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Bposcoennuwiii 6ynnesnuiii snudepmonus (BB3) — epynna msncenvix eenemuueckux 3abonesanuii. Taxecmov B6I
3asucum om ezo GopmvL U XAPaAKMepusyemcs HenpepviHo peUuoUsUPYIOUUM meveHuem. JlanHvie o maxcecmu
¢popm BB3I 6 Poccuiickoii Pedepavuu pasposHervl. B cmamve npusedervl knuHuueckue c6e0eHUs maxecmu
BB3 y demeti 6 P, ocHosarHvle Ha 0aHHbix «Pezucmpa eenemuveckux u 0py2ux peoxux 3a6onesanuii»,
C030aHH020 COBMECTHO ¢ bnazomeopumenvHuim Porndom «emu-6abouxu» npu gurarcosoti noodepuxe Ponoa
Npe3uOeHMCKUX 2PAHINO8.

Llenv uccnedosanus — usyuumo KnuHuveckue xapaxmepucmuxu demeti ¢ BB e Poccuiickoii Pedepavuu

¢ ucnonv3osanuem bupmuneemckozo unoexca msxcecmu BE3 (Birmingham Epidermolysis Bullosa Severityscore,
BEBS).

Mamepuan u memoouvi. [IposedeHo pempocnekmueHoe 00HOMOMeHMHOe Uccnedosarue msxecmu BB y demeil
€ KAUHUYECKUM OUAZHO30M «B8PONOeHHbIL Oyne3HbLi Inudepmonus» (nobas popma) é so3pacme om 0 do 18 nem,
POHOeHHbIX U npoxusarouux Ha meppumopuu PO u umerowsux epaxoarncmeo PP, ¢ ucnonvsosarnuem BEBS
nocpedcmeom «Pezucmpa eenemuueckux u 0pyzux peOkux 3abonesanuii» 6nazomeopumenvHozo gonoa «emu-
6ab6ouku».

Pesynvmamuvt. ITo cocmoanuio Ha 01.07.2024 ¢. 8 Poccutickoii Pedepayuu 6 coomeemcmeu ¢ 0aHHbIMU
HAUUOHANILHORO peeucmpa Hacuumuviéaemcs 491 pebenok ¢ BEO. Haubonee 8vbicokuii cpedHuil nokasamenn
unoexca BEBS y nayuenmos ommeuaemcs 6 cnedyrousux peeuorax: 6 Ceseproti Ocemuu — Ananuu, Opnosckoii,
Pasancxoti, Ilensenckoii o6nacmsax u Kpacnospckom kpae. Haubonee nusxuii cpednuii noxazamenv unoexca
BEBS ommeuen 6 Apocnasckoti, Hoseopoockoii, Acmpaxamnckotii obnacmsx, a makice 6 Yysauickoii Pecnybnuke
u Xaxacuu. Ileped nposederuem ouerku BEBS 6ce navyuenmut 6vinu pasdeneHvl Ha namo epynn (C0enacHo
obwenpunamotl epadayuu demeti no sozpacmy): I epynna — om 0 00 00H020 2004, II 2pynna — om 00Hoz0 200a

0o 08yx nem 11 mecsues 29 oneii, 111 epynna — om mpex 0o wecmu nem 11 mecsyes 29 oneit, IV epynna — om cemu
0o 11 nem 11 mecsyes 29 oneit, V epynna — om 12 do 17 nem 11 mecsyes 29 OHeil.

Haubonvuwuti unoexc BEBS ommeuen 8 603pacmmoii epynne y demeti om 12 0o 17 nem 11 mecaues 29 oHeti

u cocmasun 24,06 + 18,83 (Me 22,3 [5,84; 41]), oanee cnedosana epynna I c unoexcom BEBS 17,95 + 8,42 (Me
19,81 [10,9; 21,9]). B epynne y demeti om mpex nem 00 wiecmu nem 11 mecsaues 29 OHeli u epynne om cemu 00

11 nem 11 mecsaues 29 oHeti unoexcot BEBS 6vinu npumepHo oounaxoswt u cocmasnsanu 14,98 + 13,15 (Me 9,25
[4,55; 25,5]) u 14,62 + 13,37 (Me 9,5 [4,25; 23,68]) coomsemcmsernHo. Haumernvuiuii nokazamenv uHoexca BEBS
ommeteH 8 603pAcMHOL Kamezopuu y Oemeii 6 803pactie om 00H020 200a 00 08yx nem 11 mecaues 29 oHeti —
11,99 + 8,54 (Me 11 [6,06; 17,81]).
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Ilokasamenv BEBS 6 spynne nayuenmos ¢ oucmpoguueckoii popmoti BEI npesviuian 46 6annos
(cpeonee 3nauerue — 23,36 + 16,20) u coomeemcmeosasn msmxcenomy me4eHuro 3a60/1e6aHUS.

B epynne ¢ nozpanuunoii popmoit B53 undexc BEBS He npesviuan 45 6annos (cpeoree

3HauveHue — 15,23 + 11,08) u coomeemcmeosan cpedHemsncesomy meueHuo 3a601e6aHUS.

