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BYINNE3HbIA 3MNOEPMOJINS: NEAUATPUYECKUE NMPOBJIEMbI

U NMEPCIIEKTUBbI

Xampaea W.Y., Apunosa T.Y., icmaunoea A.A., bxambekosa I".C., icmannosa C.M.
WNHCTUTYT MMMyHONorum n reHommkn Yenoseka AH PY3

XULOSA

Epidermoliz bullosa (EB) — bu kamdan-kam
uchraydigan tug’'ma genetic kasalliklar guruhi bo’lib,
ular mayda shikastlanish yoki ishqalanish natijasida teri
va shilliq pardalarda og rigli pufakchalar shakllanishiga
olib keladi. EB birqa tor genlarning mutatsiyasidan kelib
chigadi, ba’zi turlari autosomal dominant, boshqalari
esa autosomal retsessivdir. Tashhis simptomlar asosida
gumon qilinadi va teri biopsiyasi va yakuniy genetik
test bilan tasdiglanadi. EB og’irligi engildan o’limga
qadar bo’lishi mumkin. Hatto bizning kichik tavsifimiz
va mavjud sharhimizdan kelib chigqan holda, EB kam
uchraydigan tizimli kasallik bo’lib, keng qamrovli va
fanlararo tibbiy yondashuvni talab giladi. Diagnostika
va davolash murakkab vazifalardir: ixtisoslashgan
shifoxonalar ushbu murakkab rol uchun yo nalish
markazi bo’lishi kerak, bu ko’ptarmoqli baholash va
kuzatuvni kafolatlaydi. Og’ir ogibatlar va asoratlarning
oldini olish yoki kechiktirish muhim ahamiyatga ega.
Pediatr va dermatologning ixtisoslashgan klinitsistlar,
oilalar va bemorlar bo’yicha hamkorligini o’zichiga
olgan ko ptarmoqli yordam. Assotsiatsiva kasallikka
qarshi kurashish va EBda hayot sifatini yaxshilash uchun
vositalarni tagdim etish orgali asosiy hisoblanadi.

Kalit so’zlar: epidermoliz bullosa, immunitet,
pediatriya xizmati, etim kasalliklari.

Bynnesnsiit snuaepmonu3 (b3) — ato rpymnma pen-
KHUX BPOXJICHHBIX TCHETHUECKUX 3a00I€BaHUH, KOTOPHIE
MPUBOIAT K OOJIE3HEHHBIM BOJIBIPSM Ha KOXKE U CIIU3U-
CTBHIX 000JI0YKAX, BO3HUKAIONIUM TPU HE3HAYUTEIBHON
TpaBMe Wi TpeHun [1,2,3,5]. CymecTByeT MHOXKECTBO
THIIOB W TIOATHIIOB B3, KOTOpble HEOOXOAMMO pasiu-
4arh, MOCKOJbKY JICYCHHE U MPOTHO3 KAXKJIOTO M3 HUX
MOTYT 3HAUUTENIbHO paznuyarecs [1,4,6,8,11]. HanHbix
JUTEPaTypsl OYeHb MaJio, IOPTOMY MHOTHE BpadH, yde-
HBIE CTAPAIOTCS MPEICTaBUTH CBOIO TOUKY 3PCHUS U CBOI
JIUTEPATYPHBIH 0030p, KOTOPBII UM yIaaoCh MPOBECTH,
U KOHEYHO K¢ 00O3HAuUTh CBON MPAKTHUYCCKUN U TEO-
perndeckuii onbIT. [T03TOMY, MBI CTpEMUMCSI TIPOBECTH
COBPEMEHHBI 0030p JIUTEpaTyphl 10 BpOkIeHHOMY bD

SUMMARY

Epidermolysis bullosa (EB) is a group of rare con-
genital genetic diseases that lead to painful blisters on
the skin and mucous membranes that occur with mi-
nor injury or friction. EB is caused by a mutation in a
number of genes, some types are autosomal dominant,
while others are autosomal recessive. The diagnosis is-
suspected based on the symptoms and is confirmed by a
skin biopsy and final genetic testing. The severity of EB
can range from mild to fatal. Based on even our minor
description and the available review, we can say that EB
is a rare systemic disease that requires a comprehensive
and interdisciplinary medical approach. Diagnosis and
treatment are complex tasks: specialized hospitals must
be the referral center for this complex role, ensuring mul-
tidisciplinary evaluation and follow-up. It is important to
prevent or delay severe consequences and complications.
Multidisciplinary care, including collaboration between
a pediatrician and a dermatologist within the frame-
work of specialized clinicians, families and patients. The
Association is fundamental in providing tools to combat
the disease and improve the quality of life in EB.

