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Pesiome

BynnesHbinn snugepmonus (b3) oTHOCUTCA K rpynne pefko BCTpeyatowwmxcsa 3abonesaHunin
KOXMW, KOTOpble XapaKTepusyoTca 06pa3oBaHMeM MNy3bipeil, 3P03nii Ha KOXKHbIX MNOKPO-
Bax U cnmM3mncTbix obonoukax. [laHHaa natonorvua oTHocuTcA K opdaHHbIM 3aboneBaHU-
AM, ABNAETCA reHeTnYecKy oOyCNIOBNEHHON, C pa3HbiM TUMOM HacleloBaHWA. ba3anbHbliii
cnoli anuaepmuca, 3oHa 6asanbHo MeMOpPaHbl 1 BHEKNETOUHbI MaTPUKC 3aHUMALOT LieH-
TpanbHOe MecTo B NaTopm3nonormm 3aboneBaHns, a reHeTMYeCcKne HapyLIeHNsa N3MeHs-
0T CTPYKTYpPY unm GyHKumio nx 6enkos. MyTauum 3aTtparvsatoT 20 reHOB, UTO 0ObACHAET
reHeTUYeCKYI0 U KINNMHUYECKYto reTeporeHHocTb b3 ¢ popmmpoBaHmem yeTbipex OCHOB-
HbIx TUNoB b3, Bkntovatowmx 6onee 30 KMMHNYECKUX NOATUNOB. BaxHbIM JMarHoctmye-
CKUM KpuTepuem npu bynnesHom snugepmonuse asndetca JHK-gnarHoctrka. Konnye-
CTBO HOBOPOX[eHHbIX fieTeln B Pecnybnuke CeBepHasa Ocetus — AnaHua ¢ 2010 no 2022 .
cocTtaBuno 124 730 uenoBek, Npu 3ToM ArarHo3 b3 6bin nogTBepXKAeH Ha MONEKYNAPHO-
reHeTYeCckoMm ypoBHe B 2 cylyyasx. Takum obpa3om, 3a uccnepyemblii Neprog pacnpo-
CTpaHEeHHOCTb 3ab01eBaHMA cocTaBuna 1 Ha 62 365, nnm 1,6 Ha 100 000 HOBOPOXKAEHHDIX,
unn 16 cnyyaes Ha 1 MJIH, UTO CBUAETENIbCTBYET O AOCTAaTOYHO BbICOKOWM PacnpoCTpaHeH-
HOCTW JaHHOW NaTONOrMN B PerroHe.
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Abstract

Epidermolysis bullosa (EB) belongs to the group of rare skin diseases that are characterized
by the formation of blisters and erosions on the skin and mucous membranes. This
pathology is an orphan disease and is genetically determined, with different types
of inheritance. The basal layer of the epidermis, the basement membrane zone, and
the extracellular matrix are central to the pathophysiology of the disease, and genetic
changes determine the structure or function of their proteins. Mutations affect 20 genes,
and this explains the genetic and clinical heterogeneity of EB with the formation of four
main types of EB, including more than 30 clinical subtypes. An important diagnostic
criterion for epidermolysis bullosa is DNA diagnostic. The number of newborn children
in North Ossetia-Alania from 2010 to 2022 was 124,730 people, while the diagnosis of EB
was confirmed at the molecular genetic level in 2 cases. Thus, during the study period, the
prevalence of the disease was 1 per 62,365 or 1.6 per 100,000 newborns or 16 cases per
1 million, which indicates a fairly high prevalence of this pathology in the region.
Keywords: children, epidermolysis bullosa, dystrophic, borderline, simple, erosions,
blisters
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B BBEJAEHWE

BynnesHbin anupgepmonus (b3) npencrtaBnaet cobow rpynny pegkux 1M B HacTosLlee
BpeMA HeusneunMblX FreHeTUYecKn LeTepPMUHMPOBAHHbIX HAaCNefcTBEHHbIX 3abonesa-
HWU KOXW. BynnesHbiii anMaepMonn3 xapakTeprsyeTcsa XPYMNKOCTbIO KOXU U CIIU3UCTBIX
060noueK, BO3HMKaIOLLEN NPy MeXaHNYECKON TpaBMe, KaxKyLLelca He3HaunTelbHoM Mno
cABUratoLlen cune, YactTo COMPOBOXKAAETCA NOPaXeHremM HorTel, 3y6oB 1 Bonoc. CnekTp
XapaKTePHbIX MPOABMIEHNI CO CTOPOHbI KOXM LLIMPOK 1 BKIOYAET My3blpy, 3p03UNn, paHbl,
KOTOpble MOTYT CTaTb XPOHUYECKMM, PYOLibl, KOPKU, MUITNYMbI, aTPODUIO KOXIM 1 AUCTINT-
MeHTauu. MNpu pegKux NoATUNAX BO3MOXHO MOPaXKeHUe He TONbKO KOXU, HO Y MblLL,
XKeNyAoUYHO-KULIEeYHOro TpakTa, MoYeK 1 Ap., YTo 06YCNOBIEHO XapaKTepoM SKCnpeccum
pedeKkTHoro 6esnka.

