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| PeueccuBHbIN guctpodumyecknin 6ynnesHsin annaep-
monuna (POBJ) — Taxenoe 3aboneBaHne, KOTOPOe Xapak-
Tepu3yeTcsa NOSBMEHMEM MOCIe He3HAYUTENbHOM TPaBMbl
ny3biper Ha KOXe U CNU3UCTbIX 0605104Kax BCrneacTeme
pacLuenneHns gepMoanngepmMasnbHOro coegnHeHus nog
6a3anbHO MeMOpPaHON Ha YPOBHE SKOPHbIX OMGpUI.
Passutne 3abonesaHua 06yCNOBNEHO MyTaUUSAMU reHa
COL7A1, xogupytorlero 6enok konnaren VIl tuna (Col7),
KOTOpbIV 06pasyeT aKopHble hmbpunnsl [1]. B HacToswee
Bpemsi u3BecTHo 6onee 700 mytauuii reHa COL7A1 [2].
Haunbonee pacnpocTpaHeHHbIMM B NONYNAUMM KIUHUYe-
ckummn chopmamum POB3J sBnsitoTCS reHepann3oBaHHbIN
Tsxxensih POB3, Ha3biBaBwwMiica paHee POB3D Annono —
CwumeHca, reHepanm3oBaHHbii POB3 cpepHein TsxecTu,
KOTOpbIN paHee Ha3biBanu POB3 He-Annono — CumeH-
ca, 1 nueepcHbii POB3 [3].

eHepanu3oBaHHbIN Tsxxenbin POBD 06bI4HO pa3Bu-
BaeTCcs B pes3ynbTraTe MyTauui (HOHCEHC-MyTauuu, my-
Tauum TMna caBura paMKu CYMTbIBAHUSA U MyTauunm can-
Ta cnnawvcuHra, pacnonaratowumecs npu taxenom POB3
Ha oboux annenax COL7A71) ¢ obpa3oBaHueM CTOnM-
KOJOHa, NpexaeBpeMeHHO MpepbIBatoLLEero CUHTE3 Korl-
nareHa VIl Tvna. B pe3ynbTarte Takux MyTtaumii o6pasytoT-
€Al He3aBepLUEHHble NONMUMNENTUApI, HE CNOCOBHbIE CO6U-
paTtbca B OYHKLUMOHUPYIOLLME SSKOpHble onbpunnel [4, 5].

eHepanu3oBaHHbI POB3 cpefHen TsXxecTu, a Tak-
Xe gpyrve, 6onee pefkue kKnuHuyeckue cdopmbl POB3
4acTo 06YCNOBNEHbI CMOXHBIMU FETEPO3UTOTHLIMU MYy-
Tauusmu. B aTom cnyyae umeroTca gBe MyTauum reHa
COL7A1. Ha ogHom annene reHa COL7A1 umeeTtca myTa-
umsa ¢ obpasoBaHMEM CTOMN-KOAOHA, BedyLLero K npexpe-
BPEMEHHOMY MpepbIBaHWIO CUHTE3a 6enKa, Ha Apyrom arn-
nene — MUCCEHC-MyTaumsl, NPy KOTOPON 3amMeHa HyKneo-
TMAA NPUBOLAUT K N3MEHEHUIO CMbICNa KOJOHa N 3ameHe
aMWHOKUCIOTbI B COOTBETCTBYIOLLIEM MecTe NnonvnenTma-
Hou uenu. CUHTE3 MOoMHbIX Uener nonunentungos, dop-
Mupytomx konnareH VIl Tuna, npy reHepann3oBaHHOM
POB3S cpenHen TAXeCTM BO3MOXEH, HO 06pasytoLymnecs
nonuNenTUaHbIE Lenu MMEeIT pasnnyHble KoHopMaumm,
B pe3ynbTate Yero Mexgy HMMyM MoryT o6pas3oBbiBaTbCS
OnCYnbUOHbIE CBA3WN UM MPOUCXOANUTL MHbIE CTPYKTYP-
Hble U3MEHEHUS, YTO MPUBOAMNT K HAPYLLUEHUIO CTabunbHO-
CTn aKopHbIX mnbpunn [5]. Tak kak POB3S Hacnegyetcs
peueccuBHO, BCe POACTBEHHUKN 6ONBHOro MOryT 6bITh
3[0pOBbI.

leHepanu3oBaHHbIN Txenvin POB3Y xapakrtepuay-
eTCsl pacnpoCTPaHeHHbIM MOPaXXeHNeM KOXW, NposiBns-
owumea ¢ poxaenus. Nysbipn, obpasylomeca nocne
He3HayuTeNlbHOW TpaBMbl, MOTYT ObITb 3aroJSiHEHbI Ce-
PO3HbIM, CEPO3HO-reMopparn4eckuMm UM remopparu-
4YeCKMM copepXXmMbiM. Tlocne nx BCKpbITUS o6pasytoTcs
3p03u1K, CYLLECTBYIOLLUNE OINTENIbHOE BPEMS, CKIIOHHbIE
K MHOMLMPOBAHUIO, C BO3MOXHbIM (hopMmnpoBaHnemM s3-
BEHHbIX Ae(DEKTOB KOXM, KOTOPblE MEANEHHO 3aXMBaKT
c obpasoBaHueM pybua. [Npu nopaxeHnn KUCTen n cton
pybueBaHne NpUBOAUT K Pa3BUTUIO NCEBAOCUHAAKTUINNA.

