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| "eHepanu3oBaHHble kepaTo3bl — 60bLUAsA FreTeporeH-
Has rpynna HacnencTBEHHbIX HapYLLUEHUIA OPOroBEHMS,
3axBaTbiBatoLLias BECb KOXHbBIN MOKPOB, KIIMHUYECKUN Xa-
pakTepu3yeTcs CyXOCTbIO U LUEMYLLIEHNEM KOXMW, rMnep-
KepaTo30M U HapyLleHWeM anugepmanbHoro 6apbepa
[1—3]. NamennsapHbI nxtnos (JIN) oTHocuTCA K rpynne
ayTOCOMHO-PELECCMBHOIO BPOXAEHHOIO MXTNO3a KOXM
N OBYCIIOBMEH 3HAYMTENbHbIM HapyLleHneM 6apbepHoOn
PYHKUMM KOXM BCNEAcTBME HeCcrnocobHOCTU audde-
PEHUMPOBAHHbIX KepaTMHOLUUTOB CUHTE3MpOoBaTb W/unn
CekpeTupoBaTb nMnuabl, Heobxoaumble ons ob6pasosa-
HUS1 KOPHEOLMTOB M BHEKIIETOYHOrO0 MaTpukca poroBoro
cnosl. Bnepeeble 3a6onesaHue 6bino onmcaHo E. Seligman
(1841) nop, HasBaHMEM «flamennsapHas geckeamaums Ho-
BOPOXAEHHbIX». TEPMUH «NaMeNNApHbIA NXTUO3» Nped-
noxeH L. Gross u L. Torok (1895) [1]. BcTpevaeTcs ¢ 4a-
ctoTou 1: 300 000 HaceneHwvs. Vim cTpapaloT ¢ paBHOW Ya-
CTOTOM L@ MYXCKOIro 1 XXEHCKOro nona, sabonesaHve
reHETU4ECKN reTePOreHHo.

OCo6eHHOCTU TEYEHMSA BPOXAEHHOIO MXTNO3a U Ah-
(HEKTUBHOCTb CBOEBPEMEHHOM TEpannn ¢ UCMONb30BaHK-
€M COBpPEMEHHbIX CPEACTB MO yXOAy 3a KOXEeN Unnctpu-
pYIOT HaLLM Ha6nIoOeHUs.

HaéniopeHne 1. PebeHok OT nepBovi 6epeMeHHOCTH
Y XeHWwuHbl 17 neT, Nno 6epeMeHHOCTM He Habnjanacs,
He o6cnepoBaHa. Poabl Ha 38—39-11 Hegene; manosoamne,
nocnep ¢ netpudmkatamm TeMHoro upeta. Pogunacb
neBo4yka ¢ maccon tena 2290 r, anuHon 47 cm. OueHka
no wkane Anrap Ha 1—5- MUHyTE XU3HK 7/8 6annos,
COCTOsiHME cpepHen TsxecTn. C poXaeHUs 0TMeYanmcb
NPU3HaKN BPOXOEHHOrO MXTNO3a: KOXa rmnepemmpo-
BaHa, OTeYHa, MOKpbITa NMIOTHOW 6MECTALENn NIEHKON
C rny6oKumMun TpeLmHamu. Jlnyo mackoobpasHoe, yLHble
pakoBWHbI fecdopmmpoBaHbl. CnnM3ncTble BeK U ry6 Bbl-
BEPHYTbI (3KTPOMNWOH, 3knaéuym) (puc. 1). MNpn 6akTte-
PUOSIOrM4ECKOM UCCNEf0BAHUMN OTAENAEMOr0 C KOXHbIX
NMOKPOBOB (MaTepuan B3AT 4Yepe3 7 4 C MOMeHTa MNocTy-
nnexHus) BbiaeneH St. aureus. YpoBeHb LiepebpasnbHoi
W OBUratenbHoOM akTUBHOCTM MOBbILLEH, KPUK 6ONE3HEH-
HbI/, YCUNUBAIOLLMIACS NPU ABVKEHUN, TPEMOP KOHEYHO-
cTeil. B BoadpacTe 2 4 nepesefeHa B peaHUMaLMOHHOE
oTAeneHne OeTCKOM ropofACKON KIUHUYECKON 60/1bHULbI,
roe Haxogunack 3 Hef. [pu noctynneHun B otaeneHve
COCTOSIHME MO COBOKYMHOCTWU OaHHbIX ObINIO THXENbIM.
OTmeyanucb BbIpaXXEHHbIE N3MEHEHNS KOXHbIX MOKPO-
BOB — gudpdpy3Has MHUbTpaLms, pe3ko Bbipa)keHHas
OTEYHOCTb U rMNepemMus TKaHen, 0CO6EHHO NanbLEB Ku-
CTel 1 cTon, OTeKM MioTHbIe (puc. 2). Ha crubaTenbHbIxX
NOBEPXHOCTAX KOHEYHOCTEN — rnyboKMe MOKHyLine
KOXHble TpeluunHbl (puc. 3). DKTPOMNUOH, 3usiHWE pTa,
paguanbHble 60po3abl B nepuopansHon obnactun. fe-
opmaumsa yLHbIX pakoBUH. MeCTHbIX N3MEHEHU B 06-
NacTy NynoYHOW paHKW NMpu NOCTYMN/IEHUN HE OTMEYEHO.
lMyno4Hasa BeHa KaTeTepu3anpoBaHa Npwu MOCTYMNIEeHUN.
FemMogMHaMmn4eckKux HapyLLeHWIi Npy NOCTYMNSIEHNN He OT-
Meyanocb. [bixaHue B NErknx BbICNYLUMBANOCb BO BCEX
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Puc. 1.

