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| OpuTpokepaTofepMmMn — KITMHUYECKN N FTeHETUYECKN
reTeporeHHas rpynna 60f51le3Hen oporoBeHus, nepegaro-
LLMXCA rnaBHbIM 06pa3oM ayTOCOMHO-AOMUHAHTHO C He-
NOJSTHOWM NMEHETPaHTHOCTLIO N BapuabenbHON 3KCNpeccuB-
HOCTbIO (B CBA3M C YEM MOTYT 6bITb 3HAYUTESIbHbIE Pa3nu-
YUY B MHTEHCUBHOCTU KITIMHWYECKMX MPOsIBIIEHNIA 3aborne-
BaHUM KaK MeX-, TaK U BHYTPUCEMENHbIE), XapaKTEePHbIM
NPU3HAKOM KOTOPbIX ABMSAIOTCA 3pUTEMATO3HO-CKBaAMO3-
Hble BbICbIMAHUSA OUFYPHbIX, MNPUYYONBbLIX O4EePTaHUN
C U3MEH4YMBbLIMU rpaHuuamm [1—4].

B ocHoBe aTnonormm u natoreHesa sapviabenbHOM
3pUTPOKEpPaTOAEPMUN NIEXMUT yBENnYeHve nponudepa-
UMM 1 HapyweHne guddepeHUpPOBKN KepaTUHOLUTOB
B pe3ynbTtate Mmytaumn reHos GJB3 (gap junction proteins
Beta 3) n GJB4 (gap junction proteins Beta 4), pacnono-
XEeHHbIX B Nnokyce xpomocombl 1p34—p35, koaupyto-
WNX KOHHEKCUMH 31 N KOHHeKCUH 30.3 COOTBETCTBEHHO.
KOHHEKCHHbI — YacTb TpaHCMeMOpaHHbIX 6ENKoB, Mpu-

HUMaKLWKUX y4yacTne B 06pa3oBaHUN BHYTPUKNETOYHbIX
KaHasioB 1 UrparoLLmMX KMHOYEBYIO Pofb B npoueccax npo-
nudpepauun n gucbdepeHUMpoBKM anvaepmmca [2, 5—7,
11—16]. OnucaHbl OTAENbHbIE ClyYan ayTOCOMHO-pe-
LleCCMBHOMO TUMNa HacnefoBaHWa — KIWHWYecKne npo-
SIBJIEHNs1 BO3HMKAIOT (B pe3ynbTate roMO3MroTHON MyTa-
LMKn) y rOMO3UroT C PeLeCCMBHbIM TUNOM HaCe[oBaHUs:
myTaumm reHa GJB3 L34P — Cx31 (3ameHa nevumHa Ha
NposivH B no3uumm 34), a Takxe reHa GJB3 Glu100Lys —
Cx31 (3ameHa rnyTamMvHOBOW KMCNOTbI Ha IM3UH B NO3U-
uvm 100), NpMBOAALLME K M3MEHEHWNIO CTPYKTYPbI TPaHC-
MeMOpaHHbIX KaHasnoB, TakuMm o6pa3oM BAMAA Ha CTPYK-
TYPY Y OYHKUMIO KOHHEKCUHA [5—7].
OpuTpokepaToAepMmM XapakTepu3yTcsa aHoManm-
el KkepaTuHM3aumKn, NPOsIBASIOLWENCS CUMMETPUYHBIMMU,
N3MEHSOLLMMN KOHPUrypaumnio apntemMaTo-CKBaMO3HblI-
MW y4acTKaMu U 04aroBbiM WM FreHepannM3oBaHHbIM M-
nepkepaTo3oM. CyLLecTByeT MHOrO KIIMHUYECKUX hopm
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3a6onesaHvsa. Tak, BblgensaoT BapuabesibHyl0 3pUTPO-
kepaTogepmuio MeHgeca ga KocTbl, KOKapAOBUAHbINA re-
Hogepmarto3a [leroca, MPOrpeccupyoLLyo CUMMETPUYHYIO
SpUTPOKEpPaTOAEPMUIO, PETUKYIIAPHYIO 3pUTPOKEpaTo-
aepmuio [N'yxepo—KapTo, NxTnosangopmMHbie COCTOSHUSA
TMNa napumanbHoOW apuTpokeparogepmmm u gap. [1—4, 9].