B Bo3pacTe 2 net nceBpocvHpoakTUnumn nmetotea y 30%
60JbHbIX FreHepannaoBaHHbIM TsxxensiM PB3, B Bo3pac-
Te 20 net — y 100% 60nbHbIX [6]. Y 60/bHbIX pas3euBa-
€TCs OHMXOOUCTPOMUS U B NMOCNEAYIOLLEM — aHOHUXUS.
MopaxatoTca cnuaucTble 0605104KM NMOJIOCTU PTa, Xeny-
OOYHO-KMLLEYHOr0 TpaKkTa, MO4YenosioBbIX NyTen ¢ dop-
MUPOBaAHUEM CTPUKTYP MULLEBOLA, MOYEMONOBLIX MyTEN.
K Bospacty 2 net y 10% 60MbHbIX reHepanu3oBaHHbIM
Txenbim POB3Y oTmMevaloTcs KNMHUYECKUE MPOSBEHUS
CTPUKTYp nuLieBoda, a Kk Bodpacty 35 net — y 90% [7].
XapakTepHbl OTCTaBaHue B pocTe, Tsaxxenasa aHemus [3, 8].

FeHepanusoBaHHbii POB3 cpegHen TaXecTn nmeet
MeHee Taxenoe TedeHue. [ceBooCnHOAKTUNNN MOTYT
6bITb Ccrnabo BbipaXeHbl unu otcytcTeoeaTb. OTcTaBa-
HWe B pOCTe, aHeMUs y 3TUX B6ONbHbIX BCTpeYaroTcsa pe-
xe. Mpu nHBepcHom POB3 BbickinaHMs NepBoHaYasibHO
pacronaratTca B CKilagkax KoXW, Yy OCHOBaHWS LUew,
B BEPXHEN 4acTu CMMHbI U B NMOSACHWUYHO-KPECTLIOBOW 06-
nactu [9].

TSXKENbIM OCMOXHEHNEM Pa3fINYHbIX KITMHUYECKUX
dopm POBJ sBnseTcs pa3sutme NiOCKOKIETOYHOMO pa-
ka [10]. Moka3aHo, 4To y 60nbHbIX POB3 prck pa3sutusa
MIOCKOK/IETOYHOro paka nosbileH B 50 pas [11].

MpuBoguM Hawe Ha6nogeHne.

B oTpoeneHne KAMHMYECKOW pepmMartonorum
orey «rHUAK» MwuusgpaBa Poccum ¢ gmarHo3om
BPOXAEHHbIN 6ynfie3Hbln dNuaepMonn3 nocrtynuna
XeHuwuHa 30 neT ¢ xanob6amm Ha BbICbINaHUA Ha KOXe
TYyNoBuLLa, KOHEYHOCTEN N BOSIOCUCTOM 4acCTW rOMnoBbl,
conpoBoxpatLmnecs 60/1e3HEHHOCTbIO, Ha €NnabocCThb,
rOSIOBOKPY>XEHWe, oabILLKy, cepauebueHme, 60nu B 06-
nacTu xenypgka, 3anopbi.

Pogunacb oT 300poBbix poautenen. bonbHa ¢ nep-
BbIX OHEN XW3HU, KOorga Ha KoXe BeK U B MONOCTU pTa
NosSiIBUNMNCL Ny3bIpy N 3po3un. B poamnbHOM gome 6bin
NoCTaBfieH aMarHo3 ctaduiogepmMmm, NpoBOAUIIOCH fe-
YyeHue: MMMYHOrno6ynuH 4YenoBeYeCcKUn HOpManbHbIN
BHYTPMBEHHO, HAPY>XHO — 06nennxosoe Macno. B Bos-
pacTte 7 gHen 6bina nepeBefeHa M3 poausibHOro goma
B AETCKY0 60MnbHULY, rae 6binl NoCTaBneH aMarHos rep-
netTudpopmHoro gepmatuta [opuHra, nosydana nevyeHve:
WMMYHOIO6YNMH 4YenoBEe4YEeCKUN HOPMasbHbIA BHYTPU-
BEHHO, reMoTpaHcdy3nn, Hapy>XHO — aHUIIMHOBbIE Kpa-
cutenu. B Bo3pacTe 4 mec. nocne nosiBfIeHUst Ny3bipen
Ha neBoK cTone 6bly NOCTaBfieH AMarHO3 BPOXAEHHbLIN
6ynnesHbl anugepmonus. B nocneayouwemM nopaxeHue
KOXMW U CNN3UCTLIX 060/104EK MOCTEMEHHO NPOrpPeccupo-
Baso. lNocne He3HaYNTENBHbIX TPAaBM MNOABANMCE My3bl-
pY Ha KOXeE TYNOBULLA, BEPXHUX N HKHUX KOHEYHOCTER,
Ha cnM3ncTbix obonoYkax. locne BCKpbITUS My3blper 06-
pas3oBbIBANIMCb 3p03UN U A3Bbl, CKIIOHHbIE K MHULMPO-
BaHW0, MEANEHHO 3aXuMBaroLme ¢ opMMPOBaHNEM Py6-
yoson atpodun. MNMocteneHHo chopMmnpoOBanmCb NCEBAO-
CUHOAKTUNMM Ha KUCTSX U cTonax. B gpeTckom Bo3pacte
nosiBMIMChH aedopMaumm n N3MeHeHMe LiBETa HOMTEBbLIX
NnacTWH, NOCTENEHHO pa3BuiaCcb aHOHUXMS.