IKTPONUOH, 3KNabuym

Puc. 2.

OunddysHas UHOUNLTPALMSA, BblpaXEHHas
OTEYHOCTb ManbLEB KUCTE pyK

[y60KMe MOKHYLLE TPELLMHbI HA KOXE Crinba-
TeSbHbIX MOBEPXHOCTEl
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oTAenax, XXecTkoBaToe, Xp1rnoB He BbisiBneHo. Knucnopog-
HOM 3aBUCUMOCTM MpU NOCTYMNAeHUM He 6bino. Ageksar-
Has oLeHKa HEBPOJIOrMHYECKOro ctatyca npu NocTynaeHum
HeBO3MOXHa. B TeveHune nepsbiX 3 AHen — yxypLleHne
COCTOSIHMA: MPOrpeccMpoBaHne MLeMUn, BbipaxXeHHoe
6eCcrnoKoncTBo, 60NEBOM CUHOPOM, NMPOrpeccMpoBaHue
KOXHbIX MaToNorM4ecknx nposiBneHuin (HapacraHme orte-
Ka, Mauepauum), onurypusi, O,-3aBUCUMOCTb (pacLieHeHa
Kak NposiBNeHNe UHTEPCTULMaNbLHOro oteka nerkux). OT-
YeTMBas NONOXWUTENbHASA AUHAMUKA C 5-X CYTOK >KWU3HMW,
nocne npoeefeHus 06MeHHOro nnasmadepesa (NpakTu-
YeCckn cpasy nocfie npouegypbl — nofcbixaHne Mmaue-
PUPOBAHHbIX Y4aCTKOB KOXW, 3HAYUTENbHOE YMEHbLLe-
HVe OTEKOB, MCYE3HOBEHME KNCMOPOLHOW 3aBMCMMOCTH)
N Ha3Ha4eHus cTepouaHOM Tepanuu. [leBo4dka cTtana
aKTVBHee, yAepXuBaeT dHTepasibHoe NuTaHme co 2-X Cy-
TOK >XXWU3HW, CaMOCTOATENIbHO COCET C 3-W HEAENWN XU3HW.
Ounypes poctaTouHbIn. B HeBponorn4eckom crartyce npo-
SIBNEHWS runepBo3byanumocTn, Tpemop. B xoge o6cnepno-
BaHWA BbISIBNIEHA aHEMUS CPefHen cTeneHn Taxectu (co-
XpaHseTcs B AMHAMUKE), a30TeMus B 1—4-e CYyTKU Xns-
HW, TMNepeunNnpPyernHeMus, BOoCnanuTenbHble N3MEeHeHUA
B @aHanm3ax Mo4u, B Kornporpamme — rpmokoBsas cnopa.
ConyTcTByloLlel NaToNornm BHYTPEHHUX OPraHoB, ro-
NIOBHOrO MO3ra npu NpoBEAEHUN PEHTIEHONOrMYEeCcKoro
N yNbTPa3ByKOBOrO NUCCIIe[OBaHUA B AUHAMUWKE HE BbISB-
neHo.

JTabopaTopHble aaHHble. O6wumii aHanma kposu: Hb —
89 r/n, ap. — 3,04 - 10'¥/n, Tpom6. — 850 - 10%n, n. —
10,0 - 10%n, n. — 7%, ¢. — 32%, 3. — 7, 6. — 0%, numdc. —
36%, MOH. — 18%. O6wwnin aHanM3 Mo4Yn B OCTPOM
nepuoge: npotevHypua go 0,17 r/n, Mukporemarypus,
npu BbINUCKE — B NMpPefenax HopMbl. INEKTPONUTLI KPo-
BM — B npegenax HopMbl. Buoxnmmyeckmin aHanma Kpo-
BW: INIOKO3a — B HOpPMe, aflaHMHaMmHoTpaHcdepasa
(AINT), acnaptatammHoTpaHcdepasa (ACT) — B Hop-
Me, MakcumarsbHbI GUNMMPYOUH Ha 4-€ CYTKU XU3HN —
214,6 mmonb/n. B nocese Kana 1 Mmo4n pocta hnopbl HeT.
MmmyHonormnyeckoe nccnepgosaHune ot 04.02.2004: n. —
13,5 - 10%n, My, — 2%, MM, — 5%, n. — 21%, ¢. — 44%,
mmd. — 14%, MOH. — 14%. T-numdoumnTsl (CD3) — 79%
(1,49 - 10%n), B-numcpoumntsl (CD22) — 4% (0,076 - 10%n);
T-numdpoumntbl — xennepbl (CD4+) — 44% (0,66 - 10%n);
umtotokcnyeckme T-numdountol (CD8+) — 21%
(0,31 - 10%n); nmmyHoperynaTopHbli nHaekc CD4+/CD8+
(MPW) — 2,1; cbarounTapHas akTUBHOCTb HEWTPOUNIOB —
22%; tharoumTapHbli uHgekc — 5,0; HCT-tect — 1%;
KOMMNeMeHT (TuTp) — 1:8; unpKynupyowme MMMyHHbIe
komnnekcbl (UMK) — 0,004 en. ont. nn.; 6eTa-nM3nHbl —
38%; nummyHorno6ynunel (lg) knacca G — 8,4 r/n; IgA —
cnepbl; IgM — cnepgbl; HLA-cbeHotun: A3, 9; B7. Sakntove-
HWe: COBUr nenkoumnTapHor oopmMysbl BNEBO, OTHOCUTESb-
Hasi NMMAONeHUs, HU3Koe cofepxaHne B-numdounTos,
yrHeTeHne daroumtapHoi akTUBHOCTU HENWTPOUIIOB,
ocnabneHne TMTpa CbIBOPOTOYHOIO KOMIMIEMEHTA, HU3KWI
ypoBeHb IgA, IgM, UMK, noBbiweHne ypoBHSA nu3oumma