Keywords: epidermolysis bullosa, immunity, pediat-
ric service, orphan diseases.

B YaCTHOCTH IS TIEAUATPUICCKOM CITY>KOBI.

3ab051eBaeMOCTh M PacIpoOCTPaHEHHOCTh b mmpo-
KO U MO-Pa3HOMY OINPEAEISUINCH TOCPEACTBOM dIUIEMU-
OJIOTHYCCKUX HCCIICHOBaHHA, PACCMATPUBAIONINX KIIU-
HUYECKHE WM MOJIEKYISIpPHBIE XapaKTepUCTUKU. Bpimm
TIOTY9eHBI Pa3HOPOIHBIC JAHHBIC, OTPaYKAIOIINE Pa3iiu-
yus B HaOope nanuentoB n3 CIIA u EBpomnsbl, a Takxke
u3 Asun [3,14,17,22].

Ham ymamoce mpoBecTH 0030p CyIIECTBYIOIICH
JUTEePaTypbl Ha aHDIMHCKOM sI3bIKe 10 BD ¢ momMomIsio
PubMed, Clinical Queries, UCTIONIB3ys TaKUE KIFOYCBBIC
CIIOBA, KaK «OYJUIC3HBIN SIHICPMOIH3Y, «BPOXKICHHBIN
n «aetm». Mbl paccmotpesin BD Ha ocHOBe criemyro-
MAX TTO3ar0JIOBKOB: SIHUAEMHONOTHS, IHArHOCTHKA,
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Tepamnusi, IPOTHO3 M PEKOMEHMAINH TI0 KIMHIYECKOMY
MPOTHO3UPOBaHHUI0. BD 00ycnoBineH Myranuei B pse
TCHOB, HEKOTODPBIC THUIIBI SIBJISIOTCS AyTOCOMHO-IOMH-
HAHTHBIMHU, a JPyr'He — ayTOCOMHO-PCIIECCUBHBIMU
[7,9]. Oka3zamock, 4TO OCHOBHOM MEXaHU3M - 3TO Ne(eKT
B TIPUKPEIUICHUN MEXIY SMUAESPMUCOM U IEPMON KOKH
win BHYTpU HUX. CyIIECTBYET YEThIPE OCHOBHBIX THUIIA:
npoctoi  Oy/UIe3HBIH AnuaepMonn3, JucTpoduueckuit
OyJUIe3HBI AIUIEPMOJIN3, COCTUHUTEILHBIN OyIies3-
HBIH smepMonn3 U cuaapoM Kunmnepa [10,13,16,19].
JluarHo3 momo3peBacTCs Ha OCHOBAaHHM CHMIITOMOB U
MOJITBEPIKIACTCsl OMOTICUCH KOKU U OKOHYATCIIBbHBIM Te-
HETUYECKUM TeCTHpPOBaHUEM. TsokecTh bD MOKeT BapbH-
poBaThCs OT JIETKOH 10 cMeprenbHoi [10,12,14,20,21].
B nmreparype u 1o HaIMM JaHHBIM ITOKa3aHO, YTO TH-
JKEJbIe OCJIOKHEHHSI MOTYT BO3HHKHYTH IMPH HEKOTO-
pBIX TUIAX ¥ noATunax b2 B obnactu mias3, yiieu, Hoca,
BEPXHHX [BIXaTENBHBIX ITyTeH, KETYIOYHO-KUIICTHOTO
TpakTa U MOYETIOJIOBBIX TyTei [18,23,26,29]. Ha ceron-
HSIIHUI JICHb HE CYIICCTBYET JICYCHHUS ITOTO 3a00JeBa-
Hus [23,25]. OntumanbHOE JIeueHHE J0JKHO ObITh MHO-
TonpOo(GUIBHBIM M BKIIOYATH YXOJ 32 paHaMHU, KOHTPOJIb
6011, KOHTPOIh WH(MEKINI, HyTPUTHBHYIO TONICPIKKY,
a Takke Npo(UIIAKTHKY M JIeueHHe OCIOoKHeHui. BD
nposiisieTcs: B pasHbiX opmax [31,33]. [Ipornos Gonee
JIETKUX (OpM XOPOIIHA, a TShKENbIX popm b — Hebnaro-
MIPUSITHBIN KaK 1151 peOeHKa, Tak U JJIs1 BCEH CEMbH.