CreneHb TaxecT 3aboneBaHNA BapbupyeT OT GeHOTUMNNYECKUN NIErKNX [0 TAXEenNbIX
WHBaNVAN3NPYOLWUX AN NeTanbHbIX BAPUAHTOB TEUEHUA, YTO 1 ONpeaenseT OXmaaembli
MPOrHO3 NPOJOMKUTENIbHOCTU »KU3HW. Taxenble nogTunbl B pa3BuBaloTca Kak cnctem-
Hble 3a60N1eBaHNA C BTOPUYHbIM MOSIMOPTraHHbIM MOPaXXeHNEM U 3aep>KKON pa3BUTHA,
aHemuel, 3aboneBaHnAMY ceppua 1 KOCTel, ABUraTeNbHbIMU HapPYLIEHUAMYU, PaHHEN
npeapacrnonoXeHHOCTbIO K PaKy KOXW U MpexaeBpeMeHHON cmepTbto. JleueHune b3
UCKNIOUNTENBHO CUMMTOMATMYeCKoe M HanpaBneHO Ha MpPOoOUNaKTUKY MeXaHUYeCKmx
TPaBM, yXof 3a paHamMu, neyeHre MHGEKLNOHHBIX OCIOKHEHMWI N BHEKOXHbIX NposBe-
HU 3aboneBaHusA. K HacToAleMy BpeMeHM HUKaKMe Noaxofbl K Tepanumu He MOryT r3-
nleuynTb naymeHToB ot b3 [1-4].

PacnpocTtpaHeHHOCTb Bcex dopm 3aboneBaHMA Konebnetcsa, No AaHHbIM MUPOBONA
CTaTUCTUKK, OT 5 fo 20 cnyyaeB Ha 1 MnH HaceneHuA. CornacHoO oueHKaMm, pacnpocTpa-
HeHHocTb b3 Ha Tepputopumn 60 13 85 cybbekToB Poccuinckont ®epepaumm B 2016 r. co-
ctaBuna 3,9 Ha 1 MUNNMOH Hacenenusa [5].

B 6onblunHCTBE CTpaH M1pa oTMeyaeTcsa NpeobafaHvie B CTPYKType 3aboneBaHnsA npo-
CTOrO BPOXKAEHHOr0 6Y/1e3HOro anvaepmMonin3a, B paje cTpaH — guctpodudeckoro dynnes-
HOro 3NMAEPMOIN3a; Pexe ANAarHoOCTMPYeTCA NOrpaHUYHbIA TN 3abonesaHua. B Poccuin-
ckol ®epepaumm B 2016 r. oTMeUeHO NpeobnajiaHne NaLMeHTOB C NPOCTbIM U AuCTpoduye-
CKUM BPOXKAEHHbIM Oynne3HbiM snvaepmonmom (48% v 24% cooTBeTCTBEHHO) [2].

CornacHo pekomeHzauuam TpeTbero MeXAayHapOoLHOrO COrfacMTeNbHOro CoBella-
HWUA MO AMArHoOCTMKe U Knaccudukaumm bynnesHoro snugepmonusa (2014), pasnuuatot
4 OCHOBHbIX TVNa 1 6 CyOTUMNOB BPOXKAEHHOrO Bynne3Horo anvaepmonusa. CywecTsytoT
npocTas, norpaHuyHas, auctpoduyeckas dopmbl u cuHapom KnHanepa [5]. Mpu npo-
cTon (3nmpepmonuTnyeckoin) dopme obpaszoBaHve nysbipert NPoncxogmT B 6asanbHOM
CJl0€e Ha YPOBHe 3NMTeNNoLMTOB. 30Ha bnecTAwen NNacTUHKN 6a3anbHON MeMbpaHbl Co-
OTBETCTBYET MeCTy MOABNEHMA Ny3blpell Npy NorpaHUYHoON (coenuHuTenbHom) bopme.
Ona gepmonutnueckon GopmMbl xapakTepHa JloKanmsauma Mexay 4epMoit U NNacTUHKOMN
6a3anbHon MembpaHbl. HacumTbiBaeTca 30 KNMHUYeCKUX Gpopm 3abosieBaHNin, KOTopble
pasnMyaloTca No KNMHNUYECKON KapTuHE, NO TUMY HacleoBaHNA, MO TEYEHMIO 1 MO BUAY
BO3HUKAOLWMX OCITOKHEHWUN [6, 7].

Mpwu npocTbix dopmax 6ynne3Horo sNMaepMosM3a BO3HMKAT B OCHOBHOM TOJBbKO MNy-
3blpHble 3/IeMeHTbI, Pa3BMBalOLLMECs, KaK NPaBuUIIo, B TOUKAX, rie UMeeT MeCTo NoBbILLEH-
Has TpaBMaTum3auuma. MNocne HeCKONbKUX AHeN Ha TakUX yyacTKax MoABAOTCA KOPOUKMU,
rocne KOTOPbIX OCTAKTCA HE3HAUUTENbHbIE SPUTEMbI, @ 3aTeM BO3HMKAeT clabas nurmeH-
Tauwmsa.
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MorpaHnyHas, guctpoduueckasn u, B 6onee pegknx cnyyasnx, npoctasa Gopma xapakTe-
pu3yeTtca 06pa3oBaHreM OOLLIMPHbBIX 3PO3UBHO-A3BEHHbIX fiehEeKTOB B MeCTax My3blpHbIX
BbICbINAHWUIA, NPU 3aXKUBJIEHNW KOTOPbIX 0bpa3ytoTca aTpoduueckre pyoubl.

[na reHepann3soBaHHoro anctpoduyeckoro b3, pybLoBOro norpaHMYHOro, [MCTPO-
durueckoro b3 xapakTepHo pa3BuTre crubaTenbHbiX KOHTPAKTYP, akpoCcTeonnsa, [UCTpo-
bun HorTen, BONOC, 3y60B, KOTOPblE MOTYT MPUBECTU K MHBaNMAHOCTHY. K coxaneHuio, ecTb
dopmbl b3, nprBoaALiMe K neTanbHOMY ncxopy. He ctonT 3abbiBaTb U 06 OCIOXKHEHUAX,
TaKUX Kak Cencuc v aHeMus, XapakTepHbIX A1A TAXKENbIX [UCCEMUHMPOBAHHbIX GOpPM, TaK-
e npusoAwmx K rubenu nauueHTa [7].