B LwkonbHOM BO3pacTe BbISIBNIEHO NMporpeccupytoLLiee
Kapuo3Hoe nopaxeHue 3y6oB. Ctomaronormyeckas no-
MoLb 6bina 3aTpyaHeHa BBUMAY MUKPOCTOMMMU, aHKWIIO-
rnoccun, 3apalleHns BeCTUOYNAPHBbIX CKNadoK U Nerko-
CTV NOSABNEHUS Ny3bIpeN B pOTOBOW nonocTu. NocteneHHo
passunack ageHtms. C 18 net naumeHTka uHsanug | rpyn-
nbl. C 2004 r. cTpagaet xenesogeduUunTHON aHemMuen,
cofepxaHune remorniobuHa B KpoBM CHMXanocb ao 60 r/n,
B CBAI3M C 4YeM HabnogaeTca y remaronora no Mecrty Xu-
TenbCTBa, NPOBOAMACh Tepanua npenaparamMm Xenesa.

B 2004 r. B Bo3pacTe 20 net 60sbHas obpatuna BHU-
MaHue Ha Hanmyine ob6pal3oBaHusa B 06nacTn AUTENbHO
CyLLEeCTBYIOLLIEN 3Bbl B NATOYHOM 061acTu NpaBon CTO-
Mnbl, KOTOPOE B NMOCNeayLEeM MELJIEHHO YBENMYMBAIIOCH
B pa3mepax. C 2004 r. 6onbHas OTMeYaeT MOCTEMNEHHYIO
noTepro Maccel Tena, gocturwyto 3a 10 net 6onee 20 Kr.

[Mpn o6cnenoBaHnn B oTAENEHUN KITMHUYECKOWN Oep-
martonorum ®IrbyY «MHUOK» Munsgpasa Poccuu narto-
JNIOTMHECKUI KOXHBIN NPOLIECC HOCUIT PacnpOCTPaHEHHbIN
xapakTep. Ha kKoxe BOMOCUCTOM 4acTu ronoBbl, LUEMW,
TYNOBULLA, BEPXHUX N HMXKHUX KOHEYHOCTEN pacnonara-
IMCb MHOXECTBEHHbIE 3P03MM HEMPAaBUIIbHbIX O4epTaHUi
pasmepoM A0 3 x 4 CM C 9pUTEMON N OBPbLIBKAMU 3MKU-
aepmuca no nepudgepuun. Ha noBepxHOCTU YacTu 3po3unii
MMEeNNCb KOPOYKM XEeNToBaToro LBeTa, CIMBKOOOpa3Hoe
rHoMHoe oThensieMoe. Ha Koxe CnuHbl UMENUCb 3p0o3nn
HernpasWIbHbIX 04YepTaHui pasMepom Ao 2 x 3 cMm ¢ fAp-
KO-KpacHbIM 6necTawumM gHom 6e3 oTAensemMoro Ha rno-
BEPXHOCTU, MO MX nepudrepmm — o6pbIBKM anupepmMumca.
Ha Bngnmo 300opoBoi KoXe pacrnonaranmcb MHOXECTBEH-
HbI€ XENTOBATbIE CYXME KOPOYKM.

Ha Koxe HMXHMX KOHEYHOCTEN pacnonaranmcb Kpymn-
Hble CNMBAIOLLMECH 3PO3MBHbIE O4aru, pacnpocTpaHs-
oLLMecs Ha BCIO NMOBEPXHOCTb rofieHen u crton. Ha koxe
npaBoK CTOMNbl B NATOYHON 0611aCTU UMENOCH OKPYrioe
onyxonesngHoe o6pasoBaHve guameTpom 5 cMm TecTo-
BaTOM KOHCUCTEHLMM C BeretaumMsMym Ha NMOBEPXHOCTU
(pnc. 1). Mexay BopcUMHYaTbIMK pa3pacTaHussMn — 60-
po3[bl, 3aMoJyIHEHHbIE FHOWHbLIM XENToBaTo-6eNbiM OT-

| Puc. 1. TINOCKOKNeTo4HbIit pak y 60nbHoN POB3
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JensieMbiM. [oBEPXHOCTb OMyXxoneBUAHOro 06pa3oBaHmns
MOKpbITa FYyCTbIM JIMMKUM CEKPETOM CO 3/10BOHHBLIM 3ana-
XOM, XEJNTO-KOPUYHEBBLIMU KOPKaMMU.

VY 605bHOW BbISBMIEHbI MUKPOCTOMMUS, NCEBOOCUMHOAK-
TWUIUSA KUCTEWN U CTOIM, aHOHUXUS KUCTEN N CTOM, a Takxe
KOHTPaKTypbl KUCTEN.

Mpn nanbnaumMm 605e3HeHHOCTb B 06NacTn 3po3ni,
BblpaXKeHHas 60M1e3HeHHOCTb B 0611acT HoBoobpasoBa-
HWS Ha NPaBoW CToMe.

KnuHnyecknii ananuna kpoeu: Hb — 4,6 r/gn (Hopma
13—16 r/gn), ap. — 2,11 - 10'%/n (Hopma 4—5 - 10'%/n),
Tp. — 422 - 10%/™mkn, n. — 6,5 - 10%n; n. — 3%, ¢. — 75%,
3. — 1%, 6. — 1%, numd. — 13%, MOH. — 7%; COD —
6onee 140 MM/4.

