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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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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.

Keywords: epidermolysis bullosa, dystrophic epidermolysis bullosa, pathological fibrosis, contractions, pseudosyndactylies, TGF-3,
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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OpuruHanbHas cTaTbs

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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