu, B TOM YUCNE Ha IEKAPCTBEHHbIE
CpeAcTBa, MaTb pebeHKa OTpuLaeT.

CemeliHbIi aHaMHe3. OTel, pebeHKa CcTpajaeT peBma-
TOWAHBbIM apTPUTOM.

®dusuKkanbHaa AMarHocTUKa

[Mpy NOCTYNNEeHNUN KOMHbIM MaToIOrMYECKUA NpoLiecc
HOCWMJT pPacnpoOCTPaHEHHbIN XapaKTep: OTMEYEHbl 3PUTPO-
[epMUSA, MHOXECTBEHHble MyCTy/bl N0 BCemy Teny (puc. 1).

Puc. 1. CocTosiHME 3pUTPOLEPMUN U MHOXKECTBEHHbIE NYCTyNEe3Hble
BbiCbiNaHusa y peberka E., Bo3pacT 4 roaa, ¢ reHepannu3oBaHHbIM
nycTyNe3HbIM NCOPHUA30M A0 NeYeHUss METOTPEKCATOM

Fig. 1. Erythroderma and multiple pustular lesions in a child E.,

4 years old, with generalized pustular psoriasis before
methotrexate therapy

o

McTouHuK: MypawkuH H.H. 1 coaBrT., 2024.
Source: Murashkin N.N. et al., 2024.
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OnpepeneHa 60n1e3HEHHOCTb Npu Nanbnauun. MHaekc PASI
(Psoriasis Area and Severity Index) — 65, 4To cOOTBETCTBYET
TSXKENOMN CTENeHn TedeHuns ncopmasa. Cnmsnctole 060104KM
pPOTOBOW NMNONOCTM 6€3 BbICbINaHWM.

MpepaBapuTenbHbll AUarHo3
[eHepanu3oBaHHbIN MYCTYNE3HbIN NCOpUas.

Pe3ynbTartbl 06cnefoBaHUsa NPU NOCTYNI€HUN

Mo pesynbTatam nabopaTopHbIX MCCNefoBaHUM OTMe-
YyeHbl yBenudeHue Jonu Hentpoodunos — o 56% (pede-
peHCHble 3HavyeHus 39-42%), KonnyecTBa ENKOLMTOB —
18,2 X 109/n (pedpepeHcHble 3HadveHns 5,8-13,6 X 109/n),
Hespesnbix rpaHynountoB — 0,11 X 109%/n (pedepeHcHble
3HavyeHns 0-0,05 X 109/n), ponnm MoHouutoB — 12,6%
(pedepeHcHble 3HaYeHns 3—9%), CKOPOCTM oceaaHus IpUT-
pountoB — 18 MMm/Y (pedepeHcHble 3HaveHna 2—10 Mm/y),
KOHLeHTpauun C-peaKktnBHoro 6enka — 15,2 mr/n (pede-
peHcHble 3HayeHnua O0-5 mr/n) n IgA — 1,37 r/n (pede-
peHcHble 3HavyeHnus 0,2—-1 r/n), CHUXKEHWE [ONU 303U-
HoomnnoB — po 1,3% (pedepeHcHble 3HayeHus 2-6%),
nmmountoB — 29,5% (pedepeHcHble 3HavyeHua 42-70%),
KOHUEeHTpaumm obwero 6unmpybuHa — 2,2 MKMOJb/N
(pedepeHcHble 3HauveHunsa 3,7-20,5 mMKmonb/n), obuwero
xofiectepuHa — 2,7 MMonb/n (pedepeHcHble 3HaYeHus
3,1-5,2 mMmonb/n), KpeatuHuHa — 24 MKMonb/n (pede-
pPEeHCHble 3HavyeHnsa 27 -62 MKmonb/n). pyrue nokasartenu
KINMHWYECKOrO0 aHann3a KpoBW C JerKouuTapHon dopmy-
non (reMorno6uH, remMaToKpUT, IPUTPOLUTLI, TUMOOLUTDI,
TpoM6OoLUTbI, 6a30dubl), BUOXMMUYECKOTO aHann3a KpoBu
(anaHMHamuHoTpaHchepasa, acnaprataMuMHoTpaHcdhepasa,
06umi 6enoK, anbbyMUH, MOYEBMHA, LenoYHasa ¢ocdaTasa,
raMma-rnyTamuaTpaHcnenTuaasa, rMoKo3a, peBMaToUaHbIV
GaKTop) U AUNUAHLIM NPodUNEM (TPUIMMLIEPUIbI), KITNMHUYE-
CKOro aHann3a Mo4u, KoHueHTpauus IgA, 1M, IgG — B npe-
aenax pedepeHcHbIX 3HaYeHUn. OBHapPYKEHO 3Ha4YuTeNbHOE
NOBbIWEHWE B CbIBOPOTKE KPOBM KOHLIEHTpaUMKW aHTUTeN
(BrtoYas IgG) K peuenTop-cBs3bIBalOLLEMY JOMEHY S-6efKa
6eTa-KopoHaBupyca SARS-CoV-2 — no 1172 BAU/mn (pede-
peHcHble 3HaveHns 0—0,8 BAU/mn).

Mpu ynbTpa3BykoBOM uccrnegoBaHun (Y3W) opraHoB
OpPIOLWHON NONOCTU OBHapYXKEeHbl NMPU3HAKKM NepuBaCKynsap-
HOW peaKkuuu B neyeHu. o pesynbraTtaM KOMMbIOTEPHOM
ToMorpadmu (KT) opraHoB rpyaHOMN KNETKM OCTPbIX O4aroBbIX
N MHOUNBTPATUBHbBIX UBMEHEHWI He BbisiBAeHO. OTMeYanachb
yMepeHHaa noaMblliedHas numdageHonaTtvus. Pasmepsbl
nMMGOY3/10B CPefOCTEHNS U KOPHEW NerkuMx B npegenax
HOPMasbHbIX BEIMYUH.

Mo pesynsratam Y3W opraHoB 6ptowwHoOn nonoctu n KT
OpPraHoB rPyAHOM KNEeTKM — 6e3 AMHaMWKW B CPaBHEHMUM
C npeaplaylien rocnutanmnsauymen.

Mo AaHHbBIM  MWKPOGMONOIrMYECKOro WccnefoBaHUs
CNM3UCTOM 06O0SIOYKM POTOMNOTKM M KOXXM — HOpMasbHas
MUKpodiopa.

KnuHu4yeckuit guarHos
[eHepann3o0BaHHbIN NyCTy/IE€3HbIN NCopMas.

AnHamMmuKa u ucxopbl

MNauneHTKe B mepuog NepBon rocnutanuM3aumn B CTa-
LlMOHape MNpPOBeAEHO crefylolee NeyeHue: MeToTpekcaT
7,5 Mr noakoxHo 1 pas B Hegento (N2 3), ponneBas KUcnoTa
1 mr no 1 tabnetke 1 pas B CYTKW, KPOME AHSA UHbEKLMHK

MeTOTpeKcaTa U Cneaylowero AHS, BHYTPb B CBA3M C XKano-
6aMu Ha BblpaxeHHbIn 3y uetupuanH 10 mr no 10 Kanenb
B CYTKM, HapyXHas Tepanus aHWIMHOBbIMW KpacuTensimu
NS TYLUIMpOoBaHua nycTyn u Tonudeckue MK, a Takke puamno-
TepaneBTUYECKOE NeYeHne ¢ MPUMEHEHNEM Y3KOMONOCHOM
cpeaHeBonHoBon YP-tepanun (YPB 311 HM) B KonnyecTse
8 npoueayp.

Mpy NpoBeAEHNN KOHTPOJIbHbIX 1abopaTOpPHbIX Ucce-
foBaHunm 4yeped 10 cyT nocne nNOCTYNJIEHUS MaLUEHT-
KM OTMEYEeHa HopManu3auus 3HaAYEHUM MepeyvUCeHHbIX
Bbllle MOKa3aTenen B KIMHUYECKOM U GUOXMMWYECKOM
aHanusax KpoBMu.

MauuneHTKa BbinucaHa cnycTs 21 CyT C MONOXKUTENIbHOM
AWHAMMWKOM U NOMHBIM PErPECCOM BbICbINaHUM.

Yepes 2 Hea nocne BbIMUCKU M3 cTauuoHapa Ha doHe
NPOBOANMOW Tepanuu MEeTOTPeKcaToM Yy pebGeHKa BHOBb
Ha4vanu NosIBNATLCSA PACNpPOCTPaHEHHbIE MO BCEMY KOXXHOMY
MOKPOBY NyCTy/bl, OTMEYanocb MOBbIlIEHWE TeMnepaTypbl
Tena po 38 °C.

[Mpn MOBTOPHOM rocnuTanu3daumm crycts 2 Hea nocne
BbIMUCKM MO pe3ynbrataM Nla6opaTopHbIX WMCCNeaoBaHMM
CbIBOPOTKM KPOBW OTMEYEHbl CHWXEHWe [onu numdoLm-
TOB — 00 36% (pedepeHcHble 3HadYeHus 42—70%), NoBbl-
leHne ponu Hentpoomnos — 48,6% (pedpepeHcHble 3Ha-
yeHus 39-42%) u moHoumtoB — 9,9% (pedepeHcHble
3HavyeHus 3-9%), a TaKKe KOHLEeHTpauun KpeaTuHWHa —
24 MKMONb/N (pedepeHcHble 3HavYeHna 27 —-62 MKMOb/N)
n C-peaktnBHoro 6enka — 7,84 mr/n (pedepeHcHble 3Ha-
yeHnsa O0-5 mr/n). OcTanbHble NokasaTenu (KIMHUYECKUM
aHanuM3 KpoBM C NnenKountapHon GopMynomn (reMornobuH,
reMaToKpWT, 3PUTPOLIUTLI, NTENKOLMTLI, TPOMOOLMTLI, 6a30-
dunbl, COJ), pacliMpeHHblIn GUOXMMUYECKMI aHaNn3 KPoBM
(anaHWHamMunHoTpaHcdepasa, acnapTataMMHoTpaHcdepasa,
obwnn 6enoK, anbbymM1H, MOYEBHMHA, WenoyYHasa docdhaTasa,
ramma-rayTamuaTpaHcnenTMaasa, roKosa, C-peakTUBHbIN
6en0K, peBmMaTtongHbii GaKTop) M AMOUAHBLIA NpodUNb
(06LWMIA XONEeCTEPUH, TPUIIULLEPUAbI), KIUMHUYECKUA aHan13
MOYM) — B npeaenax pedepeHcHbIX 3Ha4YEHNUN.

Mpu NOBTOPHOM rocnuTann3aumm B CBA3U C YXyALWEHU-
€M COCTOSIHMS pebeHKy [OMOSHUTENbHO K MeTOoTpeKcaTy
peleHnem BpayebHOM KOMMCCUMM MO MoKasaHuio off-label
Ha3Ha4YeH TrEeHHO-UHXXEHEPHbIM OWMONOrMYecKnn npena-
paT aganMMmymab 20 Mr MOAKOMXHO MO CRefylollen cxeme:
1-9 MHbEKLMA — 2-e BBeAEHME Yepes3 7 CyT — 3aTeM Kax-
[oe nocnegyouiee BBeeHWe C BPEMEHHbBIM NMPOMEKYTKOM
B 14 cyT B BbllleyKa3aHHOW JO3MPOBKE.

Mpu BbINUCKe cnycts 14 cyT y NauMeHTKU oTMeYeHa
NonoXuTeNbHas AMHaMWKa B BMAE NMOHOMO perpecca nycry-
Ne3HbIX BbICbIMaHWW. MNpyu NOBTOPHOM MNIAHOBOW rocnuTa-
nnM3aumun cnycTa 22 Hej nocne Havana Tepanun MeToTpeK-
caToM ¥ 17 Hep nocne Havyana Tepanuu aganMmymadom
Habno4anncb NOMHbIA Perpecc BbiCbiMaHWM U AOCTUXKEHUE
nokaszatens nugekca PASI 100 (pwuc. 2). No6o4Hble abdeKTbI
B Mnepuog Tepanuu, BKIOYaBlIEN aganumymab, He 3ape-
rTMCTPUPOBAHbI.

MporHos

[MporHo3 ans uM3Hu K TeyeHusa 3aboneBaHus 6naro-
NPUATHbIK, PEKOMEHAOBaHbl AMHAaMW4YyecKoe HabnogeHue
y Bpaya-aepmaToBeHeposiora U NpooIKeHWe Tepanuu npe-
napataMu MeToTpekcaT B gose 7,5 Mr NoagKoxHo 1 pas
B Hegento u agannmymatd B gose 20 Mr NOAKOXHO 1 pas
B 2 Hep ANUTeNbHo.
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Puc. 2. PeGeHok E., Bo3pacT 4 roaa, ¢ reHepanvu3oBaHHbIM
nycTyne3HbIM Ncopruasom Ha dhoHe Tepanuu aganumymabom
Fig. 2. Patient E., 4 years old, with generalized pustular psoriasis

during adalimumab therapy
|
|

3

o

Al - 3

lNpumevaHume. A — cnycTa 7 Hep nocne Havana Tepanuu
MeToTpeKcaToM M 1 Hea nocne Havana Tepanuu aganumymabom:
Ha KOXe TYNOBULLa U BEPXHUX KOHEYHOCTEN BU3Yan3MpPyIoTCs
ynaowiaoLmecs nanysbl U 6A9WKA, €AMHUYHbBIE NYCTYNbI,
TYLUMPOBaHHbIE PAaCTBOPOM METUIEHOBOIO CMHEro; b — cnycts
22 1 17 Hen COOTBETCTBEHHO.

McTouHuK: MypalwkuH H.H. n coaBt., 2024.

Note. A — 7 weeks after methotrexate therapy onset and 1 week
after adalimumab therapy onset: flattening papules and plaques,
single pustules stewed with methylene blue can be visualized on
the body and upper limbs skin; b — after 22 and 17 weeks,
respectively.

Source: Murashkin N.N. et al., 2024.

BpemeHHas wkana
XPOHOMIOMMUA Pas3BUTUSA U KIIOYEBbLIE COObLITUS GONE3HM
nauneHTKU NpeacTaBlieHbl Ha puc. 3.

OBCYHAEHUE
MatoreHes reHepannM3oBaHHOrO MyCTyN€3HOMO Mcopua-
3a 0oCTaeTcd Heusy4yeHHbIM. [0 HEKOTOPbIM JaHHbIM, MaTto-

Puc. 3. XpoHonorus pa3suTnsg 601€3HU U KNtoYEBbIE COObLITUA
Fig. 3. Disease course and key events

NOTMYECKMI MpoLEeCcC Bbl3BaH HapyWeHUsMKU MexaHW3MOB
BPOXAEHHON MMMYHHOW CUCTEMbl, pa3BMTMEM ayToBOCMa-
JIUTENIbHbIX MPOLECCOB, aKTUBaLUMeEN HEUTPODUNOB Moj Aen-
cTBMEM UHTepnenknHoB (IL) 1, 17A n 36, a TakKe dakTopa
Hekpo3a onyxonn anbda (TNF-a) [3]. O6cyrKaaeTcs TpaHc-
dopmaums 6nawedHon GopMbl Ncopuasa B OCMOXKHEHHYIO 3a
CYET NyCTyNM3aLmMKn, BbISBBAHHOW HepaLMOHaNbHON HapyHOK
Tepanuen, OTMEHOW cUCTeEMHbIX K, MHbeKunsamu, cTpec-
coM [1]. Pa3BuTue reHepann3oBaHHOro MycTyne3Horo nco-
puasa B CBSI3W C BUMPYCHOW MHPEKLMEN OBYCNOBNIEHO aKTK-
BaLlMEN HYKNEMHOBLIMWU KWCNOTaMW BHPYCOB BPOXKAEHHOWM
MMMYHHOW CUCTEMbI U MPOAYKLIMM BOCMANWUTENbHbIX LIUTOKM-
HOB, Y4aCTBYIOLMX B pa3BUTMM ncopuasa [4]. B onncaHHOM
Hamu crnydyae TpUrrepomM TpaHchopmaummn 6aswedHon Gopmbl
ncopuasa B reHepanu3oBaHHyto nyctynesHyto ¢dopmy 6bina
nepeHeceHHas 3a Hefeno A0 MNOSABAEHUS PacnpoCTpaHeH-
HbIX BbICbIMAaHWI UHDEKLMA, MPEeanoNoKUTENbHO, BbI3BaHHas
SARS-CoV-2. Pa3BuTue runepBocnanmntesibHoOM peakunmn npu
MHPeKunn SARS-CoV-2, n3BECTHOM KaK CMHAPOM LIMTOKMHO-
BOro WTOpMa, MHOroKpaTHo onucaHo npu COVID-19 [5-7].

Tepanus nepBow NMHUK reHepanM30BaHHOIO NycTynes-
HOro ncopvasa BK/IOYAET B ce65 aUMTPETMH, LIMKIOCMOPUH
M METOTPEKCaT, KOTOPbIe UMEIOT OrPaHUYEHHOE NPUMEHEHUE
y neten [8]. MepcnekTMBHbIMU ANt MPUMEHEHUSA B JETCKOM
LepMaTonornm aBASIOTCA TEHHO-UHMKEHepHble Guonoruye-
CKue npenapaTtbl [9]. B HacToswee BpemMs B PoccuimcKon
degepaunn s neveHus nauMeHToB AETCKOro BO3pacTa,
CcTpajatowmx ncopmnasom (bnswevHas dopma), paspelleHbl
cnegytolune éruonornyeckue npenapatsol [10-12]:

1) wmHrnéutopbl TNF-a aTaHepuenT (pa3pelleH ¢ 6 ner)

W agjanumyMmab (paspelueH ¢ 4 nert);

2) wnHrnéutop IL-12/23 ycTeknHymab (pa3pelleH ¢ 6 ner);
3) uHruéutop IL-17A ceKkyknHymab (paspeLlleH ¢ 6 neT).

B 2020 r. 6bina onybnnkoBaHa 0630pHas cTaTbsi MO neve-
HWIO NYCTyNe3HOro ncopuasa y AeTei reHHO-UHXKEHEPHbIMU
6unonormyeckumun npenapatamum [13]. Yepes 16 Heag y 7 us
10 NauUMEeHTOB C reHepann3oBaHHbIM NYCTyE€3HbIM Ncopua-
30M, NoNy4yaBLUMX Tepanuto agannmymabom, 6bin JOCTUTHYT

[epBble BbiCbINaHWA Ha KOXe
BOJIOCUCTOWM 4acTW ronoBbl.
YcTaHOBNEH AnarHos:
«CebopeiHbl gepmatut. NMpoBeaeHa
MecCTHas Tepanus — 6e3 addpeKTa

focnutanuzauna 8 HUW geTtckow
nepmaronoruu. Hayata tepanus
METOTPEKCaTOM C BblparKeHHOM
NONOXKMTENBHOW AMHAMUKON U NOMHBIM
perpeccom BbiCbiNaHum

MoBTOpHas nnaHoBas
rocnutann3aums B ctalmoHap.
MonHbIN perpecc BbiCbINaHWM
¥ focTuxeHne nHaekca PASI 100

3a 3 mec

Ha cnepyowni

CnycTa 2 mec
nocne nosiBleHns
nepBbIX
BbICbIMaHWI

[0 o6palleHns

3a MeauLMHCKON
nomolubio B HMUL,
300pOBbS AeTeN

CnycTta 2 Heg,
nocne BbIMUCKK
Ha ¢oHe Tepanumn
METOTPEKCATOM

Cnycts 17 Hep
rnocne Havana
Tepanuu
aganumymabom

[eHb nocne
NoSIBNEHNS
nepBbIX MycTy
Ha Koxe

PacnpocTtpaHeHue BbiCbiNaHui Nociae BUPYCHOM
MHbEKUMK, NosiBIEHWE NYCTY/, NOBbILEHWE
Temnepatypsbl Tena go 39 °C, rocnuranusaums.
lpoBefeHa NPOTUBOBUPYCHas, aHTMOaKTepuanbHas
Hapy>kHas Tepanus — 6e3 abdeKTa

Peunane BbiCbINaHwm.
K Tepanuu gpo6aBneH aganumymab.
OTMeYeHa NonoxuTenbHasa AnHaMuKa
C perpeccom 60bLUen YacTu nycTyn




KIMHWYECKUI OTBET B BMAE NOMHOMO MM YacTUYHOMO perpec-
ca BbiCbiMaHWi. Bmecte ¢ TeM, y 9 nauMeHTOB OTMEYEHO
no KpawHen mepe O4HO HexenaTeNbHoe siBleHue, a ABoe
npeKkpaTuau uccnefoBaHue n3-3a HexenaTtesbHblX SBAEeHUN.
Ha ocHoBaHMM NOMy4YeHHbIX AaHHbIX cAenaH BbIBOA4 O TOM,
4yTO aganMMymab MOXHO MCMONb30BaTb B KayecTBe npe-
napata NepBoOM JIMHWUK Y MNALMEHTOB C reHepann30BaHHbIM
NycTyNe3HbIM NCOPMUA30M, a TaKKe Mpu OTCYTCTBUM addeKTa
OoT Tepanun MHPNMKcumabom u cucteMHbiMn K. OgHako
cnefyeT y4nTbiBaTb, YTO Y HEKOTOPbIX NaLMEHTOB BO3MOXHa
PEe3nNCTEHTHOCTb K ajanumymaby [13]. TakKe Heo6xoaMMo
OTMETUTb, YTO OOJIbLIMHCTBO WMCCNeAoBaHUM ajanMmymaba
npeacTaBnaoT co60oin oTYeThl O cnyvasx. B aton cBasu Tpe-
O6ytoTCS KIMHUYEeCKUe ucnbiTaHusa ¢asbl Il v 1l ana oueHKu
NPenMyLLECTB U NOBOYHbIX apdeKToB aHTU-TNF-a-areHToB
npu NycTyne3HoM ncopuase y geten.

3AK/TIOYMEHUE

[eHepanu3oBaHHbIM MYCTYNE3HbIN Ncopuas — 3TO pen-
KWW, TSXENbIK U NOTEHLMAIbHO ONACHbIN A9 U3HWU KINUHK-
YeCKMM BapuaHT ncopuasa, XxapaKTepuayloLmMncs peunanem-
pyloLLEN TMXOPAAKON M NOSIBNEHWEM CTEPUNIbHbLIX MYCTYN Ha
Koxe. TpaIMLIMOHHbIE NOAXObl K IeHYEHUI0, B YaCTHOCTH Npw-
MEHEeHWe UMMYHOAENPECCAHTOB, YacTO MO3BOASOT 4OOUTbL-
€A YNyYWEHUS KIMHUYECKON KapTUHbl. OaHAKO Yy HEKOTOPbIX
nauMeHToB MOryT OTMeYaTbCs MO60YHbIE IPDEKTDI, a TaKKe
HepgocTaTto4yHas 3PpOEKTUBHOCTb Tepanuu. BbICOKMI puUCK
CMepTU MpU reHepain3oBaHHOM MyCTyNe3HOM ncopuase
Nno cpaBHEHUIO ¢ Apyrumu dopmamMn 3aboneBaHUs noadvep-
KMBaeT OCTPyl0 HEOOGXOAMMOCTb B CBOEBPEMEHHOM Ha3Ha-
YEHUU CUCTEMHOM Tepanuu. Hamu nokasaHo, Y4TO co4veTaH-
HOe NleYyeHWe MeTOTpeKcaTtoM W afjannumymabom pebeHKa
C reHepann3oBaHHbIM NMyCTyNe3HbIM NCOPUA30M NPOAEMOH-
CTPMPOBANO 3HAYUTENbHYIO KIIMHUYECKYID 3PGDEKTUBHOCTb
C MOMHbIM PErPEecCcoOM BbICbINMAHUIA U yAEepPHaAHUEM KIIUHU-
yeckoro addeKkta. B aton cBA3KM, a TaKKe Ha OCHOBAHWUMU
Apyrux HabnoOeHUM MOXKHO paccmaTpuBaTtb agannmMymab
KaK NepcrneKTUBHbIM npenapaT ans fnevyeHus geten ¢ nycry-
NIe3HbIM MCOpMa3oM MNpu HeaoCTaToO4YHOM 3IPGDEKTUBHOCTU
TPaAMLIMOHHBIX CXEM Tepanuu.

WHOOPMUPOBAHHOE COIJIACUE

OT poauTensa nauueHTa nosy4yeHo NMUcbMeHHoe WHbOopP-
MWPOBaHHOE JOOBPOBONbHOE Corflacue Ha NyeanmKaumio onu-
CaHMs KIMHUYECKOro criydas, BKoYasa 306parKeHmsa naum-
€HTa, B MEAMLIMHCKOM XypHase, BKlo4Yas ero 3/1eKTPOHHYIO
Bepcuio (data nognucanus: 29.10.2024).
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0O60cHoOBaHHe. [JuarHoCTMKa HOPBEXKCKON (KOPKOBOH) YECOTKU OC/IOMHSETCS KIIMHUYECKOM KapTUHOM XPOHMYECKMX M OCTPbIX
3ab0/1eBaHUI KOXW. HeBepHbIN AnarHo3 M, Kak C/leACTBME, HepalLMoHasibHas Teparnus npuBOAAT K HapyLleHUSM MEeCTHOM
MMMYHHOM CUCTEMbI 1 YPE3MEPHOMY Pa3MHOXKEHUIO YECOTOYHOro Kiaella. OnMcaHue KIMHUYECKUX clyqyaeB. Y eTel C CUH-
Apomowm lNpagepa — Bunan n cuHapomom [layHa BbiSiIBAEHbI MPU3HaKU 3a60/1eBaHUsT KOXW. [JMarHo3 HOPBEKCKON YECOTKMU
yCTaHOBJIEH Ha OCHOBaHWK PE3y/IbTaTOB AEPMAaTOCKOMNMNM U aHa/ln3a COCKOba KoM M3 ovara ropakeHus. [lpoBeaeHa Hapyx-
Hasi Tepanus, BKIoYaBLLUas J1I0CbOoH nepMeTpuHa 5% ¢ nosIoxKUTE/IbHON AMHaMUKON KOXHOIO MpoLecca B TEYEHUE MOCeayto-
wmx 7 cyt. 3aknoyeHne. HopBeXKCKasi YecoTKa npeAcTaBsieT co60M TPYAHYIO A5 AMarHoCTMku 3aga4vy. OcCob6eHHoe BHUMaHue
HEeob6XoAMMO YyAensATb COMyTCTBYIOLMM 3ab0/1eBaHUSaM U MMMYHHOMY CTaTycy nauueHTa. Mcnosb3oBaHUe AepMaToCKOnum
MOBbILIAET TOYHOCTb ANArHOCTMKM. B Ka4ecTBe nepBoi IMHUKU Teparnmmn NCrosib3yeTCs HapyKHas Tepanms nepMeTpMHOM.
Knio4eBbie cnoBa: HOpBEXKCKasi YecoTKa, NepMeTpuH, cuHapom lpagepa — Buaau, cnHapom LayHa

Ana yuntnpoBauus: MypawkuH H.H., JleoHoBa M.A., TpuropsH 3.A., MatepukuH A.W., Ennwes PB., ®enopos [.B.,
MBaHoB PA., Naenosa E.C., OnpatunH J1.A. HopBeXcKas (KOpPKoBas) YeCcoTKa Yy AeTen C KOTHUTUBHbIMU HapyLUEHUAMMU: KIUHU-
YecKue cnydau. Bonpocsl coBpemeHHou negmatpun. 2025;24(4):285-290. doi: https://doi.org/10.15690/vsp.v24i4.2930

OBOCHOBAHME

HopBercKasi (KopkoBasi) YeCOTKa — 3TO BbICOKOKOHTA-
rMO3HbIN BWA YECOTKM, XapaKTepU3YOLIMIACA pacnpocTpa-
HEHHbIM MOPa*KEHMEM YeCOTOYHbIM Krewom (Sarcoptes
scabiei) ¥ OBGWMUPHBIMKU KOPKOBbLIMU, TUNepKepaToThye-
CKMMW nanynamu, 6asWKamMu u ysenkamu. [uarHocTvka
HOPBEXCKOW YECOTKM MOXET ObiTb 3aTpyAHWTENbHA BBUAY

HETUMUYHbBIX KIMHUYECKMX NposiBAeHun [1, 2]. Y naumeHToB
C HapyLEeHUIMU KOTHUTUBHbIX OYHKUMIA, a TakKe Haxoas-
LUMXCA B COCTOSIHMM BPOXKAEHHOTO WM MPUOBPETEHHOrO
nmMMmyHoaeduumnTa Habnogaerca 60/blUMKA PUCK Pa3BUTUA
HOPBEMCKON (KOPKOBOW) YECOTKM B CBSA3U C HapyLUEHUEM
MECTHOro MMMyHUTETa U anuaepmansHoro 6apbepa [2, 3].
Mpv no3aHen gnarHoCTMKe 3ab6oneBaHust OTMEYEH BbICOKUM
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Norwegian (Crusted) Scabies in Children with Cognitive
Impairments: Case Studies

Background. Diagnosis of Norwegian (crusted) scabies is complicated by clinical signs of chronic and acute skin diseases. Incorrect
diagnosis and consequently irrational management lead to local inmune system disorders and excessive reproduction of jitch mites.
Case description. Children with Prader—Willi syndrome and Down syndrome have shown signs of skin disease. The diagnosis of
Norwegian scabies has been established according to dermatoscopy results and analysis of skin scraping from the lesion. External
therapy included permethrin 5% lotion and showed positive dynamics of skin lesions over the next 7 days. Conclusion. Norwegian
scabies is a difficult disease to diagnose. Particular attention should be given to patient's comorbidities and immune status.
Dermatoscopy improves diagnostic accuracy. Topical permethrin therapy can be used as first-line therapy.