Buoxmmundeckuii aHanus kposu: AJIT — 7,8 ME/n;
ACT — 18,9 ME/n; obwmun 6enok — 65,8 r/n; rnoko-
3a — 4,6 mmonb/n; Tpurnuuepugsl — 0,88 MMonb/n; Xo-
necrepyH — 1,7 mmons/n (Hopma 3,6—6,7 mMmonb/n),
o6Wwmn 6unmpybrH — 3,7 MKMOMb/N, NpAMON 6unumpy-
6uH — 2,9 MKMOnb/n, KpeaTuHmH — 106,3 MKMonb/n,
Mo4eBMHA — 4 MMOIb/N, obLias Xene3oceBa3biBaroLlas
CMoco6HOCTbL — 29 MKMOSL/N (Hopma 45—72 MKMonb/N),
TpaHcdeppuH — 0,64 r/n (Hopma 2—3,6 /n), xeneso —
1,9 mkmonb/n (Hopma 9—30,4 MKMonb/n).

O6Hapy>xeHbl aHTUTeNa K Bupycy renaturta C B KpoBu.

O6Lwnin aHanu3 mouun: 6enok — 0,3 r/n; nenkounTbl —
3—>5 B none 3peHunsi, 3pUTPOLNTLI HEU3MEHEHHblE — 5—7
B MOJ1E 3PEHUS, IPUTPOLNTBLI UBMEHEHHbIE — 2—3 B None
3peHus.

[Mpu onpepeneHun 4yBCTBUTENBHOCTU YCIIOBHO-NATO-
FeHHbIX a3POB6HbIX U (haKybTaTUBHO-aHA3POOHbLIX MUKPO-
OpraHn3moB, BblENIEHHbIX C MOBEPXHOCTM 3pO3UiA, O6Ha-
py>eH 0bunbHbIN pocT Pseudomonas aeruginosa, pesu-
CTEHTHbIX K aMNUUUINHY, aMOKCUKNaBy, Ledas3onunHy,
uedoTakcnmy, uedTasnammy, aMmKaumHy, reHTaMuLmHy,
HETUIMULMHY, LMNPOdSIOKCaLMHY, YMEPEHHO PE3UCTEHT-
HbIX K Liecbennmy, 4yBCTBUTENbHbIX K MEPOMNEHEMY N UMU-
neHemy.

KoHcynbTaumns TepaneBTa: XpoHMYeckasi rmrnoxpom-
Has xene3ogeduUMTHASA aHEMUS TAXENOW cTeneHn. Xpo-
HUYECKUI racTpuT, HenonHas pemuccus. CMHOPOM pas-
APaXKEHHOro KMLLEYHMKA C 3anopamu.

VccneposaHune 6uonTtarta BMOUMO HEMOPaXeHHOW KO-
Xun 6onbHOM POB3O MeTogom HenpsMon MMMYHOM0O-
pecLeHUMM NoKa3ano 3HAYNTENBHO CHVKEHHYHO 3KCMNpec-
cuio konnareHa VIl Tuna. CBeyeHne aHTUTEN K Konnareny
VIl Tina 6b1110 BLISBNEHO HA €AMHWNYHBIX YHacTKax aepmo-
3aNMAepManbHOro COeAUHEHUs B BUAE eOMHUYHBIX KOPOT-
KMX Y3KMX MONOC W rpaHyn (puc. 2).

[poBeneHo 6uoncunHoe uccnegosaHne obpasoBa-
HWS, PaCNONOXEHHOro B NpaBon NATOYHOM obnactu. Mpu
rMCTONOrMYECKOM MCCNegoBaHnM onyxonb 6blna npeg-
cTaBfieHa nnactamm pe3ko aHannasvpoBaHHOMO MIOCKO-
ro 3NUTENUSA C BbIPAXXEHHBIM KIETOYHbIM NONMMOpdUn3-
MOM U 60MbLUMM KONMYECTBOM MUTO30B. B TonLwe anute-
NManbHbIX NacTOB OTMEYANICh 04arv guckeparosa ¢ 06-
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Puc. 2.

Jkcnpeccus konnareHa Vil Tuna (3eneHoe CBeYeHMe) B 30He AepMOoanNuaepManbHOro CoeanHeHus y 60nbHoit POB:
4 — Ha eAMHUYHBIX y4aCTKax B BULE eAMHUYHBIX KOPOTKMX Y3KWUX MOSOC W rpaHys; 6 — Yy 30,0POBOr0 YeS10BEKA B BU-

16 YeTKOM LUMPOKOM HeNpepLIBHOM Mosiockl. Henpsamas uMmyHodntoopecueHums, x200

pa3oBaHNEM «pPOrOBbIX XEMYYXMH». KOMMIIeKchbl onyxo-
NEBbIX KNETOK PacnpoCTPaHaIMCb Ha BCIO TOSLLY AepPMbl
n B nognexaiyme TkaHu. Mo nepudepnn obpasoBaHus
oTMe4anacb numdoumnTapHas nHdunbTpaumnsa (puc. 3).
OunarHocTnpoBaH BbiCOKOAUG(EPEHLIMPOBAHHbBIA OPOro-
BEBAOLLMIA MSTOCKOKIETOYHbIV pak.