B epynnax ¢ npocmoii popmoti BBO u curnopomom Kunonep ouenxa BEBS coomeemcmeosana
JIe2KOMY medeHuro 3a60/1e6aHUs, cpedHee 3HaueHue uHoekca — 7,4 + 7,42 u 8,75 + 5,82

coomsemcmeeHHO.

3axmouenue. [lannvie o pacnpedenenuu BEBS 6 PO datom npedcmasnerue o msaicecmu
3a0071€6aHUS 6 PA3TUUHBLX pecuoHax P®, umo nossongem nepcoruguyuposams naaHuposarue
005eM06 0KA3AHUSL MEOUUUHCKOTE NOMOUAU U Mep COUUANLHOL no0depxku nayuenmam ¢ BbI

8 PO.

Kniouesvie cnosa: sposxcoennuiii Oynne3nuiti snudepmonus, bupmunzemckuii unoexc msiecmu

6y/n171e3H020 INUOEPMONU3A, OemU.

BBepnenue

Bpoxpennslit 6ynnesHslit snugepmonnus (B6I) -
3TO reTeporeHHas IPYIIa reHOepPMaTO30B, KIMHMYe-
CKVM IIPOSIB/ICH)EM KOTOPBIX sABIAETCS 06pasoBaHue
Iy3bIpelt 1 9pO3MIT Ha KOXKe ¥ CIIUSUCTBIX 000/I09Kax
B OTBET Ha MeXaHUYecKoe, pU3ndecKoe WM XuMude-
CKOe BO3JelICTBME, B TOM YJCJIe CIIOHTAaHHOE UX II0-
asneHne. KnnHnyeckne npusHaku 3ab6oneBaHns mpo-
ABNAIOTCA C POKIAEHUA VIN B IIepBble MeCAIbl KU3HU
pebenka. [Tpunsaro knaccudunuposars BB Ha veTsI-
pe ocHOBHBIE (OPMBL: IPOCTON OY/JIe3HBIN SNMAep-
monus (IIB3), morpannynasa dopma BED (IIrpb3),
puctpoduuecknit BED (IB3) n cunppom Kunpnep
[1, 2]. TaxecTp 3abonmeBanus 3aBuUcKT OT popmbl BB3,
HO XapaKTepU3yeTCs HEeNPEePhIBHO PelUIVBUPYIOLUM
teuenneM. K nHambonee tsokensiMm GpopMaM OTHOCST
IIrpb3, peneccusHbil Tun Jb3 u HekoTopble pef-
kue popmsl IIBS. B 6onblIMHCTBe CyYaeB HACTYIIaeT
SMMUTENN3ALUNS IPO3UBHBIX IOBEPXHOCTEN ¢ YOPMUPO-
BaHMeM PyOI[OBOII TKaHM, IPUBOAIIIEN K PyOL0BOIl
aJoIel MM, a TaKXKe K HapyILIeHUI0 QYHKIIVMOHATbHON
aKTMBHOCTH, HATIpMMep MOsBI€HNIO NICeBJOCHH/IAKTH -
JIMI ¥ KOHTPAKTYP, @ TAaKXKe TM3UCY HOITeBBIX IVIACTUH
(amaHr BepXHMX U HIDKHUX KOHEYHOCTel, MUKPOCTO-
MUM, aHKWIOITIOCCUM, PYOI[0BOIL feopMaruy anyca,
YTO NPUBOAUT K 3HAYMMOMY OTPAaHUYEHUIO CAMOOO-
cnyxuBaHuA. 3aboneBaHue XapaKTepU3yeTcsa TaKXkKe
MYIbTUCUCTEMHOCTBI0 OPAKEHUA IPYTUX OPTAaHOB
U CUCTEM, YTO KIMHUYECKM MOXET IPOSAB/TCA Oel-
KOBO-9HEPreTU4Y€eCKOi HEeJOCTAaTOYHOCTDIO, aHEMMUETL,
HapyLIeH)eM CO CTOPOHBI CepAlla M IOo4YeK, OpTraHOB
3peHns u cnyxa. Heob6xomumo Takxe MpOBOAUTb MO-
HUTOPUHT JJINTEIbHO He3a)KMBAIOWINX 3PO3UIL M/UIn
sI3B Ha IpefMeT MaJNTHU3ALNY, YTO B OOJIBIIEIT CTe-
IeHY XapaKTepHO ANA peleccuBHON dopmbl b3 u,
II0 JaHHBIM 3apy0e>XHBIX aBTOPOB, B 90% cy4aes Ipu-
BOJUT K JIETa/IbHOMY MCXOZY Y JaHHOJ TPYIIIbI MaIy-
€HTOB BC/IE[ICTBJE Pa3BUTUA BBHICOKOMETACTATIYECKO-
r'O IJIOCKOKJIETOYHOTO paKa Koxu [2, 3].

