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benopycckuii rocy 1apCTBEHHBI MEAUIMHCKUN YHUBEPCUTET

Bpoxxa€HHbBIN MXTHO3 OTHOCUTCS K HACJIEACTBEHHBIM JAEPMaTO3aM, OCHOBHBIM
MIPU3HAKOM KOTOPBIX SBJISIETCSA HapYILIEHHE MPOLIECCOB OpOroBeHusi. OTHOCUTEIIBHO
BBICOKAS 4aCTOTA JIAHHOW MATOJIOTHHU B OOIIEH CTPYKTYpe AePMaTOJIOTHIECKOM
3a00JIeBa€MOCTH, €T0 IEPCUCTUPYIOLIIEE TEUEHUE, CUCTEMHBIN XapaKTep MopaxKeHuu,
TPYAHOCTH B JICYCHUH M HHU3Kas 3 (HEKTUBHOCTH MOCIIEIHETO TO3BOJISIOT CYUTATh
poOJieMy BPOKIEHHOTO UXTUO3a OJTHON M3 CIIOKHBIX M aKTYaIbHBIX BO BpaueOHON
MPAKTHKE B LEJIOM U MEAUATPUU B YACTHOCTH.

KnroueBblie cioBa: BpOKAEHHBIM UXTHUO3, IPOCTOM UXTHO3, UXTHO3, CLETUIEHHBINA C X-
XPOMOCOMOM, JTaMEJUTSIPHBIA UXTUO3, UXTHO3U(POPMHAS SPUTPOIEPMHUS], UXTHO3 TIJIOJIA,

TUIEpKepaTo3, KEpaToAepMus, IKCIa0UOH, SKTPOIIHOH.

W xTro3bl (CHH.: UXTHO3U(POPMHBIC JepMaTo3bl, Tud dy3Has KepaToma, caypuas) —
reTeporeHHas rpyrra HacjaeJCTBCHHbBIX 3a00I€BaHII KOXKH, X apaKTEPU3YFOIIMXCS
HapYIICHUSIMH IIPOLIECCOB oporoBeHus. Ha3BaHue MpoucxoauT ot rpedeckoro «ichthys» -
«pbI0a», YTO B KAKOKM-TO MEpe yKa3bIBACT HA CXOJCTBO KOXKHU OOJIBHBIX, TOKPBITOH
YeIIyHYaThIMU POTOBBIMH HACJIOCHUSIMH, C Uenyéi poio [6].

[TepBbie onmucaHus MOPAXKECHUS KOXKH, XapaKTEPHBIC ISl MIXTHO3a, BCTPEYAIOTCS CIIé B
[V — 1l TeicsueneTun 1o H.3. B Kurae u Bo || — | TeicsiueneTun 1o H.3. B Erunre. PoGepr
Buutan BiepBbIe j1al caMoe TOYHOE OITMCAHKWE UXTHO3a B aHIJIOS3BIYHOM JTUTepaType B
1808 . [25]. TepmuH «3ab0seBaHre KOKU B BUJIE PHIObEH YenTyn» ObLI MPEII0KESH
noupoHckuM aepmarosiorom W. Wilson B 1842 r. [35]. CoBpeMeHHbIC 1epMaTOJIOTH
CBSI3BIBAIOT 3a00JICBaHKE C HACJICICTBEHHOM MMaTOIOTHEH, HEMTPABUIIbLHBIM Pa3BUTHEM
3apoIbIIIeBOro JucTKa (3kToaepMbl) [15]. Bo Beex citydasx cTpagaroT MpoIecChl
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00yCIIOBICHO MYTAlUAMH WM HAPYIIEHUSIMHU SKCIIPECCUH T€HOB, KOIUPYIOIIUX
pasnuuHble THITH KepaTuHa [19], a Takxke npyrux MapkeoB nudhepeHInpOBKH:
CTPYKTYPHBIC TIPOTCHHBI KJICTOYHOU 000JI0UKH (JIOPUKPUH, HHBOJIIOKPHH),
MPOMEKYTOUHBINA (PHIIAMEHT-aCCOIIMUPOBAHHBIN MPOTEUH MPOPUIATTPUH, PEPMEHTHI,
y4acTBYIOLME B KEPAaTUHU3ALMU — TPAHCTIIyTaMHHa3a. B npenenax oqHOro reHa MoxeT
OBITH HECKOJIBKO TOUEK MyTaruii. He nuckimoyena BO3MOKHOCTD BOBIICUCHHS
Pa3HOMMEHHBIX T€HOB, YTO OOBSICHSACT MTUPOKUIN CIIEKTP KIMHUYECKHUX MPOSBICHUN TIPH
BU [3, 12, 15, 19, 22].

Brinenensl cnenyronme KIMHUYECKHE PU3HAKY, 00 beuHsonue Bce hopmbr BU:
MIPOSIBJIEHUE C POXKACHUS WIM B IEPBBIE MECSILIBI dKU3HHU; XPOHUUECKOE TEUEHHE C
HEOOJTBIINMH 000CTPEHUSIMH B OCEHHE-BECEHHUH MEPHO/; YHUBEPCATHHOCTD WIIN
CUMMETPUYHOCTb MOPAXKEHUS; PA3BUTHE TUIIEPKEPATOTUYECKUX HACIOCHUI Ha
SPUTEMATO3HOM (POHE; CHUIKEHHE TOTOOTACTICHHS.