Keywords: Norwegian scabies, permethrin, Prader-Willi syndrome, Down syndrome
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PUCK paHHEN CMepTK, B YacTHOCTK OT cencuca [4]. B 2012 .
B Hopseruu 6b110 3apernctpmpoBaHo 4yt MeHee 2000 obpa-
LEHNI Mo NoBody YecoTKM; B 2018 . 37O YMC/0 YBEMYMUNOCH
no 6000 [5]. OCHOBHbIM CpeacTBOM ANSi IEYEHUS] YECOTKMU
ABNAIOTCA HapYXHble CpefcTBa, CoAeprKaliue nepmeTpuH
1 6eH3nMnb6eH30ar [5]. B oTeyecTBEHHbIX U 3apyGeKHbIX Ny6nu-
KaLMsX NPaKTMYECKM He OMMUCaHbl Cllydan HOPBEKCKOM YecoT-
KW Y O€TeN C KOrHUTUBHbLIMU HapyLIEHUSIMW, B CBA3M C YEM
[aHHble HablAeHa NPeACTaBNSIOT MHTEPEC HE TOSIbKO ANs
BpayYen-4epmMaTtosioroB, HO W /11 CMEXHbIX CNeLUancToB.
Hue npeacraBneHo HabnoaeH1e 4BYX NaLUMEHTOB € HOP-
BEXCKOW 4YeCOTKOW, ogHOro — ¢ cuHgpomom [lpagepa —
Bunnu, gpyroro — ¢ cuHgpomom [layHa, HaxoAMBLUMXCS Ha
Nle4eHnn B OTAENEHUN AepMaTtonornn u annepronornn HNUU
netckon gepmaronornn HMWL, 3gopoBbs aeter (MocKBa).

KNIUHUYECKUA NPUMEP N: 1

O nauueHTe

MauneHT N. (M3 MocKoBCKOW o6nacTtu), Bo3pacT 9 fer,
o6paTuics B OTAeNEeHUE C anobaMu Ha BbICbINaHUS U 3ya,
NPEeUMYLLECTBEHHO HOYbIO.

AHamHe3 60s1e3HHM. 3a 2 Mec [0 obpalleHus 3a MeanLIMH-
CKOM MOMOLLbIO MOSIBUINCH PacnpoCTpaHeHHble BbICbINaHWs
no Bcemy Tefy (Ha TOT MOMEHT HaxoAuics B LUKONe-UHTep-
HaTe C KPYrnocyTo4YHbIM npebbliBaHMEM). [ocnuTannavpoBaH
B MHOEKUMOHHOE OTAENEHNE MO MECTY KWUTENbCTBA, YCTaHOB-
NeH anarHos: <MHOEeKUMOHHbIV aepMaTuT. Cencuc HeyToOYHEH-
Hbl». MpoBeaeHbl TabopaTopHbIe UCCNEAOBAHUSA: NOKasaTenu
KIMHUYECKOrO aHann3a KpoBu U MOYU, BUOXMMUYECKOrO aHa-
N3a KPoBM B npeaenax pedepeHcHbIX 3HaveHuin. Cnycts 2 cyT
nepeBedeH B XMPypruyecKkoe oTaeneH1e no MecTty XuTenbcTea
C MHOMLMPOBAHHOW paHoM B 061aCTH Leun, KoTopas nosiBunach
[0 rocnuTanusauumu. NpoBoannacb MecTHas Tepanus aHuu-
HOBbIMW KpacuTensiMu M Kpemom ¢ Gy3naoBOM KUCNOTON 2%
B TedyeHue 3 cyT. Pe6eHOK BbINUCaH C peKoMeHAaLMs MU npo-
[LOMKMTb Tepanuio No MecCTy uTenbcTBa. Hepes 2 Hep nocne
BbIMWUCKM U3 XMPYPrUYECKOro OTAENEHNS OTMEYEHO YXYALLEeHWe
KOMHOr0 MaTo/IorM4yecKoro npolecca, NOBTOPHO rocrnuTanu-

3MpoBaH B MHOEKUMOHHOE OTAENEHNE C AMarHo30Mm: «[HOMHbIN
6aKTepuasnbHbI LIENTIOANUT cpeaHen TsecTu». [poBeaeHa
aHTMGaKTepuanbHaa Tepanusa npenapatamm aMOKCULIMIINH +
KnaBynaHoBas kucnota 250 mr + 62,5 Mr B TedeHue 7 cyT
N ueduKcum cycneHsua ansg npuema BHytpb 100 mr / 5 mn,
53 r 10 Mn nepopanbHO OAHOKPATHO, a TaKXe AeKcameTa-
30H 4 Mr/Mn OJHOKPATHO BHYTPUMBbILLIEYHO M XJI0POMUPAMMH
20 mr/mn N2 5 BHYTPUMbIWEYHO C OTpULATENIbHON AUHAMU-
KOM B Te4eHMe 7 CyT C MOMEHTA BbIMUCKMN U3 MHOEKLMOHHOIO
oTtaenenuns. lNepeBeaeH B neavaTpuyeckoe oTaeneHve, rae
Ha OCHOBAHWW KIMHUYECKOM KapTuHbl 6e3 B3ATUS 6Guoncuu
Cc nocneaylouwmm natoMopdonorMyeckuM uccnegoBaHUem
N UMMYHODNYOPECLIEHTHOIO aHann3a 6bln yCTaHOB/EH NpeaBa-
pUTENbHbIM AMarHos: «lepnetmdopmMHbIn aepmatut JiopuHra?
BynnesHolt lepmMaTo3 HeyToYHEeHHbIM». HavaTta Tepanus npea-
Hn3onoHoM 100 mr Ha 150 mn 0,9% p-pa NaCl B TeyeHue
10 cyT ¢ fanbHenwWwnM nepeBoaoM Ha 45 Mr npeaHu30M0Ha
B CYTKM B Tabnetkax B 3 npuema. OTMeyeHa He3HayuTeNbHas
[IMHaMWKa C 4acCTMYHbIM PErpeccomM BbicbiNnaHWi. Ha ¢oHe
CHUMXEHUSA JO3UPOBKM NPeaHU30/10Ha OTMEYEH PeLmnanB BbiCbl-
naHui. MNpoBegeHa TeneMeanLMHCKas KOHCYNbTalLus co cneLum-
anucTamMu oTaeneHus gepmaronornv u annepronorun HMKL,
3[10POBbS [IeTEW, B KOTOPOE PEGEHOK rocnMUTann3npoBaH cnyc-
T 2 Hea nocne obpalleHns ans o6cnefoBaHns U NeYeHust.
AHamMHe3 XXM3HHM. ManbunK poXKAeH OT nepBon bepe-
MEHHOCTH, NpoTeKaBLlen 6e3 0cO6eHHOCTEN, MEPBLIX POAOB.
O6yvaeTcs B WKONIe-UHTEPHATE C KPYrOCYyTOYHbIM NpebbiBa-
HueM. B KoHue deBpans 2025 . nepeHec BETPSAHYIO OCny.
Hab6niogaetcs y HeBponora ¢ rogoBanoro Bo3pacra rno noso-
[y 3al€PKKN NMCUXOMOTOPHOIO pa3BUTUS. [eHeTUYEeCKH noa-
TBEpXAeH anarHos: «CuHapom Mpaaepa — Bunnwm».

®dusukanbHaa AMarHoCcTUKa

[Mpn ocMOTpe naumeHTa KOXXHbIA NaToNorMyecKui npo-
Lecc MMen pacnpocTpaHeHHbIN xapaKTep C BOBEYEHUEM
KOXW L@ WM BOJSIOCUCTOM 4YacTW TONOBbI, KOXW TynOBM-
lla U KOHEeYHOCTen, naJoHen M NoaowB, NaxoBOW o6aactu
(puc. 1). Habnoganncb MHOXECTBEHHbIE Nnanynbl U YeCoTOY-

Puc. 1. PacnpocTpaHeHHble BbiCbiNaHUs, CKabnodHas nnmdonnasus, o4arn BTOPUHHON MHPEKLMU M 3p03uK Y pebeHKa 9 neT ¢ CUHAPOMOM

Mpagepa — Bunaun

Fig. 1. Generalised rashes, scabious lymphoplasia, foci of secondary infection and erosion in 9-year-old child with Prader—Willi syndrome

MpumeyaHne. A — ANUTeNbHO He3axKBaloLLas 3p03us B BEPXHeN YacTv CMMHbI, PAacnpOCTPaHeHHbIE BbIChbINaHWs B 06/1aCTH BOMIOCUCTOM YaCTU FO/10BbI,
LWIEeK, CMUHbI, BEPXHUX KOHEYHOCTEN; B — reHepannM3oBaHHblE Nany/ibl U 3KCKOPWALMK C NPU3HAKaMKU BTOPUYHOWM MHOEKLIMM Ha KOoxe TynoBULLa
1 KOHeYHocTel; B — nanysibl M 4eCoTO4HbIE XOfbl Ha KOXE Na[JoOHHOM NOBEPXHOCTU KUCTEW, B TOM YKcie B 06/1aCTU MeXNasibLEBbIX MPOMEXKYTKOB.
NcToyHuK: MypawkuH H.H. u ap., 2025.

Note. A — long-term open erosion on the upper back, generalised rashes on the scalp, neck, back, upper limbs; b — generalised papules and
excoriations with signs of secondary infection on the body and limbs; B — papules and scabies on the palmar hands surface and web spaces.
Source: Murashkin N.N. et al., 2025.



Hble X0Abl, CKABMO3Haa NMMPONIA3NUA KOXKM, 3PO3UK, o4aru
BTOPUYHON HMHOEKUMU. 3ya BbIpaXeHHbIn — npenmylle-
CTBEHHO HOYblO, BblpaxeHHoe 6eCNOKONCTBO.

Mpu noctynneHun pocT nauuneHTa coctasnan 120 cwm,
macca Tena — 23 Kr.

MpepBapuUTenbHbIA AUArHoO3
HopBexcKas (KopKoBasi) YeCcoTKa.

[AvHamMuKa 1 ucxopabl

Mpu noctynneHun B cTauuoHap OOGHapy*KEeHO MOBbl-
leHne KoHueHTpauun C-peakTuBHoro 6enka (CPB)
B CbIBOPOTKe KpoBu Ao 10,2 mr/n (pedepeHcHble 3Ha-
yeHua 0-5 wmr/n). MoKasaTtenn KIAMHUYECKOro aHanusa
KPOBW C nenKkouuTapHon GopMyfion, KOHUEHTpaUUsa anb-
6yMHUHa, oblwero 6enKka, o6Lero U npaMoro 6ununpyéu-
Ha, KpeaTMHWHA, MOYEBMUHbI, peBMaToOMAHOro dakTopa
M aHTUCTpenTonu3nHa-O, aKTMBHOCTb ajaHWHaAMWHO-
TpaHcdepasbl, acnaprataMuHoTpaHcdepasbl, WETOYHOM
dochatasbl — B npegenax pePepeHCHbIX 3HaAYEHWUW.
B KNMHMYECKOM aHann3e MOo4YuM OO6Hapy*KEeHO NOoBbleHKe
Konun4yecTtBa nenkountoB — Ao 323,5/MKN (pedepeHCHble
3HavyeHua 0-12,5/mKn), nenkoumntoB 4012 B none 3pe-
HUA (pedepeHcHble 3HavYeHusa 0-2 B n.3.), 6akTepum —
1o 30297 /mMKn (pedepeHcHble 3HavyeHns O—7), ocTanbHble
nokasaTenu (pH, KOHLeHTpaLunn 6enKa, rMioKo3bl, KETOHO-
BbIX TeJl, KOIMYECTBO 3PUTPOLUTOB, LMAUHAPLI, NMIOCKUR
N NEPEXOAHbIA INUTENNIN, CNKU3b, COMU, APOXIKEBLIE TPU-
6bl) — B nNpegenax pebepeHCHbIX 3HaYeHUN.

Mpu aepMaToCKOMWM BbISBAEHbI YECOTOYHbIM Kiell
W ero MOAKOXHble XOAbl, KOTOPble MpPeacTaBfAaloT co60ou
TYHHENU B BEPXHWUX CNOSAX KOXM (puUC. 2). Ha Koxe TaKke
BM3yann3npyeTcs apuTeMa € 3fieMeHTamu nanya v Besu-
Ky, HamOMHEHHbIX CEPO3HbIM CoAepPXUMbIM. B cockobax
YyelwyeK KOXWM M3 ovara noparkeHus obGHapyXeH Kiew,
Sarcoptes scabiei.

Mpu ynbTpa3ByKOBOM WCCNefOBaHUM OpraHoB 6ploLL-
HOM NONOCTU OGHapyXeHbl MPU3HaKU BTOPUYHLIX U3Me-
HEHWUN MO4XKeNnyao4YHON xenesbl. [1pu ynbTpa3ByKOBOM
nccnefoBaHWM MOYEK M MOYEBOrO My3bipsi NATONOTMMKU He
BbISIBNIEHO.

lNpoBefeHa KOHCyNbTaUMa Bpadva-negnatpa. YCTaHOBMEH
KJIMHUYECKUIA anarHo3: «HopBeXcKasa (KopKoBasi) YecoTKa.
MHPeKuns moueBbiBoAsLWMX nyten. CuHapom [lMpagepa —
Bunnu. 3agep:KKa NCMXOMOTOPHOI0 pasBUTUSI .

HasHa4yeHo cnegytouiee nevyeHue:
® Hapy)KHO NOCbOH NepmeTpuH 5% 4-KpaTHas o6paboTka

Ha HOYb CO CMEHOW 6enbs;

e BHYTPb B CBSI3M C Xas06aMu Ha Bblpa*KEeHHbIN 3y4 Kanau
uetnpmarHa 10 mr no 15 kanenb 1 pa3 B CYyTKY;

e 06paboTKa 3pO3uUM Ha Liee pacTBOPOM METUNEHOBOIO
cuHero 1% 1 pa3s B CyTKH;

® HapyXHO Ha BCe BbIChbINaHWUs KpeM (6eTaMeTa3oHa Banepat

0,001% + dysnpoBas kucnota 0,2%) 1 pa3 B CYTKM yTPOM;
® B CBA3U C MHDEKLMEN MOYEBbLIBOAALWMX MYyTEN Ha3Ha-

yeHa aHTMGaKTepmanbHasa Tepanusa aMOKCULMIIMHOM +

KnaBynaHoBas Kucnota 50 Mr/Kr/cyT — cycneH3us

600 mr /5 mnno 5,0 mn 2 pa3sa B cyTku Ha 10 cyT.

Ha MOMEHT BbINMUCKKM cnycTa 7 CyT nocfie MocTynieHus
B CTalUMOHap y nauMeHTa oTMe4YyeHa NOoNoXKuTenbHas AuHa-
MWUKa CO CTOPOHblI KOXHOIO MaToN0rM4yecKoro npotecca
B BuAe perpecca BblCbiNaHWUI, YNIOLWEHUS nanyn, anuTenu-
3aLuMm 3p03Kni 1 OTCYTCTBMSA 3yaa (puc. 3).

KJAMHUYECKUHA NPUMEP N2 2

O naumeHTe

MaumeHT M. (M3 KpacHogapcKoro Kpas), Bo3pacT 5 ner,
NOCTYNWA C }anob6amu Ha BbICbIMAHUS Ha KOXe TyloBuLa
W KOHEYHOCTEN U 3ya.

AHaMHe3 60s1e3HHU. 3a 4 mec [0 obpalleHns 3a Meau-
UMHCKoM nomolblo B HMWLL 300poBbs geter nNosiBUIMCH
pacnpocTpaHeHHble BbICbINaHMsA N0 BCEMY KOXXHOMY MOKpPO-

Puc. 2. HeCOTOYHbIN Kel U ero NoAKOXKHbIE XOAbl NpK
AepMaToCKOMun
Fig. 2. Itch mite and its subcutaneous burrows at dermatoscopy

lMpnumeyvaHme. CTpenKon OTMeYeHbl YECOTOUHbIN KieLl, U YeCOTOYHbIN
Xo4.

McTouHuK: MypawkuH H.H. u gp., 2025.

Note. Arrow marks scabies mite and its burrows.

Source: Murashkin N.N. et al., 2025.

Puc. 3. Perpecc BbicbinaHwi, ynnoweHne nanys, anutenmaaums
3p03uit Ha GOoHe Tepanuu NEPMETPUHOM Y NauueHTa 9O net

C HOPBEXCKOM (KOPKOBOK) YECOTKOM W cuHApOMOM lNpaaepa — Bunau
Fig. 3. Rashes regression, papules flattening, and erosions
epithelization on permethrin therapy in 9-year-old patient with
Norwegian (crusted) scabies and Prader—Willi syndrome

lMpumevaHne. A — aNUTENN3UPYIOLLUECH SKCKOpUaLIMK

1 ynnowatoLmecs nanynibl Ha KOXe rpyau, uBoTa, BEPXHUX
KOHEYHOCTeN; b — anuTennaunpyrowmnecs akcKkoprauum

1 ynnowatoLmecs nanynbl Ha KOXe Leun, CNUHbI, BEPXHUX
KOHEYHOCTEN.

NcTo4HuK: MypawkuH H.H. u gp., 2025.

Note. A — epithelizing excoriation and flattening papules on

the chest, abdomen, upper limbs skin; b — epithelizing excoriation
and flattening papules on the neck, back, upper limbs skin.
Source: Murashkin N.N. et al., 2025.
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Clinical Observation

N

88

KnuHunyeckKoe Ha6noaeHue

BY. KOHCYyNnbTMpOBaH AepMaTosoromMm no MecTy XKUTeNbCTBa,
yCTaHOB/EH AunarHo3: «BynbrapHbeli ncopuas», nposeaeHa
Tepanus TONMUYECKUMU [JIIOKOKOPTUKOMAaMKn 6e3 addeKTa.
focnutannanpoBaH crnycta 4 Mmec nocne NosiBIEeHUs NepBblIX
BbICbIM@HW B OTAENEHWE AepMaTofiorMn M anneprosorum
HUWN petckon pepmatonormn HMWL, 3gopoBba aeten ans
o6cneaoBaHus U neveHus.

AHaMmHe3 u3HM. ManbymK poauncsa oT nepesoun Gepe-
MEHHOCTH, MpoTeKaBLIen 63 0COBEHHOCTEN, NEPBLIX POAOB.
[eHeTMYeCcKn noAaTBepXAeH AuarHos: «CuHgpom [ayHar.
Habniogaetca ¢ Bo3pacTta 1 rofja y Hesposiora no nosoay
3aePKKM MCUXOMOTOPHOIO M PEYEBOr0 Pa3BUTHS.

®dusuKanbHaga gMarHocTUKa

[MpK oCMOTPE KOXHbIM NATONOrMYECKU NPoLLECC UMenN
pacnpoCTpaHeHHbIA XapaKTep C BOBMIEYEHUEM KOMXWM LA
M BOJIOCUCTOM 4acCTW rO/MI0OBbI, KOXW TyNOBULLA U KOHEYHO-
cTel, nNagoHenh u noaollB, naxoBon obnactn. OTmevatoTcs
MHOECTBEHHbIE Nanysfibl U YeCOTOYHbIE XOAbl, CKABMO3Has
nMMbOonnasns KoXu, HacloeHUs KOPOK, o4YarM BTOPUYHOM
MHbeKummn (puc. 4). Anctpodnyeckoe M3mMeHeHne HOrTeBbIX
NNacTuH KUCTen. 3y4 BbIPaXKEHHbIM — MPEUMYLLECTBEHHO
HOYblO, BblpaxeHHOoe 6eCnOKONCTBO.

Mpn nocTtynneHmm pocT nauueHTa coctaBnsn 111 cm,
Macca Tena — 24 Kr.

MpeaBapuTeNbHbIA AUArHO3
HopBexcKas (KopKkoBasi) YecoTKa.

[AMHaMHuKa U ucxopbl

B pesynbrate nabopaTopHbIX MCCNeAoBaHWi CbIBOPOT-
KM KpOBM OOHapyXeHa BblCOKasa KOHUeHTpauus CPb —
16,25 mr/n (pedepeHcHble 3HavyeHuss O—5 mr/n), ocranb-
Hble MnoKa3aTenn (KOHUeHTpauua anbbymnHa, obuiero

Puc. 4. MHO}eCTBeHHble nanysbl, 4eCOTOYHblE XO/bl, CKabMo3Has
nrMdonnasus, HaCNOEHNUs! KOPOK M 04ark BTOPUYHOM UHDEKLMM

y nauueHnTa ¢ cuHapomom [layHa

Fig. 4. Multiple papules, scabies burrows, scabious lymphoplasia,
crusts layering, and foci of secondary infection in the patient with
Down syndrome

lpumedaHne. A — nanynbl U YECOTOUHbIE XOAbl Ha KOXe TyN0BuLLa
W KOHeYyHocTer; b — nanynbl U HacN0eHUs KOPOK Ha Koxe
NlaflOHHOM NOBEPXHOCTU KUCTEN.

MNcToyHuK: MypawkuH H.H. u ap., 2025.

Note. A — papules and scabies burrows on the body and limbs
skin; B — papules and crusts layers on the palmar hands surface.
Source: Murashkin N.N. et al., 2025.

6enka, obWwero U NpssMoro 6unupybuHa, KpeatuHuHa, MoYe-
BWHbI, PeBMaToMaHOro dakropa W aHTUCTpenTonnauHa-o,
aKTUBHOCTb anaHMHaMuWHoTpaHcdepasbl, acnapratamu-
HOoTpaHcdepasbl U LWenoYyHon docdaTtasbl) — B npegenax
pedepeHCHbIX 3HayeHun. O6WMN aHann3 KPOBWU U MOYMU
6€e3 U3MEHEHUN.

Mpu ynbTpa3ByKoBOM MCCNeA0BaHWMM OPraHoB GPIOLLIHON
NnosIoCTU OBGHapYXKEHbl MPU3HAKW NEePUBACKYIAPHON peak-
LMK NEeYeHu.

Mpu AepMaTOCKONUK BbISIBNEHbI YECOTOYHbIN Kell, 1 ero
NOAKOXHbIe XoAbl. Ha Koe TaKke oTmeyaeTcsl apuTema
C 3/leMeHTaMM nanyn 1M BEe3WKyN, HamnoMHEHHbIX CEPO3HbIM
coaepxnmbiM. MNpu B3ATUM cOCKOGa YellyeK KoM U3 ovara
nopaKeHus 6b11 O6HapyXKeH Knew, Sarcoptes scabiel.

YcTaHOBJIEH KIMHUYECKUM anMarHos: «<HopBexcKas (Kop-
KoBasl) yecoTKa. CuHapom [layHa. 3agepKa ncuxoMoTop-
HOrO M PEYEBOro Pa3BUTUS».

[aHbl peKOMeHAaLNn Ans Ne4eHns nNo MecTy XUTenbcTea
noA KOHTPOAEeM Bpayva-gepmaTonora:
® Hapy)XHO N10CbOH NepmeTpuH 5% 4-KpaTHas o6paboTKa

Ha HOYb CO CMEHOW 6enbs;
® BHYTPb B CBSI3M C *anob6aMu Ha BblparKeHHbIN 3ya Kanau

uetnpmaunHa 10 mr no 15 kanenb 1 pa3 B CyTKu;
® HapyXHO Ha BCe BbiCbiNaH1sl KpeM (beTameTa3oHa Banepar

0,001% + dysmaoBas kucnota 0,2%) 1 pa3 B CyTKM YTPOM.

CnycTa 7 cyT nocne Havyana Tepanuu oTMedYeHa NooXu-
TeNbHasa AMHAMUKa CO CTOPOHbl KOXKHOMO MaTonorM4yeckoro
npoLecca B BUAe perpecca BbiCbiNaHWM, YNIoLWeHUs nanyn,
3NUTENN3aLUN 3PO3UN 1 OTCYTCTBUA 3yaa.

MporHos

Y 060u1x NauMeHTOB NPOrHo3 601e3HN 6NaronpUATHbIN,
PEKOMEH/I0BaHbI AMHAMMUYECKOE HabMoAeHME Y BpaYa-aep-
MaToOBEHepOosora U NPoAosIKEeHWe Tepanuu.

BpemeHHasn wKana
XpOHONOrns pasBUTUS U KIoYeBblIe COObITUS 601e3HM
y nauneHToB U. n M. npeactaBneHbl Ha puc. 5 1 6.

OBCYXAEHME

Hamu npeactaBneHbl ABa KIMHUYECKUX ClyHas HOPBEX-
CKOW (KOPKOBOW) YECOTKM Yy MaLMEHTOB, KOTOPbIM MO MeCTy
UTENbCTBa OblN1 YCTAHOB/IEH OLIMOOYHbIM ANArHO3, HECMO-
TP Ha HaNM4YMe Y HUX XapaKTePHOM KIIMHUYECKOW CUMMTO-
MaTUKK: Nanyn v nanbnMpyeMbiX HeCOTOYHbIX XO40B Ha KOXe
NTaIOHHON NOBEPXHOCTU KUCTEWN, BbICbINMaHW Ha BOJIOCUCTOM
4acTu rofloBbl U B MAX0BOW 061aCTH, HECTEPMMMOIO KOXHOMO
3yAa, yeunvBatolerocs B HoYHoe BpemMs. Ha Hannuume yeco-
TOYHbIX KNelen yKasblBaloT HWUTEBMAHbIE nanynbl (Xodbl),
HOYHOW MHTEHCWBHbIN 3y4 W AepPMaTUT, a TaKKe pe3ynbraTtbl
MUKPOCKOMUYECKOr0 WKW AePMaTOCKOMUYECKOro uccnepo-
BaHWA COCKOGa YellyeK KOXM C oyara nopaxeHus. Tem He
MeHee, Bpayu YacTo oWnBOYHO ANarHoCTUPYIOT Apyrue pac-
npocTpaHeHHble AepMaTtonormyeckme 3aboneBaHus, Takune
Kak 6ynnesHble AepMaTo3bl, aTONUYECKUI AEPMATHUT, MCOPU-
a3, TOKCcMKoaepmus, cebopenHbi aepmatuTt [6]. Kak cnea-
CTBME, NaUMEHTaM, B TOM YUCNIE M ONMMCAHHBbIM Hamu, MPOBO-
[MTCA HepaLMoHanbHas Tepanus, BKYaloLlas CUCTEMHbIE
M TOMWYECKUE [IOKOKOPTUKOUAbL. MMMyHOAENpeCCaHThI,
B TOM 4MCNe TOMUYECKUE [IIOKOKOPTUKOUAbLI, CHUMKAIOT
MMMYHHbIA OTBET Ha KJlaCCUYECKOE 3aparKeHWe YeCOTKOW,
YTO MPMBOAMT K PAa3MHOMXKEHMIO YECOTOYHOMO KNewa 1 pas-
BUTUIO HOPBEMKCKOM (KOPKOBOWM) YECOTKM [B].