Ha cerogHAIIHNII TeHb OTHMM U3 OCHOBHBIX METOOB
K/IIHUYECKOII OLIeHKM TSDKeCTHU 3a00J/IeBaHuUA AB/AETCS

[lepMaToBeHeponorus u 1epMaTokoCMeTonorus

BupMyHreMcKuit MHAEKC TSDKeCTH Gy/IIesHOro smupiep-
momu3a (Birmingham Epidermolysis Bullosa Severity
score, BEBS), KOTOpBIiI II03BO/IAET OLEHUTb PaCIpo-
CTPaHEHHOCTb U TSXKECTb KOXXHOTO IIPOIlecca, CTelleHb
MIOPaYKEeHVsI CIM3UCTBIX 060I0UY€EK, M3MEHEHNIsI KOHEYHO-
CTelf ¢ Hopa)keHMeM HOTTEBBIX IVTACTVH, Pa3BUTIEM KOH-
TPaKTyp U NCeBJOCUHAKTIINIA, PACIPOCTPAHEHHOCTD
PyO1I0BOII amomeryuy, a TaKXKe OLIEHUTh PUCK Pa3BUTHS
IUIOCKOK/IETOYHOT'O PaKa KOXXM M COCTOSIHME IIMUTaHUSA
nanyenTa (puc. 1) [4]. Ipagauus tsxectu tedyenns BB
omperensaercs 1o cymme 6asios mkanst BEBS: 0-20 6a-
JIOB — JIeTKas CTeNeHb TKeCTH, 21-45 6anioB — cpenHas
CTeIeHb TSKECTH, Oosiee 46 6aIIOB — TSXKEIAask CTENEHb
TSDKECTIL.

Kak rmokaspIBaloT MHOTHE CPaBHUTE/IbHbIE MICC/IefOBa-
Hus, BEBS ABnseTca MOIIHBIM M HafIeXXHBIM MHCTPY-
MEHTOM J COOTBETCTBYeT OONBIIMHCTBY TpeboBa-
HUIT CIIENMANUCTOB /i HpodecCuoHaNbHO OLleHKN
B KIMHIYECKOI IpakTuke [5-9]. B vacTtHoCTH, OH 6BI-
CTPBIi U IPOCTON B UCIO/NTb30BAHNN U pacdyeTe U He
TpebyeT cnenanbHOTro 060PyLOBaHNSA NIV aHA/TN30B
KpPOBMU U €T0 MOXXHO NPUMEHATDh KO BceM Tunam BbO
B mo6oM Bospacrte [4] (Tabm. 1).

C 2019 r. 6marorBoputenbHbIM GoHAOM «[leTn-6a604-
Kkv» nipu $uHaHCOBOI mopzepkke DoHpa mpe3neHT-
CKMX TPaHTOB ObII paspaboTaH u 3amylueH «Peructp re-
HETUYeCKUX M APYIUX pefKuX 3ab0ieBaHui», B KOTOPOM
uMeeTCs feTanbHas MHPOPMALVs O BCeX MOFOMEYHBIX
6/1aroTBOpUTENIBHOTO (POHAA, GOTIBIIIAS YACTb 13 KOTOPBIX
meTw, ctpaganomye BE3. C ydeTom Toro, 4To panee K-
HITY9ecKme 0cobeHHOCTN Y feTelt ¢ BEO He 6B M3ydeHbl,
HWMN perckoit nepmatonornu GIAY «HMUILI sgopoBba
metei» Muusnpasa Poccun coBMECTHO ¢ 671ar0TBOPHTENb-
HbIM (poHOoM «[leTn-6a604KI» GBUTO IPUHATO PeleHe
0 TIPOBEJICHNUM VICCTIEIOBAHMS TI0 OL[eHKe CTETIeHN TSDKeCTHU
ieTell C BpOXKIeHHBIM Oy/UIe3HBIM SMIePMOIU30M.

Lenv uccnedosanus — U3y4UTb KIMHUYECKIE XapaKTe-
PUCTHKM TeTeil ¢ BPOXKAEHHBIM Oy//Ie3HBIM 3MIAEPMO-
nu3oM B Poccuiickoit Pepfepanun ¢ UCNOIb30BAHUEM
BupMuHreMcKOro MHAEKCa TsSKECTU Oy/IIe3HOTO 3IN-
IepMonmsa.
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Tabnuya 1. Bupmunzemckuil unoexc msxecmu 0ynne3Hozo snudepmonusa (adanmuposano us [4])