Enunas o6menpunsTas knaccuduxanus BU orcyrcrByer. C.C. KpsikeBa u coasrT.
[14] BBIACTAIOT ClieAYIONINE KIIMHIYeCKUE (OPMBI UXTHO3a C YUYETOM T€HETHYECKOTO
dbakropa:

1. HacnencrBeHHBIE OPMBI: a) ayTOCOMHO-JIOMUHAHTHBIN (BYJIBTapHBIH, IPOCTON); 0)
ayTOCOMHO-PEIIECCUBHBIN (JJaMeIIAPHBIN; UXTHO3 TUI0A; JIMHEAPHBINA OrHOAFOIIHNIA HXTHO3
Komens; urnucteiit uxtuo3s JlamOepTa); B) X-ClEIICHHBIA PEIICCCHUBHBIN.

2. HacnencTBeHHBIE CHHIPOMBI, BKIIIOUaronue uxtuos: a) Hereprona; 6) Pedcyma; B)
Pyna; r) lllerpena-Jlapccona; n) FOura-Boress; ¢) [Tonosa.

3. xTno3udopmMHbie MPUOOPETEHHBIE COCTOSHUS: a) CUMITTOMATHYESCKUMA
(rummoBuTAaMUHO3 A, 00JIE3HU KPOBH, 3II0KAY€CTBEHHBIE HOBOOOpA30BaHUsI | Jp.); 0)
CCHUJIbHBIM MXTHO3; B) IUCKOBUIHBIA UXTHO3.

CortacHo npyroii kinaccudukamnuu [16], B 3aBUCUMOCTH OT BHJIa YEIITYCK BBIICISIIOT
cienyrome Gpopmbl BU: HXTHO3 poCTO# (YemyiKy MEJIKUe, MOpakeHa BCs KOKa),
UXTHO3 ONecTsmuii (4enryiKkn pacroiaraloTcsi B BIJI€ MO3aHKH, CEPOBATO-TIPO3PaAYHEIE),
UXTHO3 3MEEBUIHBIN (YEITyWKH KPYITHBIC, CEPOBATO-KOPUIHEBBIE).

N.B. lllynxkuii [20] paznudaer, B COOTBETCTBUH C TSHIKECTHIO KIIMHUYECKOW KapTUHBI,

Tpu BapuanTta TeueHus BU: 1) Tsokénas popma (peGEHOK poxkIaeTcsi HeAOHOMIEHHBIM H B
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TEYCHUE MEPBBIX AHEH morudaet); 2) cpeaHei TshkecTu (1o0poKauecTBeHHAS, T.¢C.
COBMECTUMasI C XKHU3HbBI0); 3) Mo3aHss hopMma (IepBbie NPOSBICHUS CO 2-3 MECSIIeB JKU3HH,
pexe — 2-5 rner).

CoryacHo MexayHapogHoi kiaccudukarmu 6osesneit 10-ro nepecmorpa (MKB-10),
BU orHOCcHTCH K Knaccy «Bpoxaéaasie anoManuu, aedopMaru 1 XpOMOCOMHBIE
HapyIICHUS», pyOpuke «JIpyrue BpoxAEHHBIC aHOMAJIUHU [TIOPOKH PA3BUTHS|>», HIMEET KO/
Q80 u BximrouaeT B ceds: Q80.0 «MxTro3 nmpoctoit»; Q80.1 «MxTHo3, cBs3aHHbIN ¢ X-
XpoMocoMoit [ X-crieruieHHbIi nxTro3]»; Q80.2 «IlnacTuHYaThIi [JTaMeIUIApHBIN] UXTHO3,
Q80.3 «Bpoxaéunas Oymné3nas uxruozudopmuas sputpoaepmuss», Q80.4 «xTno3 mmoga
[«mmon-Apexuna»]»; Q80.8 «/Ipyroit BpoxxaéHHbIil nxTro3»; Q80.9 «BpoxaéHHbIH
UXTHO3 HEYTOYHEHHBINY.

HxTro3 npoctoii (CuH.: 0OBIKHOBEHHBI UXTHO3, BYJIbrapHBIA UXTHO3, KCEPOIEPMUs,
ichthyosis vulgaris). Haubosee pactpoctpan€Hnas ¢opMa HaCJIeICTBEHHBIX 00JIe3HEH
oporoBeHus. HacToTa, Mo pa3IudHbIM JHaHHBIM, Konebnercs ot 1:250 no 1:5000
HacesieHus. [T0CKoJIbKY CHMIITOMBI 3a00JICBAHUS YIYUIIAIOTCS C BO3PACTOM, HCTUHHAS €T0
4acToTa, BEPOSATHO, BhIIe. ByIbrapHblii HXTHO3 BCTPEUAETCs BO BCEM MHpE, €ro
pacrpoCcTpaHEeHHOCTh 3aBUCHUT OT reorpadudeckoi 30H6I [2]. HacnenoBanue By IbrapHOTO
UXTHO3a ayTOCOMHO-IOMHHAHTHOE, BOBMOXKHO, C IMOJIHON NIeHeTpanTHOCTHIO [3, 19, 30].
Cremyer 3aMeTHTB, 4TO, IO MHEHHIO HEKOTOPBIX aBTOPOB [5, 8], HacnenoBaHue HOCHUT
MOJIYJIOMUHAHTHBIN XapakTep (HEMOJIHOe JOMUHUPOBAHKE), T.€. TETEPO3UTOTHI UIIH HE
UMEIOT BUIUMBIX TIPOSIBJICHUH, MK UMEIOT OYEHBb «MSTKY0» (OpMYy MXTHO3a. [ OMO3HTOTHI
¥ KOMIIAYH/-T€TePO3UTOThI, KPOME BBIPAKECHHBIX ()EHOTHITMYSCKUX MposiBiIcHUI BU,
00J1a/1af0T TUCTOJIOTHYECKH orpenesieMbiM nedextom [5]. Hanboee BeposTHas
JoKaJM3aIus aHoMaiabHoro resa - 1921, MIM 135940 [5, 27].