Puc. 5. XpoHonorua pa3sutus 601e3HKU naumeHTa U. 1 KloYeBble KNMHUYeCKne cobbIThs

Fig. 5. Patient |. disease course and key clinical events

MNepeHec
BETPSIHYI0 OCMy

YXyALeHWe COCTOAHMS, rocnuTann3aumns B MHGEKLMOHHOE oTaeNeHne
C AMarHo3om: «[HOMHbIM GaKTepUanbHbIN LLENMONUT CPEAHEN TAKECTU».
AHTUOMOTUKOTEPANUS C OTPULATENBHON ANHAMUKON

Cnycta 1 mec
nocne 3a 2 mec

[0 o6palleHns

nepeHeceHHon
BETPSIHOM OCIbl

CnycTa 2 gHS
nocne
rocnuTanusaumm
N0 MecCTy XXWTenbCcTBa

CnycTa 7 gHen
nocne BbIMUCKK
13 UHDEKLIMOHHOIO
oTaeneHus

Cnycta 1 mec
nocsne BbIMUCKK
13 NneanaTpU4ecKoro
oTAeneHus

MosiBNeHWe nNepBbIX pacnpoCTpaHeHHbIX
BbICbINAHWI N0 BCEMY TeNy, anobbl Ha 3ya.
YctaHoBneH AnarHo3: <MHOEKUMOHHbIN AepMaTyUT.
Cencuc HeyTOYHEHHbIM».
AHTMOUOTMKOTEPaNns 6e3 addeKTa

MNepeBeaeH B neguaTpuyeckoe
oTeNneHve, HavaTa Tepanus
npeaHM30n0HoM. MpeasapuTenbHbIi
avarHos: «fepnetmdopMHbIv
nepmatut [lopuHra. bynnesHbin
[lepMaTo3 HEYTOYHEHHbIW»

[ocnutanusauma 8 HMUL, 3q0poBbs
neten. MNpoBeaeHe aepMaTocKonuu
1 B35ITUE COCKOGA KOXM,
BbISIBNEH YECOTOYHbIN KNell,.
Tepanus nepMeTpUHOM
C MONIOXKUTENbHON AUHAMWUKON

Puc. 6. XpoHonorua pa3sutusa 601e3HKn naumeHTa M. 1 KnloYeBble KIMHUYECKUe CoObITUSA

Fig. 6. Patient M. disease course and key clinical events

3a 4 mec Ao obpalleHuns

Cnycta 4 Mec nocne nosiBfieHUs NepBbIX BbICbINaHWi

MNosiBNeHve nepBbIX PACNpPOCTPAaHEHHbIX BbIChINaHWM
no BceMmy Teny, *anobbl Ha 3yA. YCTaHOB/EH AWarHo3:
«BynbrapHbivt ncopunas». HapyxHas tepanus 6e3 apdekra

[ocnutannadauma B HMWL, 3gopoBba geten.
lNpoBeneHne 1epMaToCKOMMKU 1 B3ATUE COCKOGa KOXM,
BbISIBIEH YECOTOYHbIN Kiell. BbinnucaH ¢ pekoMergauusmm
no Tepanuu NepmMeTPMHOM MO MECTY XKUTeNbCTBa

B KayecTBe Tepanuu nNepBOW /NMHUM Ha3HayaeTcs
NnepMeTpUH AN MECTHOro npumeHeHus. [lpyrune BapuaH-
Tbl Jle4EHWUS BK/IOYAIOT CUCTEMHbIA MPUEM WBEPMEKTUHA
N MEeCTHOe MPUMEHEHUE KpoTaMUTOHa Min 6eH3nnbeH3oara.
Kom6uHaums TOnNMYecKoro nepmeTpuHa M MBEPMEKTMHA
MCNONb3YETCS /1S IeYEHUS ClyYaeB, PE3UCTEHTHLIX K ieye-
HUIO MEPMETPUHOM B Ka4eCcTBE MOHOTEPANWK, U, KaK NpaBu-
110, MOKa3aHa Npu Ie4YEHUN YECOTKM C OBLIMPHBLIMKU MOopaxKe-
HUSIMKW KOXXHOr0 NoKpoBa [7].

3AKJ/TIOMEHUE

HopBerkckas (KopkoBasi) HeCOTKa — TPyAHOAMArHOCTUPY-
emasi Ho3onorusa. AnddepeHumanbHas auarHoCTUKa LOMXK-
Ha Y4YMTbIBaTb LUMPOKUIM CMEKTP BO3MOMHbIX 3ab0seBaHUN
C aHaNormyHbIMM cUMNTOMaMu. HacToporKeHHOCTb Bpaven
B OTHOLUEHWWN AaHHOro 3aboneBaHns 0COOGEHHO BaXHa B Ciy-
Yyae naumeHToB C MMMYHOAEDULIUTOM MW COMYTCTBYIOLMMMU
3a60/1eBaHNSIMU, CBSI3AHHBIMU C 3aJEePXKOW YMCTBEHHOro
1 GU3NYECKOr0 Pa3BUTUS. [TOHMMaHKE ero KIIMHUKK U CNeLn-
(GUYHOCTM NMOMOXKET B pPaHHEW AMArHOCTUKE, 3POEKTUBHOM
NIe4YEeHUN 1 NPefoTBPaLLEHUM PA3BUTUS OCNOKHEHWUN.

WHOOPMUPOBAHHOE COIIACUE

OT poauTenen nauMeHToB NOMy4eHO NMCbMEHHOE MHPOP-
MUpOBaHHOE A0OPOBONbLHOE cornacue Ha nyénunKaumio onu-
CaHWM KIMHUYECKUX HABNOgeHWI, B TOM 4Yucie n3obpaxe-

HWIA NauMeHTOB, B MEAWLIMHCKOM JKypHane, BKJo4Yas ero
3N1EKTPOHHYIO BEPCUIO (AaTa NoAnMcaHna MHGOPMUPOBAHHO-
ro LO6pPOBONLHOMO COrNlacks PoAUTENEM NEPBOro NauueHTa:
16.05.2025, BToporo nauuneHTa: 02.02.2025).

INFORMED CONSENT

Patients’ parents have signed written informed voluntary
consent on the publication of case descriptions and patients’
photos in medical journal (electronic version included)
(signed on for the first patient — 16.05.2025, for the second
patient — 02.02.2025).
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0O6ocHoBaHue. OfHUM M3 caMblX YaCTbIX OCIOKHEHUI ANCTPOPUYECKOrO BPOXKAEHHOro 6yn1e3Horo anvaepmonnsa (Bb3)
ABNAETCA XenezogepuyntHasa aHeMus. Tepanusi aHeMumn B TaKmx cy4asx 3aTpyaHeHa B CBA3M C MHOXECTBOM aTto/iormyec-
KUX aKTOpOB M COCTOSHMK, yCyrybnsowmx TedeHme 3abosieBaHusl, 3aTpyaHAIOWMX YCBOEHUE Kele3a M Croco6CTBYIOLMX
opMMpPOBaHMIO MOPOYHOrO NaToI0MMYECKOro Kpyra Te4eHns aHemmnu. OnucaHne KIMHM4YecKux cayydaeB. OnvcaHbl ciydan
aHemun y aeten ¢ guctpopudeckum BB3. NoKa3aHbl AMarHOCTUYECKME alrOPUTMbl U KPUTEPUU ONpeaeeHns TepaneBTmye-
CKOM TaKTUKW. [pumeHsnn npenapart xenesa (Ill) ruapokena caxapo3Hbiv KOMIIEKC, MPOBeAEHa reMoTpaHcy3us nenKope-
AyLnpOoBaHHON 3pUTPOLMTapHON B3BecHU. Ha oHe Teparnuu oTMeYeHbl yBeMYeHNe KOHUEHTpaLun reMoriobuHa, ctabuin-
3aUusa reMoaMHaMUKK, 3axkuBieHne paH. [T060YHbIX IQOEKTOB NP NeYEeHNM HE 3aperncTpmupoBaHo. 3akalodeHume. Y jeten
¢ BB3 1 conyTcTBYIOLLEN TAXEN0N aHEMUEN TPEOYETCS] KOMITIEKCHAas Tepanus, BKaYalollas npenapar Keae3a v npoBejeHne
remoTpaHcoy3nn. BmecTe ¢ Tem, Heobxoanma OnTMMU3aLmns rNPOTOKOJI0B BEAEHUS TaKUX NayneHTOB.

KntoyeBble cnoBa: BpOXKAEHHbIN 6YN1E€3HbIN 3MUAEPMOINS, ANCTPODUYECKMI BYNNE3HBIN SNUAEPMOINS, KeNe304ePuUmnT-
Has aHeMmus, JeTn

Ana yntnpoBanms: MypawkuH H.H., Apynnun U.W., Ennwes P.B. Taxxenas xenezogedvuntHas aHeMuUsl y eTen ¢ agucTpodu-

yeckon GopMOM BPOXKAEHHOIr0 6yN1e3HOro anuMaepMonnsa: Tpyu KIMHUYECKUX cilydast. Bornpocskl COBPEMEHHOM NeanaTpmun.
2025;24(4):291-298. doi: https://doi.org/10.15690/vsp.v24i4.2933

OB0CHOBAHME HUKaloLWKX NpY MUHUMaNbHOM GU3UYECKOM B0 XUMUYe-
BporkaeHHbIM 6ynnesHbi anngepmonna (B63) — rpynna CKOM BO3[1€MCTBMU, a MHOTAA U CNOHTaHHO [1, 2]. BB Bxoaut
reHeTUYeCKMXx 3aboneBaHuUi, XapaKTePUIYIOLLNXCS MosiBie- B 4MCN0 opdaHHbIx 3a6oneBaHUn U OTAMYaETCs MONUMOp-
HMEM My3bIPeN Ha KOXKe M/WUAn CAM3UCTbIX 060104Kax, BO3- GU3MOM KIIMHUYECKMUX NPOSBIAEHUR U MYNETUCUCTEMHOCTLIO
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Severe Iron Deficiency Anemia in Children with Dystrophic
Epidermolysis Bullosa: Three Cases

Background. Iron deficiency anemia is one of the most common complications of dystrophic epidermolysis bullosa (DEB). Anemia management
in such cases is complicated due to many pathological factors and conditions aggravating disease course and iron absorption leading to
development of anemia vicious pathological circle. Case description. Cases of anemia in children with DEB have been described. Diagnostic
algorithms and therapeutic criteria have been presented. Iron (lll) hydroxide sucrose was administrated, transfusion of leukoreduced red
blood cell suspension was performed. Increase in hemoglobin concentration, hemodynamics stabilization, and wound healing were noted
on therapy. No side effects were reported during treatment. Conclusion. Children with DEB and comorbid severe anemia require complex
therapy including iron medications and transfusions. Moreover, it is crucial to update management protocols for such patients.
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Nopa)KeHus ¢ BOBIeYEeHWEM B NaTONOrMYECKMUI NpoLece pas-
JIMYHbIX opraHoB U cucteMm [3]. MatoreHe3s BB obycnosneH
nedeKTamu reHoB, KOOMPYKOLWMUX CUHTE3 CTPYKTYPHbIX 6en-
KOB KOXM, OTBEYaloLMX 3a COEANHEHME KNETOK anuMaepmuca
¢ 6a3anbHoM meMbpaHon 1 gepmon [2, 4, 5]. B cBoto ovepeap,
HapyleHUe MENKKIETOYHbIX CBA3EeM MpMBOAUT K 06pa3oBa-
HUIO My3blpEN Ha KOXEe W CAM3UCTbIX 000/04Kax AarKe npwu
He3Ha4yuTeNbHOM BO3AENCTBMU M3BHE. BbIABNEHO M ONMUCAHO
6onee 1000 naTtoreHHbIX BapMaHTOB 3TWX reHoB [4, 5.

B cootBeTcTBMM C NnoKanusauuen AePeKTHOro rexa,
onpegenstowen ryéuHy n TSXecTb NaToNorM4yeckoro npo-
Lecca, BblaenstoT 4 0CHOBHblE KIUMHMYecKne dopmbl BB [1]:
NPOCTOM, NOrPaAHUYHbIN U ANCTPODUYECKUIN BYNNE3HbBIN 3MNK-
nepmonua (AB3), a Takxke cuHapom KuHanep. Taxkectb BB
06ycnoB/ieHa BblpaXeHHOCTbIO MOPAXKEHUIN KOXHOIO NOKPO-
Ba W CAU3UCTbIX 060NI0YEK, @ TaKKe KONMMYeCcTBOM U cTene-
HblO OCNOXHEHWW. [uctpoduyeckas dopma 3aboneBaHus
ABNSEeTCH Hanbosnee TAXKENON No NPUYNHE HEe TObKO Bbipa-
YEHHbIX KOXHbIX MPOSBAEHUIN, COMPOBOXKAAOWMXCA 60MbtO
W 3yOM, HO U BOBI€YEHMS B NATOIOMMYECKNI npoLecc 60/b-
LUMHCTBA OpPraHoOB U CUCTEM OpraHuM3ma.

OOHWM U3 caMblX YacTbIX OCnoxHeHun B3, TpyaHo noa-
JaloWwnMcs KOppeKUun, aBnseTtcs xenesogeduuntHasa aHe-
mua (KOA) [6]. MpuunHa XKOA — peduuunT enesa B opra-
HW3Me, BO3HUKaIOLWNI BCNEeACTBME HapyLWeHUs NOCTYNAeHus,
YCBOEHWS MM NOBLIWEHHbLIX MOTEPL Kenesa, B peaynbrate
4yero HapyllaeTtcss obpasoBaHMe remornobuHa u 3pUTPOLU-
TOB [7]. Pazsutne XA npn BB 06ycnoBneHo HapylweHnem
MPOLLECCOB eBaHus, rMoTaHus 1M BcacbliBaHWs (MO NMpUYnHe
aHOManum CTpoeHns 3y60B, MUKPOCTOMMUU, PyOLIOB Ha Ciu-
3UCTbIX 060/104Kax, CTPUKTYP NULLEBOAA), YTO OrpaHUYMBaeT
nocTynfieHne 6enKoB M xenesa ¢ nuuen. CHavyana otMmeva-
eTca aucdarns npu npueme TBEPAOW MULLKU, 3aTEM MSATKOM
W XUOKOWM — BMNIOTb A0 3aTPYAHEHUS NIOTaHKUS CtoHbI [8].

HepgoctaTtoK aMMHOKKUCNOT M3-3a geduuuTta nocTynie-
HUS C NUlLen 6enKka HeraTMBHO BMSET Ha NPOAYKLMIO
apuTponoaTtnHa [9]. KpoMe Toro, NocTossHHOE NoBpeXKaeHWe
KOXW U CNU3UCTbIX 000N0YEK BEAET K eCTeCTBEHHOW noTe-
pe enesa, 6enka U GOpMEHHbIX anemMeHToB Kposu [10].
XpoHMYyecKkoe BocnaneHne U nepcucTupyowas MHbEKLUs
BEeAYT K HapyleHWo TpaHcnopTa M yTUAn3auun Kucnopoaa
B TKaHfX, 4TO, B CBOW o4yepenb, HapylaeT HOpMasbHbIN
MeTabonmaMm enesa [11]. XpoHMYecKoe BOcnaseHne npu-
BOAMT TaKXXe M K NOCTOSAHHOMY NMOBbILLEHNIO MPOAYKLMHK ren-
CUAMHA, KOTOPbIA MHITMBUPYET abCOoPOLMIO Kenesa B KULLEeY-
HWKEe, a KpoMe TOro, BbICBOGOXKAEHME PELMPKYIUPYIOWENO
wenesa [12]. CoyeTaHWe yKa3aHHbIX HapyLLEHWN C XPOHMU-
YeCcKoM KpoBoMnoTepen, xapaktepHon ana BB, npusoaut
K BblpareHHOMY AedUUMTY Kene3a U pasBUTUIO TAXKENon
HKOA [13]. PasBuBaeTca Taxenasa rMNoOKCUS TKaHeW, He
TO/IbKO NPOSIBASIOLLANACS KNaCCUYECKUMMU CUMNTOMaMM aHe-
MUK, HO ¥ MPUBOAALLAS K 3aMeASIEHHOW 3NUTENN3aLIMK paH,
NPOrpeccupyloemMy MCTOLEHUIO, 3adeprKKe GUINYECKOro
M KOTHUTUBHOTO pa3Butusa y aeten [14].

B HacTosiwee Bpems B Tepanun KOA npumeHsoT nep-
opanbHble npenapaTbl ABYXBANIEHTHOrO WM TPEXBAJEHTHOro
enesa, a TakKe napeHTepanbHble NpenapaTtbl TPEXBANEHT-
HOrO }Kenesa Npwv e4eHnn NaLmneHTOB C IErKOW U CpeaHeTs -
wenon popmamu aHemuu [7]. Mpwn Taxkenon dopme aHemMumn
(CHUYKEHMM KOHLEeHTpauumn remornobuHa meHee 70 r/n) noka-
3aHa remoTtpaHcdy3us apuTpouuTapHon B3Becu [15-17].
Mocne remoTpaHchy3nmn naumeHtam c Tsenon XAA, npo-
Jo/mKallencs KpoBonoTepen, paccTponcTtBamMu Bcachl-
BaHWS M BOCMaNUTENIbHbIMKM 3a60/IEBaHUSIMMU KULLIEYHMKA
noKasaHbl NapeHTepanbHble npenapaTtbl enesa [18, 19].
OnucaH NONOXMUTENbHbIR ONbIT MPUMEHEHUS 3PUTPOMOITUHA
y Aeten ¢ BB3 ¢ uenbto ctumynaumm aputponoasa [20].

Huxe npeactaBneHo onucaHwe pas3BUTUS M TeyeHus
HKOA y Tpex naumeHToB ¢ BB3, B TOM yncne Ha poHe KoppeK-
LMK aHEMUKM NyTeM BBELEHWS NMpenapaTtoB )efnesa U reMo-
TpaHchy3uu.

KIMHUYECKHUE NPUMEPDI

KnuHuyeckuint npumep N2 1

O naymeHTe

MaumeHTka A., Bo3dpact 11 net 10 mec. locnuTtanu-
3MpoBaHa B OTAENIEHWE AepMaTONorMKM W annepronoruu
HMMWL, 3gopoBbs ageten (MocKBa) ¢ AuarHo3om: «BpoxKaeH-
Hbl Gynne3Hbi anuaepmonua, auctpodunyeckas dopma,
PELLECCUBHbLIM TUMN HacnegoBaHMs (MaTONOMMYECKUM HYK-
NeoTnaHbIn BapuaHT chr3:48604152C>T B roMO3UIOTHOM
COCTOSIHUKM B reHe COL7AL)».

M3 aHamHe3a M3BECTHO, YTO PeBEHOK POaMUICS B THXKe-
JIOM COCTOSIHUW, OTMEYEHbl NYy3blpU Ha BEPXHUX M HUMKHUX
KOHe4YHocTsX. [ocne poxaeHus pebeHoK Haxoauncs B otae-
NIeHUN peaHMMaunu, 3aTem B OTAENIEHMM NaToNorMmM HOBO-
POXAEHHbIX. BOo Bpems rocnutanmsaumm yCTaHOBAEH KIWHK-
YECKMM AMarHos: «BpoxaeHHbIN 6ynne3Hbi aNMaepMOonn3».

CeMenHbIM aHaMHe3 OTAroleH: 6pak POACTBEHHbIN
(6abyLLKK cynpyroB TPOKOPOAHbIE CECTPLI), y 6paTbeB MaTepu
npo6aHga 661 aetu ¢ Bb3, y oTua npobaHga 6b11n AeTy OT
apyroro 6paKka ¢ gMarHoctMpoBaHHbIM BBE3, KoTOpble ymep-
SIM Nocne poAoB.

Pe6eHoK BnepBble MNOCTYNWN B OTAENIEHMEe AepMaTONornu
n annepronornn HMWL, 3gopoBbs aeten B Bo3pacte 5 ner
2 MeC B THKENOM COCTOSIHUM C 3PO3UBHO-A3BEHHBLIMU Mopa-
EHUSAMU KOXU U CIMBUCTbIX 060I0HEK U TAXKENON aHeMUeN
(remorno6buH — 45 r/n). MpoBeaeHa remoTpaHchy3ns nen-
KopeayLnpoBaHHOW 3pUTPOLIMTApPHOM B3BECH COrMNacHO Kiu-
HUYeCcKUM peromeHaauunsam no XIA ot 2024 r. [7] n MNpuKaszy
MwuH3gpaBa Poccum o1 25.11.2002 N2 363 [21]. MNocne npoBe-
[LEHUs reMoTpaHCcdy3nMn KOHLEHTpaLKMs remoriobuHa ysenu-
yunacb go 82 r/n. OgHaKo B AanbHenWweM Ha GOoHe 06LIMPHOro
nopa*KEHUS KOXHOMO MOKpPOBa MO AaHHbIM GUMOXMMHUYECKOTO
aHann3a KpoBWM OTMEYanu CHUMKEHWE KOHLIEHTPaLMKU Kenesa
1 6enKoB. B cBS13K ¢ 4eM JONONHWUTENbHO Ha3Ha4YeH Kypc npe-
naparta »enesa (lll) ruapokena caxapo3Hbl KOMMNEKC BHYTPU-
BEHHO COMMacHO KIIMHUYECKNM pekoMeHaaumsa no XOA [7].

Ons HYTPUTUBHOM MOAAEPXKKM MNaLMEHTKM MpoBedeHa
cepuss GanNoOHHbIX AuMnaTauui cTeHo3a nuuwesoda B 6, 9
n 10 net. CTOMT OTMETUTL, YTO B NocneaHee Bpems 6anioHHas
aunataums 3ameHwna MHBa3WBHbIE METOAbl le4YeHUs BBY-
[y TaKMX MPeuMmyLLecTB, KakK ManoMHBa3MBHOCTb, MpPOCTOTa
MCMONHEHUs, 6e30NacHOCTb, 3QPEKTUBHOCTb U HU3KUIN PUCK
BO3HWKHOBEHUSA OCNOXHEHMM [22]. OaHaKO B CBA3M C pacnpo-
CTPaHEHHOCTbIO 3PO3MBHbIX MOPAXKEHUI U YaCTbIMU MOBTOPS-
OLWMMUCSA CTPUKTYPaMK MULLEBOAA W, Kak CneacTBue, Heao-
CTaTOYHOCTbIO MOCTYM/IEHUS NUTATENbHbIX BELLECTB U Xenesa
B Bo3pacTe 11 neT 6bi/1a ycTaHOBMIEHA racTpocToMa.

®dusnKanbHas JMarHoCTMKa

lMpn nocnegHen rocnuTanuM3aumn cocTosiHuMe pebeH-
Ka TSXXeNnoe 3a CYeT MOparKeHUs KOXK. KOXHblK nato-
NIOTMYECKMN MNpoLLecC MMeN pacnpoCTPaHEHHbIK Xapak-
Tep M 6bl1 NpeacTaBieH MHOXECTBOM 3PO3MBHbIX 04aros
C AAPKO-KpacHbIM AHOM, €4AWHWYHbIMU NY3bIPSIMU C BSAION
NMOKPbILWKOW, 60MbLWMM CKOMIEHUEM MWIMYMOB, O4Yaramu
py6L0oBOM anoneumn Ha BOIOCUCTOM YacTU rofloBbl, aTpo-
dren n TaKUMKU OCNOKHEHUAMM, KaK OTCYTCTBUE HOMTEBbIX
NNacTUH, NCEBAOCUHAAKTUANSA U KOHTPAKTYpbl 1y4e3anscr-
HbIX CyCcTaBOB. KOXHble NPOSABAEHUS COMPOBOXKAANMCH
3yA0M M 60NE3HEHHOCTbIO. ANNeTUT NoHmxKeH. Ctyn 1 pas
B 2—3 cyT Ha pOoHe NOCTOAHHOIro NpnuemMa OCMOTUYECKOTro
cnabuTenbHOro BellecTBa.



AuHamuKa n ncxogbl
KNWHUKO-AMarHoCTUYeCKne [aHHble Npu nocnegHen
rocnuranusauuu:

e Macca Tena — 19 Kr, poct — 127 cm, HAZ (height-for-
age z-score — z-score pocTa Ans Bo3pacTta): —3,48, BAZ
(body mass index-for-age z-score — z-score uHAeKca
Macchbl Tefa ana Bospacta): —4,08;

® CHWXeHWe KonuuyecTBa aputpoumtoB — 3,98 X 1012/n
(Hopma 4,0-5,2 X 1012/n), KOHUEHTpaAUMKM Keneza —
2,71 MKMOnb/n (Hopma 9,3-23,6 MKMOSb/1T), FeMornoou-
Ha (Hb) — 61 r/n (Hopma 120-145 r/n), remaTokputa —
23,9% (Hopma 35-45%), MCV — 60,2 dn (Hopma 77-94 ¢n),
MCH — 15,4 nr (Hopma 25-33 nr), MCHC — 256 r/n
(320-353 r/n), anbbymunHa — 23,3 r/n (Hopma 38-54 r/n),
ButamuHa D — 11,1 Hr/mn (Hopma 30—-100 Hr/mn);

* yBe/lW4YeHue KonmyecTBa TpomGouuToB — 530 X 109/
(Hopma 150-450 X 10°9/n), RDW-CV — 20% (Hopma
12-15%), CO9 — 70 mMM/4 (Hopma 2—20 MM/4), KOH-
LeHTpauun C-peaktusHoro 6enka (CPb) — 120,5 mr/n
(Hopma < 5 mr/n), obuwero 6enka — 105 r/n (Hopma
60-80r/n), IgG — 42,85 r/n (Hopma 6,98-15,6 r/n);

® B KJIMHWMYECKOM aHanude MOo4u: reMatypus, NemKoLUT-
ypus, 6aKTepuypus (CBA3aHHbIE C MOpPaXeHUeM Hapy*K-
HbIX MNOIOBbIX OPraHoOB);

® MUKPOOBMONOrMyecKoe uccnegoBaHue (MoceB Ha ¢o-
py) — Koxa: Staphylococcus aureus — CnoOLWHON POCT,
Moraxella (Branhamella) catarrhalis — 06WNbHbIA POCT;
Hoc: S. aureus — OOWJIbHBIM POCT; KPOBb: NaToreHHas
dnopa He HanaeHa;

® PEHTTEHOCKOMMUSA MULLEBOAA C KOHTPACTUPOBAHUEM: COCTOS-
Hue nocre onepaTMBHOIO BMeLlaTe/bCTBa, HebOSbLLOE yBe-
NNYeHWe JMaMeTpa NPEeCTEHOTUYECKOro PacLUMPEHNS, PEeHT-
reHONorMyecKas KapTuHa [iByX 30H CyXEHUS NULLEBOa;

® [IEHCUTOMETPUSA MOACHUYHOIO OTAeNa NO3BOHOYHUKA:
MWHepanbHas MNOTHOCTb KOCTHOW TKaHu (MIKT) Huxe
BO3pacTHbIX 3HayeHun (BMD (bone mineral density) =
0,543 r/cm2, z-score: —3,1 (Hopma oT —2 A0 2)).
MpoBeneHa KoHCynbTaUMs AMeTosiora, yCTaHOB/EeH auar-

HO3: «benlKoBo-aHepreTMyecKas HefoCTaTO4YHOCTb THAXKESON

cTeneHun». 1o M3HEeHHbIM NOKa3aHWaM Ha3HavyeHa crelua-

NIM3NPOBaHHas AMeTa C COAEPXAHWEM TUMNEePKaNIOPURHBLIX

NPOAYKTOB Ha OCHOBE LEeNbHOro 6enKka AN 3HTepasbHOro

nuTaHus B o6beme 300-400 mn/cyT.