BD xapakrepu3yercs Kak TsKEJIO€ HACICICTBCH-
Hoe 3aloJjieBaHue, XapakTepusyrouieecss JIe(eKTHOM
SIUTEINATBHON aJre3uel, BBI3BIBAIOIICH XPYMKOCTh
cm3uCThIX oOomouek [11,24,29,31]. Crnenyer eme pa3
OTMETHTh, YTO KIMHUYECKH 3TO OYCHb reTepPOreHHOe 3a-
OoJieBaHHE, KOTOPOE BAPhUPYETCSI OT JIOKATHM30BAHHBIX
IO OOIIMPHBIX MOPaKeHUH KOXKH C YaCTBIM MYJBTHCH-
CTEMHBIM BHEKOXKHBIM TopaxkerneM [32,38]. B cBs3u ¢
9THM, POJIb COTPYAHUYECTBA MEIUATPa U JePMAaTojIora B
paMKax MHOTOMPO(MILHON KOMaHIbI UMEET OCHOBOIIO-
Jararomiee 3HaueHHe Kak Ui TUATHOCTHKH, TaK M IS
JICYSHHS, CIOCOOCTBYS TOBBIIIICHHIO TPOIOIIKUTEIFHO-
CTH KH3HH ITUX MAIIMCHTOB.

HEJBIO JTAHHOT'O MUCCJIIEJOBAHUS siBnsiet-
Csl ONHMCAHUC KIMHUYCCKUX M JabOpaTOpPHBIX XapakTe-
PHUCTHK OCHOBHBIX MOATHIOB BD ¢ ymopoMm Ha acmeKTsI
MMUTAHUSA U JKEITYTOYHO-KUIIEYHOTO TPAKTa, MIPEJOCTaB-
neHre HHGOPMAIIUH [T OKa3aHUs IOMOIIH B IS TUATPH-
YEeCKOM JieueHuu aerei ¢ bD.

B namem uccnenoBanun Obutn 19 neteit ¢ BD (13
MaJIBYMKOB M 6 IEBOYEK), BO3PACT BapbUpOBai OT 4 10 7
neT. Bee manueHThl ObUTH TOCHUTAIU3UPOBAHBI B OT/C-
nenue opdaHHbIX 3a00eBanuii B epuoy ¢ 2021-2023rr.
BC€ JIeTH ObUTH TUTIOTPO(GUYHBI U ¢ TIPOOIEMaMH KEITy-
JTIOYHO-KHIIEYHOTo TpakTa. CHIKEHHE JKETyJOYHO-KH-
IICYHOTO BCACHIBAHMS, XPOHHYCCKUE IOTEPU, CTEHO3
MUINEBOJIAa U XPOHHYCCKOEC BOCHAIUTEILHOE COCTOSHUE
MIPENCTABISIIOT CO00H OCHOBY MpoOJIeM ¢ MUTaHUEM Y
nanueHToB ¢ bD. B wactHOCTH, aHeMHs TpenCcTaBIIs-
er cobol OaHO M3 HamboJiee BAKHBIX OCIOKHEHUH Y
namueHToB ¢ J[9b, koropoe MoxeT moTpedoBaTh mepe-

116

nuBaHUsA KpoBH. Hemoenmanwe, mewIuT BHTaMHHOB U
aHeMUSs CBSI3aHBI C 3aJIEP’KKOM pocTa y MarenToB ¢ bO.
TpeOyeTcst onpenencHHas queTa ¢ OalaHCOM BCEX Ma-
KPOHYTPHEHTOB, a YIIy4IlICHUE TOTPEOJICHUS KaJIOPHIA C
OTpaHHYEHHEM caxapa MMeeT OCHOBOIIOJIararomiee 3Ha-
YeHne Uil MPO(UIAKTUKN Kapueca W Pa3pyIIeHUs 3y-
0OB, THIUYHBIX IS anueHToB ¢ B3. B To BpeMs kak
CeIICUC OKa3aJICsl OCHOBHOI NPUYMHOW MH(EKIMOHHOM
3aboneBaemoct y ngeteil. [Toaromy mamuentam ¢ bD
TpeOyeTcsl PerylsapHbIi MOHUTOPHHT OCJIOKHEHUH W
MOCIICICTBUI C YaCTOTOM OLICHOK, KOTOpasl BapbUpPYyeT-
cs B 3aBHCHMOCTH OT Bo3pacTa u noAtunos bD. bouio
HAJTXCHO COTPYTHHYECTBO MEXKIAY METUIMHCKUMHI
OpuragaMu, BKIIOUAIOMIMMH [IEIAATPOB, 1EPMATOJIOTOB,
Bpaveii-CIeHalInCTOB, BKIIIOYAs TUETOJIOTOB, a TAKKE C
CEMbsIMH ITAIUCHTOB, YTO JIOJDKHO HMETh OCHOBOIIOJIAra-
olIIee 3HAYCHUE TS ITOJIXO0/1a K 3a00JICBAHUIO U YIIy4YIlIe-
HUS Ka9eCTBA JKU3HH ITHUX ITAIlHCHTOB.