N aKTMBHOCTM CbIBOPOTOYHOro 6eTa-nn3nHa — Npu3Haku
KOM6GUHUPOBAHHOIO MMMyHoZedMUMTa C KOMMEHCATOPHON
aKkTmBaumen Hecrneumdmnyeckmnx rymopasbHbiX (hakTopos.

KnvHnyeckuii anarHo3: BPOXXAEHHbIN MXTNO3 HEeyTOY-
HEHHbIN («KONNOAWWHBLIN» nnopf). MMNokcuko-nwemmnye-
CKOEe MopaxKeHne rofioBHOro Mo3ra, CMHAPOM rMNepBo3-
6YAMMOCTU, ABUraTENbHbIX HAPYLLEHWUA, OCTPbIA Nepuog.
KoHbloraynoHHas runepbunupybrHemmns. 3agepxka BHy-
TPUYTPOBHOrO Pa3BmUTUSA MO MMNOTPODUHECKOMY TUMY.

Jleyenue: nHdy3noHHasa Tepanus: 10% anb6ymuH
Ne 4, rnioko3oconesble pactBopbl — 10% rntokosa, pac-
TBOP PuHrepa. NMnasmadepes (2 ceaHca, cymMmapHas 3a-
MeHa 120% OLIMN, 3amelleHne pacTBOpPOM anbOymuHa,
Kpuonnasmon). MIMMmyHoTepanus: UMMYHOIIO6YNINUH BHY-
TpuMbILWeYHO Ne 4, aHTUCTAUITIOKOKKOBBIN MMMYHOTIO-
6ynuH. FopmoHOTepanusa: rMAPOKOPTM30H (NOCTOSHHAsA
NHAY3Ma 1 Mr/Kr/4 — o 6 CyT XW3HW); NPEefHN30M0H
napeHTepansHo u3 pac4yeta 2,8 Mr Ha 1 Kr maccel Tena
B CYTKM B TeyeHue 10 AHen C MOCTENeHHbIM CHUXEHU-
eM [03bl A0 2 MI/KI B CyTKW. AHTUbGaKTepuarnbHasa Tepa-
nus: knagopaH 100 mr/kr B cytkm — 10 gHen, BaHKOMU-
unH 40 mr/kr B cyTkm — 10 gHen. dopkaH nepoparbHO
15 mr/cyt. depmeHTOTEpPaNUsS: NaHKpPeaTuH, KPEOoH, Me-
31M hopTe MOCTOSAHHO CO CMeHaMu npenapaTos. Bura-
MuHbl: D,, A m E pnutensHo noBTopHbIMK Kypcamu, 20%
anbKkap. buonpenapatbl: 6udnayM6aKkTepuH, 6upuaym-
6aKkTepuH opTe, NMHEKC Kypcamu no 14—15 gHen no-
CTOAIHHO. MecTHas Tepanusa BKoYana exenHeBHbIA yxop,
C MCMNOMb30BaHMEM CBEPXMSArKOro rens Ans oYuLLeHus
koxu (Uriage Xemose Gentle cleansing syndet), nan-
TEHOM-CNpes, YBMaXHSIOLWEN U NMNnaoBOCMNOMHAOLWEN
amynbemm (Stelatopia) Heckonbko pas B aeHb. Ha 5-e cyT-
KW XW3HM OTMeYeHa NonoXuTenbHas AMHaMmKa: nieHka
CMeHWnachb KpyrnHomiacTUHYaTbIM LLENyLWEeHUEM, coxpa-
HANUCb hparMeHTbl NEHKM NPENMYLLIECTBEHHO Ha KOXe
nagoHern 1 NOAOLLB; YMEHbLUNICA BbIBOPOT ry6, BEKM CcTa-
N MOSTHOCTBIO CMblKaTbes. Oblee cocTosiHue pebeHka
He yXyaLanoch, ypoBeHb LiepebpanbHon 1 ABuraTenbHon
aKTMBHOCTM OCTaBasics yooBNeTBOPUTENbHBIM.