Tvn HacnepoBaHMA b3 reHeTMyecKkM HeOAHOPOAEH: NpW NpocTom b3 — ayTocomHo-
LOMWHAHTHbIW, NpY norpaHnyHom b3 — ayTocomHo-peLieccuBHbIN, AncTpoduryecknii b
HacnefyeTca Kak ayTOCOMHO-AOMMHAHTHO, TaK 1 @y TOCOMHO-peLecCcrBHO [8].

[lmarHo3 ocHOBbIBaeTCA Ha KNUHUYECKON KapTrHe, MaTonoro-mopdonormieckom mc-
cnepoBaHun n JHK-guarHoctuke.

NoeHTndunkauymo trna/nogtrna Bb3 npoBoaat metogom npamon nMMyHodnoopec-
LeHUMN, oLeHUBasA CBeYEHNe aHTUTEN K CTPYKTYPHbIM 6eflkam Koxu B 30He 6a3anbHoM
MeMOpaHbl buonTaTa koxu [9, 10].

K HacToAwemy BpemeHu BbiABneHo 6onee 1000 myTauuin B 20 reHax CTPYKTYpPHbIX 6en-

KoB KoXu. IHK-gnarHocTka nogpasymeBaeT UCC/IeOBaHMe HECKOMNbKMX FeHOB:
npu npoctom b3 — PLEC, KLHL24, KRT5, KRT14, DST, EXPH5, CD151;
npu norpaHnyHom b3 — LAMA3, LAMB3, LAMC2, COL17A, ITGB4, ITGA3;
npu guctpoduuyeckom b3 - COL7AT;
npu cuHgpome Knnanepa — FERMT1 [9-11].
JTronaToreHeTUYeCKon Tepanuy BPOXAeHHOro 6ynne3Horo asnngepmMosnin3a He cylle-
cTByeT. B nocnepgHme roabl NPUMEHAIT CMMNTOMATUYECKOE NeYeHre, OCHOBHOW Liefbio
KOTOPOro ABNAeTCA Npodunaktuka BTOPUUHOM MHOEKLUK, akTMBauua snutennsaumun
3PO3VBHbIX 31IEMEHTOB, CHUXeHMe 6oneBoro cMHapoma. [1na 3Toro MCnonb3yoT ruagpore-
neBble MOBA3KY, KOTOPble MEHAIOT eXXeHEBHO MO0 Mo Mepe BblCbIXaHUA, Heafire3nBHbIe
BMAbI NOBA30K — KaxkAble 3—4 AHA, MPY Hannumm n36bITOYHOrO OTAENAEMOrO C MOBEPXHO-
CTV 3p031iA 1 A3B — eXXefiHeBHO. B cnyyasax obunbHOM aKccyaaumnm npumeHstoTca abcop-
6upyoLme NoBA3KK C rngpodunbHbIM reniem [8].

B HacToALee Bpema BeflyTCA aKTUBHble pa3paboTKm B 0611acT NPOTEMHOBOW, FeHHOM
WY KNEeTOYHOW 3aMeCTUTENbHOW Tepanuu, ansioreHHON TpaHCnIaHTaumum KOCTHOrO MO3-
ra, ICNoJsib30BaHWA NYNOBMHHOM KPOBW WA TPAHCNAAHTaL MW NAOPUNOTEHTHBIX CTBONO-
BbIX KNETOK.

B 2017 r. ony6nvKoBaH NepBblil YCMELHbIA OMbIT KNeTOYHOW Tepanuy NorpaHnyHoOM
dopmbl b3, 06ycnoBneHHON MyTaLMAMM B FeHax, KOAVPYIOLWNX FMKoNpoTenH 6a3anbHol
MeMbOpaHbl NamnHKH-332. Bcero HeckonbKo neT Ha3af TouHaa QyHKUUA naMuUHUHA-332
Oblf1a He COBCEM AACHa, Of{HAKO Ceyac CTau N3BECTHbI MONEKYNAPHbIE COObITUA, HEOOXO-
LUMble OA MHTerpaumm rmnkonpoTenHa B 6asanbHyto membpaHy [12, 13].

Ha npakTtuke B permoHax guarHocTrka u nevexHue b3 — HenpocTom npouece, u y crne-
LManMCTOB MOTYT BO3HUKHYTb TPYAHOCTM Ha 3Tane auddepeHLmanbHOM ANarHoCTuKy,
NOCTaHOBKWN OKOHYaTeNIbHOrO AnarHo3a v, CaMoe rnaBHOE, Ha 3Tane NoKNU3HEHHOro, TPY-
LOEMKOTO fleYeHus.
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B LIESIb NCCNEJOBAHUA

M3yuntb nonynaumMoHHo-reHeTnvYeckne ocobeHHocTn B B Pecnyb6nuke CeBepHan
Ocetna — AnaHua c 2010 no 2022 r.

B MATEPWAJIbl U METO/bI
BbinosnHeH peTpoCneKTUBHbIN aHanu3 MeanUMHCKNX KapT nauyueHToB ¢ b3, anarHo-
CTUPOBAHHbIX 3a UCCelyemblli nepuog,.