KnnHnyeckni gnarHo3s

OcHOBHOM AnarHo3: «BpoxKaeHHbIM 6ynne3Hbli annaepmo-
nn3, guctpoduyeckasn dbopma, peLeccmMBHbIN TN HacnenoBa-
HUS (BbIAB/IEH HYKNEOTUAHbLIN BapuaHT chr3:48604152C>T
B FOMO3UIOTHOM COCTOSIHUKU B reHe COL7A1)».

OcnoxHeHus: enesoaedbmuUNTHAA aHEMUSA TAKENOM CcTe-
neHn. benkoBo-3HepreTnyeckas HeaOCTaTOYHOCTb TAXKENON

cteneHu. CTpuKTypa nuuieBoga. BTopuyHbii ocTeonopo3
co cHmeHnem MIKT B nosiCHUYHOM oTAene No3BOHOYHMKA
no z-kputeputo. Hocutenb ractpoctombl ¢ 2022 1.

MeaumumHCKne BMeLlaTeNbCTBa

B cBs3u ¢ Taxenon aHemunen (Hb — 61 r/n) npoBeaeHa
remoTpaHcoy3us nemkopeayumpoBaHHOW 3PUTPOLIUTAPHOM
B3BecK o6bemoM 150 Mn aBaxabl Yepes AeHb. B pesynbrate
Tepanuu oTMeYeHa NoNoXuTeNbHas AMHAMUKa NoKa3aTenen
KNMHWMYECKOro aHannsa Kposwu (Taban. 1).

B cBs13K ¢ HegocTaTo4HbIM 3QdEKTOM OT reMoTpaHchy3nn
(Hb — 82 r/n) 6bI10 NPUHATO PELUEHWE Ha3HauYuTb npenapat
wenesa (lll) rmapoKkena caxapodHbii Komnsieke 20 mr/ma no
CXeMe COrnacHoO MHCTPYKLMKU. PacyeT o3kl npenapata npoBeaeH
no o6uiemy aeduumnTy Kenesa, onpeaeneHHomMy no popmyne:

O6Wwnn geduumT ¥enesa (Mr) =
Macca Tena (Kr) X (Hb B Hopme — Hb 6onbHoro (r/n)) X 0,24 +
OEeNoHMpPOBaHHOE XKeneso (Mr),

rae OenoHMpoBaHHOE Kene3o cooTBeTcTBoBano 504 Mmr.

B cBSI31 CO CHUKEHHBIM YPOBHEM anbOyMUHa (CHUXKEHME 40
23,33 r/n) B 3amMecTUTENbHbIX Liensx 6bl1 Ha3HavyeH npenapat
anbbymunHa Yyenosedeckoro 20% — 100 mn BHyTpMBEHHO N 1.

Ona nevyeHns MHGEKUMOHHOro npouecca n npodpunak-
TUKU NPUCOEOANHEHUS BTOPUYHOM MHOIEKLMKM NpoBeaeHa
aHTnbakTepuanbHasa (LePpTPMaKCOH BHYTPUBEHHO B CBS-
31U C YYBCTBUTENbHOCTbIO S. aureus K uedanocrnopuHam
|-V noKoneHus) n npotuBorpubkoBas Tepanusa (GpayKoHa-
301 BHYTPb).

CumnTomaTmMyeckas Tepanus: aHTUrMcTaMMHHbIE Npena-
paTbl BTOPOro MOKONEHUS BHYTPb.

Onsa npegoTBpalWeHMs MNOBTOPHOW TpaBMaTuM3aluu
KOXW U CTUMYIMPOBAHMS 3aNUTENU3aLnmn 3pO03UBHO-A3BEH-
HbiX AedEKTOB KOXW NpuM nNepeBsidKkax MCNonb3oBanu
aTpaBMaTU4YeCKME MaTepuanbl U HapyXHble CpeacTBa,
LOMNONHUTENbHO — MONSPM30OBAHHbLIA CBET Ha MOpakeH-
Hbl€ Y4aCTKMN KOXMW.

B pesynbrate NpPOBEAEHHOrO JIEYEHUS U HYTPUTUBHOM
NOAAEPHKKM Ha MOMEHT BbIMUCKM NaLMEHTKM KOHLEHTPaLMA
remornobuHa coctasuna 108 r/n.

BpemeHHas wkKana
XpoHonorunsa rocnutanusaumn naumeHta N2 1 n npose-
[JEHHbIX MaHUNYNAUWK NpeacTaBieHa Ha puc. 1.

KnuHuyeckuit npumep N2 2

O naumneHTe

MauneHtka A., Bo3dpacT 15 net. ExerogHo Habnopaet-
cs B OTAeNeHuu pepmartonorun w annepronornn HMWL,
3p0poBba aeten (Mockea) ¢ 10 net 10 mMec ¢ AMArHO30M:

Ta6nuua 1. [luHaMrKa noKkasaTenen KIMHUYECKOro aHann3a KpoBu y pebeHKa ¢ auctpodunyeckon GopMor BpOXAEHHOro 6ynie3Horo
annaepmonu3aa u xenesogeduUUTHON aHemuen (KnHudeckoe HabnoaeHre N2 1)

Table 1. Dynamics of complete blood count parameters in a child with DEB and iron deficiency anemia (case study No. 1)

Mepuop Aputpountbl, 1012/n | femorno6mH, r/n | TemaTokpuT, % MCH, nr MCHC, r/n MCV, ¢n
Mpwu noctynnexunm 3,98 61 23,9 15,4 256 60,2
flocne 1-ro BMBarA 4,48 76 28,3 17,1 270 63,3
(Ha cnepyloWmi AeHb)
flocne 2-ro B/MBaHKA 451 82 29,7 182 276 65,8
(Ha cnepyloWM AeHb)
lMpumevaHme. MCH (Mean Corpuscular Hemoglobin) — cpeaHee cogepxaHue remornobuHa B aputpounte; MCHC (Mean Corpuscular

Hemoglobin Concentration) — cpefHAa KOHUeHTpauua remornobuHa B aputpouunte; MCV (Mean Corpuscular Volume) — cpeaHuit o6bem

apuTpoLMTa.

Note. MCH — mean corpuscular hemoglobin; MCHC — mean corpuscular hemoglobin concentration; MCV — mean corpuscular volume.
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 1. MaumeHT N2 1: XpoHONOrus rocnutannsaunin 1 NPoBeAEHHbIX MaHUNYNALMI

Fig. 1. Patient No. 1: hospitalizations and manipulations chronology

BnepBble noctynuna B oTAeNeHne fepmaTtonorum

" BannoHHas

I
.

n annepronorun ®ray «<HMULL 3gopoBbs aetemn»

B TSXXENOM COCTOAHMU. [TpoBeaeHa reMoTpaHcdhy3ns
nenKopeayLMpoBaHHON 3pUTPOLIUTAPHON B3BECH.
[ononHnTeNbHO Ha3HadveHbl Kype npenapata xenesa (1)
TMAPOKCUA Caxapo3Hbl KOMMNIEKC BHYTPUBEHHO, KypC
npenapata xeneaa (lll) ruapokena nonumansTo3aT BHYTPb.
Hb npuv noctynnexun — 45 r/n — npv Boinucke — 82 r/n

Kypc npenapata »enesa (ll1)
rMAPOKCKUA NONUManbTO3aT BHYTPb.

‘. Aunataums .

[emoTpaHcohy3us
nenKopeayuMpoBaHHOM
3PUTPOLMTAPHON B3BECH.

[emoTpaHcoy3usa
nenKopeayuMpoBaHHOM
3PUTPOLIMTAPHOM B3BECK ABaXAbl.
Kypc npenapata xene3sa (lll)
rMAPOKCKA NONMMansTO3aT BHYTPb.

Hb 59 — 88r/n Hb 67 r/n — 118r/n

Kypc npenapata seneaa (lll) ruapoxena .’/ BannoHHast \‘.
caxapo3Hblii KOMMNAEKC BHYTPUBEHHO. | . aunataums ./
Kypc npenapata *enesa (lll) ruapokeuna T -7

nosiMManbTo3aT BHYTPb. P

Hb 70r/n—91r/n /" Bannonan
\_Aunatauua .’

3PUTPOLMTAPHON B3BECKU ABAXAbI.
Kypc npenapara »enesa (ll1)
rMAPOKCUA NOAUMaNbLTO3aT BHYTPb.

femoTpaHcdy3uns
nenKkopeayLnpoBaHHON
3PUTPOLIMTAPHOW B3BECK ABaX/bl.
Kypc npenapata xene3sa (lll)
rMAPOKCU caxapo3Hbli
KOMMEKC BHYTPUBEHHO.
Kypc npenapata xene3sa (lll)

femoTpaHcdy3uns
nenKopeayLunpoBaHHoOn

Hb 61r/n— 107r/n

«BpoxaeHHbIn BynnesHblv anuaepmMonus, auctpobuyeckas dop-
Ma, pPeLleCCUBHbIM TUN HacnefoBaHWs (MaToreHHbIM BapuaHT
chr3:48623653del B roMO3UroTHOM COCTOSAHWUMU B reHe COL7A1)».

N3 aHaMHe3a M3BECTHO, 4TO pebGEHOK POAMICS B TXe-
JIOM COCTOSIHUM C MHOMXECTBEHHbIMU AedeKTamMu KOXKK Mo
Bcemy Teny. Poabl yeTBepTble. [locne poxaeHusa npebbiBana
B KyBe3e, BO BPeMs rocrnurtannsdalun yCTaHOBNEH K/IWHU-
YECKUM AnarHo3: «BpoxkaeHHbIn 6ynne3Hbi anMaepMonnsa».

CeMelHbIN aHaMHe3 OTArOWEeH: MaTb M OTeL, TPOKPOAHbLIE
cecTpa 1 6part, y poautenen npobaxa poxaanuce eti ¢ BB3: BTo-
pov pebeHOK (Npoxumn 11 cyT) U TpeTu pebeHoK (Npoxun 13 neT),
y npababyliuek npobaHaa ¢ 06emx CTOpPoH 6binv aetm ¢ BB3.

PerynapHo nony4yana amb6ynaTtopHOe fe4eHue no MecTy
XutenbctBa — 6e3 addekra. KnvHuveckas KapTuHa 6bina
npeactaBneHa 3pPO3UBHO-A3BEHHLIMU MOPAXKEHUAMU KOXM
M CAUBUCTbIX 060M0YEK, Ny3bIPAMU, MUAMYMaMu, pybuamu
U TaKUMWU OCNOXKHEHUSAMMU, KaK OTCYTCTBMUE HOITEBbLIX NAACTUH
Ha BEPXHMX M HUMKHUX KOHEYHOCTSX, KOHTPaKTypbl Nyyesa-
MACTHbLIX CYCTaBOB M YaCTUYHas NCEBAOCUHAAKTUNNSA. KOXKHble
NPOSBAEHUS CONPOBOXKAANNUCH 3yA0OM U 60NIE3HEHHOCTbIO.

B Bo3pacTte 13 neT B OTAENEHUU HEOTIOXKHON U NaaHo-
Bow xupyprun HMULL 3g0poBba aeTent npoBefeHa 6anioH-
Has gunatauus CTeHOo3a MuULLEBOAa B CBSA3WM C HeJOCTaTou-
HbIM MOCTYN/IEHNEM MUTATENbHbIX BELLECTB.

®du3nKanbHasi AMarHocTMKa

Mpu nocnegHen rocnuTann3dauun COCTOSHWE pebeHKa
TSXENOE 3a CHET NOPaXKEHUSA KOXU. KOXHbIN NaTonorniyeckun
npoLlecc UMeN pacnpoCTpaHeHHbIM xapaKTep W 6bln npea-
CTaBNeH MHOXECTBOM 3PO3UBHbIX 04aroB C SPKO-KpacHbIM
[LHOM, €AMHUYHBIMU MENKUMMU My3bIPAMU Ha crubaTenbHbIX
NMOBEPXHOCTAX HUXKHUX KOHEYHOCTEW, GONbLIMM CKOMIEHUEM
MUJIMYMOB, MATKUMU PYGLIOBBIMU M3MEHEHUAMKU Ha MecTax
3PO3MUBHBIX NOpPaXeHun, adtamn Ha CIU3UCTLIX 0600YKax
U TaKMMKU OCNIOXKHEHUAMM, KaK OTCYTCTBME HOITEBLIX Nniac-
TUH, NCEeBAOCUHAAKTUANUA U KOHTPAKTYpbl Ny4e3ansiCTHbIX
cycTaBoB. KOXHble NPOsiBAEHUS CONPOBOXAANUCHL 60NE3HEH-
HOCTbIO U MHTEHCUBHbLIM 3yAOM. OTMeYeHbl HapyLleHne rno-
TaHWs, HEBO3MOXHOCTb Npuema TBePAOW MULLK, Nepuoanye-
CKMe cpbirMBaHug u peota. CTyn CO CKIIOHHOCTbIO K 3anopam.

/" YctaHoBneHa "
‘s ractpoctoma -’

TMAPOKCUA NOMMManNbTO3aT BHYTPb.
Hb 61r/n— 108r/n

AunHamuKa n ncxoabl

KAMHWKO-AMarHoCTUYECKME [AaHHble Mpu nocnegHen
rocnutanusaunu:
e Macca Tena — 23 Kr, poct — 145,5 cm, HAZ: -2,37,

BAZ: -5,32;

® CHMWXXEHMEe KOHLEHTpauuu xenesda Ao 1,87 MKMONb/N
(Hopma 9,0-30,4), remornobuHa — 79 r/n
(Hopma 120-155 r/n), remaTtokputa — 27,8%

(Hopma 36-46%), MCV — 61,8 ¢n (Hopma 78-96 ¢n),
MCH — 17,6 nr (Hopma 25-35 nr), MCHC — 284 r/n
(Hopma 320-353 r/n), anbbymumHa — 30,8 r/n
(Hopma 32-45 r/n), ButamuHa D — 22,2 Hr/mn
(Hopma 30-100 Hr/mn);

e yBennyeHne RDW-CV pgo 18,6% (Hopma 12-15),
CO3 — 78 MM/4 (HopMa 2—-20 MM/4), KOHLEHTpaLumm
CPb — 22,3 mr/n (Hopma < 5), IgA — 4,01 r/n (Hopma
0,47-2,49r1/n), IgE — 442 En/mn (Hopma < 200 Eg/mn),
IgG — 22,13 r/n (Hopma 7,16-17,11 r/n), 1gM —
2,55 r/n (Hopma 0,15-1,88 r/n);

® MUKpoGHUONOrM4ecKoe wuccneaoBaHue (noceB Ha &no-
py) — KoOa: S. aureus — cnMBHOW pocT; 3eB: Candida
albicans — ymMepeHHbIN POCT; KPOBb: NatoreHHas daopa
He HanaeHa;

e ynbTpa3dBykoBoe uccnegoBaHune (Y3W) opraHoB 6ptoLl-
HOW NONIOCTW: NMPU3HAKKU BTOPUYHBIX MBMEHEHMI NOAXKeE-
NYLOYHON Kenesbl, renatocnieHomeranuun, AuddysHbix
NapeHXMMaTo3HbIX UIBMEHEHWUI NEYEHH;

e peHTreHorpadusa KUCTen (OLeHKa KOCTHOro Bo3pacTta):
KOCTHbIM BO3PacCT OTCTaeT OT KafieHAapHOro Ha 4—6 mec;

® PEHTrEeHOCKOMNWS MULLEBOAA C KOHTPACTUPOBAHMEM: PEHT-
reHonornyeckas KaptuHa ABYX 30H CyXeHUS NULLEBOAA;

® [EHCUTOMETPUS MOSICHUYHOrO OTAena NO3BOHOYHMKA:
MMKT HuKe Bo3pacTHbIX 3Ha4YeHuin (BMD = 0,606 r/cm?,
z-score: —4,5 (Hopma oT —2,0 go 2,0)).
lMpoBeaeHa KOHCynbTaLMA AMEeToNora, yCTaHOBMEH anar-

HO3: «beNKoBO-3HepreTMyecKass HeAoCTaTOYHOCTb TAXKENOM

cTeneHu». Mo KM3HEHHbIM MOKa3aHUSM Ha3HayeHa cneuuma-

NIM3MPOBaHHaa AMEeTa C COAEPKaHWEM TrUNepKanopUMHbIX

NPOAYKTOB Ha OCHOBE LieNibHOro 6efKka Ansg aHTepanbHOro

nuTaHusa B o6beme 300-400 mn/cyT.



KnuHnyeckui guarHos

OcHoBHOM AnarHo3: «BpoxKaeHHbIV 6ynnesHbl anuaep-
MONn3, AMcTpodunyecKkas popma, peLecCcMBHbIN TUM Hacneno-
BaHWsa (BblIBNEH NaToreHHbln BapuaHT chr3:48623653del
B FOMO3UIOTHOM COCTOSIHUKU B reHe COL7A1)».

OcnoxHeHus: HenesogedbuunTHaas aHemus cpepHewn
cTeneHn TsecTu. benkoBo-aHepreTMyeckas HepocTaToy-
HOCTb TsXKenow cteneHun. CTpuKTypa nuwesoda. BropuyHas
3ajepxKa pocta M nybeprtata. BTopuyHbIM ocTeonopos
€O CHMeHnem MIKT B NOSCHMYHOM OTAeNe NO3BOHOYHMKA
no Z-KpuUTepuio.

MeamumnHCKMe BMeLlaTe/IbCTBa

Mo peweHunio Bpa4ebHOW KOMUCCUM B CBSA3WU C Hanu-
4ynem OOWMPHbIX 3PO3UBHO-A3BEHHbLIX MOPAXKEHWUN KOXM
WU CAU3NUCTbIX 060M0YEK, BbICOKMM PUCKOM noTepu 6en-
Ka W 3MEeKTPO/INTOB, CHUXEHHbIM MOCTYNJeHWeM Kenesa
W HU3KOW KOHLIEHTpaumen remornobuHa (79 r/n) 6110 npu-
HATO peleHne O NMpPoBefAeHMM reMoTpaHCchy3un nenkope-
AyLUMPOBaHHOMN apuUTpoLMTapHON B3BeCcKM 06bemoM 290 mn
OAHOKpaTHO cornacHo [pukady MwuH3gpaBa Poccum ot
25.11.2002 N¢ 363 [21]. B pesynbrate Tepanuu oTmeve-
Ha NONOXWUTeNbHaa AMHAMMKa NoKalaTenen KIMHUYECKOro
aHanu3a KpoBMu (Tabn. 2).

MNocne remoTpaHCchy3nMM Ha3HayeH Kypc npenaparta
weneasa (Ill) ruagpokena caxapo3Hbli KOMMIEKC BHYTPUBEH-
Ho. PacyeT [o03bl BbINOMHEH C y4eTom obuero gepuumra
eneaa, onpeaeneHHoro no popmyne:

O6Wwnn gednumT ¥enesa (Mr) =
mMacca Tena (Kr) X (Hb B Hopme — Hb 6onbHoro (r/n)) X 0,24 +
OEeNoHMpPOBaHHOE XKeneso (Mr),

rae OenoHMpPoOBaHHOE Kene3o COOTBETCTBOBANO 478 Mr.

[ns nevyeHns MHPEKUMOHHOro npoLecca U NpoduNaKkTUKu
NPUCOEAMHEHUA BTOPUYHOM MHPEKUMKN NpoBeaeHa aHTubaK-
TepuanbHas (LedTPMaKCOH BHYTPMBEHHO B CBSI3W C YyBCTBU-
TenbHOCTbIO S. aureus K uedanocnopuHam I—IV nokoneHus)
W NpOTUBOrpuBKOBas Tepanus (GayKoHa30/ BHYTPb).

M0 }XM3HEHHbIM NOKa3aHWAM Ha3Ha4YeHa cneumMannanpo-
BaHHaa AMETa C COAep)KaHWeM M30KanopWUMHbLIX MPOAYKTOB
Ha OCHOBe LeNbHOro 6enka Ans 3HTepanbHOro nNuTaHus
B 06beMe go 600 mn/cyT.

CumnTomaTMyeckas Tepanus: aHTUrMcTaMMHHbIE Npena-
paTbl BTOPOro MOKONEHUS BHYTPb.

[ns npegoTBpalleHns NOBTOPHOM TpaBMaTU3aLMn KOXHK
M CTUMYNMPOBAHWUS 3NUTENN3aLMUN IPO3UBHO-A3BEHHbIX
AedEeKTOB KOXM NpU nepeBs3Kax UCMonb3oBanu aTpaBMa-
TUYECKNE mMaTepuasbl U HapyKHble CpeacTBa, AOMONHUTENb-
HO — MONSIPU30BaHHbLIN CBET Ha MOPaXEHHbIE YYaCTKU KOXKMU.

B pesynbrate NpPOBEAEHHOrO JIEYEHUS U HYTPUTUBHOWM
NOAAEPKKM Ha MOMEHT BbIMUCKM NaLMEHTKM KOHLEHTPaLMA
remornobuHa coctasuna 106 r/n.

BpemeHHas wKana
XpoHonornsa rocnutanusaumn naumeHta N2 2 n npose-
[JEHHbIX MaHUNYNALUWK NpeacTaBieHa Ha puc. 2.

Ta6nuua 2. [luHaMrKa noKkasaTenen KIMHUYECKOro aHann3a KpoBu y pebeHKa ¢ auctpoduyeckon G¢opMor BpoXAEHHOro 6ynne3Horo
annaepmMonun3aa u xenesogeduuUnUTHON aHemuen (KnnHudeckoe HabnoaeHme N2 2)

Table 2. Dynamics of complete blood count parameters in a child with DEB and iron deficiency anemia (case study No. 2)

Bpems Aputpountsbl, 1012/n | femorno6uH, r/n | FemaTtoKpur, % MCH, nr MCHC, r/n MCV, én
Mpu noctynnexHunu 4,5 79 27,8 17,6 284 61,8
flocne B/mBarins 5,42 106 37,1 19,6 286 68,5
(Ha cnepyloWmi AeHb)
MpumevaHne. MCH (Mean Corpuscular Hemoglobin) — cpeaHee copepxaHue remornobuHa B aputpoumnte; MCHC (Mean Corpuscular

Hemoglobin Concentration) — cpefHAa KOHUeEHTpauua remornobuHa B aputpouunte; MCV (Mean Corpuscular Volume) — cpegHui o6bem

apuTpoLMTa.

Note. MCH — mean corpuscular hemoglobin; MCHC — mean corpuscular hemoglobin concentration; MCV — mean corpuscular volume.

Puc. 2. MauneHT N2 2: XpOHON0rns rocnutannu3aLnim 1 NnpoBeaeHHbIX MaHUNYNALUI

Fig. 2. Patient No. 2: hospitalizations and manipulations chronology

MNepBas rocnuTann3aumsa B OTAENEeHUe AepmaTonorum

n annepronorun ®ray «<HMULL 3gopoBbs getemn»
B TSXKE/IOM COCTOsIHMK. Ha3HaueH Kypc npenapata
wenesa (Ill) rmagpoKkcma nonMmansTo3aT BHYTPb.
Hb npuv noctynneHnn — 83 r/n — npu Bbinucke — 97 r/n
Ha doHe perpecca 13BEHHbIX BbICbINaHWI

Hb 102 r/n npu nocTynneHuu.
Kypc npenapata »enesa (ll1)
TMAPOKCUA Nonumanstosar  _.b----- -~
BHYTPb ./ bannoHHas

Hb 105 r/n npu nocTynneHuu.
Kypc npenapata »enesa (ll1)
rMAPOKCUA NONMMANbLTO3aT BHYTPb

«_Aunatauus .’

[emMoTpaHCcdy3us nenkopeayLuMpoBaHHOM
3PUTPOLMTAPHON B3BECH.

Kypc npenapata »enesa (lll) rugpokeng
Caxapo3Hbl KOMMIEKC BHYTPUBEHHO.
Kypc npenapata xenesa (lll) rugpokeng
NoMManbTo3aT BHYTPb.

Hb 79r/n — 106 r/n
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

KnuHuyeckuit npumep N2 3

O nayuneHTe

MauneHTka A., Bo3pacTt 9 netr 3 mec. CocTosiHMe npwu
NMOCTYMJIEHUN TSKEN0E 3a CYET KOXKHOMo NaTosorMyecKoro
npouecca. flocnutanua3npoBaHa ¢ AMarHo3oMm: «BpoXKaeHHbIn
OynnesHbln anuaepmMonuns, guctpodpuyeckas popma, peuec-
CUBHbIV TWUM HacnefoBaHus (Oeneunsa g.48623653del
B FOMO3UIOTHOM COCTOSIHUK B reHe COL7A1)».

Habniogaetcsa B OTAENEHWUM 4epMaTo/iorMmn U anneprono-
rum HMULL 3gopoBbs aeten ¢ 1 roga 9 mec. U3 aHamHesa
M3BECTHO, 4YTO PEOEHOK POAMNCHA B TSXKENOM COCTOSIHWUM,
nepBble BbICbINAHWUA Ha Tene BO3HUKAW MpPU POXAEHWW.
MNocne poxaeHusa npebbiBana B KyBese. BoinucaHa ¢ gnarHo-
30M: «BpoxaeHHbIn 6ynne3Hbi annaepmonma». CeMenHbIn
aHaMHe3 He oTdaroueH. Habnoganacb gepMartosiorom amoy-
NTaTOPHO MO MECTY KUTenbCcTBa. KnnHnyeckas KaptuHa 6biia
npeactaB/eHa 3P03UBHO-I3BEHHBIMM MOPAXKEHUAMMU KOXKM
M CIN3UCTbIX 0O0M0YEK, OTCYTCTBMEM HOITEM Ha BEPXHMX
N HUIKHUX KOHEYHOCTSAX, MMKPOCTOMUEN.

dusnKanbHas gUarHoCTHKa

Mpn nocTynaeHnn coctosiHue pebeHKa Tawenoe 3a cyeT
nopaKeHUs Koxu. KoXHbIA NaTonorMiyecknii NpoLiecc Hocu
pacnpoCTpaHeHHbI xapakTep. Ha Koe TyloBuiLa U KOHeuY-
HOCTEl OTMEeYannCb Pas/IMYHOro pasmepa ny3blipy Ha apuTe-
MaTo3HOM (DOHE C CepO3HO-reMOopPParMieckum CoaepPKUMbIM,
3pP03UN C APKO-KPACHbIM AHOM, MSITKMe PyGLIOBble U3MEHe-
HWS Ha MecTax ObIBLIMX 3PO3UI, MUSIMYMbl. MHOXECTBEHHbIE
3p03UK B MOSIOCTH pTa, MMKPOCTOMUSA. OTCyTCTBME HOMTEN Ha
BEPXHUX U HUKHMUX KOHEYHOCTAX. KOXHblEe NPOABIEHWUs COonpo-
BOXJa/MNCb 3yA0M U GONE3HEHHOCTbIO.