3abosieBaHKEe MPOSIBIISICTCS HA TICPBOM T'OJTy KM3HHU B Bo3pacte oT 3 10 12 mecsues [1].
KimHudeckn 0TMEUaroTcsl BRIpaKEHHAs CYXOCTh KOKH, & TAKXKE MYKOBHTHOE,
OTpyOEBHIHOE WU MEJIKOIUIACTHHYATOE MICNTyIICHNE, Han0o0JjIee BRIPaXKEHHOE Ha
pasrubaTenbHBIX MOBEPXHOCTSIX KOHEYHOCTEH, 0coOeHHO Ha Horax [18]. [Ipu 3Tom 30Ha
MOJIT'Y3HUKOB OOBIYHO HE BOBJIeKaeTcs. JIUI0, Kak MpaBUIIo, HE MOPa)XaeTcsl, Yalle BCero

H3-32 BBICOKOM 3ACCh CCKPCUMU CAJIbHBIX KCIIC3. HcknroueHne coCTaBIsSIOT ACTH, y
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KOTOPBIX MOBBIIICHHOE OPOTOBEHUE MOKET 3aTparuBath Koxy mi€k, jioa [9, 14] (puc. 1).
OTcyTcTBHE MOPAXKEHHs Ha CTUOATEIbHBIX CKJIaaKax (HampuMep, mieH, MOAMBIIICUHON
00J1aCTH, JIOKTEBBIX M MMOJAKOJECHHBIX BIAIMH) O0BICHSIETCS OTHOCUTEIILHO BBICOKOM
TEMIIEPaTypoO U BIKHOCTHIO Ha 3THUX y4acTkax [2]. Ha magoHsSX ¥ MojomBax yCUIeH
KOXHBI PUCYHOK, HAOJIIOAaeTCsI MOBBIIICHHAS CKJIQIU4aTOCTh KOXKH, U3PEIKa —
kepatonepmusi. K 20-25 romam miacTuHYaTOE MISTYIICHUE 3HAYUTEIILHO YMEHBIIACTCS HITU

MCYE3aeT MOJHOCTHIO, OJTHAKO COXPAHSIOTCS U3MEHEHUS JIAIOHEH U 1moao1B [9].

Pucynok 1 — BHeniHuil BuJ KMCTH IIpU BYJIbI'APHOM UXTHO3€E

JUis ByIbTapHOTO UXTHO3a XapakTepeH (HOITUKYISIPHBIN runepkeparos. [pu
HaJBIAIHA 09aroB MOPAXKEHUs ONPEENSIeTCs] CAMIITOM «TépKm». [locie ypaneHus
POTOBO¥ MPOOKHU B YCTHE BOJIOCSHOTO (DOJIIMKYJIA HAXOAST CKPYYEHHBIH BOJIOC.
dommuKyISApHBINA KepaTo3 HanboJiee BhIpaxeH B roHomeckoM Bo3pacte. K 30-40 rogam y
MHOTHUX OOJIBHBIX POTOBBIC IPOOKH HAYMHAIOT BHINIA[aTh, OCTABJISS TOUCUHYIO aTPO YUIO
[10, 13, 15, 16, 30, 32]. ®omuKyISIpHBIA KEPATO3 MOXKET OBITh €IMHCTBEHHBIM MPU3HAKOM
y YJICHOB CEMEH C BYJIbrapHBIM UXTHO30M [2].

VY psiga 60apHBIX HaOMIOMaeTCsl GOPMUPOBAHKUE HA TIOBEPXHOCTH KOXKH TOJCTHIX U
IUTOTHBIX POTOBBIX MIMTKOB, OTACIEHHBIX JAPYT OT Apyra riry0oKuMu 00po3aKamH,
HAIIOMHUHAIOIIMX KOXKY 3Men win siepuiibl (ichthyos's serpenting), nimu nake KOHUYECKUX
BeicTymoB (ichthyiosis hystryx, urnucteiii uxtno3 Jlambepra) [14].

BosbHBIE ByIbrapHbIM HXTHO30M CKJIOHHBI K aJNIEprHYecKuM 3a0oneBanusM. Tak,

9aCcTOTa COYETaHUsI OOBIYHOTO MXTHO3a C aTONMUYECKUM JiepMaTtuToM konebnercs ot 30,0



1o 50,0% [12, 15, 19, 21]. MoryT npucyTcTBOBATh MPOSBICHUS OPOHXHUATBHOMU ACTMBI,
QUIEPTUYECKOTO PUHUTA, KPATTMBHUIIBI, 9K3€Mbl, CECHHON JINXOPAJKU. ATOTTHYECKUE
COCTOSIHHSI OOHAPYKUBAIOTCS Y MHOTHX YWICHOB CEMEH C CHMIITOMAaMH BYJIbTapHOTO
UXTHO3a U 0e3 Hux [2].