B PE3YJIbTATDI

B Pecny6nuke CeBepHas Ocetus — AnaHus (PCO-AnaHnsa) Uncno HOBOPOXAEHHbIX fie-
Tenn 2010 no 2022 r. coctaBuno 124 730 uenoBek. 3a nccnegyemblii Neproa KNMHNYECKUN
[MarHo3 «bynnesHbllii anMaepMonu3» Obin yCTaHOBNEH B 6 cilyyanx. M3 HUx 4 geTei, pox-
AeHHbIx ¢ 2010 no 2014 r., ckoH4anucb B Bo3pacTe fo 1 rofa; naynenty 2017 r. p. ycta-
HOBJIEH ArHO3 «BPOXKAEHHbIN 6ynne3Hbln snugepmonuns, auctpodryeckaa popmar, ay
pebeHka 2015 r. p. AMarHo3 He NOATBEPXKAEH, B HACTOsALLee BPEMA Y HEFO He HabnogaeTca
KNMHMYECKUX Npr3HaKkoB 3abonesaHus. MHpopmaums o dopme 3aboneBaHus, pesynbTa-
Tax [JHK-gmarHocTnkm 1 ncxogax npeacTasrieHa B Tabnuue.

3a uccnepyemblin neprog B pecnybnuke guarHos b 6bin noaTBepKaeH Ha Moneky-
NAPHO-TEHETMYECKOM YPOBHE B ABYX Cllyyasax. B cemMbe 3THMUYECKMX OCEeTVH BbiAB/IEeHa
paHee He onvcaHHas B MeXAyHapOAHbIX 6a3ax AaHHbIX MyTaLMsA B FOMO3UFOTHOM COCTO-
AHMK B reHe LAMB3, xapakTepHas gna norpaHuyHoro b3. B cembe 3THMUYeCKMX fAarectaH-
LeB O6Hapy»eHa Takxe paHee HensBecTHaA MyTauma B reHe COLT7A, cneuymnduueckan B
6onbLuel cteneHn gna guctpodudeckoro b3 [11].

B HacTosALlee Bpems B pervioHanbHOM CErMeHTe permcTpa rocylapCcTBEHHOro BHe6A-
XeTHoro 6narotBopuTenbHoro doHga «Kpyr fobpa» coctomt 1 naumeHT ¢ guarHosom b3,
OMMCaHHbIV B KNMHMYECKOM npumepe NO 2.

WHpopmauma o naymeHTax ¢ 6ynnesHbiM SNMAEePMOIN30M B PerioHe
Information about patients with epidermolysis bullosa in the region

N2 [0 AwnarHos AHK-anarHocTuka Ucxopn 3aboneBaHus
AeHuA
1 2010 BynnesHbii snuaepmonm3 He nposoannacb Ymep
(KNnHNYecKn)
BynnesHbin loHKLMO- BuannenbHasa myTtauna reHa LAMB3: | Ymep
2 2010 HanbHbI (MorpaHnyHbIin) | c. [3061_3063 delinsAAAAGCTG] + | (KNnnHMYeCKni npumep
anugepmonus [3061_3063 delinsAAAAGCTG] Ne 1)
3 2012 Bynnesuoiit snupepmonus He nposoawnnacb Ymep
(KnHMYecKmn)
4 2014 BynnesHbii Snuaepmonu3 He nposoannacb Ymep
(KNMHNYeCcKn)
BynnesHbii snugepmonns | MyTauuii B «<ropAumx TouKax» reHa
5 2015 (KNMHNYeCcKn) LAMB3 He 06HapyxeHOo Knuuueckm 3n0pos
BuannenbHaa myTauua reHa
. .| COL7A1: MpoBoauTca cumnTo-
BpoXkaeHHbIN BynnesHbin hr3 5
6 2017 SMUTEPMONIZ, AMCTPOGU- chr3:9.4862761 MaTMyeckan Tepanua
ueckan $o Ma, dupENST00000328333.8: (KNnMHWYeCKnin npumep
P ¢.4172dupENST0000033271.8 Ne 2)
p.G1y1392AtgfsTer10
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5y11]'|e3HbIVI annagepmonns B Pecny6m/|Ke CeBepHaﬂ OceTtua — AnaHua: nonynAuMOHHO-TeHeTnyeckmne
ocobeHHOCTH, I'Ip06ﬂeMbI 1 MepcrneKkTUBbl Ha NPUMepe 2 KNNHNYECKNX cryyaes

B KIIMHUYECKUE CJTYYAU

KnuHnuecknni cnyvan 1

PebeHokI.2010r. p., noctynun B [BY3 «PecnybnvkaHckan feTckas KnnHuyeckasa 60sib-
Huua» M3 PCO-AnaHuna B nepBble CYyTKU XN3HW.

M3 aHamHe3a: pebeHOK OT 3-i1 bepemeHHOCTU (1-7, 2-A BepeMeHHOCTN 3aKOHUYUINCh
poXKaeHMemM 300POBbIX feTelt), NpoTeKaBLllell Ha GoHe yrpo3bl NpepbiBaHUA B NepBOM
TpumecTpe, 3-X poaoBs B 38 Hepenb rectaunn. OueHKa no wkane Anrap — 7-8 6annos. Bec
npw poxaeHun — 3340 r, annHa — 50 cm.