(017 (OB :0187053: & ¥ VTRt JJaTa POKIACHMA. ..euvviviniiiiiiiiiiiiiieen,
@opMaBBO......oooo JJaTa OCMOTPA.....uvvininiiiiiiiiiii
ITapameTpsl OneHka napaMeTpoB MaxkcumanbHo  PakTmyeckue
BO3MOXKHBI 6ansr
6ann manMeHTa
Hortn Iloreps HorTel! + 4 5
Iucrpodus Horrelt + 8
Ouaryu nmopaxeHus 1/2 x % nopakeHus KOXU: ITy3bIPU, 3pO3UM, KOPKH, 3a>KMBaIOIME OYary, 50
apuTeMa, aTpodudeckue pyOIbl, He yYUTBIBACTCA AUCIUTMEHTALNA U XOPOILIO
3a)XMBILNE PYOLIbI
ITonocts pra 0 — cnusucThie He MOPaXKeHbI 5
1 - pemKkue IIy3bIpy/3po3un
Draza 2 — JacThble Iy3pIpu 5
TopTans 3 - mepcucTUpYyIOIMe CUMIITOMBI, PaHHNE CTPYKTYPHbIE aHOMAa/IUN 5
P 4 - yMepeHHbIE CTPYKTYpHbIE aHOMA/INN
[uweson 5 — TsDKeJIble CTPYKTYpHbIe aHOMamy (CM. HIDKe [leTa/In3anuio 6aos 5
IUIA KXJOTO y4acTKa)
Py61pI Ha KOXe KICTeit 0 - HeT py6LeBaHMT 5
1 — MuwIMyMBl u/vmu arpodudeckue pyorbt
2 — MMeIoNIMecs KOHTPAKTYPBI UM MEXIIa/bIleBble CpallieHNs
3 — ABHbIe KOHTPAKTYPbI UM IPOKCUMA/IbHbIE CPallleHNA
4 - mexpy 3 o 5
5 — cMAHME BCeX NafblieB B BUJE BaPEeXKN
Pak xoxxu (mmockokneroynass — KommyecTBo 3/710Ka4eCTBEHHBIX 04aroB 5
KapIHOMa) +1 /14 MeTacTa3oB B JIOKaJIbHbIE/periOHaIbHbIE TMMQOY3/IbI
+2 [/Is1 OTHA/IEHHBIX METACTa30B, (MaKCUMyM 5 6ajIoB)
XpoHMYecKne A3Bbl 0 — ner 5
HabmomaoTcs 6onee 6/12 mec. 1 - < 1% noBepxHocTy Koxu (1 % — pasmep nagoHmn)
2-1-2%
3-2-5%
4-5-10%
5->10%
Py6rioBast anomnenus 0 —anonenus OoTCyTCTBYeT 5
BcrefcTBre bO 1 - mopakeHne 1-19 % BOIOCUCTOM YaCTV KOXKXU TOTOBBI
2-20-39%%
3-40-59%
4-60-79%
5-80-100%
HemocTtaTouyHOCTD MUTAHMA 0 -5 (rme 0 — HOpMa 1 5 — KaxeKCcust) 5
O61ee KomyecTBO 6a/NIIOB 100
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Marepuan n metopbl

IIpoBeneHo peTpOCHEKTUBHOE ONHOMOMEHTHOE
uccnegoBanue Ha 6asze HUU pmerckoit mepmaro-
norun O®IrAY «HMUII 3popoBbsa meTeit» MwuH-
3ppaBa Poccun coBMecTHO ¢ 671arOTBOPUTENBHBIM
doupmom «IeTn-6a6ouku». B uccnenosanme 6v11u
BK/IIOYEHBbl BCe 3aperUCTpUpOBaHHbIe AeTu ¢ BB
Ha 01.07.2024 r. OT popuTeneit u geTelt ObIIN TONY-
4eHbl MHPOPMUPOBAHHbIE TUCbMEHHbIE COTTACKS
IJISL YYacTUSA B UCCIIeJOBAHNY C IOAPOOHBIM OIMUCa-
HMEM MCCTIe/JOBAHNS.

Kpurepun BKIIOUEHMA: IeTU C KIMHUYECKMM JMAaTHO-
30M «BpOXX/I€HHBIIT Oy/I/Ie3HbIIT anugepmMonus» (mobas
¢dopma) B Bo3pacte oT 0 Ko 18 j1eT, poXKIeHHbIe 1 IIPO-
>KMBaomue Ha Teppurtopun Poccuiickoit enepanun
U ¥IMeolue rpaxkiancTBo PO.

Kpurepun HeBx/ItoueHM: aneHTs! ¢ BB crapie 18 ner.
CraTucTUYecKnit aHAIN3 HPOBOAVIN IPY IOMOLIN
s3bIKa IporpamMmupoBanus Python u BcTpoeHHbIX 6u-
6nmotek Pandas (s onmepanuit ¢ YMCIOBBIMU TaO/N-
namu), NumPy (mna maTemMaTudecknx BBIYUCIICHMIL),
scipy (mns BBIIOMHEHMS CTaTUCTUYECKUX PacyeToB),
matplotlib, seaborn (06e 6ubMMOTEKN UCIIONBIYIOTCA
I BU3Yanu3alMiu JaHHBIX). [JaHHBIE MCIIOMb30BAIN
B BUJje CpegHero apnpMeTnIecKoro 3HadeHns (mean)
CO CpeJHEKBA[IpaTMYHBIM OTK/IOHEHMEM U KBapTUIEN 25
u 75% [Q1; Q3] mis mepeMeHHBIX C HOPMaAbHBIM pac-
npeneneHueM. [J7is mepeMeHHBIX, pacipefeneHne KOoTo-
PBIX OTINYAIOCh OT HOPMaIbHOTO, JaHHbIE OMVCHIBAIIN
B Bujie MenuaHbl (Me) u npouentuei (25 u 75%).

Pa6oTa BpIONTHEHA B paMKax Hay4HOI TeMbl « KnnHmuko-
SMUIEMUOTIOTNYECKIE XaPAKTEPUCTUKIU BPOXK/JEHHOTO
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Oy/1esHoro snmpepMonusa y gereit B Poccmiickoir ®epe-
pauum». ViccnemoBanne ofo6peHo JIokanbHbIM He3aBU-
cuMbIM aTideckuM komurerom HMMUII spopoBba meteir
(mporokon 3acemanus Nel ot 01.02.2024). Bce manHbIe
MALMEHTOB ObUIM AHOHVMU3MPOBAHBI.