MepBbI cnyyan 3a6onesaHus 6bin onucad B 1907 T.
B Hupepnanpax L.M. De Buy Wenniger; asa nocnegyto-
wwmx cnydasa — B 1922 r. J. Rille n E. Jeanselme. B 1925 .
S. Mendes da Costa 6bIn1 nepBbIM, KTO NOAPo6HO onucarn
3aboneBaHue y MaTepu U [oYepu, JaB Ha3BaHUe 3PUTPO-
n KepaToepmus BapuabensHas [1, 8—10].

HaumHaschb ¢ poxaeHuns Unm Ha NepBoM rogy XWU3HK
(BO3MOXHO M 60onee no3gHee pas3BuTve 3abosieBaHUS),
BapuabenbHas 3puTpoKepaTogepMus nporpeccupyet
[0 NOAPOCTKOBOro BO3pacTa, 3arem npuHMmaeT cTabunb-
Hoe TeyeHue. B noctnyb6epTtaTHOM nepuope COCTosiHUEe
NauneHToB ynyyllaeTCss — MHTEHCUBHOCTb KITMHUYECKMX
NposIBNIEHUI HECKObKO YMeHbLUaeTcsl, 3aTeM npoLecc
MOXET NOCTENEHHO MEeNEHHO perpeccuposarts [6, 18, 19,
24—26].

KnuHnyeckne nposiBneHnsa 3aboneBaHua pasnuy-
Hbl Jaxe y 4/ieHoB ofHOW ceMbW. OCHOBHblE MpuU3Ha-
KM — 3puTema M runepkeparo3 — 06bIYHO MMETCA
C POXAEHMA UMK C NEePBbIX MECALEB XU3HU, PEOKO OHU
pasBuBalTCA MNo3xe. dputema npu BapuabesbHON
apuTpoKepaTogepMUnN NpeactaBneHa MUrpupyroLLMMK
UrypHBIMU 3PUTEMATO3HBIMU MATHAMW, MHOMAA MULLIE-
HEBMAHbIMW, HEMNPaBUiIbHOW (POPMbl U NPUNOLHATbLIM
Kpaem, C pasnn4yHON CTENEHbIO BbIPaXXEHHOCTM, pacno-
NOXEHHbIMW Hallle BCEro CUMMETPUYHO Ha KOXe Tyno-
BULWWA, Aroauu, 6enep, pasrnéatenbHbIX NOBEPXHOCTAX
KOHEYHOCTEN. VIHOorga nATHa OKpyXeHbl nepudepuye-
CKOM 30HOM runonurmeHtauun. O4arm BbiCbiNaHUA HO-
CAT BPEMEHHbII XapaKTep U1 CyLLeCTBYIOT OT HECKONbKMX
4acoB [0 HECKONbKUX OHelr n Hepenb. O4aroBbl, UNKU
reHepanu3oBaHHbIA, TMNepPKepaTo3 XapakTepuayeTcs
(HUKCMPOBAHHLIMU 3PUTPOKEPATOTUHECKUMUN BMiILLIKAMM
XEenToBaTo-KOPUYHEBO-CEPOro LBeTa C TOHKUMU, Mef-
KMMM YellyiKamn Ha NOBEPXHOCTU. [MaluMeHTOB MOXeT
6€CrnoKOUTb HEMOCTOSIHHbIA 3yd, YYBCTBO CTAMMBaHWSA
KoXxw [6, 19—25]. MposouupyoLmnmMK Npu 3abonesaHnn
MOTYT ObITb Pa3/INYHbIE KaK BHELLHWE, TaK N BHYTPEHHME
hakTopbl: TemrepaTypHble konebaHusi, TpaBMMpoOBaHue
UM MexaHnyeckKoe pasgpaxeHne KOXu, CTPecc, XOsog,
Y®-ny4n, SMOLNOHANbHbINA CTPECC, FOPMOHAnNbHbIN (OOH,
npuem opasnbHbIX KOHTPaLEenTUBOB.