VY GonbmuHCTBA 00IBHBIX BYJIBI'APHBIM UXTHO30M HEPEIKO JTUATHOCTHPYETCS
MATOJIOTHUS KETYyA0YHO-KHIIEIHOTO TpaKTa (racTpUT, KOJUT, TUCKHHE3US JKCITIHBIX ITyTCH)
[9, 15, 16]. Onncansbl city4an COYeTaHus JaHHOW (DOPMBI HXTHO3a C
remnarociuieHoMeranuei [23].

B ocHOBe nMpoCTOro MXTHO3a JEKUT HAPYIICHUE IKCIPECCUU TPOoQuIarrpuHa -
OCHOBHOTO O€Jlka KepaTOTHaJINHOBBIX TPaHyJl, OTBETCTBEHHOTO 32 arperaiuio
KEepaTUHOBBIX (ritaMeHToB [27]. IMeronuiics rTeHeTH4YecKuil 1eeKT BenET K yBEIHUCHHUIO
MPOHUIIAEMOCTH SMHUICPMHUCA U TPAHCITHACPMAITBHBIM MTOTEPSIM BOJIBI, 00YCIOBIMBAs
MOBBIIIEHHYIO CYXOCTh U IICTYyIICHUE KOXKH.

[Tpu TUCTONOTHYECKOM HCCIIEIOBAHUYU KOXKHU BBISBIISIFOTCS PETEHITUOHHBIN
THIIEPKEpPaTo3 ¢ 00pa30BaHUEM POTOBBIX MPOOOK B YCThAX BOJOCSIHBIX (OJLTUKYIIOB,
HMCTOHYEHHUE WM OTCYTCTBUE 3€PHUCTOTO CIIOSI STMHICPMHUCA, YMEHBIICHUE BETUINHBI
KepaTorHaJnHOBBIX rpany [4, 13, 15, 19]. MansnurueBsiii ciioit 0OBIYHO HE U3MEHEH, HO
COCOYKOBasi ceTh yMeHbIeHa [2]. OnHako 3apyOeKHbIC aBTOPBI HE CUUTAIOT JaHHBIC
MPU3HAKH JJOCTOBEPHBIMHU JUATHOCTHYECKUMHU KpuTepusimu [25]. ['unepkeparos
pacIpoCcTpaHseTcsl M Ha SMUTEHaIbHbIE (POJUTUKYIIBI BOJIOC, 00pa3ys B UX YCThIX
OOJIBIITNE KePATOTUIECKUE MTPOOKH, YTO KIMHUYECKH BhIpAX)aeTcs B (DOJUTHKYISIPHOM
rurnepkeparose. [1IunoBaTeiil C10M UCTOHYEH, KOJIMYECTBO 3MUIEPMOLIUTOB CHHKEHO, B
0a3aTpHOM CJI0€ YBEIMYEHO KOJMYECTBO MEJIAaHWHA. B nuTeparype uMeroTcs JaHHbIE O
HAJTUYHH BHIPAKEHHOTO MEXK- U BHYTPHUKJIETOYHOTO OTEKA B 0A3JIBHOM M ITUTIOBATOM
CIIOSIX TIPH BYJIBrapHOM uXxTHO3€ [9)].

[Ipu 21€KTPOHHO-MUKPOCKOITMYECKOM HCCIIEIOBAHUN KEPATOTHATMHOBBIC TPAHYJIBI B
€IMHUYHBIX 3€PHUCTHIX SMUTEITUOIUTAX BBITJISISAT METKUMH, HE3PEIBIMH,
JIOKQJIM3YIOIUMUCS y KpaéB my4koB ¢punamentoB [31, 33]. [IpumeuaTenbHO, 4TO MpU
3JIEKTPOHHOW MUKPOCKOIIMHU MMATOJOTUYECKH OPOTOBEBAONIEN CIU3UCTON HOCOTJIOTKH Y

00JIBHBIX BYJIbI'apHBIM UXTHUO30M B COUYCTAHNUU C AJTICPIUICCKUM PHUHUTOM
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OOHAPYKUBACTCS CXOAHBIN AePEKT — aHOMAJIUU KePaTOTHAIMHOBOTO CHHTE3a H3-3a
HapyuieHus npoaykuuu ¢punarrpuna [6, 19, 34]. OrMedyeHo Takke, YTO BBIPAXKEHHOCTb
KIIMHUYECKUX MPOSIBIICHUN TPSIMO KOPPEIUPYET C OTCYTCTBUEM WIIM UCTOHYCHUEM
3€PHHUCTOTO CIIOSI U KOJIMYECTBOM I'paHyll KepaToruaivHa [26].