Bce manueHTsl 6bIIM HOApa3feneHsl Ha MATH TPYIII
(cornmacHo 06IIeNnpMHATON Tpajanuy feTei Io BO3-
pacty): I rpynna - ot 0 go ogHoro ropga, II rpynma -
OT OJIHOIO rofia o ABYX neT 11 mecAunes 29 pHei,
III rpynma - oT Tpex 1o mectu neT 11 MecAnes 29 fHe,
IV rpynna - ot cemu go 11 ner 11 Mecsanes 29 guei,
V rpynna - ot 12 net no 17 net 11 mMecsAues 29 gHell.

Pesynbratbl

B Hame mccnemoBanme 6bi1 BKIo4eH 491 pebeHOK
¢ BB, cormacHo manHbIM peructpa Ha 01.07.2024. Cpep-
HUI BO3pACT meTent cocrtasun 8,14 + 4,97, us Hux 255
(51,9%) manpumkoB (cpemuuit Bospact 7,85 £ 5,07), 236
(48,1%) meBouexk (cpemuuit Bospact 8,46 + 4,86). len-
HepHBIe XapaKTePUCTUKIU: COOTHOIIEHNE MajbyiKOB
u neBodek cocrabisier 1,08:1. JlaHHbBIe TOKa3aTeMn Co-
OTHOCATCS CO CBeAEHMAMM 3apyOeXKHBIX ITyOmMKanmii,
OCHOBAHHBIX Ha JaHHBIX HAalVIOHAJIbHBIX PErUCTPOB
[10]. IIpn mopmcyeTe maIeHTOB OTHOCUTENBHO GOpM
BB3 6orblile BCcero ManyeHTOB BBISBIEHO C AUCTPO-
¢dudeckoit popmoit BbD - 261 naumenr, ¢ II6D - 191
MalyeHT, KonudecTBo feteli ¢ IIrpbd cocrasumno 31 ma-
1ueHT u 8 4enmoBek ¢ cuHppomoMm Kunnnep. Hanbonee
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MHOTOYMC/IEHHBIM PETMOHOM II0 PacIpOCTPaHEHHOCTH
BE3 okazanacek Pecriy6mka [larectas, B KOTOPOJI BBIAB-
neHo 54 pebeHka ¢ pasnuyHbiMU Popmamu BB3. [lanee
cnenyioT MockoBckast obmactp (n = 28), Caukrt-Iletep-
6ypr (n = 26), Mocksa (n = 25) u KpacHogapckuii Kpait
(n=23). [l TOBBIIIEH ST KAYE€CTBA OKAa3bIBAEMOI MEJIVI-
LIVIHCKOJI IIOMOIIY M Y00CTBA BeleHNs CTaTUCTIYECKUX
TaHHBIX BCe AeTy ¢ BB 6bUIu pasjeneHsl Ha IIATh IPYIII
B 3aBJMICMMOCTM OT BO3pacTa, COIJIACHO I'pajlaliuy JeTell
110 BO3pacCTy, MCIONb3yeMON NeAuaTpaMy B KIMHUYeE-
ckoli mpaktuke [11]. I rpynma mereit, 4eit BO3pacT co-
crasnaet oT 0 go 1 rofa, mpefcrasieHa 23 ManyeHTaMmu
(cpemuuit Bospacrt 0,43 * 0,27 roga; ot 0 o 0,91 ropa,
mepuaHa 0,41 yeT), cpefy KOTOPHIX MajJb4uMKOB — 17,
a leBoveK — mecTb. Il rpynma feTeit B Bo3pacTe OT OfHO-
ro roja o aByx et 11 mecanes u 29 gHel BKao4YaeT 64
nanuenTa (cpegHuit Bo3pact coctasui 1,54 + 0,51 ropa;
OT OJTHOTO TOfia /IO ABYX JIeT, MeAJaHa JBa rofa), U3 Hux
Ma/buMKoOB — 36, a geBouek — 28. B III rpynmy Bxogar
117 peteit ¢ BBO B Bo3pacTte oT Tpex o mectu et 11
MecsineB u 29 gHeit (cpemHmit Bospact 4,64 + 1,17 ropa;
OT TpeX JI0 LIeCTH JIeT, MeiMaHa IIATb JIeT), U3 HUX Mallb-
4YUKOB — 62, a geBodeKk — 55. JleTn B BO3pacTe OT ceMu
mo 11 et 11 mecanes u 29 nHel BKmodeHsl B IV rpyn-
1Ty, cocTosAIyIo 13 141 manyenTa (cpegHuit Bospact 8,9
+ 1,39 roga; ot cemu mo 11 jreT, MeguaHa geBATH JIET):
ManbuMKOB — 72, fleBo4eK — 69. B mocnenHiow, camyio
MHOTOYNUCIEHHYI0, V TPYIIY [eTell, Yeit BO3pacT Obln