Mpu rmctonorn4eckom mMccnegoBaHUmn BbISBASIOT pe-
TEHUMOHHbBIA rMnepkeparos, BKOYas opToKepaToTuye-
CKWIA runepkepaTos, HEPaBHOMEPHbIA akaHTO3, He3Ha4u-
TeNlbHbIA NanunIomMarTo3, poroeble NPO6KU B YCTbAX BO-
nocsHbIX MONNMKYNOB, NapakepaTos, MHOrAa CMOHIMMO3,
B COCOYKOBOM Cfoe OepMbl — OTEK U YMEPEHHO Bblpa-
XKEHHBIN NepuBacKynapHbIN IMMAOrncCTUOUUTaAPHbLIA WH-
dunbTpaT ¢ pacluMpeHHbIMKU Kanunnsapamu [2, 6, 17—20,
27, 28].

[Mpn aNeKTpOHHO-MUKPOCKOMNYECKOM UCCieqoBaHmn
OTMEYatoTCH MPU3HAKN CHUXXEHUST KONMYECTBa KepaTUHO-
COM B LLUMMOBATOM W 3€PHUCTOM CIOSIX B y4acTkax runep-
kepaTto3a. B coco4koBOM crnoe gepmMbl 06GHapY>XXMBatoTC
HEMWENMHOBbIE HEPBHbIE BOSIOKHA, COCTOSILLNE M3 aKCo-
HOB Y LLUBAHHOBCKUX KJIETOK, YTO O6BACHSAET NOBbLILLEHHYIO
YyBCTBUTESNIbHOCTbL O4YaroB 3pUTEMbI K TEMMepaTypHbIM
kone6aHusAM, X0NoA0BbIM U 3MOLMOHANBHBIM Harpy3kam
[2, 19, 24].

JleveHne apuTpokepaTtofepMum BKIOHAET OJINTENb-
HbI MPUEeM npenapaToB BUTamMuHa A (petnHona nanbmMmu-
TaTa, aeBuTa), B TSXKENbIX ClyYasax — auuTpeTuHa (He-
oTurasoH) B gose 0,5—1 mr/kr B cyTku. PekomeHgoBaHa
NOCTOSIHHAA Hapy>XHasa Tepanusa CMArdyaroLLmMMn, yenax-
HSAOLWMMKN, a TakKXe KepaTonMTUYECKMMU CpeacTBamu,
cofepXalliMmMn canuunnoByto, MOMTIOYHYHO KUCNOTbI, MO-
YyeBuHy [1, 2, 9, 27—29].

B otoenernunn getckon gepmatonorun OIY «ocynap-
CTBEHHbIN Hay4HbI LIEeHTP AepMaTOBEHEPOSIOrMM U KOC-
mMeTonorum» MuH3gpaBcoupa3sutus Poccum Habnopa-
nace geouyka 3 net, 2007 r. poxaeHus, poauTenu KoTo-
povi o6paTunuch € xanob6amm Ha Hanmume y pebeHka Bbl-
CbINaHUIM Ha TYJIOBULLIE, BEPXHUX U HMDKHUX KOHEYHOCTSIX,
NPenMyLLIECTBEHHO CreBa.

M3 aHamMHe3a n3BECTHO, 4TO AeBOYKa OT nepson 6e-
PEMEHHOCTU, NEPBbIX POAOB, NPOTEKABLUNX 63 OCNOXHE-
HWI, poaunack B CPOK, Macca Tena npu poxxaeHun 3300 r,
anvHa 53 cMm. Haxogunack Ha rpygHOM BCKapMnvBaHum
00 2 mec. Xu3Hu. [Npreuta no Bo3pacTy.

[NepeHeceHHble 3a6oneBaHus: nepuHaTanbHas 3HUe-
hanonatusa, gucnnasva tazobegpeHHOro cycraea (Ha-
6ntoganach y xupypra go 6 Mec. XU3Hu, 3aTeM 6bina CHs-
Ta C y4yeTa), OCTpble pecnMpaTopHble BUPYCHblE MHAEK-
UMK, aHrnHa.