OO6BEKTMBHO: NPABUIbLHOIO TENIOCIOXKEHUA, YMEPEHHOTo NUTaHusA. bonblwon pogHu-
Yok 2,0x2,0 cm, Ha ypOBHe KOCTel yepena, He HanpsXeH, He nynbcupyet. 3paukn D=S,
cpepHero fmameTpa. Bugumble cnusncTble oObIYHON OKPACKY, YnCTble, bnectawme. Kox-
Hble NMOKPOBbI 651eHO-PO30Bble, cyxune. Ha poHe HeBocnaneHHoN KoXu B 061acTu CrivH-
K1 Hoca 1 nogbopopka, 3afiHel MoBepxXHOCTY neBoro befpa, roneHu, B 061act NpaBoro
NOKTEBOrO CycTaBa 1 06erx CTON BU3yanu3upyoTca BCKpbIBLUMECA Oynne3Hble BbiCbina-
HUA oT 6 10 40 MM B inameTpe C OOHaXXeHHOW 3PO3MPOBAHHOW KPacHOW brecTsLlein no-
BEPXHOCTbIO U C 0OpbIBKaMU 3naepMmuca no nepumeTpy Ha HemsamMeHHOM GOoHe; B Naxo-
BOW 06MacTy — HEBCKPbIBLUMECA 3NIeMeHTbl 0 3 MM B iIlaMeTpe C CepO3HO-remopparu-
yecknM copiepKmMMbiM. Koxa BOKpyr 60MblLUMX NanbLeB KACTEN ¢ Npru3Hakamu Gopmupy-
towmxcs 6ynn. Cumntom Hrkonbckoro cnabononoxutenbHolil. CUMnTom «bnegHoro nAat-
Ha» — 2 ceK. Hortu 6e3biMAHHbIX NasnbLeB Ha KUCTAX OTCYTCTBYHOT, HOTFTeBas MOBEPXHOCTb
KpacHOro LBeTa ¢ CyKpoBuLen. Horresasa nnacTrHa yKkasaTenbHOro nanbua IeBom KUCTn
C NpU3HaKaMuy HayaBLUEerocsa OTTOpPXKeHnA. Horresble nnacTHb 4PYruX nanbLeB NCTOHYe-
Hbl, iepOPMMpPOBaHbI BIBOPOTOM Hapy:Ky. IKCKYpPCUA FPYAHON KNETKN B MOSIHOM obbeme.
AyCKyNbTaTMBHO: BbICNYLUMBAETCA Ny3PUSIbHOE fibIXaHVe Haf BCel MOBEPXHOCTbIO NErkux,

Puc. 1. MauvneHT, onncbiBaeMbiil B KNNHNYEeCKOM npumepe N2 1
Fig. 1. Patient described in clinical case N2 1
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Xprnos HeT. [ynbc Ha Nnepudepunyeckrx aptTepuax NanbnupyeTcs, yaoBNeTBOPUTENbHOTO
HanpAXKeHWA 1 HanonHeHNA. ToHbl cepALa NPUIYLLEHbI, PUTM COXPaHeH. K1BOT He B3ayT,
MATKWI, AOCTYNeEH nanbnaumm. MNeyeHb BbICTyNaeT 13-nog Kpaa pebepHoi gyrn Ha 1 cm,
ceneseHka He nanbnupyetcs. MNepuctanbTrka KuleyHrKa BbicnywrsaeTca. Grsnonoru-
yeckume OTnpaBfieHNs B HOpMe.

Pe3ynbraTbl NapaknnHNYeCKNX MeTOA0B nccnefgoBaHuA. O6LWNIA aHanM3 KpoBu:
Hb - 147 r/n, sputpoumnTbl — 4,03%10'*/n, nenkouuntbl — 19,0xX10°/n, cermeHTOAAEPHbIE —
51%, 303nHOGUNbI — 0%, NUMboLUTbI — 30%, MOHOLUTBI — 5%.

OGN aHanM3 MouW: LBET CBETNIO-XeNTbli, yaenbHbln Bec 1012, Npo3payHOCTb —
MyTHas, 6enoK He HaifeH, nekoumnTbl — 1-2-3-1 B none 3peHns, SNUTENNIA eOVHNYHbINA,
CONN — KPUCTansibl MOYEBOW KNCIOTbI.

Brnoxummnueckoe nccnegoBaHmne KPoBu: B peaenax HopMbl.

Mo paHHbIM peHTreHorpadum opraHoB rpyaHON KNeTKku, HelpocoHorpammbl, IxoKr,
Y3 BHYTpeHHNX OpraHoB NaToNOrMn He BbIABAEHO.

MpoBoaunnce aTpaBMaTUYHOE NeneHaHne, 06paboTKa 3N1eMeHTOB BOAHbBIM PacTBO-
POM METMNEHOBOIO CMHEro, CMa3blBaHME 3/1IEMEHTOB Ma3blo CONIKOCEPUSI, BUTaMUHOTe-
panus.

B LleHTpe reHeTMKM M MONEKYNAPHOW [MArHOCTUKN YHUBEPCUTETCKOM KIWNHU-
kKn r. Opanbypra npoBefeHO MONeKyNAPHO-TeHeTMYecKoe WcciefoBaHMe: aHanm3
Lenn KogMpOBaHHOMO yyacTKa U COOTBETCTBYIOLWMX MeCT npukpenneHumsa reHa LAMB3.
BbiaBneHa 6wuannenbHaa myTtauma LAMB3 reHa: c. [3061_3063delinsAAAAGCTG] +
[3061_3063delinsAAAAGCTG], KoTopasa NPMBOAUT K CABUTY paMKU CYMTbIBAHWUA reHeTu-
yeckoro Koga v GopmmpoBaHuio npexaespemeHHoro Stop-Kodon B nammHuH-6eTta3 no-
nunentuge (p.V1021KfsX11).

Mo pe3ynbTaTamM KNMHUYECKUX MPOABMIEHNI — BAPUAHTY MOPAXKEHMA KOXHbIX NMOKPO-
B0B — 1 [IHK-gnarHocTvkum 6bin BbiCTaBeH AnarHo3: 6ynnesHblii OHKLMOHANbHbIN (Norpa-
HUYHbIN) anugepmonu3 (Epidermolysis bullosa junctionalis).

HecmoTpsa Ha npoBogumyto cuMnTOMaTMYeCKyto Tepanuio, B Bo3pacTe 8 mecsALeB pe-
6eHoK ymep.