Kmuanyecknii cniektp BD BapbupyeTcst OT JOKau-
30BaHHBIX JIO0 OOLIMPHBIX MOPAKECHUNA KOXKHU C YACTBIM
OOIIMPHBIM MYJIBTUCHCTCMHBIM BHEKOKHBIM ITOpaske-
HueM [18,25]. Oxumgaemast IPOAOIDKUTEIEHOCTD KU3HU
MOXXET OBITh HOPMaJbHOW WJIM BapHaOeIbHO CHIKCH-
HOW, BKJIFOYAs PaHHHUE JICTajdbHBIC (DOPMBI, OCOOCHHO
MU TSOKENBIX U TeHEepalu30BaHHBIX (popmax bBD us-3a
CeICHCa, IbIXaTeNbHON HEIOCTaTOYHOCTH WJIM Pa3BUTHSA
IJI0CKOKJIETOuHOTO paka [20,24,27,37].

Hcxonst U3 TOTO, YTO MPEICTABICHO, Y)KE MOHITHO,
YTO JUIS PAa3BUTHUS MEAMATPUYCCKON CITy>KObI HEOOXO-
IMMO paclo3HaBaHWE M PaHHASA AWArHOCTHKA B3: poms
MeANaTPOB, 0OCOOCHHO TeX, KTO YIAaCTBYET B OICHKE Tep-
BUYHON MEIUIIMHCKOW TOMOIIU Y JETCH, NMEET OCHO-
BOIIOJIATAIONIEE 3HAUYCHHUE KaK JUIs TUATHOCTUKH, TaK W
s JiedeHus netei ¢ b3, aro0bl cmocoOcTBOBATh Tyd-
e IPOMOJIKUTENLHOCTH KM3HM ITUX [alMEHTOB. B
9TOM CILIEHApUM TPeOyeTCsl COTPYIHUYECTBO IMEAUATPOB
U JIEPMATOJIOTOB. DTOT acIlieKT pacCMaTpPUBAETCs BO BCEX
€BPONEHCKUX CTpaHax, HO K COKAJICHHIO, eIIle He MOTHO-
[IEHHO B HAIIIEM PETHOHE.

Juarno3 B3 n3HavanbHO ObUT KIMHUYECKUM U BITO-
CJEACTBUU TIONTBEPXKICH HMMMYHO(IYOpPECIEHTHBIM
AHTHI'CHHBIM KapTHPOBAaHUEM U YJIBTPACTPYKTYPHBIM
nccIeI0BaHreM OWOTICHi Koxku [7,35]. B OonmbmmHCTBE
CITydaeB IMPOBOAMIOCH TCHETHIECKOE UCCIIeIOBAHUE TS
MIPOTHO3MPOBAHUS KIIMHHUYCCKOIO TEUCHHS B COOTBET-
CTBHH C H3BECTHBIMU MYTAIIUSIMHU TCHOB.

Kimanueckne nccrmenoBanus MOKa3alad, 9TO KOXK-
HbIe HH(EKINH ObITH onrcaHsl B 95% ciydaes. Bee nn-
(exiuu ObUTH BBI3BaHBI S. Aureus. B o0ried cioxxHOCTH
y 5,4% mnaimeHToB ObLI CEICHC, BRI3BAHHBIN S. Aureus.
Bornee Toro, cTeHo3 numeBoga OBUT 3apETHCTPUPOBAH Y
8% mereit, 3anopsl HabmrOmamuch y 35% netei, kapuec
3y0oB Habmromancs y 60%.