HacnenctBeHHOCTb — He OTAroLleHa.

Annepronornyecknun aHamHes: nonuBasneHTHas ne-
KapCTBEHHasA U nuuieBas ceHcnbunuaaumsa K néynpode-
Hy, LLIOKONaay, NULLIEBbIM KPAcUTENAM U KOHCEpBaHTaM.

Mpn cbope aHamMHe3a BbISCHEHO, YTO B BO3pacTe
4 mec. y pebeHka 3aMeTunm NosiBNeHne CyxoCTu U Lie-
NYLWEHNA KOXW B NIEBON akKCUIINAPHOM 06nacTu, Ha ne-
BOM 6edpe, B MyrnoyHOM 061acT C Nepexoom Ha neByto
60KOBYIO NOBEPXHOCTb XMBOTA, CNHbI. MNpy obpaLleHnm
B MOJNIMKIIMHUKY N 3aTEM B KOXHO-BEHEPOSIOrMYECKUi
auncnaHcep no mMecty XxutenbctBa (r. Kaparanpga, Ka-
3axcTaH) pebeHKy Obln NoCTaBeH AMarHo3 «aTonuye-
CKUIA gepmaTut», B CBA3U C YEM MPOBOAUIIOCH CUCTEM-
HOoe NlevyeHne KeToTUgEHOM, TUocynbdaTtom HaTpus,
copbeHTamMu, HapyXHasa Tepanus KpeMom «ApBaHTaH».
Co cnos poguTenen, oTMeYasncs KpaTtkoBPEMEHHbIN No-
NOXUTENbHbIN 3PdeKT. MONHOCTBLIO BbIChINAHMSA HE pas-
pewwanucb HUKorga. Ouaru, ucyesas Ha OgHWUX y4acTkax,
B TEYEHME HECKOMbKUX AHEN NOSABNANMCH Ha OpPYrux, no-
CTOSIHHO U3MEHSIA CBOM o4epTaHus. B Bo3pacTe pebeHka
6 Mec. BHOBb 06paTU/INCL B KOXXHO-BEHEPOSOrMYeCKui
JncnaHcep No MecCTy XWUTENbCTBA, rae 6bin nocTtaBneH
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auarHos «kepato3 ®nerensa». Npn nocnegytowiem o6-
palleHun K gepmatonory B Bo3pacte 1 roga 6bin no-
BTOPHO MOCTAaBJIEH AMArHO3 «aTOMUYECKUI oepmMaTut»,
PEKOMEHAOBAHO COGMIOAEHNE SNMMUHALNOHHOW ONETHI
M Ha3HayeHa Tepanusa C UCMOMb30BaHMEM aHTUrucra-
MWHHBIX MpenapaTtoB, 3HTEPOCOPOHEHTOB, TOMUYECKMNX
rIIOKOKOPTUKOCTEPOUAHBIX cpeacTs. Ha doHe neveHus
NONOXWUTENbHOrO KIMHMYECKOro pesynbTarta He OTMe-
yanock. B Bo3pacte 3 neT B KOXHO-BEHEPONOrMYECKOM
auncnaHcepe 3a6oneBaHne 6bINo UHTEPNPETUPOBAHO Kak
JINHEWNHbIA AepmaTos.

B cBA3u ¢ HepocTaTto4HOM 3(PPEKTUBHOCTLIO NPOBO-
OUMON paHee Tepanuu, TOPMUAHbIM TeYeHMeM MnaTosio-
rMYecKOro KOXHOro npouecca A yTOYHEHUs amMarHosa
1 onpefeneHns TakTUKK NeYeHns pOOUTENN BMeCTe C pe-
6eHkoM ob6patunuce B ®I'BY «MHUOK» MwuHagpascou-
paseuTtus Poccun.