AnHammnKa n ncxoabl
KNMHWKO-AMarHoCcTMYEeCKNe fAaHHble Npu MnocnegHen
rocnutanuaaumu:

e Macca Tena — 18,4 kr, poct — 118 cm, WAZ (weight-for-
age z-score — z-score Maccbl Tena ang so3pacta): —3,11,
HAZ: -2,61, BAZ: -2,01;

® CHWXEHWe KonuuecTBa aputpouuToB a0 3,31 X 1012/n
(Hopma 4,0-5,2 X 1012/n), KOHLEHTpaLWK xenesa — [0
1,8 MKMOonb/n (Hopma 9—21,5 MKMOnb /), reMornobuHa —
66 r/n (Hopma 120-145 r/n), rematokputa — 23,9% (Hop-
ma 35-45%), MCV — 72,4 ¢n (Hopma 77-94 ¢dn), MCH —
20,1 nr (Hopma 25-33 nr), MCHC — 277 r/n (Hopma
320-353 r/n), anbbymuHa — 33 r/n (Hopma 38-54 r/n);

* MOBbIlEHKE KONMYecTBa TPOMGOLIMTOB A0 936 X 109/n
(Hopma 150-450 X 109/n), RDW-CV — 17,2% (Hopma
12-15%), KoHueHTpauum CPBb — 146 mr/n (Hopma
<5 wmr/n), CO3 — 54 Mm/4 (Hopma 2—20 MM/4), 06LLero
6enka — 82,9 r/n (Hopma 60-80 r/n), KonuyecTsa Nnen-
KoumToB — 18,8 X 109/n (Hopma 4,5-11,5 X 109/n),
namMmoountos — 12,1 X 10°/n(Hopma 1,5-6,5 X 10%/n) /
64,4% (Hopma 31-53%);

°*  MUKpOBUONOrMyecKoe uccnegoBaHue (Moces Ha dopy) —
KoxKa: S. aureus — CMJIOWHOW POCT; Hoc: Streptococcus
pneumoniae — cnuMBHOW pocT, Moraxella (Branhamella)
catarrhalis — cnMBHOWM POCT; KPOBb: NaTtoreHHas dnaopa
He HanaeHa;

e Y3WM opraHoB GpIOLIHOW NOMOCTU: NMPU3HAKKU BTOPUYHbBIX
W3MEHEHWUI MOAXKENYA0HHOM }Kenesbl, KONocTas;

® peHTreHorpadusa KWUCTeN (OLEHKa KOCTHOro Bo3pacTa):
KOCTHbIM BO3pacT OTCTaeT OT KajeHAapHOro npuMepHO
Ha b ner;

e pneHcutomeTpus: MIKT HuKe BO3paCTHbIX 3HAYEHWUH
(BMD = 0,450 r/cm2; z-score: —2,7 (Hopma ot —2,0 o 2,0));

® PEHTreHOCKOMNWS NMULEBOAA C KOHTPACTUPOBaHUEM: Kap-
TUHA MPOTSAKEHHOM 30Hbl CYXXEHUS B BEPXHEW TPETH
W CpefHen TpeTu nuuiesoaa.
lpoBeaeHa KOHCynbTaLMs AMeToNora, yCTaHOBMEH anar-

HO3: «benKkoBo-aHepreTnyecKas HegoCTaTOYHOCTb CpeaHEN

cTeneHn TsaxecTu». CornacHO 3aK/lloveHWto cTomartosora:

Kapuec AeHTWHa, NposiBAeHMs Gynne3Horo anuaepmonusa

B nonoctn prta. KoHcynbtauus odtanbmonora: ¢doHoBasd

peTMHONaTUS U PETUHANbHbIE COCYANUCTbIE USMEHEHUS.

KnunHnyeckni guarHos

OcHoBHOM AnarHo3: «BpoxaeHHbIW BynnesHbl anuaep-
MONKU3, AucTpoduryeckas Gopma, pPeLLecCUBHbIN TUM Hachne-
[oBaHus (BbiiBNieHa aeneuuns 8.48623653del B roMo3u1roT-
HOM cOCTOsiHWMM B reHe COL7AL).

OcnoxHeHns: XenesogeduuntHas aHeEMUS TAKenon
cteneHn. YmepeHHasa 6eNKOoBO-aHepretTuyeckass Hepocta-
TOYHOCTb. CTpUKTYypa nuuieBoga. ANCKNMHE3NS TONCTON KML-
Kn. Kapuec aeHTuHa. PoHoBas peTMHonatus M peTuHasb-
Hble COCYAUCTble M3MEHEHUS. BTOPUYHLIM OCTEONOPO3 CO
cHueHnem MIIKT B MOSICHUYHOM OTAENle MO3BOHOYHMKA
no z-KpuTeputo.

MeanuyunHcKue BMellaTe/IbCTBa

B cBA3K ¢ Taenon aHemunen (Hb 66 r/n) cornacHo Kiu-
HUYeCKMM pekoMeHgaumsam no XAOA ot 2024 r. [7] v MNpukasy
MwuHn3sgpaBa Poccuun ot 25.11.2002 N2 363 [21] 6blna npo-
BeJieHa remoTpaHcdy3us NenKopeLyLunMpoBaHHON 3pUTPOLLU-
TapHou B3Becn o6bemoM 160 M oaHOKpaTHO. B pesynbraTe
Tepanuu oTMeYaeTcs MosIoXKUTeNIbHaa AMHaMUKa Nnoxkasarte-
JIEN KIIMHMYECKOro aHanmM3a KpoBw (Tabn. 3).

B cBA3M ¢ HepgocTaTo4YHbIM 3PDEKTOM OT remoTpaHchy-
3un (Hb — 82 r/n) 6bI10 NPUHATO PeLIEHNEe Ha3HaYUTb Kype
npenaparta *enesa (lll) rmgpokena caxapo3Hblii KOMMNEKC.
PacyeT 03bl BbINOJIHEH C y4eTOM 06LLEro AedUuumTa )enesa,
onpeaeneHHoro no popmyrne:

O6wuin neduumnT enesa (Mr) =
macca Tena (kr) X (Hb B Hopme — Hb 6onbHoro (r/n)) X 0,24 +
[IEeNOHMPOBAHHOE }eneso (Mr),

rae AeNOHWPOBaHHOE Xene3o COOTBETCTBOBANO 488 Mr.

Ta6nuua 3. JuHamurKa noKkasatenemn KIMHMYEeCKOro aHannaa KpoBu y pe6eHKa ¢ ANCTpodryeckon GopMor BPOXKAEHHOro 6yn1e3Horo
anuaepmMonnaa u xenesogeduunTHOM aHemumen (KnHndeckoe HabntoaeHne N2 3)

Table 3. Dynamics of complete blood count parameters in a child with DEB and iron deficiency anemia (case study No. 3)

Bpems Aputpountbl, 1012/n | femorno6uH, r/n | Fematokpur, % MCH, nr MCHC, r/n MCV, don
Mpv noctynnexunm 3,31 66 23,9 20,1 277 72,4
focne B/MBakHs 3,73 82 28,4 21,7 287 76,2
(Ha cnepyloLW Mt AeHb)

lNpumevanmne. MCH (Mean Corpuscular Hemoglobin) — cpegHee coaepxaHue remornobuHa B apwutpouute; MCHC (Mean Corpuscular
Hemoglobin Concentration) — cpefHAa KOHUeHTpauus remornobuHa B aputpouute; MCV (Mean Corpuscular Volume) — cpeaHuit 06bem

apuTpouuTa.

Note. MCH — mean corpuscular hemoglobin; MCHC — mean corpuscular hemoglobin concentration; MCV — mean corpuscular volume.




[na nevyeHns MHOEKUMOHHOIO npoLecca U NPodUIaKTUKK
NPUCOEAMHEHUA BTOPUYHON MHPEKUMKN NpoBeaeHa aHTUbaK-
TepuanbHas (LedTPMaKCOH BHYTPMBEHHO B CBSI3W C YyBCTBU-
TeNbHOCTbO S. aureus K uedanocnopuHam I—IV nokoneHus)
1 NPOTUBOrpUBKOBas Tepanus (GayKoHa30/ BHYTPb).

M0 XM3HEHHbIM MOKa3aHWAM Ha3HavyeHa crnewLuanmuanpo-
BaHHaa AMETa C COAep)KaHWeM M30KanopWMHbLIX MPOAYKTOB
Ha OCHOBe ULeNbHOro 6enka ANs 3HTepanbHOro nNuTaHus
B 06beMe go 400 mn/cyT.

CumnTomaTmMyeckas Tepanus: aHTUrMcTaMMHHbIE Npena-
paTbl BTOPOro MOKONEHUS BHYTPb.

[ns npegoTBpalleHns NOBTOPHOM TpaBMaTU3aL MU KOXHK
M CTUMYNMPOBAHWUS 3NUTENN3aLMUN IPO3UBHO-I3BEHHbIX
AedEeKTOB KOXM NpU nepeBs3Kax UCMonb3oBann aTpaBMa-
TUYECKNE mMaTepuasbl U HapyXHble CpeacTBa, AOMONHUTENb-
HO — NOASIPU30BAHHbIM CBET HA MOPAXKEHHbIE YYACTKMU KOXKM.

B pe3synbraTte NpPOBEAEHHOrO JIEYEHUS U HYTPUTUBHOM
NOAAEPKKM Ha MOMEHT BbIMUCKM NaLMEHTKM KOHLEHTPaLMA
remorno6buHa coctasuna 101 r/n.

BpemeHHas wKana
XpoHonornsa rocnutanusaumn naumeHta N2 3 n npose-
[JEHHbIX MaHUNYNALUMK NpeacTaBiaeHa Ha puc. 3.

MporHos

Mpu cobnaeHnn pekoMeHaaLUnin no HyTPUTUBHOW Mnoa-
OEPKKEe U CBOEBPEMEHHOM NEYEHUW aHEMWM MPOrHO3 Mo
KayecCTBY }M3HW y BCEX NALIMEHTOB 61aronpuUsATHbIN.

OBCYXAEHUE

lMpoBeAeHHbIN aHann3 AEMOHCTPUPYET MOJSIHOE COOoT-
BETCTBME KIMHWYECKMX CllyYaeB OBLLENPUHATEIM NpeacTaB-
neHusim o natoreHese XA npu BB3J, BKIOYaa KloYeBblE
MeXaHW3Mbl Pa3BUTUS aHEMUU (XPOHUYECKME KPOBOMOTEPH,
HapyweHue abcopbuuu Kenesa, rencuanH-onocpenoBaH-
HOe BOcnaneHne n geduunT apuTponoatuHa). NpumeHsemas
TepaneBTMYECKas TaKTWKa (BHYTPUMBEHHOE BBeAeHWe npe-
napara xenesa v remotpaHchy3um Mpu TAXKENTON aHEMUN)
TaKKe COOTBETCTBYET COBPEMEHHbLIM PEKOMEeHAaLusaM no
nedenuto [7, 21]. Bmecte ¢ Tem, OTCyTCTBME MOBGOYHbIX
3ddEKTOB TaKoW Tepanuu TpebyeT AanbHENLEro U3y4yeHus,
TaK KaK NpoTMBOPEYUT AaHHbIM O YacTon runodocdharemMmu
npU MCNoNb30BaHMK NpenapaToB TPEXBAJEHTHOrO Kefe-
3a [23]. BaxHbiM npeacTtaBnseTcsd HabMOAEHUE 3aKuB-
NIEHUs1 paH nocre KOppPeKLMU aHeEMUMU, YTO TaKkKe TpebyeT
n3ydyeHus. Kpome Toro, 3amMeTuMm, YTO y OMUCAHHbIX HaMM
NauneHTOB HE NPUMEHSIU 3PUTPOMNOITUH, HYTO OrpaHuyMBaeT
BO3MOXHOCTb OLIEHKN 9OPEKTUBHOCTU TAKOM TaKTUKK Tepa-
nun XIA y naymeHTtoB ¢ BB3. Tem He meHee, NOJyYEHHbIE

HaMK JaHHble CBMAETENbCTBYIOT O HEO6X0AMMOCTH CBOEBPE-
MEHHbIX (C paHHero Bo3pacTta) AMarHoCTuKK u nedenmnsa XIA
y aeten ¢ Bb3 ang npepotBpalleHns pasBUTUSA TOPNUOHbBIX
dopm aHemuun. logyepKHEM TaKKe, YTO MHOrodaKTOPHOCTb
n Taxectb MOA npu BBE3 y peten, peakoctb aepmarosa
M Mafoe KOIMYECTBO HayyHblX paboT Mo TeMe yKa3blBaloT
Ha Heo6X0ANMOCTb NOBbLILWEHUS 0OCBEAOM/IEHHOCTHU cneuua-
JINCTOB M pa3paboTKK NpoToKosoB nedeHna MIA npu Bb3,
a TaKXXe MeXAWCUMMNIMHAPHOro NOAX0Aa K BEAEHUIO TaKmx
nauneHToB.

3AK/TIOMEHUE

MpeactaBneHbl HabnoaeHMa naunveHtoB ¢ BBE3 n XA,
a TaKkXe onucaHbl MOAXOAbl K AMArHOCTMKE WM KOppPeKLuu
aHemun. Bo Bcex MpoaHanuM3MpoBaHHbIX clyvyasx Tepa-
NeBTUYECKME MEPONpUATUS B YCNOBUSX CTalMOHapa Gbinu
HanpaB/eHbl Ha yCTpaHeHMe aHEMUYECKOr0 CUHAPOMaA, CTH-
MYNAUMIO 3NUTENU3aLUN 3PO3UBHO-A3BEHHBIX MOPaXKEHUN
KOXM, npepoTBpalieHre GOpMUPOBaAHUSA HOBbIX BbICbiNa-
HUW, a TaKXe Ha npeaynpexaeHme UHPEKLMOHHbIX OCNOXK-
HEHWW. YCTAHOBJIEHO, YTO NMPU CBOEBPEMEHHOM AMArHOCTUKE
A, ageKBaTHOM HYTPUTUBHOW MOAAEPKKE U KOppeKuuu
aeduumTa Kenesa NPorHo3 y Takumx MauMeHTOB OcTaeTcs
6naronpuaTtHbIM. MNpeactaBneHHble HAabNIOAEHWS NOATBEPK-
[aloT HEO6X0AMMOCTb BKITIOYEHUS OLEHKM U KOPPEKLIMK aHe-
MWUYECKOr0 CMHAPOMA B CTaHAApPTHbIM anropuTM BeAeHus
naumeHToB ¢ BB3.

WH®OPMUPOBAHHOE COI'JIACUE

OT 3aKOHHbIX MpeacTaBuTenen (MaTepen) Bcex nauu-
€HTOB MOJly4EHO MUCbMEHHOE WMHDOPMMPOBAHHOE A06pPO-
BOJIbHOE cOrnacue Ha UCNob30BaHNe MEeANLIMHCKMX JaHHbIX
geten npu ny6avKauMuM MX ONMUCaAHUS B HaAy4YHOM XKypHa-
ne, BKKOYaa ero 3/eKTPOHHYI0 BEpCUIo (4aTa noanucaHus
cornacua anga naumeHta N2 1 — 06.02.2023, N2 2 —
02.12.2022, N® 3 — 16.05.2024).

INFORMED CONSENT

Patients’ legal representatives (mothers) have signed
written informed voluntary consent on using the children’s
medical data when publishing case descriptions in the scientific
journal (electronic version included) (signed on for No. 1 —
06.02.2023, No. 2 — 02.12.2022, No. 3 — 16.05.2024).

UCTOYHUK PUHAHCUPOBAHUSA
OTcytcTBYET.

FINANCING SOURCE
Not specified.

Puc. 3. MauneHT N2 3: XpoHON0rns rocnuTanusaLni 1 NpoBeaeHHbIX MaHUNYNALMUA

Fig. 3. Patient No. 3: hospitalizations and manipulations chronology

1 rog 9 mec 9 net 3 mec
Tepanus HanpaBfieHa Ha perpecc
P P . Perp femoTpaHchy3uns
MepBas rocnutannsauus BbICbINAHWI. . .
nenKopeayLMpoBaHHOM

B OTAENEHWe AepMaTonoruu
n annepronorun ®ray
«HMWL, 3gopoBbs aeten»
B TSXKENOM COCTOSHUMU.

HasHauveH Kypc npenaparta »kenesa (ll1)
rMAPOKCUA NOIMMANLTO3aT BHYTPb.

Hb npv noctynnennn — 103 r/n

Hb npu noctynnexHuu:

e 2ropa 10 Mmec —97r/n
e 3roga 8 mec — 100r/n
e 4ropa3mec—95r/n
e 6netrlmec—90r/n

Kypc npenaparta xenesa (lll)
rMAPOKCUA NONMMaNbLTO3aT BHYTPb

3PUTPOLUTAPHOM B3BECMU.
Kypc npenaparta xenesa (Ill)
rMAPOKCHA cCaxapo3Hbli
KOMIMNEKC BHYTPUBEHHO.
Kypc npenaparta xenesa (Ill)

TMAPOKCKUA NONMManbTO3aT BHYTPb.

Hb 66 r/n— 101r/n
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PACKPbITUE UHTEPECOB
ABTOpLI CTaTbM MOATBEPAWSIM OTCYTCTBUE KOHGDIMKTA
MHTEPECOB, O KOTOPOM HEOOXOAMMO COOOLUTb.

DISCLOSURE OF INTEREST
Not declared.

BKJ1IA4 ABTOPOB

H.H. MypawKkuH — onpegeneHne KoHuenuuu, paspaboT-
Ka MeTodo/ornn, pyKoBOACTBO MUccneaoBaHueM, obecnevye-
HWe uccnegoBaHms, NepecmMoTp U PeAaKTUPOBaHUE PYKOMUCH.

U.U. ApynnuH — npoBeaeHne uccnenoBaHus, paboTa
C [JaHHbIMW, @aHaNU3 AaHHbIX, aAMUHUCTPUPOBAHWE MPOEKTA,
HanucaHue YepHOBMKa PYKOMWUCKU, NEPECMOTP U PedaKTUpO-
BaHMWe PYKOMMUCH.

P.B. EnMwieB — npoBeaeHne wuccreaoBaHus, paborta
C JaHHbIMW, @aHaNU3 JaHHbIX, aAMUHUCTPUPOBAHWE MPOEKTA,
HanucaHue YepHOBMKa PYKOMWUCKU, NEPEeCMOTP U PedaKTUpo-
BaHMe PYKOMMUCH.
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NMpumeHeHUue aynunymaba y naLMeHTa
C TAXeNbiM 303UHODUNIbHBIM 330paruTom,
co4YyeTaHHbIM ¢ T2-accoLUUpPOBaHHbLIMU
3a601eBaHUAMMU: KJIMHUYECKUHU Clly4yaH

KoHTaKTHas nHdpopmauus:

BssaHKkuHa CBeTnaHa CBSiToc/1aBOBHa, MNa LN Hay4YHbIA COTPYAHUK NabopaTopun KINMHUYECKON MMMYHOMIOMMK U HYTPULLIMONOTUK, BPay aniepronor-
MMMYHOIOT OTAENEHUS AepmaTonoriun u annepronorun HUW petckoin aepmatonorun HaumMoHanbHOro MEAULMHCKOrO UCCNEL0BATENLCKOrO LIEHTPA
300pPOBbS AeTen

Appec: 119991, MockBa, JToMOHOCOBCKMI Np-T, 4. 2/62, ¢Tp. 1, e-mail: svsvpav@mail.ru

Cratbsi noctynuna: 18.06.2025, npuHaTta K neyatu: 16.08.2025

O6ocHOoBaHue. T2-accolnMmpoBaHHble 3ab07eBaHUs, BKIOYas 303MHOPUIIbHbIN 330¢arnT (303), atonnyeckun agepma-
TUT U BPOHXMAJIbHYIO acTMy, 06beAMHEHbI OBLYMM MaTOreHETUYECKNM MEeXaHM3MOM — runeprnpoayKLUMen MHTepIeMKMHOB
(IL) 4, 5 n 13. CraHgapTHas Tepanusi Npu TsKebix popmax 303, a TakKe npu KOMOPOUAHbIX T2-NaTonormsax MoxeT 6biTh
HeappekTnBHOM. [ynnaymab, MOHOK/IOHa bHOE aHTUTeN0 K peuentopy IL-4Rwa, ceneKTMBHO 6/1I0KNPYET CUrHasbHbIE MyTH
IL-4/IL-13. B aTou cBsi3u npenapat MOXET 6biTb PACCMOTPEH B Ka4YeCTBE NePCrneKTMBHOIro BapuaHTa tepanun 303 ¢ peg-
PAKTEPHbLIM TEYEHMEM U MHOXKECTBEHHbIMU aTOMUYECKUMU COCTOSIHUAMW. OnMcaHUe KIMHUYEeCKOro ciy4asi. PebeHKy
¢ 503, 0C/10)KHEHHbIM CTEHO30M MULLEBOAa Ha GOHE HEI(PEKTUBHOM CTaHAAPTHOM Tepanuu (MHrMbUToOPbl MPOTOHHOM MOM-
Mbl B COYETAHMM C TOMMYECKUMU KOPTUKOCTEPOUAAMU U ITMMUHALMOHHOM AMETOM), KOMOPOUAHBLIM C aTOMMYECKUM Aepma-
TUTOM M a/l7IEPTMYECKUM PUHNUTOM, Ha3HavyeH gynuaymab no cxeme 300 Mr Kaxkgble 2 Hef (npy macce Tena pebeHka 34 Kr
cymmapHas 4o3mpoBKa coctaBuna 800 r). HYepes 3 mec rnocsie nHnymnalmm 6Mo10ru4ecKon Tepanmm 0TMEeYEeHO KyrnmpoBaH1e
CUMMTOMOB Ancgarmum n 601ei B MBoTe. [layneHT Hadal eCTb TBEPAYIO NULLY, YaydLmnacs annetut. OTMeYyeHa Hopmanausauyms
rnokasaresnen puamnyeckoro pa3sutns (HAZ, BAZ). Ha ¢poHe npoBoagnmor Tepanuu yaaaoch JOCTUYb PEMUCCHUN aTOMUYECKOro
Aepmatuta um nsbexatb MHBa3MBHOM 3HAOCKOMMYECKOM Annataymn nuuieBoga. [10604HbIe 3PGEKTbl Npv NPUMEHEHNM AYNn-
nymaba He 3aperucTprpoBaHsbl. 3aKa4eHue. ynmaymad 3Ha4uMo yMeHbLIAeT 903MHOPUIbHYIO MHPUALTPALUMIO CIIM3UCTON
0060/104KM NULLEBOAA U BbIPAXKEHHOCTb CUMITOMOB Yy NnauneHTa ¢ TsKebiM 303, KoMopbuaHbiM ¢ T2-accoLmmpoBaHHbIMM
3ab6osneBaHnamn. OKkasbiBasi MoAyaupytoljee encTBne Ha reHeT4ecku obycioBaeHHoe T2-BocnaneHune, rnpenapar OTKPbI-
BaeT HOBblE€ BO3MOXHOCTH MepCOHaIM3UPOBaHHON Tepannn naymneHTos ¢ 309.

KnroueBbie cnoBa: 3031MHOQUIIbHbIN 330¢arnT, 4eTH, CTEHO3 nuLieBoja, Aynuiaymab, T2-BocrnaieHne

Ana yntupoBaums: BasaHkuHa C.C., MypawkunH H.H., Makaposa C.I., JloxmatoB M.M., byakvHa T.H., JleoHoBa M.A.,
MaTtepukun A.N., Epewwiko O.A., Kynukos K.A. MpumeHeHne aynunymata y nauueHTa ¢ TaxKeNbiM 303MHOPUIbHbIM 330daru-
TOM, COYeTaHHbIM ¢ T2-acCcoLUMMPOBaHHbIMU 3a60N1EBaHUAMU: KIMHUYECKUIA Cnydai. Bonpockl cOBPEMEHHON neanaTpum.
2025;24(4):299-304. doi: https://doi.org/10.15690/vsp.v24i4.2931

OBOCHOBAHME

J03MHOPUNbHBIN 330darnt (303) — XpoHMYeckoe
MMMYHOOMOCPEJOBAHHOE BOCMannTeNbHOe 3aboneBaHue
nuWeBoaa, Bbi3BaHHOE 303MHODWUIbHOW WMHOWUIBTPaLMEN
CNN3NCTON 060104KHM (= 15 303MHODUNIOB B MOJSIE 3PEHUS
MMKPOCKONMa Kak MMHUMYM B 0gHOM 6uonTate) [1, 2]. B nato-
reHese 303 KIOYEBYIO pOb uUrpatoT T2-onocpeaoBaHHbIe
UMMYHHbIE peaKkuun ¢ rMneprnpoayKunen MHTEPIENKMHOB
(IL) 4, 5 n 13 [3]. MNocnegHne aKTUBUPYIOT anNUTeNnanbHble
KNEeTKN NUWeBofa, MHAYLMPYS MNPOAYKLUMIO 30TaKCuHa-3
(CCL26) n gpyrux xemoaTtTpaKkTtaHToB. Kpome Toro, IL-13
nofaBnseT NPOAYKUMIO AecMorfienHa-1 u dunarrpuHa, 4to
BbI3blBaeT AUMCOYHKLMIO 3NUTENNANbHbIX KNETOK MULLEBO-
a U B uTore HapyweHue GapbepHor GYHKUMKM anuTe-
s [4]. IL-4 v -13 cTumMynupytoT akTuBaumio pubépobnactoB
M NPOAYKUMIO KofnareHa, cnoco6etBys GpuOpo3npoBaHmio

CTEHKM NULEBOAA W NOCneayloLlemMy pasBUTUIO CTPUKTYP
M CTeHo3a [5, 6].

KnuHnyeckass kapTvHa 303 BapbupyeT B 3aBUCUMO-
CTM OT BO3pacTa NauMeHTa: y AeTen Maajlwero Bo3pacTta,
KaK npaBuno, npeobnagaloT HecneunPpuyeckme cCUmnTo-
Mbl (OTKa3 OT MWLM, M36UpaTeNnbHbIM anneTuT, TOWHOoTa,
M3Kora), 4YTo 3aTpPyAHSET CBOEBPEMEHHYIO AMArHOCTUKY,
B TO BpeMms Kak y AeTel cTapllero Bo3pacTa M MoapocT-
KOB Yallle HabnogatoTes aucdarus M anu3oabl 06TypaLmm
nuuiesoaa nuueBbiM 6ontocom [7]. AnuTenbHoe TeyeHue
303 6e3 afeKBaTHOM Tepanuu NPUBOAUT K HeobpaTUMOMy
pemMoAenupoBaHuio TKaHen nuwesoaa, GOPMUPOBaAHUIO
dnbpo3a cO6CTBEHHOM MAACTUHKU M MOCTEMNEHHOMY CYXKe-
HWIO NPOCBETa MULLEBOAA, BOZHUKHOBEHMUIO BblPaXEHHbIX
nposiBNeHUI ancdarnn, HapyLeHUo HyTPUTUBHOIO cTaTyca
pebeHKa [1]. B yacTHOCTH, CTEHO3 NULLEBOAA pa3BMBaeTCs
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y 4-9% peten ¢ 303 [8, 9]. OnacHbIM ocnoxHeHnem 303
npyv BO3HWKHOBEHUM CTPUKTYPbl MULLEBOAa SBNSETCS €ro
BHe3anHas nepdopaums [8, 10].