Pacnpenenenne nokasarensa BEBS no pernonam
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Puc. 1. Pacnpedenenue cpednux noxazamerneti Bupmunzemckozo undexca msmecmu BBO
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Pacnipepenenne nokasatens BEBS mo tuny guarnosa
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Puc. 2. Pacnpedenenue noxazamens BEBS 6 3asucumocmu om muna 0uazHosa

Tabnuya 2. CpasnumenvHas xapaxmepucmuka noxkasamerneii oyeHKy msicecmu 6ynne3Hozo anudepmonusa no unoexcy BEBS

y Oemeii co 6cemu munamu BBO

Tun guarHosa Mean
ITpocroit BB 7,4
INorpannunsit BB 15,23
Hucrpoduyeckuit BB 23,36
Cunppom Kunpep 8,75

ot 12 mo 17 net 11 mecsaneB u 29 gHeit, BxomguT 146 ma-
L[MEHTOB CO CpefHMM BodpacToM 4,32 + 1,72 roga (ot 12
no 17 net, Menuana 14 ner). Konmndectso gesoyex — 75,
MaJIbYMKOB — 71.

ITpu mposenenun onenku BEBS y manuenToB 1o Bos-
PacTHBIM I'PYIIIaM HaMOOIbIINI MHAEKC OTMedaicsa B V
BO3PACTHOM Ipymne u coctaBui 24,06 + 18,83 (mmm Me
22,3 [5,84; 41]), panee cnepoBana I rpynmy, rie MHAEKC
BEBS coctasun 17,95 + 8,42 (unu Me 19,81 [10,9; 21,9]).
B rpynmne III u IV nupexcst BEBS 6b11n npumepHo onm-
HaKOBBI U cocTassau 14,98 + 13,15 (uau Me 9,25 [4,55;
25,5]) u 14,62 + 13,37 (mumu Me 9,5 [4,25; 23,68]) cooT-
BeTCTBeHHO. HamMeHbmmi1 mokasarenpb nHpekca BEBS
oTMedasnca Bo Il Bo3pacTHOI KaTeropuy U paBHANCA
11,99 + 8,54 (mnu Me 11 [6,06; 17,81]).

Criegyromyy 3TamnoM Haiest paboThl SIBIIOCH OIperiere-
Hue nokasarens uHpekca BEBS no pernonam PO®. Io pe-
3y/lbTaTaM IIPOBEEHHOTO MCCIefOBaHNs Hanbosee BbI-
COKUII CpefiHMit ToKa3aTenb uHAekca BEBS oTmedaercsa
B crenyoumux permonax: CesepHaa OceTus — AnaHus
(menuana 49 6ammos), OpnoBckast (MennaHa 38,63), Ps-
3aHckasa (Memuana 34,44), Ilensenckas (Menuana 33,45)

std Q25 Q50 Q75
7,42 2 5 11
11,08 8,16 12,38 23,16
16,20 7,81 21,63 35,5
5,82 3,56 7,63 13,94

obmactu u Kpacuosipckmii kpaii (meguana 38,05) (puc. 2).
Hamnbonee >xe HM3KMUIT CpeHMIT MTOKa3aTeNnb MHJEKCa
BEBS ormeuaetcs B fIpocnmaBckoii (memyana 4,31), Hos-
ropopckoit (3,75), AcTpaxaHckoit obmactsx (3,9), a Taxke
B UyBauckoii Pecrry6ruke (4,56) 1 Xakacnu (0,6) (puc. 1).
ITo pesynbraTaM IpOBENEHHOTO JMCC/IENOBAHNA OKa3a-
7I0Ch, YTO TOKasarenb uHAekca BEBS B rpynne manu-
eHToB ¢ [IB3 mpesslian 46 6an10B (cpefHee 3HaYEHME
23,36£16,20), 4TO COOTBETCTBYET TSXKE/IOMY TE€UEHUIO
3ab0/eBaHmL.

B rpymnme ¢ IIrpb3 unpexc BEBS He mpesbiman 45 6a-
noB (cpenHee 3HaveHue 15,23+11,08) 1 cOOTBETCTBOBA
CPeRHEeTsDKeNIOMY TedeHNIo 3aboneBanus. Hecmorps
Ha JaHHBII (aKT, [10 JaHHBIM PETUCTPa, B ZaHHOI TPyII-
Ie OTMeYaeTCst HabO/IbIINII TOKA3aTe/Ib PaHHel CMepT-
HocTu fieteit. Takum obpasom, nngekc BEBS s gereit
¢ IIrpb3 He Bcerga sABAAETCA BEAYIIMM MHCTPYMEHTOM
B OIpefielIeHUN TSAXKeCTU COCTOSHUA; B CBA3U C 3TUM
Ba)XHBIM AB/IAETCA MYIbTUAUCHUIUIMHAPHBINA ITOAXO[,
K OILleHKe COCTOSHIUA MAI[eHTa U €T0 TepaIuu.

B rpynmax ¢ mpocteiMm BB3 u cuHgpom Kmupnep
onenka BEBS cooTBeTcTBOBaNa nerKkoMy Te€4YeHUIO
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3aboeBaHus, CpefHee 3HaYeHMe MHIEKCa 6b1710 7,4
+7,42 n 8,75%5,82 COOTBETCTBEHHO.