PebeHok BbinucaH OOMOW Ha 45-e CYTKU XWU3HU
B YOOBNETBOPUTENBHOM COCTOAHUU. [pubaBka B Mac-
ce 3a Bpemsi npebbiBaHWA B OTAENEHWW cocTasmna
230 r. MNpn kaTamMHeCTMYeCKOM HabniogeHun B BO3pacTe
3 mec. (puc. 4) cocTosHne pebeHka yooBNeTBOPUTENb-
HOe, KOXHble MOKPOBbl 6/1€4HO-PO30BLIE, CyXuNe, C He-
3HA4YMTENbHbIM KPYMHOMMIACTUHYATbLIM LUeNyLLIeHneM,
hm3nyeckoe 1 NCUXOMOTOPHOE PasBUTME COOTBETCTBYET
BO3pacTy. YCTaHOBMNEH KIMHWYECKUA AMarHo3 nnacTuH-
yartoro (namennsipHoro) uxtnosa (Q80.2).

HaénwopgeHve 2. BonbHon . pogunca y 24-neTHewn
XEHLMHbI OT BTOpOM 6epeMeHHOCTU. Pofabl B cpoke
40 Hed. nyTeM 9KCTPEHHOro Kecapesa cevyeHus no noBo-
Oy cnabocTu poaoBon aestensHocTU. B cpoke 15 Hepd. —
yrposa npepbisaHus, B cpoke 28 Heg. — OPBW. Mpwu pox-
geHunn: macca tena 3700 r, gnuHa Tena 52 cm. OueHka
no wkane Anrap B 1—5-10 MUHYTY XW3HU — 6/7 6annos,



COCTOsiHME cpefHel TsxecTn. C poxgeHns oTMevanuncb
NPU3HaKMU BPOXAEHHOro uxTnosa: auddysHasa runepe-
MUsi, OTEYHOCTb KOXMW, MAOTHAA «KONMOAWAHAaN» MNNeHKa,
rny6oKMe TPeLLMHbl Ha XXMBOTE C NOCNeaytoLLen MaccuBs-
HOW OTCNOWMKOM anugepMumca Ha Bcem Tene. Jedopmaumsa
YLLIHbIX PAKOBWH, 3KTPOMUOH (puc. 5). ButanbHble dyHK-
UUK He HapywleHbl. Ha ocmoTp pearvpyeT. MbileyHbIn
TOHYC [OCTaTO4HbIN, pednekchl Bbi3biBaloTCA. BonbLion
POOHMYOK He HanpshkeH. KocTu 4Yepena MNOTHblE, LUBbI
cBefeHbl. [Npu ayckynbTauumn nerknx gbixaHne nyapub-
Hoe, NPOBOAMTCA PaBHOMEPHO BO BCE OTAENbIl, XpUMOB
HeT, YacToTa AblXxaTenbHbIX ABvXeHun 40 B MUHYTY. TOHbI
cepaua ficHble, pUTMUYHbIE, LLUYMOB HET. YacToTa cepaey-
HbIx cokpatleHun (HCC) 136 B MuHyTy. Mpu ocMoTpe Xu-
BOT He B3[yT, Npu nanbnauuv MArkum, 6e3601e3HeHHbIN,
nepuctanbTuka BbicnyLumMsaeTca. Kpan nevyeHun poBHbIR,
3NacTU4HbIN, NO Kpato pebepHor ayrun. Ouypes gocraroy-
Hbln. CTyn caMoCTOATENbHbIN, KawnLeo6pasHbIn.

JlabopatopHble paHHble. O6WKMIA aHanuM3 Kpo-
Bu oT 06.04.2012: Hb —144 r/n, ap. — 4,04 - 10'?¥/n,
Tpom6. — 158 - 10%n, n. — 21,6 - 10%n, 10. — 1%, n. —
8%, c. — 73%, 3. — 0, 6. — 1%, numdy. — 8%, MOH. —
9%. O6wmit aHanm3 mo4n ot 06.04.2012 r.: pH 6,0, 6e-
nok — 0,36 r/n, rnoko3a — 5,56 mmone/n, n. — 1—2
B nose 3peHus, ap. — 0—1 B none 3peHus, NIoTHOCTb —
1,025. Buoxmmunyeckuii aHanm3 kKposu ot 06.04.2012 r.:
Mo4yeBMHa — 5,1 MMOnb/N, KpeaTmHMH — 72 MMOfb/N,
ANT — 21 EQ/n, ACT — 58 E[/n, ramma-rnytamun-
TpaHcnentugasa — 74 E[l/n, naktatgervgporeHasa —
1539 E[/n, obwmit 6Unmpy6bmuH — 65 MMonb/n, NpsMon
6unMpyérH — 1 mmonb/n, C-peakTuBHbIA 6enoK oTpuLa-
TeNbHbIN.

MHcTpymMeHTanbHble mMetoabl uccnegoBanua: OKI
oT 23.04.2012: cuHycoBasa Taxukapgus ¢ YCC ot 200
00 240 B MUHYTY; anekTpmnyeckas ocb cepiua OTKNoHeHa
Bnpaso, yron L = +120. BonbTax B npegenax BO3pacTHOM
HOPMbI. YNbTpa3ByKOBOE UCCNefoBaHe Ta306e4peHHOro
cyctaBa oT 23.04.2012: npaBbii cycTaB — Y3-NpuU3Haku
Avcnnasun, nesbi CyctaB — HOpMa.

