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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.
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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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