ITpu o6pabotke nmokasareneit BEBS B rpynmnax ¢ npo-
CTBIM, TOTPAHUYHBIM 1 AUCTpodudeckuM BB BbisB-
JIEHBI CTATUCTUYECK 3HAUYVMbIE PA3INUUA B TAXKECTU
TeueHus1 3aboneBanns ¢ yposHeM p <0,001. Pacmpe-
IeneHue nokasarens nupekca BEBS nmo ¢opmam BB
IpeJCcTaB/lIeHo Ha puc. 2 u B Tabm. 2.

06cyxpaeHne

BpoxxeHHBIIT 6y//Ie3HDII SIMIePMO/IN3 — TPYIIIIA TsXKe-
JIBIX TeHeTN4YecKux 3aboneBannmit. HecMoTps Ha MHOXe-
CTBO KIMHMYECKUX UCCICIOBAHNUIT B 9TOJ 06/MacTy, Ipu
IaHHOM 3a00/eBaHNM He CYI[ecTByeT 3¢ (eKTUBHBIX
METOJOB JIedeHMsI, @ BCE NMEIOLIEeCs CIIOCOObI Tepammn
HaIlpaBJIEHbl Ha CUMIITOMaTUYeCKYI0 OMOIb. BmecTe
C TeM [IJIs1 COBEPUIEHCTBOBAHNA OKa3aHMA MeUIIHCKOM
HOMOIIM HeOOXOIMMO CBOEBPeMeHHas OLleHKa U aHa/IN3
TsKecTH TedeHus BB3O. B aToil cBA3KM mpakTudyecKuM
MHCTPYMEHTOM OLIeHKM TsDKecTu BB3 aBngercsa bup-
MVHT'eMCKUIT MHJEKC TSHKeCTH OY/IIe3HOro SIuepMo-
nM3a.

Ha ocHoBe mony4YeHHBIX B JAaHHOM MCC/I€OBAaHUN JIaH-
HBIX O KJIMHMYECKUX XapaKTePUCTUKAX MalMeHTOB
¢ Bb3, onpepnenennbix cormacHo mkane BEBS, mokasa-
HO, YTO TsDKeJIoe TeueHue 3a00/IeBaHusA XapaKTepHO Jiis
nanueHToB ¢ [IB3, B To BpeMs KakK CpefHeTsKeNoMy Te-
YeHMIO COOTBeTCTBYeT rpymmna c IIrpbd. [lannuble moka-
3aTeNy TSHXKECTH, CYAs II0 BCEMY, MOXKHO OOBSICHIUTD TEM,
YTO TAXKECTb KOXKHOTO IIPOLIECCa M €r0 PacIpoCTpaHe-
HIe, IPUCOeHEHNE OCTOKHEHNIA, TAKUX KaK Iopake-
HIe CTTM3UCTBIX 0007I0YeK, M3MeHeHNe IPUJATKOB KOXKI
(onmxopmcTpodus, pybLIOBast a/OIELVs U P.), & TAKKe
NICeBIOCUHAAKTUINA, CTEHO3 MNUILEBOAA U Ap., OTMeYa-
I0TCA TIPU B3pOC/IeHNM y nanyeHToB ¢ JIb3, Torga kak
npu IIrpb3, B cBA3M ¢ prickOM paHHel CMEPTHOCTH, pac-
IPOCTPaHEHMe KOXXHOTO IIPOLECCA 1 BhIIIEIIepeYNCIeH-
Hble OCTIOKHEHNs He pa3BuBaioTcs. [logo6Hble JaHHbIE
IPUBOAT 1 3apyOeXHbIE aBTOPBI, OTMeYast, YTO K/IN-

Nvrepatypa

OpuruHanbHble CTatbi

HMYecKas TSXKeCThb NManyeHToB ¢ [Ib3 Brime, yeM mpu
apyrux gopmax saboneBanus [7, 12-14]. Bmecre ¢ Tem
JUTEpaTypHbIE JAHHbIE O CTETIeHM 3a00/IeBaHNA Y JleTeit
¢ Ib3 B cpaBHenuu c IIrpb3 oTcyTcTBYIOT.

IToMyuMoO BBIIIEYKA3aHHOTO, Hallle MCCIEOBAHNE TaKXKe
BIIepBbIE IPOJIEMOHCTPUPOBAIIO TsKecTh BED, ycraHOB-
NIeHHYI0 nocpencTBoM nHpaexkca BEBS Bo Bcex permonax
P®. Opnaxo oxupgaemoit tspkect BB B Pecniy6uke
JlarecraH, rie MMeeTcst HanGoIblIIee KOMIECTBO MALN-
eHTOB ¢ BBJ, ycTaHOB/IeHO He ObUIO. B cBA3M ¢ aTUM Tpe-
OyeTcs 60/1ee IPONO/DKUTENIbHOE HAOMIOfeHNe 38 BCEMU
HalMeHTaMy Ui YIIy6JIeHHOTO aHa/In3a TXKeCTU BCeX

¢dopm BB3.