Ha ocHOBaHMW JaHHbIX aHaMHe3a, KIMHUYECKON Kap-
TWUHbI 1 06cnenoBaHus 60nbHOM 6bIN NOCTaBMEH AMarHos:
reHepanuM3oBaHHbIA TSXXENbIN peLecCUBHbIN oUCTpodun-
YeCcKui 6ynnesHbli anngepmonns. BeicokoguddepeHum-
POBaHHbIi OPOrOBEBAOLLNIA NIIOCKOKNETOUHbBIA PaK KOXMU.

lMpoBegeHa aHTMOMOTMKOTEPANUA, Ha3HayYeHbl npe-
napar xenes3a B Ka4eCTBe aHTMaHEMMYECKOro cpeacTea,
aHanbreTUkKun Ans yMeHbLUeHUs 601e3HEHHbIX OLLYLLEHWUIA,
dhepMeHTHbIe Npenaparbl, BOCMONHAILWME AedunumT dep-
MEHTOB NnoaXenyno4Hou xenesbl. [poBegeHa HapyxHas
Tepanvs nekapCTBEHHbIMK NnpenaparamMu 13 rpynn pena-
pPaHTOB M pereHepaHToB, aHTUCENTUKOB. [na nepeBa3ok
1Ccnonb30oBanMcb HeaareavsHble noBa3ku Menunekc, Me-
nutenb, BpaHonuug, YproTions.

B pesynbTaTe npoBedeHHOW Tepanuu nnowianb 3po-
3MBHbIX 04aroB NOPaXKeHUsi YMeHbLUWUMIACh, 3HAYUTENBHO

Puc. 3.

BbicokoanddhepeHUMpoBaHHbIA 0POroBeBaKoLLMIA NIOCKOKNETOYHbIA pak Koxu y 60nbHoi POB3, natomopdono-
rmyeckas kaptmHa. Okpacka reMatoKCUINHOM 1 303uMHOM: a8 — x100, 6 — x200



YMEHbLLMNOCH KONNYECTBO MTHOMHOIO OTAENSAEMOro Ha Mno-
BEPXHOCTU 3p03ui. Konn4ecTso rHOMHOro OTAENSEMOro
YMEHbLLMNOCH TAKXXe Ha NOBEPXHOCTN 06pa30BaHMs B Ns-
TOYHOW 0651acTu NpPaBoOn HOMWU.

B cBfi3K C BbISIBNIEHEM MNOCKOKIETOYHOr0 paka Koxm
60nbHas Oblna HanpaBneHa K Bpayy-OHKOJory.

06cyxpenue

VY 60nbHbix POB3 p1ck pasButus NoCcKOKNETOHYHOIO
paka Koxu noBbiweH B 50 pa3 1 KOppenupyeT c Taxe-
CTbi0 3PO3NBHO-A3BEHHOIO MOPaXEHUS KOXMW, YPOBHEM
npogykuuun konnareHa VIl Tuna n KoNM4eCTBOM SKOPHbIX
nbpunn B 30He AEepMO-3NMaepManbHOro CoeqnHeHns
[10,12 ]. T1NOCKOKNETOUHBIN pak KoXu y 605bHbIX POB3
MOXEeT pa3BMBaTbLCH YXe B MOAPOCTKOBOM MU MOJSIOAOM
Bo3pacTe [13]. OnucaH cnyvan NIOCKOKNETOYHOro pa-
Ka KOXW y 12-neTHero Manbyuka ¢ reHepanv3oBaHHbIM
POB3 cpepHen TsxecTtn [14]. Hawe Bcero passutue
NepBMUYHOro NJIOCKOKNETOYHOr0 paka KOXu y 60rb-
HbIX reHepanuM3oBaHHbIM TsxenbiM POBY oTmevaeTcs
B Bo3pacTe 25—35 neT, y 60NbHbIX reHepann3oBaHHbIM
POB3 cpenHen TsXecT n nHBepcHeiM POB3 — B BO3-
pacte 40—45 net [13, 15].

Mo paHHbIM amepukaHckoro HauwoHanbHOro pe-
rucTpa 60MbHbIX BPOXAEHHbIM 6Y/11€3HbIM 3NMAEPMO-
NM30M, KYMYAATUBHBLIA PUCK pPa3BUTUA NepBOro o4ara
MSIOCKOKIIETOYHOIO paka Koxwu y 60nbHbix POBO 6bi-
CTpo yBenuuueaetcsa nocne 20 net, 0CO6eHHO Yy 60Sb-
HbIX reHepann3oBaHHbIM Tsxensim POB3 (Tabn. 1) [13].
[eHaepHbIX N 3THUYECKNX Pa3fINYMiA 4acToTbl pas3BUTUA
MIIOCKOKNETOYHOro paka y 6oneHbix POB3J He BbisiBne-
Ho [13, 15].

Yaule Bcero ninoCKOKNETO4YHbIV pak KOXW Yy 60MNbHbIX
POB3 pasevBaeTca B npegenax AnvrenibHO CyLLEeCcTBYIO-
LLIMX 3PO3U1IA U A3B, YTO ObINO BbIABMAEHO Y 86,7 % 60MbHbIX
reHepanu3oBaHHbIM TsxxensiM POB3, y 63,2% 605bHbIX
reHepanu3oBaHHbiM POB3 cpepHelt Tsxectn ny 100%,
605bHbIX MHBEpPCHbIM POB3. Pexe, B 20—26,7% cny-

Ta6nunua 1

YyaeB, MIIOCKOKNETO4YHbIN pak pas3BuBaeTcs Ha MecTe Ov-
TENbHO CYLLECTBYIOLLMX pybLoB Koxu [13]. XoTa He uc-
KHoYaeTcs pasBuTUE NIIOCKOKNIETOYHOro paka Ha fto6om
y4yacTke Tena, y 6onbHbix POB3 oH npakTnyecku Bcerga
pas3BuBaEeTCA Ha KOHEYHOCTHAX, OCOOEHHO Hafd KOCTHbIMU
BbICTynamun. BHeKoxHas nokanuaaums ninocKoKNeTo4Ho-
ro paka, Harnpumep Ha Cnmn3ucTor 060104Ke NONoCTH pPTa,
cuuTaeTcs He xapaktepHou ana POB3.