KnuHnuecknin cnyyanm 2

PebeHok I. 2017 1. p., COCTOUT Ha yueTe B MeANKO-TeHeTnYecKol KoHcynbTaumm N6Y3
«PecnybnukaHckaa feTckaa KnuHuuyeckasa 6onbHuua» M3 PCO-AnaHusa C gmarHosom:
BPOXKAEHHbIN OynnesHbli snuaepmonuns, guctpoduueckas popma. CteHo3 nuiesoa co
CTPUIKTYPOW, COCTOAAHUE nocsie GannoHHON Annataumn. YacTuyHaa BTOpUYHaa afeHTus.
Backynsapr3soBaHHoe NoMyTHeHwMe porosuLbl OD, nepndepmnyeckoe NOMyTHEHNE POTrOBU-
ubl OS. Jlerkasa 6enkoBo-aHepreTuyeckasa HeloCTaTOYHOCTb.

PebeHOK poXaeH eHLWKMHON 35 neT, poauTenn cumtatoT ceba 30poBbIMUL. Y MaTepu
3-a 6epeMeHHOCTb, NpoTeKaBLasa 6e3 ocobeHHOCTel, 2-e CpouHble poAbl. MNonoxeHune
nnoga ronosHoe. Bec npu poxaeHun — 3650 1, pocT — 53 cm. OueHka no wkane Anrap
8-8 6annos. C poxeHnA OTMeYaeTCsA YaCTUUYHOEe OTCYTCTBUE KOXKM Ha BEPXHUX U HUXK-
HUX KOHeyHoCTAX. Ha 2-e cyTKu »Kn3Hu nepesefeHa B PAKB, rae Haxogunacb okono 1 me-
cAua. Monyyana cumnTomaTMyecKoe fleyeHne: aTpaBMaTMUYHOE MefeHaHne, NnepeBA3Kn
C CNONb30BaHMEM OKTEHUCEeNTa, MPOHTOCaHa, Kpema 6enaHTeH Nioc, akTOBEr1H rens,
aprocynbdaHa, cygokpema, menunekca. bBriHToBaTb — nexa-kpenmn, nosepx nexa-xadt ans
dukcaumn. BeinvcaHa c ynyylueHnem c pekoMeHzaumamm no HabnogeHno cneumanmcTos
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Puc. 2. MauveHT, onncbiBaeMblil B KNINHNYECKOM npumepe N2 2
Fig. 2. Patient described in clinical case N2 2

no MecTy XuTenbcTBa. B nocnepyiolieM HeOAHOKPATHO HaxOAuNachb Ha CTalMOHAaPHOM
NeYeHnn B AepMaToNIOrMyeckoM 1 XMPYPruyeckoM oTAeneHuAxX pasHblix degepanbHbix
LeHTPOB. B Bo3pacTe 7 et 7 MecAueB ¢ »Kanobamm Ha HEBO3MOXHOCTb Nprema TBepaom
NULLK, CPbITMBAHNA 1 PBOTY NOBTOPHO rOCNNTaNN3NPOBaHa B Xpyprmyeckoe otaeneHne
C HEeOTNOXHOW 1 nnaHosol nomollbio OrAY «HaunoHanbHbI MeaULMHCKNIN NccnenoBa-
TeNbCKUI LEeHTP 3a0poBbsa aetet» M3 PO no cucteme BMIT (BbicoKocneuman3npoBaH-
HOW MeauLHCKOM nomouin).

O6beKTMBHO: 0bLiee cocToAHMe Taxenoe. Temnepatypa 36,6 °C. [lonoxeHne BbIHYX-
neHHoe. PocT ctoa — 118 cm, Bec — 18,5 Kr. MMNT - 0,78 kB. M. UIMT - 13,3. YpoBeHb ¢ur3mnye-
CKOro pasBuTuA pebeHKa HKe cpepHero. MNogKOXHO-KMPOBas KreTyaTKka cnabo Bbipa-
»eHa. KoXHble NoKpoBbl 651ejHO-PO30Bble, Ha JILIE U TENE — IPO3UN, MOKPbITbIE KOPOUKa-
MW, YHaCTKM runepemuin. Ha cnmsmctbix 0605104Kax pOTOBOM NOSIOCTM 3P03UN, CpaLLeHme
Y3[euKM A3blKa, MMKPOCTOMMSA; rfia3a — SKTPONMOH. Horten Ha nanbLax pyKk 1 HOr HeT. 3eB
PO30BbIi, MUHAANVHbI He yBennyeHbl. YacTuyHaa KOHTpaKTypa M NCeBAOCUHAAKTUAMA
Ha KMUCTAX U NOJIHAA NCeBAOCUHAAKTUNIMA Ha cToMnax ¢ obenx cTopoH. HocoBoe AbixaHue
cBo60ofHOe. B nerknx fbixaHue Be3UKyNnApHoe, NPOC/YLLIMBAETCA BO BCEX OTAeNax, Xpu-
noB HeT. TOHbl cepAua ACHble, PUTM NPAaBUbHbIN, LUYMOB HeT. NBOT MATKWIA, AOCTYNEH K
nanbnawuum Bo BCeX OTAeNax, He B3yT, CUMMNTOMOB pa3fpaxkeHns 6pIoLLIVHbI HET, NeyeHb
+1 cm, ceneseHka He nanbnupyetca. Ctyn 1 pa3 B 3-4 gHA. Insypun HeT. HepBHO-NCMXun-
yeckoe pa3BuTMeE COOTBETCTBYET BO3PacCTYy.

Pe3ynbraTbl NapaknnHNYeCKNX MeTOAo0B nccnefgoBaHuA. O6LWNIA aHanM3 KpoBu:
Hb - 129 r/n, aputpountsbl — 4,0x10'%/n, nerikountbl — 5,0x10°/n, cermeHTOsI AEPHbIE — 65%,
303MHOGUNbI — 1%, nuMbouunTbl — 21%, MOHOLUTBI — 5%, CO3 - 3 MMm/u.