3aKntoueHue

Kak mokaspIBaloT pe3y/nbTaThl HAlIETO MCCIEOBaHNA,
BbICOKMe TIoKasaTenu BEBS otmevarorcsa npu 1B, a ana
IIrpb3 mnupexc BEBS cooTBeTcTBOBANM CpefHETAKENO-
My TedeHMIO 3ab0jieBaHMs. [JaHHbBIE O pacHpeeneHnn
BEBS B P® pmatoT npepcraBieHne o TspKecTH 3aboneBa-
HIUA B pa3sNM4HBIX pernoHax P®, uro nossondeT mep-
COHNGUUMPOBATh IIAHMPOBaHUEe 00bEeMOB OKa3aHNs
MEIMLIIHCKOM IIOMOIIM ¥ MEP COLMAJIbHOM IOAAEPIKKI
nanyeHTaM ¢ BB B cybbexrax PO.
Kongpnuxm unmepecos
Aesmopul 3as671410mM 06 Omcymcmeuu KOHGAUKMA UHIMEPeCcos.
Bnazodapnocmu
Asmop eviparcaerm npusHamenbHOCMb 61420ME0PUMENILHOMY
Ponoy «llemu-6a60uku» U TUHO yupeoumento
u pyxosodumenio 671a20meopumenvHozo gonoa «emu-
6abouxu» A.A. Kypamosoii, pyxosooumenio omoena paseumus
HayuHoix npoexmos Ponoa «Jemu-6abouxu» B.C. Ionerosoi
u 8pauy-depmamoseneponozy 671a20mMeoPUmMenvHoz0 Ponoa
«lJemu-6a6ouxu» O.C. Opnosoti 3a 0Ka3anHy0 NOMOUL NPU
nposedeHul 0aHH020 UCCTIE008AHUS.
Taxse asmop evipascaem 671a200apHOCHb HAYHHOMY
KOHCYynvmanmy 0.m.H., npogeccopy H.H. Mypauikuny
30 YeHHble COBEMbL U PEKOMEHOAUUL N0 NTIAHUPOBAHUIO
UCCIe008AHUSA U OPOPMIIEHUIO CNATNbU.
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Congenital epidermolysis bullosa is a group of severe genetic diseases. The severity of the disease depends
on the form of congenital epidermolysis bullosa, but is characterized by a continuously relapsing course.
Data on the severity of forms of congenital epidermolysis bullosa in the Russian Federation are scattered.
In this article, we present clinical information on the severity of children with congenital epidermolysis
bullosa in the Russian Federation, based on the data of the "Registry of genetic and other rare diseases”
created jointly with the "Children-Butterflies” Charitable Foundation with the financial support

of the Presidential Grants Fund. The aim of the study is to study the clinical characteristics of children
with congenital epidermolysis bullosa in the Russian Federation using the Birmingham Epidermolysis
Bullosa Severity Score (BEBS).

Material and methods. A retrospective cross-sectional study of the severity of congenital epidermolysis
bullosa (any form) in children aged 0 to 18 years, born and residing in the Russian Federation

and holding Russian citizenship, was conducted using the BEBS through the «Registry of Genetic

and Other Rare Diseases» of the «Children-Butterfly» Charitable Foundation.

Results. As of 01.07.2024, there are 491 children with congenital epidermolysis bullosa in the Russian
Federation, according to the national registry. According to the results of the study, the highest average
BEBS index in patients is noted in the following regions: North Ossetia-Alania, Oryol, Ryazan, Penza
regions and Krasnoyarsk Krai. The lowest average BEBS index is noted in the Yaroslavl, Novgorod,
Astrakhan regions, as well as in the Chuvash Republic and Khakassia. When evaluating BEBS in patients
by age groups, the highest BEBS index was observed in the age group of children from 12 years to 17
years 11 months 29 days and amounted to 24.06 + 18.83 (or Me 22.3 [5.84; 41]), followed by group I,
where the BEBS index was 17.95 + 8.42 (or Me 19.81 [10.9; 21.9]). In the group of children aged 3 years

to 6 years 11 months 29 days and in the group aged 7 years to 11 years 11 months 29 days, the BEBS
indices were approximately the same and were 14.98 £ 13.15 (or Me 9.25 [4.55; 25.5]) and 14.62 £ 13.37
(or Me 9.5 [4.25; 23.68]), respectively. The lowest BEBS index was observed in the age category of children
aged 1 year to 2 years 11 months 29 days and was 11.99 + 8.54 (or Me 11 [6.06; 17.81]). The BEBS index
in the group of patients with DBE exceeded 46 points (mean value 23.36+16.20) and corresponded

to a severe course of the disease. In the group with PgrBE, the BEBS index did not exceed 45 points (mean
value 15.23+11.08) and corresponded to a moderate-severe course of the disease. In the groups with
simple VBE and Kindler syndrome, the BEBS assessment corresponded to a mild course of the disease,
the average index value was 7.4+7.42 and 8.75+5.82, respectively.

Conclusion. Data on the BEBS distribution in the Russian Federation gives an idea of the severity

of the disease in different regions of the Russian Federation, which allows personalizing the

planning of the volume of medical care and social support measures for patients suffering from VBE

in the constituent entities of the Russian Federation.

Keywords: Congenital epidermolysis bullosa, Birmingham Epidermolysis Bullosa severity score (BEBs),
children.
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