[M10CKOKNETOYHbIN pak Koxu y 60nbHbix POBY oT-
nMyaeTcsa TakXe KONMWYEeCTBOM MEepBMYHBLIX O4arosB Mo-
paxeHus. CornacHo gaHHbIM HaumoHanbHOro permcrpa
6ynnesHoro anugepmonunaa B CLUA B cpefiHeM y 60S1bHbIX
PLOB3 BbisiBNsanu 3 o4ara nioCKOKIETOYHOro paka Koxwu,
Yy HEeKOTOpbIX 60NbHBLIX 06Hapyxueanocb Ao 40 oyaros
nopaxeHwus [13].

[MNOCKOKNETO4HbIV pak KOXW Ha paHHMX dTanax pas-
BUTMA nposiBnseTca y 60nbHbIXx POBY Kak gnurtensHo
He 3a)kmBaroLlas 3po3us UM A3Ba, NOKPbITas KOPKOM,
He OTNNYaNACb OT OPYrnX XPOHUYECKNX IPO3UIA N A3B KO-
XN. HunbTpaT B OCHOBaHUN AedeKkTa KOXU MOXET
OTCYTCTBOBaTb MM ObiTb €fBa nanbnupyembiM. MoryT
HabnIOAaTbCA y4acTKM rpaHynsaunoHHon TkaHu. OTcyT-
CTBUE KIIMHUYECKUX OTIIMYUIA MIOCKOKNETOYHOro paka,
BO3HUKLLEro y 6onbHoro POB3, Ha HayanbHbIX 3Tanax
€ro pasBuTuns OT OPYrux 3po3ni 1 3B 3aTPyAHSAET CBOe-
BPEMEHHYIO OMarHoCTUKy. Ha pasButne nnocKoKeTou-
HOro paka MOryT yKa3sbiBaTb Xanobbl 60MbHbIX Ha MO-
ABNeHne B 06NacTu ANIUTENBHO CYLLECTBYOLLNX 3pO3UI
N A3B HOBbIX, paHee He MCMbITbIBABLUMXCHA UMW OLLyLLe-
HWWA, Hanpumep NoKanbiBaHWa Uin »okeHns. O BO3MOX-
HOW ManurHmsaumm MOryT TakXe CBMAETEeNbCTBOBaATb
CyllecTBOBaHWe s3Bbl Ha NPOTsAXeHuu 6onee 4 Hepd.,
ObICTPLIA POCT A3Bbl, OCOBGEHHO MPU HaNNYNN U36bLITOY-
HbIX FpaHynauMM Ha ee NOBEPXHOCTH, 6osbLuas rnyéuHa
A13Bbl, OCOOEHHO €CnN y Hee NpUNoAHATbIE Kpas, Hanu-
yme rvnepkeparosa, 0CO6EHHO eCcnn 3TOT YHaCTOK KOXMU
OKPY>XEH NpUNoaHATbIM BanmkoMm [16]. TeyeHne nnocko-
KMETOYHOro paka KoXu XapakTepu3yeTcsi HEYKIOHHbIM

KymynsaTUBHbIA PUCK pa3BUTMS NTIOCKOKMIETOYHOr0 paka Koxu y 60mbHbIx PAB3 [13, 15], %

Bo3spact 60bHbIX, . .
B KOTODOM NPOBOZMIACH FeHepanmsogﬂggm TSOKENbIN

OLIeHKa p1cka

leHepann3oBaHHbIi PBI

CpefHei TSKecTu DLl F e

20 nert 75 3,7 0

25 net 26,7 11,8 0

30 net 51,7 17,3 8,0
35 ner 67,8 22,3 8,0
40 net 73,4 24,4 8,0
45 net 80,2 358 23,3
50 net 80,2 35,8 23,3
55 net 90,1 358 23,3
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Tabnuua 2

KymynATUBHbIA PUCK CMEPTU OT NIOCKOKIIETOYHOIO paka Koxu y 6osbHbix POB3 [13, 15], %

Bo3pact 60/bHbIX,

leHepanu3oBaHHbIii POBI

CPeHel TSXecTu MEEEET: S

leHepanu3oBaHHbIA Txenblid PBI

B KOTOPOM y 60NbHbIX y 60NbHbIX y 60NbHbIX

GRERMEATGAIMCK Y BCEX 6OMbHbIX ¢ NMKPK Y BCEX 6OMbHbIX ¢ NMKPK Y BCEX GOMbHbIX ¢ NMKPK
B aHaMHese B aHaMHese B aHaMHese

20 net 09 12,7 0,1 3,9 0 0

25 net 51 19,2 1,4 11,9 0 0

30 net 21,8 42,3 2,82 16,3 0 0

35 net 38,7 57,2 6,84 30,6 0 0

40 net 59,6 81,0 7,5 30,6 0 0

45 net 70,0 87,3 13,3 37,2 11,7 0

50 net 70,0 87,3 13,3 37,2 11,7 50,0

55 net 78,7 87,3 21,5 60,0 11,7 50,0

lMpumedarne. TIKPK — NNOCKOKNETOYHBIA paK KOXW.

nporpeccMpoBaHveM C MHUNbTpaunen Nognexaimx
TKaHeW, BO3HUKHOBEHMEM 6ONE3HEHHOCTU 1 HapyLUEeHU-
eM dyHKummM opraHa [17, 18].