O6LWMI aHanM3 MOYN: LiBET CONOMEHHbIW, yaenbHbl Bec 1010, Mpo3payHOCTb — MyT-
HadA, 0enoK He HalgeH, nelkouuTtbl — 2-2-3-1 B nosie 3peHus, SNUTeNNn eauHUYHBINA,
COnn — OKcanarbl.

brnoxnmunueckoe nccnegoBaHne KpoBK: B Npeaenax Hopmbl.

PeHTreHorpaduma Kucren (oLeHKa KOCTHOIO BO3pacTa): KOCTHbI BO3PacT COOTBETCTBY-
eT npumepHOo 5-5,5 roga; oTcTaeT OT KaneHAapHoro 2 roga. OTMeualTca KOHTPaKTypbl
MexdanaHroBbIX CyCTaBOB.
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PeHTreHorpaduma n peHTreHoCKONUA NULLEBOAA C KOHTPACTHLIM YCUNIEHEM B MPAMON
1 60KOBOW NpoeKun € npumeHeHneM 50 M BM3MNaka (cnycTta 7 gHein nocne 6annoHHON
AvnaTaumy NMLWEBOAA): akT MMOTaHMA He HapyLeH. [TpoxoAnMOoCTb NYLLEBOAA COXPaHEeHa.
Mo cpaBHeHUIO C CCnefoBaHUEM [0 AunaTtaumm gmaMeTp nuLieBoaa HEMHOrO YBENUYNA-
CAA, HO COXPaHAETCA CY>KeHMe Ha YPOBHe BepxHeln TpeTu nuwesoda Ao 5-4,5 mm (paHee
[0 4Xx4-5 MM) NPOTAXKEHHOCTbIO OKOMO 3 cM (6e3 cyllecTBeHHON AvHamuku). Kapavo-
330dareanbHbIi Nepexos PacrnosioXeH Nof Kynonamu grnadparmbl. 3aknoueHve: peHTre-
HoMornyeckan KapTuHa yMepeHHOro CcTeHo3a BepxHel TpeTu nuieBoga 6e3 HapyLleHua
NPOXOAMMOCTM A1 KOHTPACTHOrO BeLLecTBa, HePaBHOMEPHOCTY AnaMeTpa NuLLeBoa Ha
BCEM MPOTAXKEHUMN.

Y3/l opraHoB OpIOWHOM MONOCTU: »KEeMYHbIA My3bipb HOPMasbHbIX pPa3mMepoB
50%x14 mMm; dopMma NpaBubHasA; CTEHKN HE U3MEHEHbI; NPOCBET CBOOOAEH; pa3mepbl Noj-
XKenynouHowW »enesbl: rofioBka 15 Mmm, Teno 11 Mm, XBOCT 16; 9XOreHHOCTb CpeaHAA; OQHO-
pOAHasA; YyNIOTHEHbl CTEHKM COCYAOB; MPOTOK He pacLUMpPEH; NeyYeHb: pa3mep yBennyeHr;
J14,80; M 110; KOHTYp POBHbIN; NapeHXMMa HEOAHOPOAHAA, MOBbILLIEHHON 3XOreHHOCTY;
BOPOTHaA BeHa 6 MM; NeYeHOYHble BEHbl HEe N3MeHeHbl MM; cene3eHka 80x40 mm; napeH-
XVMIMa OQHOPOAHaA, CpefHe IXOreHHOCTU; CeNe3eHOYHan BeHa He pacCLUMpPEeHa; »KenyaokK:
ceKpeTa HeT, CTEHKM HOpMasbHble; ABEHaALaTUNEePCTHAA KULLKA: CeKpeTa HeT, CTEHKN
HOPMasbHbl€; 3HAaUNTENbHO paclIMpeHa amnyna NPAMON KUWKW. 3aKntoueHne: npu3Ha-
K1 BTOPUYHBIX M3MEHEHWIA NOAMXeNyA0UYHOW »Kene3bl, renatocnieHoMeranum, U3MeHeHnin
napeHXMbl MeYyeHwu.

KoHcynbTauma odrtanbmonora: pekomeHJoBaHa OUYKOBaA KOPPEeKUMWA, Kanau rnas-
Hble — CNle303aMeHNTEeNM, KOPHeperesb.

B otmeneHnn nposeneHo neyeHne B COOTBETCTBUN C HauMeHoBaHMem BMIT «PekoH-
CTPYKTUBHO-NMIACTUYECKME ONepaLm Ha NULLEBOAE, XeflyaKe», MOAeNbio NaumneHTa «py6-
LioBble CTPUKTYPbI NMLLEBOAA» Y METOLOM JleueHrs «6annoHHasa naacTrka nuiesoaan.

Yepes 7 cyTok nocsie onepauum Ha GboHe NPOBOAMMON Tepanuu BbIMUCbIBAETCA C
ynyudlleHneMm 3a CYeT KIMHNYECKOW NPOXOAMMOCTY NULLeBoaa.

B cooTBeTCTBUM C KNMHMYECKNMY pekoMeHaumAMN pebeHKy No KU3HEHHbIM NOKa3a-
HVAM peKoOMeHAO0BaHbl CMMMNTOMAaTUYeCKasa Tepanua 1 nepeBA3oYHble MaTepuanbl. Bcem
Heo6xoAMMbIM NaLMeHT NOTHOCTbIO 06ecneunBaeTca U3 CPefCTB roCyjapCTBEHHOIO BHe-
6lopkeTHOro 6narotsoputenbHoro doHga «Kpyr gobpay.