KnuHnyecknin guarHos: BpOXAEeHHbIN UXTUO3 HEYTOY-
HEHHbIN («KOMnoauiHbIA» nnogd). ducnnasuns npaeoro Ta-
306e4peHHOro cycTasa.

JleyeHune: nHy3noHHas Tepanmsa Yepesd NOOKMHOHNYHbBIN
KaTeTep C y4ETOM NaToNOrM4ECKmNX NoTepb Hepes Koxy. AH-
TMémoTMKoTepanus: uedasdonuH 100 Mr/Kr B cyTkn 10 gHei,
uedTprakcoH 50 Mr/Kr B cyTku 7 gHel. [NpeaHU30moH per 0s
2 MI/Kr ¢ NOCTeNeHHbIM CHWXeHMeM [o3bl 8o 1 mr/kr. Oud-
nokaH 5 mr/kr. Butamutbl: D,, A 1 E AnnTensHO NOBTOPHbI-
Mu kypcammn, 20% anbkap. bronpenaparts!: 6udugymbakTe-
pvH, 6udnpymM6aKkTePUH dopTe, NMMHEKC Kypcamm no 14—
15 gHen nNocTosHHO. DcrnyMu3aH no nokasaHuam. MectHas
Tepanusi: 06paboTka KOXv OQHOPA30BbIMW YBIAXKHSAOLLIMMU
canderkamum, CTEPUIIbHLIM PacTUTENbHLIM MacnoMm; rmru-
€HUYECKME BaHHbI C renem st MbiTbsi «OMONNYM»; HaHe-
CEHME Ha KOXY PasnnyHbIX CMAr4atoLLmxX Masem HECKOSbKO
pa3 B AeHb (KpeM M aMynbCust Ansa Tena «OMoSiym», cMma-

| Puc. 4.

Puc. 5.
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B Bo3pacTe 3 MecsLeB, CyX0CTb KOXHbIX MO-
KPOBOB, LLENyLLEHMe

W

o |

[uddysHasa runepemus, 0TEYHOCTb KOXHbIX
MOKPOBOB, TPELUMHbI, MAacCUBHasA OTCIIOMKa
anuaepmumca, IKTPONuoH
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3blBaHVe MacnsHbIMW pacTBopamu BuTammHoB A 1 E, naHo-
nvH 30,0 + Boga ouuileHHas 30,0 + Macno NoAcosiHeYHoe
30,0 + Masb rMokcm3oH 9,0).

Ha ¢oHe Tepanum Habnwoganacb MNONOXWUTESbHASA
OVHamMukKa — MnJleHka Ha KoXe CMeHunacb KpynHonna-
CTUHYaTbIM LLenyLlueHeMm (puc. 6—8), oTme4anach nosno-
XUTenbHasa npnbéaska B Macce, HopManu3osanucb nabo-

Puc. 6. [lonoxurenbHas AMHamMuKa Ha hoHe Tepanuu,

KpynHonnacTuH4atoe LenyLeHme

Puc. 7. TlonoxuTenbHas AuHammka Ha ooHe Tepanuu,
KPYNHONaCTMHYaTOe LLenyLLeHne
Puc. 8. TonoxutenbHas AMHaMnKa Ha GhOHe Tepanum,

KPYMHONMACTUHYATOE LLIeNYLLEHNE

BecTHuk aepmMmartonorun n seHeposiormm

paTopHble nokasartenu. MNpu kKaTaMHeCTUHECKOM Habnto-
neHun B Bo3pacte 3 net (puc. 9, 10) cocTtosiHue pebeHka
YyOOBNETBOPUTENBHOE, KOXHbIE MOKPOBbI CyXMe C He3Ha-
YUTEeNbHbIM CPefHEennacTMHYaTbiM LUenyLleHnemM, oTme-
YaeTcsa CrnaXXeHHOCTb KOXHOro pUCcyHKa Ha nopyLue4kax
nanbueB (MONOXuTENbHbIA cumnTom KyknuHa), dounsunye-
CKOE W NCMXOMOTOPHOE pa3BMTME COOTBETCTBYET BO3pa-

Puc. 9. B Bo3pacTe 3 NeT, CyX0CTb KOXHbIX MNOKPOBOB

Puc. 10. B Bo3pacTe 3 fneT, CyxoCcTb KOXHbIX MOKPOBOB,
MONOXUTENbHbIA cMMNTOM KyKnuHa



CTy. YCTaHOBNEH KIIMHUYECKMIA AMarHo3 nnactuH4aToro
(namennsapHoro) nxtrosa (Q80.2).