O6bivHO npu POBS o6HapyxusaeTcs Bbicokoand-
hepeHUMPOBaHHbIN MITOCKOKNETOYHbIA pakK, 0gHaKo ero
OCOBEHHOCTbLIO ABMAETCA arpeCCUBHbIA MHBA3VBHbBIN POCT
C 6bICTPbIM MeTacTasupoBaHunem [19].

Hawnbonee arpeccmBHbIM CHATAETCA MITOCKOKNETOYHbIN
pak, TOKanuayrLLUIACA Ha 3aKpbITbIX yHacTKax KOXW, Kak
npn POB3. BepoATHOCTb MeTacTasnpoBaHUs NIOCKOKIe-
TOYHOrO paka KOXMW yBeNMyMBaeTCa Npu nokanu3aumm Ho-
BOOGPa30BaHusA B 0651aCTV pyoLOB 1N pyoeLIOBOIN aTpodnu.
IMNOCKOKNETO4HBIN paK, BOSHMKLLWIA B pybLe, MeTactasmpy-
eT 6onee 4em B 30% cny4aeB. B 15% cnyyaeB meTtacrasu-
poBaHme MNOCKOKNETOYHOMO paka KOXu NPOUCX0auT B BUC-
LiepasibHble opraHbl (nerkve) n Kkoctu, a B 85% — B peru-
OHapHble NMMAOY3nbl. VIHorga otmMevaeTcs BHYTPUKOXHAsSA
W remaToreHHasi AUCCEMMHALNSA PakoBbIX KNETOK [18].

IMNOCKOKNETOUHBIN pak KOXMW CHUTAETCA Haubonee
4acToOW NPUYMHOM CMEPTU Y B3pOChbIX 60nbHbiXx POB3
N NPVBOANUT K 3HAYNUTENBHOMY CHUXXEHWIO NPOAOIXUTENb-
HOCTM XM3HW 60MbHbIX [20].

J.-D. Fine u coaBT. (2009) paccuuTanu Takxe Kymyns-
TUBHbIA PUCK CMepTn 60nbHbIX POB3 OT nnockokneTou-
HOro paka KoxXu K ornpefeneHHoMy Bo3pacty (tabn. 2).

Ona neveHns NNOCKOK/IETOYHOro paka Koxu y 60nb-
Hbix POB3 yalle Bcero ncnonb3yeTcs LUMPOKOe ncceye-
HVWe ovara nopaxeHus. B cnyvae no3gHen MarHOCTUKM
MOXeT NoTpeboBaTbCs XMpyprudeckas amnyTaums KoHeu-
HocTu [15]. Mpu pa3suTun MeTacTasoB MOXeT npuMme-
HATLCA XMMUWO- 1 nyyeBas Tepanus [18].

3akniouenue

B cBA3M C BbICOKMM PUCKOM pPasBUTUSA Y 6OMbHbIX
POB3 nnockokneTo4HOro paka koxXxu B MOJIOLOM BO3pac-
Te 60MbLUOE 3HAYEHNE UMEET PaHHEE BbISBIIEHNE OMYyXO-
nn. PekomeHpgyeTcs 2 pasa B rof, NPOBOAUTL TLLATESbHbIV
OCMOTpP BCeW NOBEPXHOCTU Tena 60nbHbix POB3 ¢ BO3-
pacta 10—11 net [20]. [Npn ocmoTpe cneayeT yunTbiBaThb,
4YTO Yy 605bHbIX POB3 nposBneHns nioCKOKNEeTOYHOro
paka KOXW Ha paHHMX 3Tanax HamoMUHAaKT ANUTENbHO
CyLlecTByoLLMe A3Bbl, pybLUbl U KOPKWU, 0ObIYHO Habso-
paemble npu POB3. MNpy nogo3peHun Ha NioCKOKeTou-
HbI pak y 6onbHoro POB3O pekomeHayeTca npoBegeHve
6uoncun o4yara nopaxKeHus ana nocnegyroLero Mopgo-
NOrn4eckoro uccnegosaxus [16]. B ¢Basu ¢ Tem, 4To y
60nbLKnHCTBa 60nbHbIX PBYD passuBaeTcs nepBUYHO-
MHOXXECTBEHHbIN MSIOCKOKETOUYHbIN pak KOXM, He06Xo-
AMMO HabnogeHve 3a 6onbHbiMM POB3 nocne ynanexus
HoBoo6pasoBaHus. 'l



. Has C., Bruckner-Tuderman L. Molecular and di-
agnostic aspects of genetic skin fragility. J Der-
matol Sci 2006; 44: 129—144.

. Soro L., Bartus C., Purcell S. Recessive dystro-
phic epidermolysis bullosa. A review of disease
pathogenesis and update on future therapies.
J Clin Aesthet Dermatol 2015; 8 (5): 41—46.

. Fine J.D., Bruckner-Tuderman L., Eady R.A. et
al. Inherited epidermolysis bullosa: updated rec-
ommendations on diagnosis and classification.
J Am Acad Dermatol 2014; 70 (6): 1103—1126.
. Christiano A.M., Anhalt G., Gibbons S. et al. Pre-
mature termination codons in the type VII col-
lagen gene (COL7A1) underlie severe, mutilat-
ing recessive dystrophic epidermolysis bullosa.
Genomics 1994; 21 (1): 160—168.

. Dang N., Murrell D.F. Mutation analysis and
characterization of COL7A1 mutations in dystro-
phic epidermolysis bullosa. Exp Dermatol 2008;
17 (7): 553—568.

. Fine J.D., Johnson L.B., Weiner M. et al. Pseu-
dosyndactyly and musculoskeletal deformities
in inherited epidermolysis bullosa (EB): experi-
ence of the National EB Registry, 1986—2002.
J Hand Surg Br 2005; 30 (1): 14—22.