X-CIETUICHHBIH UXTHO3 (CHH.. UXTHO3, CIICTUICHHBIN C TTOJIOM; YePHEIOIITHH UXTHO3).
JlanHO¥# opMoii MXTHO3a OOJICIOT TOJHKO MAIBYHKH, OJTHAKO COOOINATIOCh O HECKOJIBKUX
cirydasix 3a00JIeBaHUS TETEPO3UTOTHRIX JeBoveK. YacTtoTa oneHuBaercs kak 1:2 000 — 1:6
000 cpean ManpunKoB O€3 Bapualuii B 3aBUCUMOCTH OT PaChl U T€0rpaduuecKoro
nosioxkenus [2]. Tun Hacaea0BaHUs PEIIECCUBHBIN, CIICTUIEHHBIN ¢ X-Xpomocomoii (Xp.
22.32) [27]. llposiBnenust 3200J1eBaHUS MOTYT OBITH BPOXKJICHHBIMU HITU 1€0IOTHPOBATH B
NEPBBIC MECSAIIBI )KU3HHM (Yallle Ha BTOPOU — IIeCTOH Hemene). XapakTepusyeTcs
(bopMHUPOBaHHEM HA KOXKE KPYITHBIX YEIIyeK TEMHO-KOPHYHEBOTO I[BETa, HATOMUHAIOIINX
rps3b (puc. 2). UemyHKy IIOTHO MPUIICTAI0T K KOXKE, MyKOBUIHOE IICTyIICHUE
HexapakTepHo. [TopakeHue KOXH, Kak MpaBuio, 6ojiee 00IMUPHOE, YeM IIPU IMPOCTOM
UXTHO3€, OJTHAKO HE 3aTParuBaeTcs KoXka jJajoHel (Mo THITy nepyaTok), MoA0IB (110 THITY

HOCKOB) | JIMIIa, OTCYTCTBYET (OJUTHKYJISIPHBIN TUniepKepaTos [9].

Pucynok 2 — [lopakeHne K0>XH 3alHEH TOBEPXHOCTHU IEH MPHU X-CLHEIUICHHOM UXTHO3€

[TomyTHEHHE POTOBUIIBHI B (JOPME IIBETKA B 33HEH CTPOME MOKET OOHAPYKUTHCS KaK
y OOJIBHBIX MYYHH, TaK U Y )KEHIIUH-HOcUTeNeH (26,6%, no nanusiv V. Ingordo et a.
[28]). Kpunrropxusm nuarnocrupyercs y 20,0% namuenTos [2, 14].

CpaBHUTEIBHO C OOBIKHOBEHHBIM UXTHO30M, JJaHHAs (hopMa MPOTEKAET
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HEeOIaronpusTHEE U COCTOSTHAE KOKHU C BO3pacToM He yny4dmiaercs. [TomoOHo npyrum
dopmMaM HXTHO3a, YXYIIIEHUE COCTOSHUS KOXKH IMPOUCXOANT B XOJIOJAHOE BpeMs rona [14].

B ocHoBe 3a001€BaHus JIEKUT TCHETUIECKH 00YCIIOBIIEHHAS HEJJOCTATOYHOCTh
creposicyibdaTaszsl (STS), BeayIias K yIpoueHHUIO CBA3CH MEKIY KIECTKaMHU dTUAepMHUCa |
3aJIepKKe OTTOpKEHHsI poroBeIx uemryek. [Ipumepno y 90,0% nmanuenTos ¢ X-
PEIECCUBHBIM UXTHO30M UMEET MECTO TIOJTHASI WIIM YacTUYHAs Jenenus reHa STS
(Xp22.32). Poxxaenne 605HOTO peOEHKA OOBIYHO COMTPOBOXKAAETCS C1a00CThIO POJOBOM
JCSATEIILHOCTH BCJICJICTBUE HEIOCTATOYHOCTH TutanieHTapHoi STS [2]. Peakius Ha
BHYTPUBEHHOE BBEJICHUE OKCHTOIIMHA TIPAKTUYCCKH OTCYTCTBYET.

[Tpu rUCTOIOTUYECKOM HCCIIEIOBAaHHH KOXKH OTPEICISIOTCS TUIIEPKEPaTo3s,
HEOOJIBIIION aKaHTO3. 3EPHUCTHIN CIIOH 3nKIepMUca HE U3MEHEH. SIBJIEHNS BOCTIAJICHUS B
aepMe oTcyTcTBYIOT [9]. B menoM, ructonornyeckue H3MEHEHUs €/1Ba 3aMeTHbBI. broncuu
UXTHO3HOW KOXKHU CO CITa0BIM IIETYHICHHEM MOT'YT UIMETh HOPMAJIbHYIO TUCTOJIOTUIECKYIO
KapTHHY.

VIIbTpacTpyKTYpHO KepaTOrHaIMHOBEIC TPaHYJIbl YBEIHMUEHBI B pa3Mepe
KosimyectBe. HopMasbHOTO BHa KEPATHHOIMTHI CBSI3aHBI JIECMOCOMHBIMH JIUCKAMU TI0
BCEMY ITyTH B POTOBOW CIIOH, I'/ie O€3bsIepHbIC KIETKA UMEIOT OBBIIIIEHHOE YHCIIO
menanocoM. [Tocneaaee 00CTOATENECTBO O0BSICHICT TEMHYIO OKPACKY IIETylIeHUs pu X-
PEIECCUBHOM HXTHO3E [2].