JleyeHune 303 BKNOYAET B cE6S 3/IMMUHALMOHHYIO ANETY,
MHTMOUTOPbLI MPOTOHHOW NOMMbl U TOMUYECKME MIOKOKOPTH-
kouabl (MK) [11]. OaHaKO B KIMHUYECKUX PEKOMEHAALMAX He
yKazaHa AMTEeNbHOCTb TOMWYECKOM MPOTMBOBOCMANUTENb-
HOM Tepanuu 1 3IMMUHALMOHHON AWETbl, Heob6xoauMas ang
[IOCTUXKEHUS KIMHWYECKON M TUCTONOrMHYECKOM PEMUCCUM
3aboneBaHus [1, 2]. UIMEHHO NO3TOMY y NauMeHTOB Ha GoHe
NnpexaeBPeEMEHHOr0 CHUXEHU o6bema Tepanuu U coxpa-
HSAOLWerocs BocnaneHns B TKaHSAX NULLEeBOAa CO BPEMEHEM
MOTYT pa3BUTbCS GUOBPOCTEHOTUYECKME UBMEHEHUS, B HEKO-
TOPbIX Cly4asax — B paHHeM Bo3pacTe [12, 13]. Y nauyuneH-
TOB CO CTEHO30M MULLEBOAA ANS 06/IerYyeHmnst KIMHUYECKON
CUMMTOMATUKM PEKOMEHAOBAHO MPUMEHATb 3HAOCKOMMUYe-
CKYIO AunaTaumio ¢ NMOMOLLbIO 3TanHOro GYXKMPOBaHUSA MK
6annoHHOMW AMnaTauum nuwesoja Ha GpoHe MECTHOM MPOTU-
BOBOCManuTenbHom Tepanuu [14].

PaHee cunTanocb, 4To HadHayeHue cuctemHblix MKy naum-
€HTOB [AETCKOro BO3pacTa AOMKHO OblTb OrpaHUYeHo, OfHa-
KO COrnacHo pekomeHaauusM EBponenckoro obuiectsa AeT-
CKMX TracTPO3HTEPONOroB, renaTosoroB M HYTPULMONOroB
(ESPGHAN, 2024), y nauneHToB CO CTEHO30M MNWLLEBOAA OMY-
CKaeTCs Ha3Ha4yeHWe KOPOTKOro Kypca cucTeMHblx K. 3Hmo-
CKOMUYECKYIO AnNnaTaumio NuLEeBoAa PeKOMEHAyeTcs paccmoT-
PETb TONbKO MPU HEIPPEKTUBHOCTM Kypca cucTeMHbIX MK [1].

B nocnegHue rogbl 3Ha4YMTENbHOE BHUMAHWE yaensercs
61onornyeckon Tepanun 303, B YACTHOCTU NPUMEHEHUIO
aynunymaba — 4enoBEYEeCKOro MOHOK/IOHANbHOMoO aHTuTe-
na, 6noKkupylouwero nepegadvy curHanos IL-4 un IL-13 yepes
MHIMOUpPOBaHUE a-CyobeanHULbl peuentopa IL-4. B neau-
aTPUYECKOWM MNpaKTUMKe npenapaTt YCMelwHo MNpUMeHSeTCs
B /IEYEHUUN NALMEHTOB CO CPEAHETSKENbIM U TAXKENbIM Teve-
HWEeM aTornn4yeckoro gepmartuta (c Bo3pacta 6 mec), 6poH-
XManbHOW acTmbl (¢ 6 neT). Ang nauyneHToB ¢ 303 npenapaTt
ofobpeH MuH3apaBom Poccun ¢ Bo3pacTa 1 roga Ha OCHO-
BaHMU pe3ynbTaToB KIMHUYECKOro uccnegosaHus ¢asbl lll.

OJHaKo B uccnefoBaHMe He Gblin BKIOYEHb! NaLMeHTbl Co
CTPUKTYypamu nuuiesoga [15]. Ha cerogHAWHWM OeHb Onu-
CaHbl Wb E€AUHWYHbIE Cly4au MPUMEHeHWs aynuaymaba
y NaumMeHToB ¢ 303 co CTeHO30M nuuesoda [16, 17]. Huxe
npeacTaB/eHO MepBOe OnucaHue pPe3ynbTaToB NevYeHUus
aynunymabom pebeHKa ¢ TaKenbiM 303, CTEHO30M MULLEBO-
na v T2-accounMmpoBaHHbIMU 3a601E€BaHUAMMU.

KJAUHUYECKUA NPUMEP

O nauyueHTe

MauuneHT J1. (M3 MOCKOBCKOM 06nactu), Manb4yuK, BO3-
pact 11 net, ob6paTtnnicsa Ha ambynaTtopHbIA NPUEM K racTpo-
aHTeponory B HMUWL, 3nopoBbs ageten (MocKkBa) ¢ anobamu
Ha 3anNu3oguyeckMe 60U B XMUBOTE, TOPbKUW MPUBKYC BO
pTY, 3NM304bl PBOTbI NOC/E 3aCTPEBAHUS KYCOYKOB TBEPAOM
NULLKM B NULLEBOAE.

AHaMHe3 60/1€e3HM. Ha nepBOM roay »M3HW Ha ¢doHe
rPYAHOr0 BCKapMAMBaHUS OTMEYEHO MOSBIEHUE KONMK,
MeTeopu3ma, aNM30ANYECKN — MPOKUIKKU KPOBU U NpUMe-
cK cnun3u B Kane. C 6 Mec XKM3HM nocne BBeAeHUs NpuKopma
Havann GecrnoKOUTb PacMpPOCTPaHEHHbIE BbICbINMAHUSA Ha
KOXe, fanee npu 060CTPEHUN MPOBOAMINCH KYPCbl aHTUIUC-
TaMWHHbIX NpenapaTtoB K Tonuyeckux MK. MNocne BBeaeHus
KUCNOMONOYHbIX MPOAYKTOB B BO3pacTte 8 mec oTmeve-
HO yBeNnuyeHwe naouwagu BbICbiNAHWMM U BO3HUKHOBEHMWE
3MNU3040B PBOTLI, NPU 3TOM NPOAYKTbl U3 KO3bEro MOJoKa
Masb4yMK NepeHocun yaoBneTBoOpUTENbHO. B TeyeHne 1 roaa
Ha GoHe cobnofeHNs 6e3MOI04YHON AUETLI U MPOBOAUMOWM
HapyXHOM TepanuuM Mo MNOoBOAYy aTOMMYEeCKOro AgepmartuTa
OTMeYasniCcsl Pperpecc KOXHbIX BbiCbiNaHuit. C 2-neTHero Bos-
pacTta MOJSIOYHble MPOAYKTbl OblM MOCTENEHHO BBEAEHbI
B paunoH. C 3 neT ManbymMKka Havyanu 6ecnoKonTb anNn3o4pl
PBOTbI M 3NM30[bl 3aCTPEBAHUSA KYCOYKOB MWLM B MuLle-
BOJE, KOTOpble KYnMpoBasau 3annMBaHWEM MULLM BOAOW UK
npornaTtbiBaHMeM xi1ebHoro Makuwa. MccnegoBaHue cneum-
duyecknx IgE B cbIBOPOTKE KPOBM NOKA3an0 HalnM4ymue CeHCH-
6unnsaumn K annepreHam KopoBbero MoJfioka. B Bospacte
¢ 5 10 6 neT pebeHOoK HaxoaMNCs Ha CTPOron 6e3MoN04YHOM
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Dupilumab Administration in the Patient with Severe
Eosinophilic Esophagitis Combined with T2-Associated

Diseases: Case Study

Background. T2-associated diseases such as eosinophilic esophagitis (EoE), atopic dermatitis, and bronchial asthma have common
pathogenetic mechanism — hyperproduction of interleukins (IL) 4, 5 and 13. Standard therapy for severe forms of EOE and comorbid
T2 pathologies may be ineffective. Dupilumab (monoclonal antibody to the IL-4Ra receptor) selectively blocks IL-4/IL-13 signaling
pathways. Thus, this medication can be considered as the promising treatment option for EoE with refractory course and multiple atopic
conditions. Case description. Child with EOE complicated by esophageal stenosis, comorbid atopic dermatitis, and allergic rhinitis, with
ineffective standard therapy (proton pump inhibitors, topical corticosteroids, and elimination diet), was prescribed dupilumab, 300 mg
every 2 weeks (child’s weight of 34 kg, total dosage was 800 g). Dysphagia and abdominal pains resolved 3 months after biological
therapy onset. The patient has started eating solid food, his appetite has improved. Normalization of physical development indicators
(HAZ, BAZ) was noted. Remission of atopic dermatitis was achieved during the therapy, and endoscopic esophageal dilation was
avoided. No side effects were reported due to dupilumab therapy. Conclusion. Dupilumab significantly reduces eosinophilic infiltration
of esophageal mucosa and symptoms severity in the patient with severe EOE combined with T2-associated diseases. This medication
opens new possibilities for personalized therapy of patients with EoE via modulating effect on genetically determined T2-inflammation.
Keywords: eosinophilic esophagitis, children, esophageal stenosis, dupilumab, T2-inflammation
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avete. C 5 net Havyanu 6ecrnoKonTb Kanobbl Ha NOKpacHe-
HWEe a3, YMxaHWe U 3aN0XKEeHHOCTb HOCa Moc/ie KOHTaKTa
C KowWwKamu. C 6 neT aTu CMMNTOMbI MOSABASIUCE €XErogHo
B Nepuoa C uiong no ceHtabpb. K 7 rogam BbICbiNaHUs
Ha KOXe MOCTEeNeHHO perpeccMpoBann, OAHAKO OTMeuva-
NI0Cb WX YCUNEHWE NPU HapylleHUsX 6e3MOSI0OHHON AMETHI.
C 9 net oTMeyeHO HapacTaHue 60MIe3HEHHOCTU B 3Mu-
ractpanbHon ob6nactu. B TeyeHue nocnegHero nonyroga
pebeHOK Hayan oTMevaTb eXXxeHEeBHYI0 NOTPeOHOCTb B TWa-
TeNbHOM WM3MeNbYEHUN TBEPAOW MULIM U €ee 3anuBaHuu
60/MbLIMM KONMMYECTBOM BOAbl ANA obneryeHus npoxoxae-
HUS MULLEBOro KOMKa 4yepes3 nuiwesod. B cBs3u ¢ nporpec-
CUPOBaHMEM anob peKoMeH/10BaHO NPoOBECTU 330darora-
ctpoayofeHockonuto (ArAC) ¢ B3aTuem 6uoncun. HasHayeH
WHIMOUTOP NPOTOHHOM noMmnbl (33omenpaszon, 20 mr/cyr).
Ha ¢oHe Tepanuu oTMeYeHbl anNn3o4bl 06Typauuu nuuie-
BoAa TabneTtkon, 4To TpeboBano O6UNLHOrO 3anvBaHUSA
npenaparta Bojaow. Yepe3 2 Hea nocne Havana feyeHus
npenapart 6blj1 OTMEHEH.

AHaMHe3 )XM3HM. Ha rpyaHOM BCKapM/MBaHWW 4O BO3-
pacta 1 roag 3 mec. [NpuKopMbl BBEAEHbBI C BO3pacTa 6 Mec.
HacnenctBeHHOCTb MO annepruvyeckum 3aboneBaHusaM OTs-
rouieHa: y MaTepu 1 oTua — aToNUYEeCKUi AepMaTuT, y cTap-
e cecTpbl — MOJIIMHOS.

dusuKkanbHaa AMarHocTuka

lpK ocMOTpe COCTOSIHME MUTaHWS MOHWKeHHoe. Macca
Tena — 33,5 Kr, poct — 151 cm (height-for-age (HAZ) z-score
0,58, body-mass-index-for-age (BAZ) z-score —2,05). Koxxa
TYNIOBMLLE W KOHEYHOCTEM cyxad, Hah pasrubartefibHbiMu
NOBEPXHOCTAMW KOJNIEHHbIX CYCTaBOB O4aru runeprnmrmeH-
TauuMn, MenaHoUMTapHbIA HeBYC Ha cnuHe. CinaucTtble 060-
JIOYKM YUCTble. 3eB PO30BbIM, MUHAANNHbI HE YBEIMYEHbI.
HocoBoe AbixaHWe yMepeHHO 3aTpyAHEHO 3a CYeT oTeKa
CNU3UCTOM 060N0YKM, OTAENSEMOr0 M3 HOCOBbIX XOAOB HET.
B nerkux AbixaHne Be3nKynspHoe, paBHOMEPHO NMPOBOAUTCH
BO BCex OTAenax JIerkux, XpurnoB HeT. YactoTa Ablxatesb-
HbIX ABWMXEHUN — 18/MuH. ToHbl cepiua 3By4YHble, pUT-
MWYHble. HYacToTa cepAeyHbiXx COKpaweHUn — 78 ya./MuH.
Sp0, — 99%. A3bIK 06/103eH 6eNbiM HaneTom. HuBoT mar-
KWW, 60NE3HEHHbIW NpY NafbnauMu B anuractpanbHon obna-
ctn. CTyn perynapHbin, odopmaeHHbIN. M3ypun HeT.

CymmapHbin 6ann no onpocHuky DSQ (Dysphagia
symptoms questionnaire [18]) — 60 6annoB, 4TO COOTBET-
CTBYET BbIPaXKEHHbIM CMMNTOMaM gucodaruu.

JlaGopaTopHble uccnefpoBaHusa

KnuHnd4ecknit aHanm3 KpoBu: NOBbIWeHWe abCoMTHOro
Konmnyectsa 303nMHOGMIOB 10 0,78 X 10° (12,6%). Broxumu-
YECKMI aHa/iu3 KPOBM: MOBbIWEHWE KOHLEHTpaLmn obLiero
IgE B cbiBOpOTKE KpoBu o 186 Exn/mn (Hopma < 90 Ea/mn).
KoHueHTpauunsa cneuuduyeckmx IgE B CbIBOPOTKE KPOBM
(ImmunoCAP): anutenui Kowkn — 4,53 KME/n (3-1 Knacc),
CMeCb MNbliblbl COPHbIX TpaB wx5 (amM6po3us BbiCOKas,
NosblHb, HUBHSAK, OyBaHYMK) — MONOXKUTENbHbBIN pe3ynbrar.
CeHcnbunnsauumn K annepreHam cMecu goMallHen nbinn hx2,
ANYHOro 6esiKa, KOPOBLENO MOJIOKA, MWEHULbI HE BbIB/IEHO.

UHcTpyMeHTanbHoe o6cnegoBaHue

Mpwv npoBeaerun ATC BbISBAEHbI CTEHO3 NULLEBOAA B BEPX-
HeW ero TpeTu, HenpoxXoAMMbIM ANs 3HAOCKONa AMaMeTpoM
9,3 MM, a TaKKe nNpu3Hakn 303: KonbLa, NPoAo/bHbIE 60PO3Aabl
Ha CAM3WUCTOM 060/104Ke, HEBOMbLIOE KOMMYeCTBO 3KccydaTa
(puc. 1). Mo wKane sHLOCKONMYeCKMX Npu3HakoB 303 (EREFS)
CymMMapHas oLieHKa cocTaBuna 8 6anfioB, YTO COOTBETCTBYET
BblpaXKEHHbIM 3HAOCKOMUYECKMM W3MEHEHWAM B MNULLEBOAE.
[py NpoBeaeHWK 3HAOCKONa 10 MecTa CTeHO3a BO3HUKJIIA CMOH-
TaHHasA OMCCEKLMS CAM3UCTOM 0060M04KM nuuleBoda. B cBA3u
C BbICOKMM PUCKOM Pa3BUTUSI OCMTIOXHEHWI OCMOTP Obll OCTa-
HOBJIEH, MPUHSATO PELLEHME BO3AEPKATLCS OT GUOMNCUN.

Mpu peHTreHorpapun nuieBoga ¢ KOHTPacTUPOBaHMEM
BbIIBJIEHO PaBHOMEPHOE YMEPEHHOE Cy)KeHWe NULEeBO/aA,
ractpoasodareanbHbin pedntoKe -l cteneHu ¢ paclumpeHu-
eM Kapauu. [lnameTp nuuieBofa NPeACTaBASICS CYKEHHbIM
Ha BCEM MNPOTSKEHUU: B BepxHeW TpeTn Ao 0,9—-1 cm, cpeaHsas
TpeTb — 10 0,6-0,7 cm, HMKHAS TpeTb — 40 0,9-1 cm.

MpepBapUTenbHbIA AUArHO3

303UHOPUNbHBIN 330darunTt. ATONMYECKUI AepMaTwT, OeT-
CKas popma, CpedHETSKeNnoe TeyeHue, cTaaus HEeMnosIHOM
pemMuccun. Annepru4ecknuim Ce30HHbIA PUHWUT, BHE 060CT-
peHusa. luweBas anneprus, KOXHO-raCTPOMHTECTUHASb-
Hasa dopma. CeHcMbunmsaumnsa K anuaepmanbHbiM (KOLIKa)
W NblNbLEBLIM (COPHbIE TPaBbI) anyiepreHam.

Puc. 1. MauueHT J1., Bo3pacT 11 net, ¢ 303MHODUIbHBIM 330daruTom: pesy/braTbl 330daroracTpoayoAeHOCKONUKU NpK NOCTYNNEHNN
Fig. 1. Patient L., 11 years old, with eosinophilic esophagitis: esophagogastroduodenoscopy at admission

lMpumeyaHne. A — CTeHO3 NULLEBOAa B CpeaHen TpeTu; b — ocTpas AMCCEKLMUSA CM3UCTON 06004KM BEPXHEN TPETU NULLEBOAA, BOSHWUKLIAA Npu

npoBeAeHUH 3HAOCKOMUYECKOro UCCNEA0BaHMS.
McTouHuK: BsizaHkuHa C.C. v ap., 2024.

Note. A — esophageal stenosis in the middle third; b — acute dissection of the mucous membrane of the esophagus upper third occurred during

endoscopic examination.
Source: Vyazankina S.S. et al., 2024.
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Clinical Observation

KnuHunyeckKoe Ha6noaeHue

JAvHamMuKa U ucxogabl

HasHayeHbl 6yaecoHna B Ao3e 1 Mr 2 pasa B CYTKM
B dopme BA3KOWM cycneH3un (npenapat Ha3HayeH off-label
Ha OCHOBaHWM 3aKIl4YeHUs BpayebHON KOMWUCCUM C noga-
nucaHneMm WMHGOPMUPOBAHHOIO AOBGPOBOMILHOIO corfiacus
3aKOHHbIMW MpPeACcTaBUTENSIMMU MaLMeHTa) U 330Menpas3on
BHYTPMBEHHO B [o03e 2 Mr/Kr/cyr. O6a npenapata 6biiu
OTMEHEHbI 3a 2 Hefl 40 nnaHupyemon nostopHomn IrAC.

Yepes 1 mec ¢ Lenbio BepudurKaLmm guarHo3a 303 v B3s-
T™Ma 6uoncun npoBedeHa noBTopHas JIAC. Habniopanack
KapThHa 303 C CyXeHMeM NpoCcBeTa NULLEBOA Ha BCEM €ro
NPOTSXKEHWUM (MCNONBb30BANCA TOHKUIM 3HAOCKOMN AMAMETPOM
5,9 MM, 419 KOTOPOro nuuesos 6bin Npoxoanm), 6e3 CroH-
TAHHOW [OWCCEKLMM CIM3WCTON MNuLLEeBOAa BO Bpems 3HAO-
CKOMMYeCcKoro nuccnefosanns. CymmapHas oLeHKa Mo LKane
EREFS cHu3unacb ao 6 6annoB. BbiiBNeHbl TAXKENbIN 3p03UB-
Hbl pedntoKc-330daruT U NPU3HAKU HEAOCTaTOYHOCTU Kap-
onKn. BbinonHeHa 6Guoncusa CnmM3ncTon 060M04YKM MULLLEBOAA,
no 2 obpasLa 13 Kaxaon TpeTu nuuwesoda, no 1 obpasuy ua
enyaKka M ABeHafLaTUnepcTHOW KUWKKU. Mpu mMopdonoru-
YECKOM wuccnefoBaHun 6uonTatoB OOHapYXeHbl rmnepnna-
3Ka KNEeToK 6a3anbHOro Cnosi, paclMpeHne MEXKKIETOYHbIX
NPOCTPAHCTB, rMApPONUYecKas AUCTPODUS; MEKInUTenmanb-
Hble 303nHODUIbI — 16 KNIETOK B MNone 3peHus (yBenuye-
Hue X400), BU3yanuM3nMpoBanucb o4aru Wx AerpaHynsiuuu.
CymmapHas oueHKa no DSQ cHusunack go 36 6annoB. Taknm
o6pas3om, gnarHo3 303 611 MOPDONOrMYECKU NOATBEPHKAEH.

B cBA3M C TAXKECTbIO TeYeHN 03 peKOMEHAOBaHO KOM-
NAEeKCHoe NevyeHune: azomenpason B popme calle B Ao3e
20 Mr X 2 pasda B CYTKM, «BA3KUW» OygecoHui B [O3e
1 mMr X 2 pasda B CYTKM, IMMUpU4YecKass SNMMUHALMOH-
Has aMeTa C UCKIoYeHMeM 6 rpynn npoayKToB (MOJIOYHbIE
NPOAYKTbI, AMuUa, MNweHuua, pblba, opexu, cos), a TaKke
NPOAYKTOB, MMEIOLLMX NEPEKPECTHYIO PEAKTUBHOCTb C MNbl/b-
LLOV COPHbIX TpaB. B KayecTBe HyTPUTUBHOM NOLAEPKKMN BBU-
[y 60MbLIOr0 KOJMYECTBA UCKIOYAEMbIX MPOAYKTOB PEKO-
MeHAOBaHa aMMHOKMCIOTHas CMECh.

Puc. 2. MauueHT J1., Bodpact 11 neT, ¢ 303MHODUIbHBIM 330darMTom:
MopdonorMieckoe nccneaoBaHne Guontarta U3 HUKHEN TpeTu
nuwesoaa

Fig. 2. Patient L., 11 years old, with eosinophilic esophagitis:
morphological examination of the biopsy material from the lower
third of the esophagus

lMpumeyaHne. OKpacKka reMaToOKCUIMHOM W 303UHOM: CKOM/IEHNe
MeXanuTenuanbHbIX 303nHOGKUN0B A0 140 KNEeTOK B None 3peHus,
yBennyeHve X400.

WcTouHuK: BazankuHa C.C. u ap., 2024.

Note. Hematoxylin and eosin staining: accumulation of intraepithelial
eosinophils up to 140 cells per field (X400).
Source: Vyazankina S.S. et al., 2024.

Yepes 4 mec nocne Havyana Tepanuu oTMeYyeHa Bblpa-
KEHHasa MONOXWTENbHAs AMHAMMKa CMMMTOMOB Aucdaruu
(12 6annos no DSQ) u yBenuyeHue NPOAOIKUTENBHOCTU
pemuccumn atonuyeckoro aepmatuta. OgHakKo U3-3a orpa-
HUYEHUMN B NWUTAHUKM W OTKa3a NauMeHTa OT aMWMHOKMC-
NIOTHOM CMeCH MONOXUTENbHON AWHAMUKM HYTPUTUBHOIO
cTaTyca JOCTMYb He yAanocCb: COXPaHAIUCb NPU3HaKK 6en-
KOBO-3HEPreTM4eCKON HeLOCTaTOYHOCTU JIErKOW CTeneHu
Tsectn (HAZ z-score —0,33, BAZ z-score —2,25). Kpome
TOro, yCTaHOBJIEHO, 4YTO Yepes3 2 Mec 03a npenapaToB Obiia
CaMOCTOSITENIbHO YMeHblueHa: 6yaecoHmaa — no 1 mr/cyrT,
agomenpasona — Ao 20 mr/cyt. Takke perynsapHo umenu
MEeCTO MOrpeLHOCTM B COBMIOAEHMN Ha3HAYEHHOM ANEThI.

[Mp1 KOHTPOSILHOM MCCIeA0BaHMM Yepe3 3 MeC 3HAOCKOMMK-
YyecKasi KapTvHa ocTaBasiacb xapaKkTepHow anis 303 ¢ Bocnanu-
TeNbHbIM CYyXEHMEM NPOCBETA MULLEBOAA HA BCEM MPOTSKEHUN
(NpenmyLLECTBEHHO B CPEAHEN TPETH), @ TAKIKE C MPOTAXKEHHBIM
CTEHO30M MpOCBETa B CpPefHEN TpeTn, Haubonee BeposiTHO,
3a cyeT noacnnaunctoro ¢pméposa, E2R1IE2F2S1 — 8 Gannos.
Mpun nccnegoBaHMmM 6GUMONTATOB CANM3UCTON 060SIOYKM MULLEBO-
na Mopdonornyeckas KaptuHa COOTBETCTBOBaNa MPOAyKTUB-
HOMY racTPUTy HM3KOM CTEMNEHW TUCTONOMMYECKON aKTUBHO-
CTW, 303UHODUNBHOMY 330daruTy. B HUMKHEN TpeTu nuileBoaa
303MHODUNbI ONPEAENANNCL B MaKCUMaNbHOM KONMYeCTBE —
[0 140 KNeToK B Nofie 3peHns Npu NPOCMOTPE Ha yBENUYEHUN
MUKpocKona X400 (puc. 2).

YuutbiBag COMYTCTBYKOLWME aTOMUYECKUN [epMaTuT
N anneprm4yeckmi puHMUT, HENOMHYIO NPUBEPKEHHOCTb Neye-
HWUIO, PEBEHKY C TAXeNbiM TedyeHneM 303 pekomeHLoBaHa
MHULMALMA LUMKIMYECKOM BMONIOrMYeCcKon Tepanuu reHHo-
WMHXXEHEPHbIM MpenapaTom aynunymab no cxeme 300 mr
Kaxkable 2 Hef (Mpy macce Tena pebeHKa 34 Kr cymMmapHas
no3unpoBKa coctasuna 800 r). Yepe3 3 mec nocne vHUUM-
auun Tepanuu OTMEYEHO KyrnMpoBaHWE CHUMMNTOMOB [AMUC-
darvm n 6onen B KMBOTE — 3a Nepuoj HabnaeHUs CyM-
MapHasa oueHKka no DSQ cHuaunacb o O 6annos.. lNaymeHT
Hayan ecTb TBepAyl MNuuly, ynydywuics annetut. OTMevyeHo
YyAyYlEHUE HYTPUTUBHbIX NoKasatenen: HAZ z-score 0,61,
BAZ z-score —1,41. Ha poHe npoBoaAMMON Tepanuun yaanocb
[0CTUYb PEMUCCUM U aTOMUYECKOr0 AepMaTuTa.

Mo604Hble 3 deKTbI Ha GOHE NPUMEHEHUS aAynuaymaba
y NaumneHTa He 3aperncTpupoBaHbl.

MporHo3s

[porHo3 ana 6051e3Hu 6naronpUaTHbLIA NPU NPOAOIKE-
HUWM LMKNMYECKOM NaToreHeTM4eCcKon Tepanuu npenapaTom
aynunymao.