BecTHuk aepmMmartornorun n seHeposiormm

Mpn ocMoOTpe KOXHbIA NaToNoOrMyeckui npouecc
UMen pacrnpocTpaHeHHbI XapakTep, nokanusosarncs
aCUMMETPUYHO, MPEeMMYLLIECTBEHHO B 0611acTn 3afHen
NMOBEPXHOCTYU LLEN CreBa, NeBOor akCUnnNApHon obnacTu,
Ha TynosuLle, pasrmbaTenbHON U crmbéaTenibHOM NoBepX-
HOCTAX BEPXHUX W HUXHMX KOHe4yHocTeln cnesa. Chbinb
MOHOMOpP®Ha, NpeAcTasneHa AMCCEMUHUPOBAHHBIMU MU-
rPUPYIOLLUMKN 3PUTEMATO3HO-CKBAMO3HBIMU U3BUIUCTbI-
MW o4aramy HenpasuIibHbIX (MOAULMKINYECKUX, puryp-
HbIX) O4YEPTaHUN, MECTaMN MPUHUMAIOLLNX [INXEHOUOHbIN
XapakTep, yBeSIMHMBAIOLLMXCA 3@ CHET IKCLIEHTPUYECKOro
pocTa U CRUsiHUS, PO30BOro U XeNnToBaTo-KOPUHHEBOIO
LBeTa, C HepPOBHbIMWU, HE3HAYUTENLHO NPUMNOLHATLIMU
KpasMm OTHOCUTENbHO OKpyXXaloLenh KOXMU, noBepx-
HOCTb KOTOpPbIX MOKPbITa O6UbHLIMU OTPY6EBUOHLIMU
N MenKonnacTMHyaTbiMn cepoBaTo-6eMbiMU Yellynkamu,
y4acTKaMu BTOPUYHOW rMNOMMrMeHTaumm Ha mecte pas-




Ha6bniopeHve na npaktmkn 4 59

Puc. 1. MurpupytoLme apuTemaTo3H0-CKBaMO3HbIe 04arn B 0651aCTU IEBOI HUXXHEN 1 BEPXHER KOHEYHOCTEN, pas-
rnéatefilbHOM NOBEPXHOCTM NPeANNeYmnid, TbifIbHOW NOBEPXHOCTU KUCTEN pyK (a — #)
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pewmBLUMxcs o4aros (puc. 1). B neson akcunnspHon o6-
nacTy 1 Ha 3agHen NOBEPXHOCTU LUeWn 3puTemMaTo3Hble
rmnepkepaToTu4eckue o4varu noMUMKINYecKux odyepra-
HWA C NPUNOAHATBIM Kpaem no CpaBHEHWIO C HOpPMasbHON
KOXEWN, C YETKNMU rpaHmLamMmn n nepmdepuyeckor 30Hom
3puUTEMbI Ha POHE NMxeHu3auun (puc. 2). Jlnuyo, nagoHu
M NofdoLLBbl CBOOGOAHbI OT BbICbIiNaHW. [pnaaTtkm Koxm
1 BUOMMbIE CIIU3NCTbIE HE NMOPaXeHbI.

O6Lee cocTosiHNE He HapyLlleHo. KnuHuyeckune aHa-
Nn3bl KPOBU U MO4YM — 6€3 naTonorun. Co CTOPOHbI BHY-
TPEHHMX OopraHoB — 6e3 NaToNIOrMYECKUX U3MEHEHUN.
MpousBeneHa gmarHoctuyeckas 6uoncma odara nopa-
XEHUs Ha KoXe pasrnéarenbHON NOBEPXHOCTU NEBOro
nneva.

Pe3ynbTaTbl rmcTONOrMY4ecKoro nccnegoBaHus: cna-
6Ll akaHTO3 anugepmuca, cnov anddepeHumMpoBaHsbl.
YMepeHHbI 0pToKepaTo3 C OCTPOBKaMu napakeparosa.
B wwunosatom cnoe anupgepmuca cnabbli MexXKneToy-
HbIi OTEK M o4aroBas BakyoOsibHas OUCTpodus KepaTtu-
HouuTOB. BOKpYr cocyfoB COCOYKOBOIO Cnosi AepMbl He-