MNpobaHay NpoBefeHO NONHO3K30MHOE CEKBEHUPOBaHUe. BbisiBneH paHee He onmcaH-
HbI B 6a3e faHHbIX MONYNALMOHHbIX YacTOT gnomAD BapraHT B FOMO3MIOTHOM COCTOA-
HUW B 3K30He 36 (13 118) reHa COL7AT, NpMBOAALLMIA K CABUTY PaMKK CUUTbIBaHMA: chr3
:9.4862761dupENST00000328333.8:¢.4172dupENST0000033271.8: p.G1y1392AtgfsTer10.
MaToreHHble BapuaHTbl B reHe COL7AT nprBoAAT K pa3Butuio anctpoduryeckoro b3.

B 3AK/TKOYEHUE

Mo nuTepaTypHbIM AaHHbIM, B pa3Hble rofbl NoKasaTesib pacnpocTpaHeHHOCT B3 no
cyobektam PO Haxogunca B npepenax ot 0 go 21,03 Ha 1 MAIH HaceneHus, COCTaBMB B
cpeaHem 3,9. Ha 2016 r. MakcuMmarsbHble NoKasaTtenu 6binv otMeyeHbl B Mopaosum — 21,03,
DarectaHe - 19,82, YeueHckon Pecnybnuke — 14,72, UHrywetunn — 14,68, B TamboBCKol 1
Tomckom obnactax — 15,31 n 13,92 cooTBeTCcTBEHHO. MUHMMaNbHbIE 3HAaUYEHVA BbiABMe-
Hbl B Bypatum - 2,03, B KabapauHo-bankapckoi Pecnybnuke - 2,3, a Takxe B [epmckom
Kpae — 2,66 [4].
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KonunuectBo HoBopoxaeHHbix aeTtern B PCO-AnaHma ¢ 2010 no 2022 r. coctaBuno
124 730 yenoBek, Npu 3TomM ArarHo3 b3 6bin noaTBepKAeH Ha MoneKynApHo-reHeThYe-
CKOM YpPOBHe B 2 cnyyasx. Takum o6pa3om, 3a nccrefyemblii nepuos pacnpocTpaHeH-
HOCTb 3abonieBaHMA cocTaBmna 1 Ha 62 365, unm 1,6 Ha 100 000 HOBOPOXKAEHHbIX, U
16 cnyyaeB Ha 1 MJIH, UTO CBUAETENbCTBYET O JOCTAaTOUYHO BbICOKOW PacipOCTPaHEHHOCTU
JaHHOW NaToNorMn B permoHe.

Mpobnembl, BO3HMKaloLMe Ha 3Tane noaTeepxkaatowen JHK-guarHoctnkm, obycnos-
NeHbl FreHeTUYECKOW reTepOoreHHOCTbO 3ab60neBaHMA 1 BbICOKOW CTOMMOCTbIO UCCNeao-
BaHMA, TaK Kak OHO He BXOAUT B NepeyeHb OloKeTHbIX. B To e Bpema pe3ynbTat reHeTu-
yeckoro nccnefioBaHuA npobaHaa 1 ero poguTeneli ABAAETCA OCHOBOW MocseaytoLero
MeANKO-TEHETUYECKOrO KOHCY/bTUPOBaHNA CeMbU, pacyeTa pUcka poxaeHna 60nbHOro
pebeHKa MOBTOPHO M MCMOMNb3yeTcA NPU NPOBEAEHUN NPeHaTanbHOW ANArHOCTUKM, YTO
ABNAETCA OCHOBHbIM CMNOCO60M NPOPUNAKTUKN 3aboneBaHmA.

OnwncaHHble KNMHMYeCKme cilyyar NOATBEPKAEHHOrO BpoXxAeHHoro b3 yka3sbiBaloT Ha
TO, UTO, HECMOTPA Ha pa3Hble GopMbl, TeueHne 3aboneBaHMA B 060MX Clyyasx 0CTaBanochb
TAXeNbIM 1 TPeboBano He TOSIbKO 06BEMHON MHOTOrPaHHOM MeAULMHCKOW, HO U Nann-
ATUBHOW MOMOLLIN.

K coxkaneHuto, Ha CerogHALIHMI feHb He CYLLeCTBYeT TapreTHOro neyeHns nauneHToB
¢ b3. B HacTosAee Bpema Tepanua b 3aknouaeTca B yxo4e 3a ANUTENIbHO He 3a)K1Bato-
WMMK fedeKkTaMm KOXKM U KOPPEKLNN Pa3BUBLLMXCA OCNOXKHEHUI 60n1e3HU. OCHOBHOE
BHUMaHWe ygenaetca 06paboTke paH 1 obecneyeHno NaLnMeHToB cneLunanbHbIM nepess-
30YHbIM MATEPMANOM C Liefibio MPOodUNaKTUKL MHGULMPOBAHNA. 3HAUMTENbHAsA ONTUMU-
3aLuA neyebHOro npouecca HameTuacb 6narofaps BKIOYEHNIO HO3010MK B NepeYeHb
3aboneBaHui, obecneunBaoLLMxca 3a cueT GpoHAa NoAAEPKKM AeTEN C TAKENbIMU XKIN3-
HeyrpoXawLwmnmy 1 XPoHNYeCcKUMM 3aboneBaHnAMM, B TOM YnCe pegKumiy 3aboneBaHu-
Aamu, «<Kpyr fobpa». Npobnema neyeHnsa naumneHTos ¢ b3 octaeTca HepelleHHON, TpebyeT
JanbHeNnwWwero n3yyeHuns, 1, BO3MOXHO, ee pelleHne peannsyeTca C NOMOLLbI0 MeTOA0B
reHHoW Tepanuu.
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