OBCYXAEHME

MNaToreHe3 T2-accouMMpoBaHHbIX 3aboneBaHUn 06yc-
NIOBNIEH aKTMBaLMEN UMMYHHOIO OTBETA 2-r0 TWMa W, Kak
cneacTBue, rmnepnpoayKuunen nposocnanutenbHblx IL-4, -5
n -13, BbI3bIBAOLWMX 303MHODUNIBHOE BOCNaneHne 1 npo-
rpeccupylollee HapylweHue 6apbepHon GyHKLMKM anuTe-
NanbHblX TKaHen [19, 20]. C ueNblo KOHTPONSA YKa3aH-
HbIX MaTONOMMYECKMX MPOLLECCOB Y MaLMEHTOB C BMNepBble
BepMdOMUMPOBaHHbIM 303 B KayecTBe CTapTOBOW Tepanuu
PEKOMEHIYETCS MPUMEHATb MHTMGUTOPbI MPOTOHHOM MOMIMbI,
Tonunyeckne MK M aNMMUHALMOHHbIE AMETbl. TaKoe nevyeHune
no3BonsAeT Jo6UTbCS rucTonornyeckoro oteeta B 50-90%
cnyvyaeB [21, 22]. OQHaKO CHUXXeHWe [03 npenapaToB [0
noAAepKUBaIOWMX U NOCTEMNEHHbIM OTKa3 OT AMeToNiornye-
CKMX OrpaHW4YeHur nocne AOCTUKEHUS KIMHWMKO-TUCTONO-
rMYecKom pemuccum 303 MOryT NpUBECTU K 0BOCTPEHMIO
60ne3Hu, 4To TpebyeT BO306GHOBEHUS Tepanuu [23, 24].
Mpo6nemoin ABNSETCS M NPOrpeccHpytoee CHUKEHNE KOM-
NAAeHTHOCTU NauneHToB, 06yCNOBIEHHOE HEOBXOAMMOCTbIO
€)XXe[JHEBHOr0 CTPOroro COGMOAEHUS CNOXHbIX TepaneBTu-



YEeCKMX (MeaMKaMEHTO3HbIX, AMETUYECKUX) pPeKoMeHdauun,
YTO 3HAYUTENbHO IMMUTUPYET NOBCEAHEBHYIO AEATENIbHOCTb
W COLManbHylO0 aKTUBHOCTb aeten [25, 26].

Bbi6op onTMManbHOM TaKTUKU NevYeHus y naumeHToB
C KOMOP6UAHBbIMKU T2-accoUMMpPOBaHHbIMKU 3a60/1E€BaAHUAMM
[JOMKEH OCHOBbIBATbCA Ha rNyG0OKOM MOHUMMaHUKU OO6LLHO-
CTV UX PyHAAMEHTaNbHbIX NAaTOGUONOrMYECKUX MEXaAHN3MOB
C 06a3aTteflbHbIM y4eToM nNpoduns ahpdeKTUBHOCTU U 6e30-
NMacHOCTM MPUMEHSIEMbIX MpenapaToB B NeavaTpuyecKon
npakTuke. lynunymab, MOHOK/IOHaIbHOE aHTUTENO K peLen-
Topy IL-4Ra, npogeMoHcTpupoBan addeKTMBHOCTL U 6e30-
NMacHOCTb B OTHOLWEHMU MHOMMX T2-acCcoLMMpPOBaHHbIX 3a60-
fieBaHMM 3a cyeT 6n10Kadbl CUrHanbHbIX nyten |L-4/1L-13.
Y naumeHToB ¢ 303, pedpaKTepPHbIX K CTaHAAPTHLIM METOAaM
Nle4eHunst, NPUMEHEHUe aynuaymata NpUMBOAMIO K CHUXKEHUIO
WHTEHCMBHOCTM CUMMNTOMOB B 82% crny4aeB, HOpMannsaLuuu
rucrtonornyeckux nokasatenen y 90% m CHUKEHUIO MHAEKCa
EREFS B cpegHem ¢ 6,9 go 0,3 6anna [27].

B npeactaBneHHOM HaMMW KIWMHWMYECKOM HabnoaeHUH
y NalmeHTa ¢ TsKenbiM 303, OCNOXKHEHHBIM CTEHO30M MULLE-
BoAa, 6blNa WMHWLMMPOBAHA LMKIMYECKas MaToreHeTunye-
cKas Tepanua aynunymabom, Ha GpoHe KOTOPOM OTMeYanochb
NOCTENEHHOE, HO CTOMKOE CHWXXEHWE BbIPAXKEHHOCTU KIK-
HUYECKMX MNposBNeHU 3aboneBaHunsi. OCO6EHHO BarKHbIM
npeactaBnsercd TOT QaKT, 4To TepaneBTUYECKUN 3P eKT
6bl/1 JOCTUIHYT 3a CYET ECTECTBEHHOIO paclUMpPeHKs NpocBe-
Ta nuueBoaa 6e3 Heo6xoAMMOCTU NPUMEHEHNST MHBA3UBHbIX
3HAO0CKOMUYECKNX METOIOB AMNataumm. 3HaunuTenbHoe yayy-
leHMe HYTPUTUMBHOrO cTaTyca nauumeHTa Obl10 AOCTUIHYTO
BC/MEACTBME YCMELHOro KynMpoBaHns CMMNTOMOB Ancdaruu
M BOCCT@HOBJIEHMS HOPMasIbHOMO MpoLecca NpuemMa MuiLm.
3TOT pe3ynbTaT cornacyeTcsl ¢ pesynbraTaMmu UCCneaoBaHus,
B KOTOPOM OblJI0 MOKa3aHo, 4YTo Aynuiaymab cnocobeH 3Ha-
YUTENBHO CHU3WUTb PUCK Pa3BUTUS OENKOBO-3HEPTreTUYECKON
HeLOCTaTO4YHOCTH y AeTen Ha dOoHe ANUTEeNbHOro cobntoae-
HUS CTPOTMX ANMMHUHALMOHHbIX aneT [28].

3AK/TIOMEHUE

[laHHble KIIMHUYECKMX MCCnefoBaHWM, a TaKXe Hal cob-
CTBEHHbIN OMbIT MOATBEPMHKAAIOT, YTO Aynuaymatd 3ddeKTUBHO
CHWXXaeT 303UHODUNBHYID MHOUNBTPaALMIO CIU3UCTON 060-
JIOYKM MULLEBOLA M BbIPAXEHHOCTb KIIMHUYECKMX CUMMTOMOB
y naumeHTa ¢ 303, Pe3UCTEHTHOrO K CTaHAAaPTHOW Tepanuu.
MNprvMeHeHve gynunymaba obecrnevymBaeT AOCTUXKEHUE TUCTO-
JIOTMYECKON pemuccum 3aboneBaHusi, COMpPOBOXAalolencs
3HAYUTENbHBIM YMEHbLUEHNEM (GUOPOTUHECKUX WM3MEHEHUHN,
YTO NOJIOXKUTENbHO MOBMANO M HA KAYECTBO XU3HWU NauMeHTa.
NHrnébuposanne IL-4/IL-13 nossonser cyutatb Aynuiymab
NepPCrneKTUBHbIM IEKapCTBEHHbIM CPEACTBOM A/ NaLMEHTOB
C TshKenbiM 303 B coveTaHuu ¢ ApYrMMKU aToNnUYeCKnMK 3a60-
NleBaHMAMM, OKa3blBatoLWMM Mogynunpyowee 1 MoanduLmpyto-
Liee BANSIHUE Ha reHeTUYeCcKn 06ycnoBneHHoe T2-BocnaneHue.

WHOOPMUPOBAHHOE COIJIACUE

OT 3aKOHHbIX MpeacTaBUTENEN NALMEHTOB MOSYyYEHO
NMUCbMEHHOE MHOOPMUPOBAHHOE AO0OBPOBOSILHOE cornacue
(pata nognucanusa: 29.05.2025) Ha nybnvMKaumio onucaHus
KJIMHUYECKOro cnyyasi B MEAULIMHCKOM KypHasne, BKIto4as
€ro 3/IEKTPOHHYIO BEPCHIO.
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0O60ocHoBaHHe. [TMrMeHTHo-KepaToTudeckuin daxkomatos (lMKD) — opoaHHbIN reHoaepmaTo3 m3 rpyrnnbl CUMHAPOMa 3Mn-
AepmalibHOro HeByca. 3abo/ieBaHNe BbI3BAHO COMaTMYECKUM MO3anLn3MOM npenmyLiecTtBeHHo B reHe HRAS. laTorHo-
MOHMYHbIM Npu3Hakom MK aBasieTcs coyeTaHne BPOKAEHHOIO IMHENHOIO HEBYCa CallbHbIX XeJe3 SaaccoHa u Kpan4aroro
JIEHTUIMHO3HOIo HeByca. llocneaHmit MOXXeT 4e6I0TUPOBAaTL 3HA4YUTEIbHO 03XKe. B pszae ciydaeB Habao[aloTCcs NpU3HaKu
MOpPa)KeHUs HEPBHOM CUCTEMbI, CKEJIETHbIE HapyLUeHWs, NaTo0rns opraHoB 3peHns. OnucaHue KJIMHUYECKOro csyyas.
lMpeactaBneHo onucaHne nauneHTa c NK® n mozan4HbiM BapmaHToM G469A B reHe BRAF, paHee He onncaHHbIM rpu 3TOM
3a60/1eBaHnm. B KIMHUYECKON KapTUHE NPUCYTCTBYIOT TUMMYHbIE NPOSBIEHUS CUHAPOMA U UMMYHOJI0MMYECKUE HapyLLIEHUS,
HexapaKTepHble ans nauneHToB ¢ [TKP. [lpoBeaeH aHann3 BO3MOMHbIX FEHOTUM-OEHOTUMTMHECKMX KOPPEALNI MO JaHHbIM
elye 16 paHee ony6/MKOBaHHbIX HaboAeHMI reHeTudecKku BepuduumnpoBaHHoro [NMK®. 3aknoyeHune. PeaKocTb cuHapoma,
BaprabeslbHOCTb €ro TeYeHUS U 0COBEHHOCTU FrEHETUYECKOIO TECTMPOBAHMUS NayneHTOB ONpPeaestoT C/0KHOCTH AnarHoc-
KK MNK®. 3aboseBaHne HEO6X0AMMO paccMaTpUBaTh HE TOJIbKO B KOHTEKCTE AEPMAaTo/IOrMYEeCKMUX NMPOSBAEHUH, HO U y4n-
TbiBaTb COMYTCTBYOLME HapylleHus. B nnaH guHaMmmyeckoro HabaoaeHns HeobxoaMMOo BKIIKOYaTbh KOHCYIbTaunm eTCKOro
OHKoJiora, HeBpoJiora, oprasbMosiora, 3HAOKPUHOIOra, opToneaa, Kapanmoaora v UMMYHOJI0ra.

KnroyeBble cnoBa: NMrMeHTHO-KepaToTMYeCKun pakomatosd, reH BRAF, comatnyecknin Mo3anynam, reHogepmartos, JeTu,
opgaHHbIN, HEBYC CalibHbIX Xese3 faaccoHa, KpanyaTblii 1EHTUMMHO3HbIA HEBYC, HEBYC Spilus
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Phacomatosis Pigmentokeratotica: Case Study

Background. Phacomatosis pigmentokeratotica (PPK) is an orphan genodermatosis from the epidermal nevus syndrome group. This
disease is caused by somatic mosaicism predominantly in the HRAS gene. Pathognomonic PPK sign is combination of congenital linear
nevus sebaceus of Jadassohn and speckled lentiginous nevus. Second one may debut much later. In some cases, there are signs of
nervous system damages, skeletal disorders, visual impairments. Case description. Description of a patient with PPK and novel for this
disease mosaic variant G469A in the BRAF gene is presented. Clinical picture included typical signs of the syndrome and immunological
disorders unusual for patients with PPK. Possible genotype-phenotype correlations were analyzed based on 16 previously published
observations of genetically verified PPK. Conclusion. The syndrome rarity, its course variability, and patients genetic testing features
determine the difficulties in PPK diagnosis. The disease should be considered not only in terms of dermatological signs, but also
regarding comorbid disorders. The dynamic follow-up should include consultations of pediatric oncologist, neurologist, ophthalmologist,
endocrinologist, orthopedist, cardiologist, and immunologist.
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OBOCHOBAHME

[MMrMeHTHO-KepaToTUYECKUN pakomaTos (MK,
phacomatosis pigmentokeratotica, phacomatosis
spilosebacea) — opdpaHHOe 3aboneBaHne U3 rpynnbl CUHAPO-
Ma anuaepmManbHOro HeByca, NPOSBASAOLLIEECS COYETaHUEM
BPOX/AEHHOr0 HeByCa CalbHbIX eneld faaccoHa M Kpanya-
TOr0 NEHTUIMHO3HOro HeByca (nevus spilus, nevus speckled
lentiginous) ¢ pa3BuTMEM NaTONOrMM JPYrMX OPraHoB WU Cu-
cteMm [1]. OnncaHo He 6onee 100 cnyvaeB MK [2]. B Poccwuu,
HaCKONIbKO Ham M3BECTHO, ONWCaH OAWH NaumeHT [3].

BnepBbie MK 6bi1 BbiAENEH B OTAENbHYIO HO30/0rnYe-
CKylo eanHuuy Pygonbdom Xanniom u coasT. B 1996 . [4].
B cBoew ctatbe aBTOpbl NpeactaBuan 063op 6 nauneHToB
C OByMSA HeBycamu (twin-nevus), onucaHHbix ¢ 1971 no
1995 r. Bo Bcex cnyvasix IMHENHbBIN HEBYC CallbHbIX Xenes
flgaccoHa pacnonaranca B 061aCTi ronoBbl U LWEeN, B TO Bpe-
MS KaK KpanyaTbl IEHTUIMHO3HbIM HEBYC — Ha TyNOBMULLE
N KOHEYHOCTU. BHEKOXHble nposiBneHns 60n1e3Hn npeacTaB-
NleHbl HEBPOJIOTMYECKUMU HapylweHusamu [5, 6], natonorven
OopraHoB 3peHus [6—38], KOHAYKTMBHOM TyroyxocTblo [7], a TaK-
e CKONIMO30M [6, 8] 1 paxutom [9-11]. Mo3gHee NnosaBUANUCH
[laHHble 0 BO3MOMHOM PUCKE Pa3BMUTUA 3/10KaYECTBEHHbIX
HoBoo6pazoBaHui (3HO). Tak, L. Gruson 1 coaBT. BMepBble
onuncanu manb4ymka ¢ MNMKP n ambproHanbHoM pabaomuocap-
KOMOW nepeaHen OpPIOWHON CTEHKWU, MaHUMdECTUPOBaBLIEN
B Bo3pacTte 6 mec [12]. M. Prieto-Barrios u coaBT. onucanu
cllydan MeTaxpOHHbIX pabaoMMOCapPKOM, BO3HMKILMX B BO3-
pacte 4 mec 1 12 net y naumeHTa ¢ MK [13]. TakxKe n3BecT-
Hbl cly4an pa3Butusa Hedpobnactombl [14], beoxpomoumTo-
Mbl [15], neinomuombl [16], ypoTenmanbHoro paka [17]. MNpu
anutenbHom HabnoaeHnn y naumneHToB ¢ NMKP otmeyeHo pas-
BUTME OMyXOJieM KOXKW Ha poHe HeBYCOB. BrnepsBble 0 TaKOM
coobwmnu T. Martinez-Menchoén v coaBT. Ha npMMepe nauu-
eHTa ¢ 6a3abHOKNETOYHbIM PAaKOM Ha GOHE HeBYCa CalibHbIX
enes AgaccoHa U METaxpoHHOM MefnaHOMOM Ha GoHe Kpan-
4aToro IEHTUrMHO3HOro Hesyca [18].

[eHeTnyeckas npupoga MKP 6bina yctaHoBAeHa nocne
O6GHapy)KEHUA MNOCT3UTOTUYECKUX BapuaHToB ¢.37G>C
n ¢.182A>G reHa HRAS B o6pa3suax HeBYCOB, NOJy4EeHHbIX
oT 6 naumneHToB ¢ MK [19]. MNo3gHee cneKTp BOBMEYEHHbIX
reHoB OblN paclWMUpeH — MAEHTUPULMPOBAHbI MATOreHHbIe
BapuaHTbl reHoB BRAF [20, 21] n KRAS [22].

BBuay peaxkoct CUMHAPOMa@ M OTCYTCTBMUSI KITMHUYECKMX
pekomMeHAaunn anarHoctuka MK octaetca HenpocTon 3aaa-
4yen Ana KIMHULMCTOB W, NMpeXae BCero, — Ans gepmartono-
roB. OT4acTn 310 0BGYCNOBAEHO TEM, YTO BTOPOW 0b6si3aTeb-
HbI KOMMOHEHT CUHAPOMA — KpanyaTbli NEHTUIMHO3HbIN
HEBYC — MOXET OTCYTCTBOBATb NPW POXAEHUN U MaHUDECTH-
poBaTb TO/IbKO B MEPBbIE rOfbl }WU3HW. B CBA3K C 3TMM nauu-
€HTaM MOXeT ObITb YCTAHOB/MIEH APYrov AMarHo3 M3 rpynnbl
anuaepManbHoro Heeyca (cuMHApPOM LUnMmMenbneHHuHra —
denepwTenHa — Mumca, cuHapom lapcma — XadHepa —
Xannna, CHILD-cuHapom). [eHeTnyecKas BepnuduKauma auar-
HO3a MOMET OblTb TaKXKe 3aTpyAHEHa, NMOCKOJbKY B Cilyyae
[MMK® HeobxoaMMo mccnenoBaTh NMOpParKeHHble TKaHW (06pas-
bl HeByca). YuuTbiBasg BO3MOMXHOCTb HW3KOYPOBHEBOIO
MO3anLn3Ma, OCHOBHbIM METOAOM AMArHOCTUKKU SBASETCH
CEKBEHMPOBAHME HOBOMO MOKOJSIEHUS, 4YTO OrpaHuWynBaeT
CMNEKTP NabopaTopuit, BbIMOMHSIOLWMX TaKMe nccnegoBaHus.

Ha cerogHswHUM aeHb nevyeHne nauneHtoB ¢ MK octa-
€TCs CUMNTOMaTUYECKMM U BKJIIOYAET B CEBA XMpypruyeckoe
MCCeYeHNe HEBYCOB MPU HaAM4yMKM MOKaA3aHUM M KOPPEK-
LMI0 COMyTCTBYIOWMX MNposiBNeHMN. B ageTckom Bo3pacTe
ob6s3aTeNbHbIM ABASETCA 06cneaoBaHWe, HanpaBieHHoe
Ha BblgBNeHMe 3HO BHyTPEHHWX OpraHoB, npeumylle-
CTBEHHO YPOreHWTasbHOM NOKanu3auun, B TO BpeMsa Kak
nocne 18 neT 0OCHOBHOW PUCK NPeACcTaBASoT OMyX0/u KOXM.

[JvHamnyeckoe HabngeHne ¢ yHeTOM OHKOMeHHOro pucKa
nossonsiet guarHoctuposatb 3HO Ha paHHen crtaguu, 4To
SBNSIETCH KNIOYEBbIM B UCX0e 3a60/1eBaHMs.

Huyke npenctaBneHo onncaHue cnyyas MNK®, BbiI3aBaHHO-
ro BapnaHtom G469A B reHe BRAF 1 datanbHbIM UMMYHOAE-
GUUMTOM, HETUMUYHBIM AN AaHHOTO CMHAPOMA.

KNIUHUYECKHUIA NPUMEP

O naumeHTe

ManbuuK bB., BospacTt 11 mec. Npu nocTynneHuu (co cnos
poauTens) 6ecnoKoaT 06pa30BaHMa Ha KOXe rofioBbl, Len
W TYNOBULLA, HEBPOIOTMYECKME HapYLWEHUS U YacTble MHDEK-
LIMOHHble 3ab60neBaHus.

AHaMHe3 60s1e3HHU. C pPOXAEHUS Ha KOXKe BOSIOCUCTOM
4yacTu rofoBbI, fiMLa, LWeW, MeXIonaTtoyHon obnactu, npeg-
nneybs U KUCTU CneBa BbISIBNEH JIMHENHbIR HEBYC CafibHbIX
wenes fpaccoHa. Yepes MecsiL uncunaTepanbHO Ha KOXe
60KOBOW 06/1aCTU KMBOTA C NEPEXOAOM Ha NMOSICHUYHYI0 061acTb
cneBa nosiBuCs o6LLIMPHbBINA HEBYC CBETI0-KOPUYHEBOTO LiBETA.
O6a HeByca yBenMYMBaIUCb B pa3Mepax NpornopLuoHanbHO
pocTty pebeHKa. B Bo3pacte 1,5 mMec oTMeyeH Ae6toT anunen-
CUM (NPUCTYNbI TOHUYECKOrO HanpsxKeHus). B 4 mec nossunmnco
CYAOPOXHblEe NPUCTYMbl B BWAE MOAEPrvBaHUS KOHEYHOCTEN,
aaBepcun rmasHbix 960K BAeBo. B Bo3pacte 8 Mec pebeHoK
Obl1 KOMMIEKCHO 06cnefoBaH. 10 AaHHbIM MarHUTHO-pe30-
HaHCHOM ToMorpadun rooBHOr0 Mo3ra BbliBEHbI NPU3HAKK
rMnonnasvmM Mo30MUCTOro Tena, aTpodrUyecKme M3MEHEHUs no
KOHBEKCY, a TaKKe peTpoLepebennsapHas K1cTa, cMellatoLas
MO3¥e4oK (puc. 1). Mo gaHHbIM 3neKTpoaHuedanorpadun
yCTaHOBAEHA MYAbTUPErnOHanbHas anunenTndopmHas akT1B-
HOCTb B BMAE CManKoOB, NMONMUCMAMKOB, KOMIMIEKCOB «OCTpas-
MeANeHHas BOMHa» ¢ AOMUHMPYIOLWMMKU GOKycamMu Mo NeEBbIM
3aTbl/IOYHO-TEMEHHbLIM OTBEAEHMSIM, MPaBbIM U NEBbLIM LEHT-
panbHO-BMCO4YHbIM 0TBeAeHMsAM. [pn ocmoTpe odTanbmonora:
HEMOCTOSIHHOE CXOASLLEECH KOCornasne, HUCTarm.

Ha3HaveHa NpoOTMBOCYAOPOXKHas Tepanus neBeTupaLeTa-
MOM. lMpn AMHaMUYECKOM HabNaeHUN B TedeHne 3 Mec oTMme-
YeH HenpoaoIKUTENbHbIA MONOXKUTENbHbIN 3OPEKT, B CBA3U
C 4YeM ycTaHoBNeHa papMaKope3nCTEHTHas anunencus.

B KAMHW4YECKON KapTMHE OTMeYasMCb YacTble 3nn30[bl
MHOEKLMOHHbIX 3aboneBaHWi, B TOM 4Yucle ABa anu3oga
NMHEBMOHMU, ABa Clydyas 6pOHXMUTa U Ha30dapuHIuTa, canb-
MOHennes, notpeboBaBlwMe rocnutanmM3dauui. Bo Bpems
04yepeaHoro CTauMOHapHOro neyvyeHus 6bll BbIMOMHEH paa
reHETUYECKNX MCCNeaoBaHuK (MaTepuan ana uccnegosa-
HWUS — BEHO3Has KPOBb):

e |MTOreHeTMyeckoe uccnegosaHue: 46,XY — HopMmasb-

HbI MY}CKOW KapuoTu,
®  XPOMOCOMHbIN MUKPOMaTPUYHbIA aHaNIn3: XPOMOCOMHOWM

naTonorMn He BbIIBIEHO;
® 0/IHOE CEKBEHWPOBAHWE 3K30Ma: KIMHWUYECKMU 3HaAuu-

MbIX BapnaHTOB MyTaLMi He BbISIBIEHO;
® TaHAEeMHas Macc-CMEKTPOMETPHUS: NaTONOrMKN He BbISIBEHO.

PebeHoK HanpaBneH B Hay4Ho-uccnegoBaTenbCKUM
MHCTUTYT AETCKOW OHKONOTMM W remMaTtofiorMn WM. akKaa.
N.A. JypHoBa HaunoHanbHOro MeamMLMHCKOro uccnenoBa-
TENbCKOro LEeHTpa oHKonormm um. H.H. bnoxvHa (ganee —
HWW O0ul) ans yTouHEeHUs gMarHosa.

AHaMHe3 XM3HMU. Pe6eHOK OT BTOPOM (U3MONOTMYHO
npoteKkaBwen 6epeMeHHOCTU. Poabl Ha 40-M Hen nytem
NNaHOBOrO KecapeBa CEYEeHWs B CBA3M C MaKpOCOMMEW
BHYTPUYTPOBHOro pebeHKa. Macca Tena npu poXKaeHun —
4340 r, gaimHa — 56 cm, 7/7 6annoB no wkrane APGAR.
BbpaK HeEpOACTBEHHbIW, CEMENHbBIV aHaMHe3 HacneACTBEHHbI-
MU CUHAPOMaMu, NOPOKaMM Pa3BUTUS, PENPOAYKTUBHbLIMU
HapyLEHUAMU M OHKONOTMYECKUMK 3a60EBAHUSIMKU B MOJIO-
[JOM BO3pacTe He OTArOoLWEH.



Puc. 1. MarHuTHO-pe3oHaHcHas ToMorpadus ronoBHOro Mo3ra nauueHTa b., Bo3pacTt 8 Mec, ¢ MMrMeHTHO-KepaToTUYECKUM haKoMaTo30M
Fig. 1. Brain MRI of a patient B., 8 months old, with phacomatosis pigmentokeratotica

lMpnumeyvaHme. A — aTpodryecKMe M3MEHEHUs, TUMNonaasns Mo30JIMCTOro Tena (OTMeyvyeHa cTpenkon); b — peTtpouepebennapHas Kucta
(0TMeYeHa CTpenKowm).
McToyHuK: 3eneHoBa E.E. u coaBT., 2025.

Note. A — atrophic changes, corpus callosum hypoplasia (marked with arrow); b — retrocerebellar cyst (marked with arrow).
Source: Zelenova E.E. et al., 2025.

dusuKanbHaa AMarHocTuka cfeBa, a TaKXe wuncunatepanbHo B o6n1actu GOKOBOM
B Bo3pacTte 11 Mec pebeHoK 6bl1 06¢ciegoBaH B yCno- NOBEPXHOCTU TyNOBUIA — KpanyaTblh NEHTUIMHO3HbIN
Buax HUW AOul. BbiiBNeHbl NMHENHbIA HEBYC CabHbIX HeByC (puc. 2), rpybas 3agepxKa MCMXOMOTOPHOro pas-
Kenes slgaccoHa B 061acTv BOMOCUMCTOM YacTu rOoBbI, BUTMA (B Bo3pacTe 11 mMec ronoBy He AEPXUT, C TPYAOM

nnua, Wen, MexxnonaTtoyHon obnactu, npeansiedybs U KUCTu noBopaynBaeTcs Ha 6OK).

Puc. 2. deHoTnnMyeckue ocobeHHocTH naumeHTa b., BospacT 11 Mec, ¢ MUIrMEHTHO-KepaToTUYECKUM haKkomMaTo30M
Fig. 2. Phenotypic features of patient B., 11 months old, with phacomatosis pigmentokeratotica
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lMpumevaHme. A — nuuesBble AU3MOPOUM (BbICOKMM N06, Makpouedanus, runoTpuxo3 6posen); b — JIMHENHbIM HEBYC CalbHbIX Xenes
flnaccoHa B 061acTi BOIOCMCTOM YacTW ronoBbl, 1L, Wen, MeXI0nato4yHon 06nacTv cnesa, KpanyaTbli NEHTUTMHO3HbIA HEBYC B 061aCTK
60KOBOW MOBEPXHOCTU TyNOBMLLA cneBa; B — NMHENHbIN HEBYC CanbHbIX Xene3 AgaccoHa B 061acTy 1EBOro nNpeanfeybs, KUCTU, KpanyaTbli
JIEHTUIMHO3HbIV HEBYC B 06/1aCTM GOKOBOM MOBEPXHOCTM TYNI0BHMLLA ClieBa.

McTouHuk: 3eneHosa E.E. v coaBrt., 2025.

Note. A — facial dysmorphia (high forehead, macrocephaly, eyebrows hypotrichosis); b — linear nevus sebaceus of Jadassohn on the scalp,
face, neck, interscapular area on the left, speckled lentiginous nevus on the left side of the body; B — linear nevus sebaceus of Jadassohn on
the left forearm, hand, speckled lentiginous nevus on the left side of the body.