06cyxpenue

Mpu nogroToBke faHHoOM cTaTby Mbl 06paTUNV BHUMA-
HWe Ha NPOTUBOPEYMBOCTb UCMOMb3YEMON B cneyuanu-
31pOBaHHOWN NuTepaType TePMUHOOrMK, pasHoobpasne
npegnaraemMbix aBTopamu Knaccuukauum mxtmosa, ot-
CYTCTBUE YHUPULMPOBAHHBIX KPUTEPUEB ANArHOCTUKM.
B 2009 r. B pamKkax 1-in KOHCEHCYCHOW KOHepeHuuu,
nocesiLeHHon mnxtmuo3dam (r. Copes, ®paHuus), yTBEpPX-
JeHbl eAuHble KnaccudmKaumsa n TepMUHONOIMSA NXTNO3a,
rge B rpynny ayTOCOMHO-PELECCUBHOIO BPOXAEHHOMO MX-
TMO3a BXOOAT ClEAYIOLIMNE COCTOSHUSA: «KOJIOANNHBIA»
nnog, «MxTmo3 ApfieKnHa», namensisipHbIN MXTUO3 N BPOX-
JeHHas HebynnesHas WXTUO3UAOPMHAsA 3puUTpoaep-
Mus. N3BecTHO 8 reHoB, KOAMPYIOLLMX OAHHbIE HapyLue-
Hua: ABCA-12, ALOX12B, ALOXE3, CERS3, CYP4F22,
NIPAL4, PNPLA1, TGM1. Hanbonee n3y4eHbl crny4dau
MyTauun reHa TpaHcrnytamuHasbel-1 (TGM-1), KoTopbin
y4yacTByeT B (DOPMUPOBAHUN O6OMOYKM KOPHEOLMUTOB.
MmetoTc coobuieHns, 4to mytauum TGM-1 npuBogsaT
K pasBuUTUIO NaMeNAPHOro NXTNO3a NPUMEPHO B NOSOBU-
He cny4aes [4, 5]. B 2005 r. M. Akiyama n D. Kelsell ngen-
Tucbnumpoanu mytaumm reHa ABCA12 (nokyc 2q34), ne-
Xaliue B OCHOBe pa3BuUTUs «mnoga AprekMHa» — camMom
TSXeNon opMbl UXTNO3a HOBOPOXAEHHbIX, MPY KOTOPOW
HabnogaeTcs HanbosblUas YacToTa fieTanbHbIX MCXOH0B
[6, 7]. CocTOsIHME «KOMNMOAMMNHOro» NIIOAA XapakTepuay-
eTCsl Hanu4MeM Npu poXxgeHun 6necTaLen NNOTHON Nnex-
KU, MOKpbIBaloLLen Bce Teno pebeHKa, OTCYTCTBUEM SPKO-
BbIpa>XeHHOW aputpogepmun. CrnycTsa HEKOTOPOE Bpems
NOSIBASAKOTCA TPELLMHDI, NNEHKA NpeBpaLLaeTcs B KpyrHble
yewlynkun. MNMneHka, Noxoxas Ha KONnogun, coxpaHsieTcs
10—14 pHen, B ganbHenwemM nNpoucxoouT MOACkbIXaHue
N pacTtpeckumBaHue nJyieHkKn, nonHoe oTwienywunBaHue
K 1,5 Mec. XU3HM 1 opMUPOBaHME KITMHUYECKOW KapTu-
Hbl BPOXAEHHOIO MXT1o3a. Yalle Bcero TpaHcopmmpy-
eTCca B NamMennspHbIA NXTUO3, MOXET pa3BUTLCA HebyI-
nesHas BPOXAEHHAs UXTUO3MMOPMHAs IpUTPOLEPMUS,
B 10% cny4aes HacTynaeT NosiHoe naneveHue.

Kpome Toro, CocTosiHne «KonnoguMrnHOro» nnoga mMo-
XEeT npefdlwectsoBatb cuHgpomy LllerpeHa — JlapccoHna,
TPUXOTNOZMNCTPODUN, CUHOPOMY HAKOMNEHNA HenTpasb-
HbIX NMNMOOB, SKTOAEPManbHOM Aucnnasvu, 60ne3Hun
lowe. Yacto oTmevaroTcsa gedhopmManms yLIHbIX PakoBUH,
SKTPOMWOH N 3KNabuyM, HO OHM OTHOCUTENIbHO MasoBbl-
paxeHbl B CPaBHEHUU C «MXTUO30M ApnekunHa», pegKum
TSXKenblM 3a6oneBaHNEM U3 rpynrbl ayTOCOMHO-peLec-
CUBHOro BpOXAeHHOro uxtnosa [8—10]. Koxa HOBO-
POXOEHHOro Npu 3ToM 3ab0eBaHMN NOKPbITA POrOBbIM
naHuMpem, COCTOALUMM M3 TOJSICTbIX POrOBbIX LLMTKOB
Cepo-4yepHoro ugeta, TONWMHOM A0 1 cM, rnagkux unu
3a3y6peHHbIX, pasgeneHHbix 60po3gamMn 1 TpeLmHamm
(«pbIBGbA Yelys»). POT pacTaHyT, OTKPbLIT, HOC U YLUHbIE
pakoBWHbI AedOPMUPOBaHbI, BEKN BbIBEPHYTbI, 6POBY OT-