. Fine J.D., Johnson L.B., Weiner M., Suchin-
dran C. Gastrointestinal complications of in-
herited epidermolysis bullosa: cumulative ex-
perience of the National EB Registry. J Pediatr
Gastroenterol Nutr 2008; 46: 147—158.

06 aBTOpax:

Ha6nogeHne ns npaktmkn 4 89

Jintepatypa

8. Bobko S.I., Albanova V.I. Problems of physical
development of patients with bullous epidermoly-
sis. Russ J Skin and Vener Dis 2011; 5: 42—43.
[bo6ko C.1., Anbbatosa B.WA. Mpobnembl du-
3U4ECKOT0 PasBuUTIAS G0NbHbLIX OY/Ne3HbIM anu-
AEPMONM30M. POC XYPH KOXHbIX 11 BEHEpUY 60N
2011; 5: 42—43 ]

9. Fine J.D. Inherited epidermolysis bullosa. Or-
phanet J Rare Dis. 2010; 5: 12.

10. Mallipeddi R. Epidermolysis bullosa and cancer.
Clin Exp Dermatol 2002; 27 (8): 616—623.

11. Kim M., Murrell D.F. Update on the pathogen-
esis of squamous cell carcinoma development
in recessive dystrophic epidermolysis bullosa.
Eur J Dermatol 2015; 25 (Suppl.1): 30—32.

12. McGrath J.A., Ishida-Yamamoto A., O'Grady A.
et al. Structural variations in anchoring fibrils in
dystrophic epidermolysis bullosa: correlation
with type VII collagen expression. J Invest Der-
matol 1993; 100 (4): 366—372.

13. Fine J.D., Johnson L.B., Weiner M. et al. Inher-
ited epidermolysis bullosa (EB) and the risk of
life-threatening skin-derived cancers: experi-
ence of the National EB Registry, 1986—2006.
J Am Acad Dermatol 2009; 60: 203—211.

14. Kawasaki H., Sawamura D., Iwao F. et al. Squa-
mous cell carcinoma developing in a 12-year-
old boy with nonHallopeau-Siemens recessive
dystrophic epidermolysis bullosa. Br J Dermatol
2003; 148: 1047—1050.

15. Fine J.D., Lanschuetzer C.M. Epidermolysis bul-
losa and cancer. In: Fine J.D., Hintner H., editors.
Life with epidermolysis bullosa: etiology, diagno-
sis, multidisciplinary care and therapy. 1st ed.
Wien: Springer-Verlag 2009. 116—131.

16. Mellerio J.E., Robertson S.J., Bernardis C. et al.
Management of cutaneous squamous cell car-
cinoma in patients with epidermolysis bullosa:
best clinical practice guidelines. Br J Dermatol
2016; 174: 55—67.

17. Dermatoonkologiya. Pod red. G.A. Galil-Ogly,
V.A. Molochkova, Yu.V. Sergeeva. M: Meditsi-
na dlya vsekh 2005: 872. [[lepmatooHkonorus.
Mon pea. I'.A. Tanun-Ornel, B.A. Mono4kosa,
t0.B. Cepreesa. M: Meauuuta ans scex 2005;
872.]

18. Gantsev Sh.Kh., Yusupov A.S. Ploskokletoch-
nyy rak kozhi. Practical Oncology 2012; 13 (2):
80—91. [FaHues LL.X., Kcynos A.C. Mnocko-
KNETOYHbIA PaK KOXW. [TpaKTMHECKast OHKONOMS
2012; 13 (2): 80—91.]

19. McGrath J.A., Schofield 0.M., Mayou B.J. et al.
Epidermolysis bullosa complicated by squa-
mous cell carcinoma: report of 10 cases. J Cu-
tan Pathol 1992; 19: 116—123.

20. Fine J.D. Premature death in epidermolysis
bullosa. In: Fine J.D., Hintner H., editors. Life
with epidermolysis bullosa: etiology, diagnosis,
multidisciplinary care and therapy. 1st ed. Wien:
Springer-Verlag 2009: 197—203.

A.3. KapamoBa — K.M.H., 3aB. oTaenom aepmaronorum OI6Y «HLUOK>» Mun3apasa Poccun, Mocksa

B.B. YMKMH — K.M.H., CTApLUMIA HAY4HbII COTPYOHIK 0TaAeNa aepmaronorun OIBY «MHUOK>» Muxsapasa Pocciu, MockBa

B.1N. Anb6aHoBa — A.M.H., BEAYLLNA Hay4HbIlA COTPYAHWUK oTaena aepmaronorun OIbY «MHLUIK» Mun3gpasa Poceuun, Mocksa
B.A. CMOnbsiHHMKOBA — [1.M.H., npoddeccop kadeapbl naronorinyeckoit aHatomun FbOY B0 Mepebiii MITMY um. .M. CeyeHosa

Mwnn3apasa Poccun, Mocksa

M.A. HedhejoBa — Bpay-naronoroaHatom naromopdonoruyeckon nadoparopum rby «HULOK» Munsapasa Poceuu, Mocksa
E.C. MoH4akoBckas — acnupant ®I'6Y «HUK» MiuH3apasa Poccun, Mocksa

Kondnukr nnrepecos

ABTOpbI 3asBNAOT 06 OTCYTCTBUW NOTEHLMANBLHOIO KOH(NKTA MHTEPECOB, TPEOYIOLLEro PackpbiTS B JaHHOW CTaTbe