Source: Zelenova E.E. et al., 2025.
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

YyntbiBasg MHOEKLMOHHbBIM aHaMHe3, NauMeHT Obln npo-
KOHCYNbTUPOBaH WMMyHoNOrom. loKasatenu MMMYHOrNOo-
O6ynMHoB KpoBu: IgA — 0,43 r/n (pedepeHcHble 3Have-
Hua O,7-4 r/n), 186G — 7,17 r/n (pedepeHCcHble 3Haye-
Hua 7-16 r/n), 1IgM — 1,2 r/n (pedepeHcHble 3HayYeHus
0,4-2,3 r/n). PekomeHaoBaHO NpoBeAeHWe 3aMeCTUTENb-
HOM Tepanuu BHYTPUBEHHbIMWU MMMYHOrno6ynnHamu (BBUT)
13 pacyeta 0,4 r/kr (3 BBeAeHUS) C AanbHENLIEN OLIEHKOM
MMMYHOJIOTMYECKOro Npoduns.

MpeaBapuTenbHbIi JUArHo3

Ha ocHOBaHWKn GEHOTUMUYECKUX OCOOEHHOCTEN U CoYe-
TaHHOM cOMaTUYEeCKOW NaTonornu (coyetaHne NMHEWHOrO
HeByCa caflbHbiX Xene3 faaccoHa KpaHuodauunanbHOM
NIOKann3auumn 1 Kpan4aToro JIEHTUrMHO3HOIo HeBYyca, 3Mu-
Nencuu, 3afepK1 pa3BUTUS, a TaKKe 0PTabMOTOrMYECKMNX
HapylleHW) 6bin NPeanonoXKeH NMUrMeHTHO-KepaToTUYECKU
dpakomaTto3s (MKP).

JAnHamMuKa u ucxopbl

C uenblo reHeTM4yeckon BepudUuKaumMm auarHosa 6biia
BbIMOSIHEHA MNaH4Y-6MONCUS NIMHENHOro HEBYCa CaslbHbIX
wenes flgaccoHa neBoOW BWCOYHOM 0651aCTW, KpanyaTtoro
NIEHTUTMHO3HOrO0 HeByCa, a TaKKe 340pPOBOM KOXMK npa-
Boro npeanneybs. lNpu mccnegosanmn OHK, BblaeneHHowm
13 o6pasLoB HEeBYCOB (KpanyaTbl IEHTUIMHO3HbIM HEBYC
W IMHEWHbIN HEBYC CallbHbIX ene3 NeBOM BUCOYHOM obnac-
TH), METOLOM MAaCcCOBOro NapasieflbHOro CEKBEHUMPOBaHUSA
B 3K30He 12 reHa BRAF (chr7:140781602) BbiSiBNeH paHee
OonucaHHbIM NaToreHHbl BapuaHTt ¢.1526G>C (p.Gly469Ala,
ENSTO0000644969.1, rs121913355, COSM460) B Mo3a-
M4yHOM popMe ¢ fonen BapuaHTHoro annens 20 n 24% coor-
BETCTBEHHO. B 06pa3Lie 340poBOM KOXM, a Takke B [AHK,
BblAeNneHHon U3 nuMboLmMTOB nepudepruyecKon KpoBu, AaH-
Hbl BapuaHT He o6HapyxeH. MNonHbIM CNUCOK UCCnefoBaH-
HblX FEHOB NpeacTaB/eH B [1pUNOXeEHUN.

JononHutenbHbln aHanu3 6bi1 NpoBedeH B nabopaTto-
pun MeanKO-reHETUYECKOro Hay4yHOro LEeHTpa WM. aKaj.
H.M. BoykoBa (MockBa). lpu uccnegoBaHnn ob6pasua
anuMaepManbHOro HeByca NeBOro npeanfieybs, MoayvyeH-
HOro B xode 6GWOMNCWUW, BbISBNEH aHaNOMMYHbIN BapuaHT
¢.1526G>C B reHe BRAF ¢ fonev BapvaHTHoOro annens 26%.

Ha ocHoBaHWKU NOSly4EHHOW FEHETUYECKOM UHPOPMaALINK
6biN NoATBEPXKAEH AnarHo3 MK, pe6eHKy peKoMeHa0BaHO
[IMHaMU4eCcKoe HabnoaeHne NPodUIbHbIX CNeLUaNIMcToB —
C Y4€eTOM COYEeTaHHOM comaTM4yecKon natonornu. B Bo3pacte
1 roga 7 MecC yCTaHOB/E€Hbl ABYXCTOPOHHAS HEMPOCEHCOP-
Has TyroyxocTb |l cTeneHun, cuHycoBasi apuTMmUS C HacTOTOM
cepaeyHblx CoKpalleHnn 85-142 ya./MuH, NpaBOCTOPOH-
HUW remunapes, nceBgobynbbGapHbIM CUHAPOM. B nocne-
JylolleM B Te4eHne ogHOoro roga Ha doHe BBeaeHus BBUT
pebeHOoK 6bl1 rocnUTanM3nMpoBaH no NoBoAy ABYX 3MW3040B

Ha3odapuHruTa, Tpex cry4yaeB MHEBMOHUU U PeELMAUBUPY-
IOLLMX XaNsi3MOHOB BEPXHEro U HUXHEero BeKk oboux rnas.
KoHUEeHTpaumMm MMMYHOrO6Y/IMHOB KPOBWM B 3TOT nepuofa
OblI HE3HAYUTENbHO CHUXEHbI MW OCTaBanChb B Npeaenax
pedepeHCHbIX 3Ha4YeHun (tadn. 1).

C yyeToM WMMyHoaedULMTa NaUMEHTY MPOBOAMIMUCH
perynsapHble uccnefosaHmMa MeTo4aMu NoaMMepasHon Len-
HOW peakuun u MMyHobEepMeHTHOro aHanusa. B Bospacte
10 mec 6bina obHapyxeHa AHK ageHoBupyca, B 11 mec —
OHK Salmonella enterica, B 1 rog 7 mec — JHK Bupyca
dnuwreiHa — bapp, B 2 roga — PHK puHoBupyca, B 2 roaa
1 mec — [AHK 60okaBupyca YenoBeKa. Bo Bpemsa anu3on0B
MHPEKLMOHHbIX 3ab60n1eBaHNM 3TUOSIOMUIO BO3OYAUTENS YCTa-
HOBWTb He yaanocb. Takke He Oblv BbIiBJEHbl aHTUTENa
K BUPYCYy MMMyHOAeDULMTa YeN0BEKA, YTO MO0 Obl 06bSC-
HUTb NPUYUHY UMMYHOZedULMTa.

MnaHWpoBanocb pacliMpeHHoe uccrnefoBaHWe WMMYHO-
JIOTMYECKOro npodunsa, OgHaKo BO BPEMS JIeYEHUS o4vepes-
HOro anu3oda ABYCTOPOHHEW MOAUCErMEHTApHOM MHEBMO-
HUX NMPUCOEOMHUNCS Cencuc, U pebeHoK norMé B Bo3pacTe
2 net 1 mec. o gaHHbIM ayTonCcun — [ABYCTOPOHHSASE GPOHXO-
NMHEBMOHMUS, IMTIOMEPYUT, NUENoHedPUT, FenaThT, SHTEPOKONMUT,
aKumuaeHTanbHas MHBOMOUMSA TUMyca 3-W CTeneHu, MUeno3
ny/nbnbl CeNe3eHKN, UCTOHYEHUE KOPKOBOIO C/l0A Haano4ey-
HUKOB, OTEK FOJIOBHOrO0 MO3ra, remopparmMyecknuin CUHLPOM.
[o6poKayecTBeHHbIX HOBOOOGpa3oBaHui n 3HO He BbIBNEHO.

BpemeHHas wkana

XPOHONOrMs pa3BUTUSA U KIloYEBbIE COObLITUS 60NE3HU
nauveHTa b. ¢ NUrMEeHTHO-KepPaTOTUYECKUM GaKoMaTO30M
npeacTaBneHbl Ha puc. 3.

OBCYXAEHME

MK asnaetca opdaHHOM natonoruen. Mpu aToM CnexkTp
KIMHWYEeCKMX nposiBneHun NMK® yacto nepekpbiBaeTca Apy-
rMMU reHogepmMaTo3aMu n3 rpynnbl CUHAPOMa anuMaepManb-
HOro HeBYyca, Y4TO 3aTPYAHSET CBOEBPEMEHHYIO NMOCTAHOBKY
onarHo3a. D. Torchia n coaBT. (2023), 0606WMB KAMHKUYE-
CKMe paHHble 95 nauymeHtoB ¢ [MK®P, nokasanu, 4TO HeEBY-
Cbl Yalle pacnonaranucb uncunatepanbHo (71%) u cnesa
(COOTHOLWWEHME HEBYCOB, PACMONOMXKEHHbIX CNeBa U cnpasa,
coctaBmno 1,3). Mpn 3TOM NUHENHbIA HEBYC CallbHbIX XKenes3
floaccoHa, KaK npaBuio, Oblal NOKann3oBaH B KpaHuoda-
umanoHon obnactn (y 88%), a KpanyaTblh NEHTUTMHO3HbIN
HEBYC — B BepxHew 4actu Tynosuwa (y 74%). MNopaxeHne
HUXXHEN YacTu TynoBuLLa OTMeYeHo Y 52% nauueHtos [2].
B Hawem HabnoeHnn oba HeByca TaKKe pacnonaraiucb
B JIEBbIX OTAeNax Tena: JIMHEMHbI HEBYC CalbHbIX XKenes
fpaccoHa — B 06/1aCTM BOMOCUCTOW YacTu FONOBbI, 1ULA,
Len, MeXionaTo4yHon o6nacTv, npeanneybs U KUCTH, a Kpan-
YyaTbliM NEHTUIMHO3HbLIN HEBYC — B 061acTM 6OKOBOM NOBEPX-
HOCTU Ty/0BMLLa.

Ta6nuuya 1. KoHueHTpauMmM UMMYHOr06yIMHOB 3a Nepuos AMHaMUYeCKoro HabntoaeHus

Table 1. Immunoglobulin levels during the dynamic follow-up

UMMYHOrnoGynuHbI 1 rop 8 mec 1roa 10 mec 2ropa 1 mec
IgA, r/n (pedepeHcHble 3HaveHus) 0,48 (0,7-4) | 0,65 (0,15-1,1) 1,03(0,7-4)
18G, r/n (pedepeHcHble 3Ha4yeHns) 5,58 (7-16) | 6,61 (3,4-12,0) 6,88 (7-16) |
IgM, r/n (pedepeHcHble 3HayYeHNs) 0,87 (0,4-2,3) 0,89 (0,45-2,0) 1,01(0,4-2,3)




Puc. 3. XpoHonorus pa3sutna 6one3Hun y naumeHta b. (ykasaHbl K1to4YeBble co6bITUS, NOTpeboBaBLIMe rocnuTanmMsaLmm)
Fig. 3. Disease course in patient B. (key events requiring hospitalization are indicated)

BpoxaeHHas BpoHxuT,

| HazodapuHrut |

JNleTanbHbIN Ucxon

|HHEBMOHMH|

NMHEBMOHMUA HazopapuHrnT

[MHeBMOHMS

| CanbMoHennes |

| Xansi3uoHbl |

|Ha30¢apMHrMT| | MHeBMOHMUSA |

Huctarm,

3MMP, CuHycoBas aputmus,

Mapouene

G469A ~24%

remumnapes TaXnKapaua

BRAF

Kocornasue
XMA — wt
OK30M — wt

[BYXCTOPOHHASA
HenpoceHCopHas TyroyxocTtb

MpumeyaHne. NGS — next generation sequencing (BbICOKONPOU3BOANUTENBHOE CEKBEHUPOBaHKWe); wt — wild type (MyTauuit He 06HapyXeHO);
3MMP — 3agepiKa ncuxoMoTopHoro pa3sutust; N4 — ummyHoaeduumt; MKD — nurmeHTHo-KepaToTuyeckuin pakomatos; XMA — XpOMOCOMHbIH

MWKPOMaTPUYHBIN aHanus.

Note. NGS — next generation sequencing; wt — wild type; PMR (3[1TMP) — psychomotor retardation; ID (M[l) — immunodeficiency;
PPK (MK®) — phacomatosis pigmentokeratotica; CMA (XMA) — chromosomal microarray.

CornacHo gaHHbiM D. Torchia n coaBT., BHEKOXHbIE MpoO-
ABJIEHNS BK/OYaIN B cebsi CKeneTHble HapylweHus (45%),
B TOM 4ucnie paxuT (26%), NaTonoruio HepBHOM (B TOM 4Yucne
3NUNENCUA U CTPYKTYpHble WM3MEHEHWSI TONIOBHOIO MoO3ra
y 42%) wn cepaedvHo-cocyancTton (6%) cucteM, aHOManuu
opraHoB 3peHus (6%). 3HO 6binun BbisBNEeHbl Y 11% nauu-
eHToB. [lpn atoM 24% 60MbHbLIX HE WUMENN BHEKOXKHOro
nopaxkeHus [2]. Y Hallero nauuneHTa 6biiM AMarHOCTMPOBaHbI
dapMaKope3nCTEHTHas AMUMENCHUS, a TaKXKe OpraHu4yecKoe
nopaKeHne rofIoBHOro Mo3ra, 4To AOBOJIbHO 4acTo Habsto-
faetcs npu MNK®. Kpome T0ro, 66111 BbiiBNEHbI CXOASLLEECS
Kocornasme M HuUCTarM — TaKKe TUMUYHble MPOSIBAEHMSA
Mo3aunyHbix PAConatuit. OaHako npw MKD 3putenbHble Hapy-
LIEHMSA BCTPEYaloTCs pellko, a Kocorfiasme M HUCTarMm paHee
He 6blIM ONUCaHbI.

B nutepatype, HACKONbKO HaM M3BECTHO, HET HWU OHOIO
YNOMUHaHUA 06 UMMYHOAEDULMUTHBIX COCTOSAHMUAX Y NaLMneH-
T0B C K®. Y onncaHHOro HaMu nauueHTa 3a 2 roga *Kms-
HWM OTMEYEHbl EXeMecCaYHble pecnupaTopHble MHOEKLMH,
a TakxKe 4 anu3oga HasodapuHrnTa, caibMOHEN1e3, YacTble
Xanss3MoHbl 060MX rMa3 1 6 aNM3040B NHEBMOHMM (BKIOYas
BPOXAEHHYIO), OAMH U3 KOTOPbIX NpuUBEN K rubenu pebeHka.
Beenenne BBUI nuwb He3HauynTeNbHO MOBAMANO Ha Tede-
HWe MMMyHoaeduMLHMTa.

Mpu aHanuM3e paHee onybMKOBaHHbLIX CBEAEHWUI B 60/b-
LUMHCTBE cnyyYaeB avarHos MK 6bin BbiCTaBlEH Ha OCHO-
B€ K/IMHUYECKMX MPOSIBNIEHNN, FEHETUYECKas BepndUKaums
[AvarHo3a BblnosiHeHa y 16 nauneHToB (Tabh. 2). Y 601bLWnH-
CTBa NauneHToB 06HapY*KeHbl NaToreHHble BapuaHTbl B reHe
HRAS (13 nauueHToB), Hanbonee pacnpocTpaHeHHbI Bapu-
aHT — ¢.37G>C — onucaH y 8 (50%). MaToreHHble Bap1aHTbl
o6HapyXeHbl B reHax KRAS (n = 1) u BRAF (n = 2) (TpeTun
NauueHT ¢ naToreHHbIM BapuaHToM B reHe BRAF — nipea-
CTaBNEHHOE HaMU KIIMHUYECKOE HaboaeHre). Y Bcex nauu-
€HTOB C naToreHHbIMW BapuaHTamu reHa BRAF (3 cnyyas)
OTMeYeHbl HeBponornyeckne HapyweHus. Mpu atom 3HO

He AWarHoCTUMPOBaNUCb HU y 0HOro 60onbHOro. B To Bpems
KaK cpeauM MauMeHToB C MaToreHHbIMKM BapuaHTaMu reHa
HRAS 3HO 6binu BbiSBNiEHbl Y 46% (6/13) 60/bHbIX. TeM He
MeHee, CTaTUCTUYECKM 3HAUYNMbIE TeHOTUN-PEHOTUNNYECKHNE
KOppensaunun yCTaHOBUTb He yaanocb BBUAY HELOCTAaTOYHOIO
KO/M4yecTBa NaLUMeHTOB B UCCelyeMOon BbIOOPKe.
ComaTnyeckn BapuaHT ¢.1526G>C (¢.1406G>C) B reHe
BRAF onucaH npuv MHOIMX Heomnnasusix, BKIYasa neguat-
puyeckme onyxonu LUHC [34], menaHomy [35], pak nerko-
ro [36]. OgHako B 6a3ax [AaHHbIX OTKPbLITOrO AOCTyna HeT
HW OAHOr0 YNOMMWHAaHWA 3TOro BapuaHTa, acCouMUpoBaH-
HOIO C HacneiCTBEHHbIMU WM MO3aW4yHbIMKU CUHLPOMaMM.
B onucaHHOM HaMW cnydyae MOSEKYNSPHO-TEHETUYECKUM
aHanun3 OblS1 BbINOMHEH B [ABYX HE3aBUCHMbIX 1abopaTopusix.
B Tpex uccnepoBaHHbIX 06pa3uax (TMHEWHbIM HEBYC callb-
HbIX Xene3 faccoHa neBOon BMCOYHOM 06/1aCTU U NIEBOrO
npeanneybs, KpanyaTblh NEHTUIMHO3HbIM HEBYC OGOKOBOW
NMOBEPXHOCTU TynoBULWE cneBa) 6bil1 MaeHTUbULMpPOBaH
BapuaHT ¢.1526G>C B reHe BRAF ¢ pgonen BapuaHTHOro
annensa 20, 26 n 24% cooTBeTCTBEHHO. [1pn 3TOM aHanu3
BK/toYan B ce65 415 reHoB, ¥ HU B OA4HOM U3 HUX, 3a UCKIIO-
yeHnem BRAF, He 6blnn BbiSiBAEHbI NATOreHHbIe BapuUaHThbl.
[TONIHO3K30MHOE CEKBEHUMPOBAHWE HEe BbIABWUIO MaToreH-
HbIX KIIMHUYECKM 3HaYUMMbIX BapMaHTOB, aCCOLMMPOBAHHbIX
C NepBUYHBIM UMMYHOLebuMUMTOM. B nutepaType BCTpeyatoT-
CSl OMUCaHUA UMMYHONOIMYECKMX HapyLEHUM Yy NaLneHTOB
C KapanodaluMOKOXKHbIM CUHOAPOMOM W FepMWHaNbHbIMU
BapuaHTaMmu B reHe BRAF [37], ofHaKO MO3au4Hble cly4an
[JaHHOro cuHApoMa B COYeTaHUMU C UMMYHOAeDULIUTOM He
onucaHbl. CnegoBaTenbHO, BIMAHWME MO3aWYHbIX BapuaHToB
B reHe BRAF Ha pa3BUTUE MMMYHOIOTMYECKUX HapyLLUEHWH
ocTaeTcs NpeaAMeToOM Ans AUCKYCCUK v TpebyeT AanbHeNnLero
N3YYEHUS MPU BbISBIEHWM aHANOMMYHbIX CllyYaeB.
MaumeHnTbl ¢ MK, asnawowmMmca reHogepmaTo3oM M3
rpynnbl CUHAPOMa 3nuaepmasnbHOro HeByca (BMeCTe C CUH-
apomom LnmmenbneHHuHra — ®enepwTteiHa — Mwumca,
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CMHAPOMOM KOMEAOHOBOro HeByca, HeBycoM bekepa, CuH-
ApoMom BonocaTtoro Heyca, CHILD-cvMHapoMOM, CUHAPO-
MoM lapcus — XadHepa — Xannna, cuHapomom [lpoTes,
SCALP-cuHapom [38-40]), oo maHudecTauMn NeHTUrMHO3-
HOro HeByca MOryT HabnioaatbCs C APYrMM AUarHO30M.
[eHeTUYeCcKoe TecTMpoBaHWe TKaHEN HEBYCa U KOHTPOJIbHOE
ncenegoBaHue 340pPOBbIX TKaHEW (KPOBb, YYaCTKM Hemno-
pPaXEeHHOW KOXMW) NO3BONSAET YMEHbLWUTb AnddepeHumanb-
HO-AMArHOCTMYECKMI psa npeanonaraeMblx 3aboneBaHWn,
OHaKo fanbHenllas AMarHoCcTKa OCHOBbLIBAETCA Ha cneuu-
dUYECKON KNMHUYECKON KapTUHE, 4TO TPebyeT KOMMIEKCHO-
ro o6¢cnefoBaHUs NauuMeHToB.

3AK/TIIOMEHME

Y4uTbiBas HU3KYO OCBEAOMIEHHOCTb Bpavemn-KIMHULMC-
TOB O MO3auyHblx opdaHHbIX reHogepmarosax, onucaHue
NOAOGHbLIX KIMHUYECKUX CyYaeB B COYETAHUU C COBPEMEH-
HbIMW IMTEPATYPHbIMU AAHHBIMU ABASETCH KpalHe BaXKHbIM
ANs NOHOLEHHOro o6cnefoBaHMa MauMeEHTOB M CBOEBpeE-
MEHHOW KOpPPEKLMUU CONYTCTBYIOLMX HapylweHun. BHeapeHune
nporpamMmmbl FTEHETUHECKON ANArHOCTUKU BPOMKAEHHbLIX 3MU-
AepMasbHbIX HEBYCOB (MepBbIM CUMNTOM 3aboneBaHUn U3
rpynnbl CMHAPOMa 3nuaepManbHOro HeByca) MO3BONSET
YCT@HOBUTb MO3aW4HbI XapaKTep nopaxeHusa u npeano-
NIOXWTb AMarHo3 A0 Pa3BMTUS OCHOBHbLIX KIIMHUYECKMUX MPO-
aBneHun. MNpK Nogo3peHMn Ha MO3auyHble reHogepmaTo-
3bl FTEHETUYECKOE MCCNeoBaHUE HEOBXOAMMO NPOBECTU Ha
MaTtepuasne noparKeHHbIX TKaHen (HEBYCbl, OMyXOIn — Mpwu
HanuMyuK), B TO BPEMS KaK pyTUHHOe uccnepgoBaHue OHK
NMMGOLIMTOB BEHO3HOM KPOBU HEMHPOPMATUBHO.

WHO®OPMUPOBAHHOE COIIACUE

OT 3aKOHHOro NpeacTaBUTENs NauMeHTa (MaTtepu) nony-
4YeHO NMMCbMEeHHOoe MHGOPMUPOBaHHOE OOGPOBOJIbHOE Corna-
cuve Ha nyénuKaumio pesynbtaToB 06cneaoBaHus, nevyeHus,
a Takxke doToMaTtepranoB naumeHTa (4aTa MNoANUCaHUS:
21.08.2025).

INFORMED CONSENT

Patient’s legal representative (mother) has signed written
informed voluntary consent on the publication of diagnosis
and management results, and patient’s photos (signed on
21.08.2025).

UCTOYHUK ®DUHAHCUPOBAHUA
OtcyTCcTBYET.
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Not specified.
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NMPUNOXEHUE
Cnuncok uccnefoBaHHbIX reHoB
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CTNNA1, CTNNB1, CTR9, CYLD, DDB2, DDR2, DDX3X, DDX41, DEK, DGKE, DICER1, DIS3L, DIS3L2, DKC1, DNMT3A, DPYD,
EED, EGFR, EML4, ENO2, EP300, EPCAM, EPHA3, EPHA7, ERBB2, ERBB3, ERBB4, ERCC1, ERCC2, ERCC3, ERCC4, ERCCS5,
ERG, ESR1, ETV1, ETV4, ETV6, EXO1, EZH2, FAH, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL,
FANCM, FAS, FAT4, FBXW7, FGFR1, FGFR2, FGFR3, FH, FIBP, FLCN, FLT1, FLT3, FLT4, FN1, FOXE1, FOX01, FOXO3, G6PC,
G6PD, GALNT12, GALNT14, GATA1, GATA2, GATA3, GBE1, GDNF, GNA11, GNAQ, GNAS, GPC3, GPC4, GRIN2A, GUCY1A2,
GYS2, HABP2, HDACY, HIF1A, HLF, HNF1A, HRAS, IDH1, IDH2, IGF1R, IGF2, IGF2R, IKBKB, IKBKE, IKZF1, IL2, IL21R, IL6ST,
IL7R, IRF4, IRS2, ITGA9, ITGB3, JAK1, JAK2, JAK3, JUN, KDM1A, KDM5C, KDM6A, KDR, KEAP1, KIF1B, KIT, KMT2A, KMT2C,
KMT2D, KNL1, KRAS, LAMB2, LCK, LEO1, LIFR, LMO1, LPP, LRP1B, LZTR1, MAD2L2, MAGEA1, MAGI1, MALT1, MAP2K1,
MAP2K2, MARK1, MARK4, MAX, MC1R, MCL1, MDM2, MDM4, MEN1, MET, MITF, MLH1, MLLT10, MN1, MNX1, MPL,
MRE11, MSH2, MSH3, MSH6, MTOR, MUTYH, MYB, MYC, MYCN, MYD88, MYH11, MYH9, NAB2, NBN, NCOA1, NCOA2, NF1,
NF2, NFE2L2, NFIX, NFKB1, NFKB2, NHP2, NIN, NKX2-1, NLRP1, NOP10, NOTCH1, NOTCH2, NOTCH3, NPM1, NRAS, NSD1,
NSD2, NSUN2, NTHL1, NTRK1, NTRK3, NUMA1, NUP214, NUP98, OCA2, PAF1, PALB2, PARP1, PAX3, PAX5, PBRM1, PBX1,
PDGFB, PDGFRA, PDGFRB, PHOX2B, PIK3C2B, PIK3CA, PIK3CG, PIM1, PKHD1, PLAG1, PLEKHGS, PML, PMS1, PMS2, POLD1,
POLE, POLH, POT1, POU5F1, POU6F2, PPARG, PPM1D, PPOX, PPP2R1A, PPP6C, PRDM1, PREX2, PRF1, PRKAR1A, PRKDC,
PSIP1, PTCH1, PTCH2, PTEN, PTPN11, PTPRD, PTPRT, RAC1, RAD50, RAD51, RAD51C, RAF1, RALGDS, RARA, RASA1, RB1,
RBMS8A, RECQL4, REST, RET, RFT1, RHBDF2, RINT1, RIT1, RNF2, ROS1, RPL11, RPL15, RPL26, RPL35A, RPL5, RPS10,
RPS17, RPS19, RPS24, RPS26, RPS7, RTEL1, RUNX1, RUNX1T1, SAMD9, SBDS, SDHA, SDHAF2, SDHB, SDHC, SDHD,
SEPT9, SETBP1, SETD2, SF3B1, SGK1, SH2B3, SH2D1A, SHOC2, SLC45A2, SLX4, SMAD2, SMAD4, SMARCA4, SMARCB1,
SMARCE1, SMO, SMUG1, SOS1, SOS2, SOX11, SPINK1, SPRED1, SPRTN, SRC, SSX1, STK11, SUFU, SUZ12, SYK, SYNE1,
TAF1, TAF1L, TAL1, TCF3, TCL1A, TEK, TERF2, TERT, TET1, TET2, TFE3, TGFBR2, THBS1, TIMP3, TLR4, TLX1, TMEM127,
TNFAIP3, TNFRSF14, TOP1, TOP3A, TP53, TP53BP1, TPR, TRIM24, TRIM28, TRIM33, TRIM37, TSC1, TSC2, TYK2, TYRP1,
U2AF1, UBE2T, VHL, WAS, WRAP53, WRN, WT1, XPA, XPC, XPO1, XRCC2, ZBTB20, ZNF384.
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