Puc. 2. TunepkepatoTU4ecKne o4aru Ha Koxke neBon
akcunnapHon o6nactu (a) u 3agHeil NOBEPXHOCTM
wewu (6)

BecTHWK gepmaTonoruv n BeHeposnorum

Puc. 3. Cnabbiii akaHT03 3nNUAepMuca, YMepeHHbIn
0pPTOKepaTo3, NepuBacKyNApHbIE NUMAOrucTuoLmTap-
Hble MHUNILTPATbl B COCOYKOBOM COE AEPMbl.
Okpacka rematoKCMnMHoOM 1 303uHoM. x 100

60nbLUNE UHPUNBLTPATLI N3 TMCTUOLMTOB U NMMMEOLNTOB
(pnc. 3). 3aknto4eHne: NPM3HaAKOB aToONNYEeCcKoro aepma-
TUTa He 06HapYXeHO. BbIBNEHHbIE N3MEHEHNSA MOTYT Ha-
6nof4aThCs Npy BapuadenbHOM 3puUTPOKepaToaepMuIn.

I'IaumeHTKe pPeKkoMeHOoBaH BHYTPb npuem MacisaHoro
pacTBopa peTuHona nanbmuTaTa B BO3pacTHbIX [03aX,
Hapy>XHO KepaTonuTu4eckme cpeacTsa ¢ CofepXXaHuem
canuuuIIoBON KUCIOTbI U MOYEBUHBI, & TAKXe YBNaXKHSAI0-
LMe ¥ cMsArqatoLme KpeMbl Ansi CyXom KOXMU.

06cyxpeHne

[aHHOoe KnuHM4eckoe HabnwaeHne npumMedaTesnbHO
He TONMbKO TeMm, 4TO BapuabenbHas 3puTpokepaToaep-
MU — 9TO CPaBHWUTENbHO PeAKo BCTpevarllieecs 3a-
6oneBaHne, HO N OCOBGEHHbIM, NOYTU YHUNAaTepanbHbIM
pacnofioXXeHMeM 04aroB MOpPaXKeHUs KOXW, 4YTO npeg-
nonaraet nposefeHve avddepeHUnanLHOro auarHo3sa
C HEBOWZHBLIMU MOPaXXeHWAMW, B NEPBYIO ovepedb C CU-
CTemMaTU3NpPOBaHHbIM 3NUAEPMasnbHbIM HEBYCOM, KOTO-
PbIf TaKXe XxapakTepusyeTcs NpuyyaavBbIMU N3BUTbIMU
runepkepaTtoTnyeckumm odaramm [30]. OgHako BbICbI-
naHus B BUAE rmnepkeparoTMyecKnx nonoc 1 3aBUTKOB
B [aHHOM cfly4ae UMeIOT CTabuibHbIA XapakTep B OTU-
4yne ot BapuabenbHon aputpokepatogepmum. Kpome To-
ro, B nUTepartype onvMcaHa acuMMeTpuUyHas yHunareparb-
Has nokanuaaums o4aros nNopaxxeHus Npu sBapnabdensHom
aputpokepartogepmmn Mengeca ga Kocta [31]. T'mctono-
rM4ecKoe 1UccrnefoBaHne He SBAeTCs CTPOro crneumduy-
HbIM AN OTAENbHBIX HO30J10rMYeCcKMX (hopM IpUTPOKepa-
TOAEPMUU, N AMArHO3 OCHOBLIBAETCA B MEPBYIO OYepedb
Ha xapaKkTepHoWn ans BapuabenbHoOW 3puUTpoKepaTodep-
Mun MeHgeca ga KocTbl KNMHNYECKOW KapTuHe BbiCkina-
HUA — MUrPUPYIOLLMX (PUIYPHBIX 3pUTEMATO3HBIX U U-
nepkKepaToTMyeckux oyarax.

MHoroo6pasuve 3abonesaHuii KOX1 HacneacTBeHHOro
reHesa guKtyet 6onee yrnybneHHoe ux u3y4YeHue, B TOM
yucne ¢ NPYMEHEHNEM COBPEMEHHBIX FEHETUYECKUX Me-
TogoB uccneposanusa. [l
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