CYTCTBYIOT, KOHEYHOCTU YKOPOHYeEHbI, fedopMMpoBaHsl,
C koHTpakTypamu [10]. AnarHo3 BPOXAEHHOro uxtnosa
MOXET 6bITb YCTAHOBMEH HA OCHOBaHUWN KIIMHWYECKOWN
KapTWUHbI, B COMHUTENbHbIX Cly4asX NpoBOAAT rMCTONoru-
YyecKoe uccrnefoBaHue nopaxeHHon Koxu. B nocnepgHue
rofdbl Ansa ycraHoBneHus hopmbel 3abonesaHuns u onpege-
NeHna MegMKO-reHeTMYeCKOoro NporHo3a MCnonb3yTes
MONEKYNAPHO-reHeTU4eckme MeToabl BbIBNEHUA TeH-
Horo gedhekta. Ho npu ayToCOMHO-peLecCUBHOM BPOX-
OEHHOM MXTNO3€e pasHble reHeTu4eckmne MyTauum mMoryT
JaTb OAMH W TOT Xe KNMHN4Yeckun BapnaHT. OCHOBHbIMMU
neKapcTBEHHbIMU CpeAcTBaMm Ans NleYeHns nxTmosa cny-
XaT BUTaMuH A (peTuHON) n ero apomaTn4eckmne hopmel
(peTvHonabl), HOPManNUayHoLLMe NPOLECC KepaTUHU3aLnn.
[encTBme peTMHOMAOB 3aK/o4yaeTca B X CNOCOBHOCTHU
yMeHbLUATb CLEMMEHME POroBbIX KNETOK, a 3Ha4uT, no-
TeHuMpoBaTb MX OTLENyWMBaHne, TOPMO3NUTbL MNPOSK-
depaunto anuTennsa, cnocobCcTBoBaTb HopManusauum
TepMUHanbHOM AndepeHUMPOBKN KNETOK, CHUXaTb Bbl-
paboTKy M HOpManM30BaTb COCTaB KOXHOro cana. Kpome
TOro, peTMHOMAbl CMNOCO6HbI aKTUBMPOBATb BbiPabOTKY
snugepmarnbHbiX PEPMEHTOB, IKCMPECCUA KOTOPbIX reHe-
Tuyeckmn HapyweHa (TGM1). HegasHo ana neyveHus pas-
NNYHBIX POPM UXTMO3a CTan MPUMEHATLCA NMMapO30n —
HOBOE MPOM3BOOHOE MMWMAA305a, KOTOPbIA, B6OKNpYS
FMAPOKCUIBHYIO FPYNNy PEeTUHOBOW KUCMOTbI, CHUXaeT
ee MeTabonuam (paspyLueHune), TEM camMmbiM CMOCO6CTBY-
€T CHWXXEHUIO TepaneBTMHEeCKOn 0o3bl peTnHongos [11].
HapyxHylo Tepanuio onpaBAaHHO CHMTAKT BaXKHENLLEN
B KOMMJIEKCHOM JleHeHNn BPOXXAEHHOro nxtnosa. OHa 3a-
KntoYaeTcs B BO3OENCTBMM Ha AnddepeHUNPOBKY kepa-
TUHOUMTOB (PeTUHOUIbI, KanbUMNOTPMON), KepaTtonmaunce
N MeXaHU4ecKoM yaaneHuu yewyek (MoveBmHa 10—30%,
canuuunosas kucnota 10—20%, ansga-rugpokcunbHele
KWUCNOTbI, NONIMIMBPOKCUKUCAOTbI, BaHHbI), YIy4LleHWN
6apbepHbIX CBOWCTB KOXW (yBNaXHeHWE, CMArdyeHue,
yOepXaHue Bfnarn B porosoOM Cinoe) U yCTpaHeHuu oc-
NIOXHEHUI (aHTUCENTUKK, aHTUOMOTUKK, penapaHThbl).
K coxaneHuto, MosiHoe BOCCTAHOBEHUE 3NuaepMalnbHO-
ro 6apbepa HepeasbHO, TaK Kak OCTaeTCsi HECKOPPEKTU-
pOBaHHbLIM FreHEeTUYECKUA fedekT. B HacToswee Bpems
B OaHHOM HanpaBeHUn BefyTCa 3KCcnepuMeHTallbHble
paboTbl — BBeAeHWe PEKOMOMHAHTHbIX reHoB (TGMT)
B nMnocomax B Koxy [12].

3aknioueHue

[eTeporeHHOCTb 3abofieBaHUA, TAXECTb TeyeHus
OTAENbHbIX (POPM BPOXAEHHOIO UXTNO3a C BO3MOXHO-
CTblO NeTanbHOro nucxoga npu OTCYTCTBMU afleKBaTHOM
1 CBOEBPEMEHHON Tepanun, Heo6XoANMOCTb AJINTENbHO-
ro CUMNTOMAaTUYECKOro NevYeHns o6ycnoBnNnBaloT akTy-
anbHOCTb Npobnembl. PaHHAA OnarHocTuka u CBOeBpe-
MEHHO HavaTas Tepanusa crnoco6CTBYIOT O6bICTPOMY KyMu-
pOBaHMIO 4acT! CUMMNTOMOB M MO3BOSIAIOT CYLLECTBEHHO
MOBbICUTb KA4YeCTBO XW3HW MaLMEeHTOB C BPOXAEHHbIM
nxtnosom. 'l



50 N Ne5, 2016

. Vaigundan D., Kalmankar Neha V., Krishnap-
pa J. et al. A Novel Mutation in the Transglu-
taminase-1 Gene in an Autosomal Recessive
Congenital Ichthyosis Patient. Biomed Res Int
2014; 2014: 706827.