[TnacTuHYATHIN [TaMeIISPHBIA] HXTHO3 (CHH.: UXTHO3U(POPMHASI CyXast
IPUTPOACPMHUS, TUTACTUHYATAS IKCPOTHALNS HOBOPOKIEHHBIX, KOJIIO JUIHAS KOXKA
HOBOPOXKJIEHHBIX, CAbHBI MXTUO3», YHUBEpPCAIbHAsI ce0opesi HOBOPOXKIEHHOTO,
ichthyosis lamellaris). [TposiBnenus 3aboneBanust BpoKAEHHBIE. THIT HACIEJOBAHUS -
ayrocomHo-perneccuBHbIi (reast ABCA12 (2934), ichthyin (5933), TGM1 (14911),
ALOXE3-ALOX12B (17p13), 19p12-q12, 19p13) [27]. [TonyasiimoHHAas YacTOTa
ouennBaercsa kak meHee 1:300 000. Koxka HOBOpOKIEHHOTO OOBIYHO MOKPHITA PUTHAHON
TOHKOH IIEHKOH, HATOMHUHAIOIIEH KOJII0 A1l (3TO COCTOSIHUE U3BECTHO Kak
«koJoauiHbIN wioa») (puc. 3). Co BpeMeHeM IUIEHKA MPEBpaIlaeTcs B KPyIHbIE TPyObIe
YeITyKH, KOTOPbIE IIOKPBIBAIOT BCE TEJIO, U B TAKOM KITAHITUPE» TEIO OCTAETCS

«3aMypOBAHHBIM» B TEYEHHE BCEH KU3HU. YElIyWKHN TOJIUTOHAIBHBIE, OT CBETIOTO 10
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TEMHO-CEPOT0 WIM KOPUYHEBOTO [[BETA, TOJICTHIE, IUIOTHBIE, «OM0AIe00pa3Hbie» (II0THO
NPHUKPEIUIEHHBIC B IICHTPE W MPUITOHATHIE C KpaéB), 00pa3yrolue pUCyHOK, IOX0KUH Ha
MO3auKy Wwin yepenuiy. Ha manoHsx u nmogomsax GOpMUPYIOTCS KEPATOAESPMHS U
riny0okue 0oJie3HEHHbBIE TPEIIUHBI. Ha manpnax pyk MOTYT MOSIBISTHCS MEPETSHKKH,
NPHUBOSIINE K HICTOHYSHHIO KOHIIEBBIX (haJlaHT WIIH K UX OTTOPKEHHIO. Jl0CTaTOUHO
XapaKTepHO HAJUYKUE BHIBOPOTOB BEK (IKTPOMHOH) U ry0 (3kcimabuoH). Jliis B3poCibix
XapaKTepeH MOHTOJIOWIHBIN pa3pes3 riia3 BCICICTBUE CTATHBAHMS KOXKH HA BUCOYHBIX
obmactsix [17]. YiiHbIe pakOBHHBI Je(POPMHUPOBAHBI, MPIKATHI K Tos10Be [9]. YV 00IBHBIX
PE3KO HApYIICHO MMOTOOT/ICICHUE H3-3a 3aKyIIOPUBAHUS IPOTOKOB MEPOKPHHOBBIX JKEIIe3
BCJICJICTBUE TUIIEPKEPATO3a, IIOITOMY OHH IUIOXO MEPEHOCAT PHU3MUECKUe HATPY3KH U
’KapKyI0 TIOTOAY, KOTOPBIC IPUBOIST K THIIEPIUPEKCHU. Upe3MepHbIe MOTEPH BOJIBI U3-32
TPEIINH B KOXE MPHUBOJIAT K OICTPOMY 00€3BOKUBAHHIO Opranu3Ma. [ TyOoKue TpeuIuHbI
CIIOCOOCTBYIOT TaKXKe MPUCOSNNHEHHUIO OaKTepHaIbHBIX HH(PEKIUH, BIUIOTH JI0 Pa3BUTHUS

CENTHYECKHUX COCcTOsTHUH [14].

Pucynok 3 — «KomnoquitHbI# 110 11

Brliena3BanHbie MHOKECTBEHHBIE A€(EKThHI TEHOB BJIEKYT HEJIOCTATOYHOCTD
TpaHCIIIyTaMruHa3bl-1 (yd4acTByeT B 00pa30BaHUH OPOTOBEBIIEH KIETOUHOW 000IOUKH)
KEPaTHHOIIMTOB ¥ MpoudepaTuBHbIi runepkeparo3 (YCKOpeHHOE POIBIKEHIE
KEPaTUHOLUTOB OT 0a3aIbHOTO CJIOS K OBEPXHOCTH KOXKH) [27].

[Ipu rucTONIOTUYECKOM HCCIEAOBAHNN BBISBISIOTCS THIIEPIUIa3us 6a3aIbHOTO CIIOS
AMUJEPMUCA, AKAHTO3, HEPE3KO BBIPAKEHHBIN rpaHyJI€3 U THIIEPKEPaTO3. 3EPHUCTBIN CIOU
SMUAEPMUCA HE U3MEHEH WIH CJIETKA YTOJIIEH U OTIEIEH OT POTOBOIO CJIOS BBIPAXKEHHOMN

TpaHC(HOPMHUPYIOIIEH 30HOM, a YSITYWKH COAEPIKAT MOBHIIICHHBIE YPOBHH TPUTIUIICPUIOB
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Y )KUPHBIX KHCIOT [9)].

Bpoxaennas Oyiiésnast uxTrHo3u(GopMHas 3putpoaepMust (CHH.. BPOKIEHHAS
Oyinésnas uxTHO3u(pOpMHas 3puTpoaepmus bpoka, SMHIEPMOITUTHYECKHIA UXTHO3, HXTHO3
oymiésnbiit, ichthyoss epidermolytica). 3a6osieBanne MOKET OBITH BPOXKIASHHBIM WIIN
nposiBisieTcs: Bckope nocie poxaenus. Yactora 1:100 000. Tun HacnenoBanwus -

ayToCOMHO-IoMuHaHTHBIN (renbr 12013, 17021-g22) [27].