ITo nmabopaTtopHbIM aHaIU3aM OBLIT BBISBICH HU3KUIA
reMorIo0uH, aeduut od1mero 6eka U CBIBOPOTOYHOTO
ampO0ymMuHa. AHeMus ObUIa BhIsSBICHA y 15 mereid u3 19.
CpenHue 3HaYE€HUsS] CBIBOPOTOYHOIO JKee3a, heppuTuHa
U TpaHchepprHa Takxke ObLTH CHIKCHBL. VHTEpeCHBIM
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0Ka3aJoch, 4TO Y BCeX JeTel HaOmonaics neuiuT Bu-
tamuHa D. ButamMmuH A ObUT HOPMAJIBHBIM Y OOJBITHH-
CTBa TALMCHTOB. [J1a3HBIC OCIOKHEHHS HAOIIOMAIUCH Y
20% neteil, B 4aCTHOCTH, 3TO HOPAKEHUS POTOBUIIBI.

Hcxons make m3 HaIIEro HE3HAYUTEIEHOTO OIIHCA-
HUS ¥ MMEIOIIETocss 0030pa, MBI MOXKEM CKazaTb, UTO
B — ato penkoe cucremHoe 3aboneBaHue, TpeOyromee
KOMIUIEKCHOTO U MEXIUCHUILTHHAPHOTO MEIUIIMHCKOTO
MTO/IXO/1a.

W3 maHHBIX BUTHO, 9TO BHEKOYKHBIE ITPOSBICHIS HAU-
Oosiee xapakTepHbl i Oolee Tshkebix popm b, Takue
KaK, [CEBIOCHHIAKTHINS, OHUXOMUCTPODUS, aOMeIHsI
1 aHKWJIOTJIOCCHSI, TOPAKCHUS POTOBHIIBI, CETICHC, HEHO-
elaHue, )KeITyJOYHO-KUIIEYHbBIC TPOOIEMBI, COIIaCyeTCs
¢ TaHHBIMU JInTepatypsl [34,38]. AHeMus mpeacTaBisieT
co0o¥ 0JTHO U3 HanOOJIee BAXKHBIX OCIOKHCHUH Y JIeTeH
¢ b3 [5,9,15,28], uro Takxe Moka3aau HAIIKU PE3YIbTATHI.
B »ToM KOHTEKcTe ajfeKBaTHAs OIEHKAa aHEeMUH JIOJDKHA
BKJTIOYATh MOJTHOE 00CIIe0OBaHNEe Ha HAJMYWE JKelle3a C
MOKa3aTeJIIMU CHIBOPOTOYHOTO Jkeie3a. llepopaibHbie
00ABKHM JKejie3a MIMPOKO HCIONB3YIOTCS UL JICUCHUS
AHEeMHH, JaXKe €CITF OHH TUIOXO TIEPEHOCITCS U CBA3AHBI C
KEITYTOYHO-KHUIIICYHBIMI PAaCCTPOUCTBAMH, TAKIMH KaK
M3XKO0ra, 3anop uinu nuapes [7,18].

[IIupoko H3BECTHO, YTO IKEIYIOYHO-KHIICUHAS
MahbabCcopOIHsl, HETOCTATOK COJHEYHOTO CBETa, HEIO-
CTaTOYHOE NMUTAHWE MOTYT BIUATh KaK Ha YPOBEHBb BU-
TamuHa D B CBIBOPOTKE, TaK ¥ Ha aJCKBATHYIO ITHKOBYIO
Mmaccy kocrei [9,29,37]. Taxke cieayer OTMETUTh, YTO
HU OJHOMY W3 HAIINX IAIJEHTOB HE MPOBOIMIOCH 30H-
noBoe kopmiieHue. [larrenram Tpedyercs Oonbiie Oenka
M3-3a MOTEpHU OejKa M3-3a MOPAKECHUI KOKH M BOCHAIIU-
TEJIBHBIX MPOLECCOB. B 4acTHOCTH, 0 MHEHUIO JKCIIEP-
TOB B 00JIACTH MUTAHUS, TOTPEOIICHUE OeITKa TOJHKHO CO-
ctaBiATh 10 200% OT pexomMeHayemoii HopMeI [23,34].
Vcxonst U3 3TUX HE3HAUYUTEIBHBIX JAHHBIX, MBI JIClIacM
BBIBOJI, YTO JIaDOPATOPHBIC MCCIICIOBAHUS, BH3yalln3a-
U U KINHAYECKAH MOHUTOPHHT SIBIISIOTCS Ba>KHBIMHU
acniektamu Jedenus Ob. [Tanmentam ¢ Db Tpebyercs
peryJsipHBII MOHUTOPUHI HA TPEIAMET OCJIOKHCHHUN U
[OCJECTBUM.
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