. Craiglow B.G. Ichthyosis in the newborn. Semin
Perinatol 2013 Feb; 37 (1): 26—31.

. DiGlovanna J.J., Robinson-Bostom L. Ichthyo-
sis: etiology, diagnosis, and management. Am
J Dermatol 2003; 4 (2): 81—95.

. Huber M., Retter I., Bernasconi K. et al.
Mutations of keratynocyte transglutaminase
in lamellar ichthyosis. Sience 1995; (267):
525—528.

. Russel L.J., DiGiovanna J.J., Rogers G.R. et al.
Mutations in the gene for transglutaminase 1 in
autosomal-recessive lamellar ichthyosis. Nature
Genet 1995; (9): 279—283.

. Kelsell D.P., Norgett E.E., Unsworth H. et al.
Mutations in ABCA12 underlie the severe con-

06 aBsTopax:

Jintepatypa

genital skin disease harlequin ichthyosis. Am J
Hum Genet 2005; 76 (5): 794—803.

. Akiyama M, Sugiyama-Nakagiri Y, Sakai K, Mc-

Millian JR et al. Mutations in lipid transporter
ABCA12 in harlequin ichthyosis and functional
recovery by corrective gene transfer. J Clin In-
vest 2005; (115): 1777—1784.

. Serdyukova E.A., Rodin A.Yu. Two clinical

cases of congenital ichthyosis. Ros Zhurn
Dermatol Venerol bolezney 2011;(5): 50—>52.
[Cepatokosa E.A., Poaun A10. [1Ba KnuHu-
YECKMX CNy4as BPOXAEHHOTO MxTMo3a. Poc
XYPH KOXH n BeHepny 6onesnei 2011; (5):
50—52.]

. Orlovskaya I.V., Ryumina L.I., Perepyolkina A.E.

Congenital ichthyosis. Ros Vestn Perinatol Pe-
diat 2009; (6): 22—25. [I1.B. Opnosckas, Pro-
muHa WA, TepenenkinHa A.E. BpoxaeHHbIN
1xT103. Poc BeCTH nepuHaton 1 neauarp 2009;
(6): 22—25].

10. Belikov A.N., Albanova V.I., Komleva L.F., Gol-

1.

chenko V.A. Arlequin ichtyosis (harlequin fetus):
case description. Vestn Dermatol Venerol 2012;
(3): 80—85. [benmkos AH., AnbbaHosa B.M.,
Komnesa J1.®., lonb4eHko B.A. Vxtnos Apneku-
Ha (Nnof ApnekuHa): onncaue cnyyas. BectH
Jepmaron 1 BeHepon 2012; (3): 80—85.]
European Handbook of Dermatological Treat-
ments edited by A.D. Katsambas, T.M. Lotti.
Translation from the English language, Second
edition. [EBponeiickoe pykoBOAGTBO N0 Neye-
HUI [1epMaTonoriyeckux 3abonesaqnit. Mog
pen. A. M. Kauambaca, T. M. Jlottu; [ep. ¢
aHrn. M: MEInpecc-uHdopm; 2008].

12. Aufenvenne K., Larcher F., Hausser I.,

Duarte B., Qji V., Nikolenko H.,Del Rio M., Da-
the M., Traupe H. Topical enzyme-replacement
therapy restores TGM1 activity and corrects ar-
chitecture of TGM1-deficient skin grafts. Am J
Hum Genet 2013 Oct 3; 93 (4): 620—30.

C.B. KowkuH — f1.M.H., npodpeccop, 3a. kadeapoit aepmaroseHeponorun FbOY BINO «Knposckas rocynapcTeeHHas MeanLmMHeKast

akanemusi» MuH3apasa Poccun

T.B. HepmHbix — accucteHT kacpeapb! gepmarosereponorun F6QY BIMO «Knposckas rocynapcTBeHHas MeauLUMHCKas akaaemus»

MwuHapasa Poccum

A.J1. EBceeBa — accucTeHT kadeapbl fepmaroseHeponorin FbOY BIMO «Knposckas rocynapcteHHas MeANLMHCKAs akaaemus»

Mun3pasa Poccum

B.B. Ps6oBa — accucteHT Kadhenpb! Aepmaroseneponorin Fb0Y B0 «Kuposckas rocyaapcTBeHHas MEAMLIMHCKAS akanemust»

MwuH3pasa Poccum

A.H. Pa608 — rnasHblit Bpay KOT'BY3 «[JeTCKMIA KIUHUYECKII KORCYNBTATUBHO-ANArHOCTUHECKNIA LIEHTP>», KIpoB

Kondhnukr nnrepecos

ABTOpbI 335BNAI0T 06 OTCYTCTBUM NOTEHLMANBHOIO KOH(DNMKTA UHTEPECOB, TPEOYIOLLEro pacKpbiTUS B JAHHOW CTaTbe

BecTHWK gepmaTonoruv u BeHeposnorum