Pucynok 4 — Kuctu npu anu1epMoIuTHIECKOM UXTHO3€E

Jlannast popma BU xapakrepusyercs BOSHUKHOBEHUEM Ha Koke my3bipeit (puc.4). C
POXKIEHUS Y peOEHKA OTMEUAETCsl COCTOSTHIE BIaXKHOM spuTpoaepmun. OT™MedaeTcs
MOJIOKUTENBHBINA cuMIToM Hukobeckoro (cuMnToM oTciaoiku anuaepmuca). [1y3sipu
BCKPBIBAIOTCS ¢ 00pa30BaHUEM 3PO3Uil, KOTOPBIE 3aKUBAIOT, HE OcTaBsis cienoB. Co
BpPEMEHEM Pa3BUBAETCS OPOTOBEHUE KOXKH, BIUIOTH 10 OOPOJaBUATHIX HACIOCHUN B
KOXKHBIX CKJIaaKax. Yenryiiku TEMHBIE, TUIOTHO MPUKPETUICHBI K KOKE U 00pa3yroT
PUCYHOK, IIOXO0HI Ha BeJlIbBET. BhIChINIaHUS CONPOBOXKIAIOTCS HENPUATHBIM 3JI0BOHHBIM
3anaxoMm ((erop), KOTOPHIN CBSI3aH C BTOPUYHBIM OaKTEepHAIHHBIM HHOHUIIUPOBAHUEM.
[Topakenne koxu 00baHO 0OmUpHOE. [ToBTOpHOE 0Opa3oBaHME IMTy3bIPEH HA OPOTOBEBIIIEH
KOe€, a TaKXKe CIyLIMBaHUE POTOBBIX HACIOEHUI BEYT K TOMY, YTO KOKa B 3TUX y4acTKax
nproOpeTaeT OTHOCHTEILHO HOpMabHbIH BH [6]. CIU3UCTBIE HE TOPaKEHBI.
[ToTooTneneHue He HapymieHo [9)].

ONUACPMOIUTHYECKAN UXTHO3 MOXKET MPOTEKATh B TSHKENON (hOpMeE CO CMEPTENbHBIM

ucxonaom. [lpu nannoit popme BU, BcencrBue sipkoii ruriepeMun, KOka UMeeT BH/]T



oOBapeHHOM. HeT my3bIpeil B psSMOM CMBICIIE, TPOUCXOIUT JIUIITb OTTOPKEHHUE
smmaepmuca. Yepes HECKOIBKO JTHEH HacTynaeTr cMepth [14].

B Hacrosmiee BpeMs pa3nuyaroT TaKkKe SMUACPMOIUTHYECKHA UXTHO3 C TOPAKECHUEM
KOJKH JIaJIOHEH ¥ MMOJIOIIB U 0€3 MOopaxXeHHsT KOXKH JIaJJOHeH U 1Mo 101B (JIaOHHO-
MOJIOIIBEHHBIN U 0€3J1aJOHHO-TIOIONIBEHHBIN THITBI COOTBETCTBEHHO) [24].

B ocHoBe 3a001eBaHMs JIGKUT HAPYIIEHNE XUMUA3Ma KEPATHHA, CBI3aHHOTO C
nedexrubivu reamu (Keratins K1 — 12, K10 winu K2€) 12-it u 17-ii xpomocom [27].
JledekT Ha 3TOM ypOBHE OCIAOISIET CTPYKTYPHYIO CTa0OMIBHOCTh KEPATHHOIIUTOB,
CII0COOCTBYS JErKOMY 00pa30BaHUIO My3bIpeid, runeprpoimdepanny U runepkeparosy [2].

[Ipu ruCTONIOTUYECKOM HCCIEA0BAHUN OTMEYAETCS] HAIMYUE B 3€PHUCTOM CIIOE
SMUAEPMHUCA TUTAHTCKUX IPAaHyJI KepaTOTHAINHA U BaKyoim3anuu. HabmrogaroTcs
THIIEPKEPATO3, AKAHTO3, TPAHYIIE3, TUCTPOPUIECKHE U3MEHEHHUS ITUIMOBATHIX KIIETOK.
[Ty3bipu hopMUPYIOTCS 3a CUET TU3UCA KIETOK SMUAEPMHUCA 0] pOTOBBIM ciioeM. B
MeCTaX MOPa)KEHUsSI THCTOJIOTHYECKH B CJIO€ IIMIMOBATHIX KJIETOK HAOII0aeTcst
Oecrops109HOE PACTIONOKEHHUE SIUTEINATBHBIX KIETOK CO CTEPTOCTHIO HIIM OTCYTCTBHEM
TPaHUIl MEXY KIETKaMU SMHUAEPMUCA, CPEIU KOTOPBIX 00HAPYKUBAIOTCS
IUCKEPATOTUYECKUE TebIa. B MOJ0OHBIX yyacTKax 3MHUIEPMICa, I/Ie IIUIIOBATHIE KIETKU
HAXOJATCS TUCTPOPHUUECKH N3MEHEHHBIMU U JIUIICHBI CBSA3H MEXIY co00, KOHTIIOMepat
LIMITOBATBIX KJIETOK IIOJBEPraeTcs «OTTOPKEHUIO» B MAaCCUBHBIN POroBoi ciou. IToatomy
OpOTOBEHHUE NpH ITON (hopmMe 3a00IeBaHNS 3aKaHIUBAETCS 00pa30BaHUEM B y4acTKax
MOpaXEHHs HE YElIyeK, a KPOIIKOMO0OHBIX SMUIEPMaTIbHBIX MacC M UX OTMAJACHUEM MIPU
TPEHHU OJISKIOW U IBIKCHUAX. B nepme umeercs Hecrienupuieckoe Bocnaienue [9).

[Ipu 571eKTPOHHON MUKPOCKOIIUH BBISBIISIIOTCS OOJbINNE 30HBI IEPUHYKIICAPHOTO
[UTOIIA3MAaTHIECKOTO PETUKYIyMa, Macca pudOCOM M MUTOXOHAPHUH B KIIETKaX
3€pHUCTOTO M B BEPXHEW YaCTH IIUMIOBATOTO CJIOEB, YTONIIEHUE TOHO(PUIAMEHTOB,
BEPTHKAIIbHASI OPUEHTAIHS SITUIEPMOLIUTOB B POTOBOM CJIO€, Ie(eKThI KepaTHHU3ALUH [ 7].

"UxTtno3 wioxa ["mion-Apnexkun”]". Pa3puBaeTcs B SMOproOHaIbHOM nepuoze (Ha 4-5
Mmec. 6epeMeHHOCTH). THIT HaCTIeTOBaHKS — Ay TOCOMHO-pEIleCCHBHEIH. [1pu qanHOM
3a00JICBAHHUH CYIIECTBYIOT MyTaluu (MPenooKuTeIbHO Tokyc 2034) [27], He

COBMECTHMBIC C J)KU3HBIO (HOBOPOXKIEHHBIC MIOTMOAIOT B IIEPBBIC THU U HEJEIIH KU3HHU).
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BonbHbIE pOXKAAOTCS OOBIYHO HEJJOHOIIEHHBIMH. BeCh KOKHBIN MMOKPOB HOBOPOKAEHHOTO
HAIIOMUHAET MaHIMpPh ¥ HHWIbTpUpoBaH (puc. 5). Bckope mocie poxaeHus
NaHIUPEnoA00Has KOKa PaCTPECKUBAETCS C 00pa30BaHUEM KPYITHOIUIACTUHYATHIX YEITyeK
KOPUYHEBOTO U Ceporo IBeTa. POroBpie MUTKH cepO-4€pHOTO IBETA, 0 1CM TOIIIUHOM,
TJIaJIKUe WIH 3a3yOpeHHbIe, pa3ielieHHbIe ITyOOKUMH TpEeIIMHAMHU. XapaKTepHa
muddy3Has kepaToaepMus JagoHel U moaomB. Bonockr Ha Tos0Be peakue wim
OTCYTCTBYIOT. POT packphIT U3-3a CHIIbHOTO OPOTOBEHHS KOKU BOKPYT, B YIJIax pTa
riyOokue TpemuHbl. ['yOb! yToOIIE s, a cimu3ucTast 000J09Ka BRIBEPHYTA U
runepTpodupoBana. Pe3xo BeIpakeH SKTPONHUOH, HOC U YITHBIE PAKOBUHBI
nedopMupoBanbl. UMMYHUTET CHIDKEH, TIO9TOMY C MIEPBBIX JHEH JKU3HH y TaKUX
HOBOPOKIEHHBIX HAOIIOAIOTCSl THEBMOHUSI, THOMHBIE OTUTHI, a0CIIECCHI TOKOKHON
kietdarku. [Ipu uccneoBanny TKaHel TOJIOBHOTO MO3Ta Ha BCKPBITUH BBISIBIISIIOT
HE3PEJIOCTh U YMEHBIICHHE KOJUIECTBA HEPBHBIX KJIETOK. B pa3snuyHbIX ydacTkax KOpbI
TOJIOBHOTO MO3Ta HAXOAAT MHOTOYHCIICHHBIC JBYSACPHBIE KIETKH, HENPaBHIbHOE
pacnpenenenne kierok [lypkunse [9, 14]. ['mcTonornueckne uccie0BaHus BBISBISIOT B
snuaepmuce nudQy3HbId MOIIHBIN THIIEPKEPATO3, OTCYTCTBHE MM HAJIMYHE OJHOTO Psijia

KJIETOK 3epHHCTOTO cJios [9)].

Pucynok 5 — «IInoxa-Apnexkun»

Taxum oOpazom, BU sBasieTcst reTeporeHHbIM IO CBOMM (OpMaM T€HETHIECKUM
3a00JIeBaHHEM, KOTOPOE JJaXKe IPU CaMOM JIETKOM T€UEHUU OKA3bIBAET ONPEACIEHHBIC
HEraTUBHBIE MTOCJIEACTBYS HA OPTaHU3M YEJIOBEKA, a B TSHKENBIX CIydasX NPUBOAUT K

HMHBAJIWJHOCTH U JICTAJIbHBIM UCXO4aM. VYuuThIBass OTHOCUTEIIBHO BBICOKYIO 9aCTOTY
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JAHHOM MATOJIOTHH B OOIIEH CTPYKTYpE 1ePMaTOIOTHIECKON 3a00JI€BAEMOCTH, MOYKHO
TOBOPUTH O HEOOXOIUMOCTH MOBBIIIECHUS JUATHOCTUYECKON HACTOPOKEHHOCTH B

OTHOILICHHUH BpO)KZ[éHHOFO HUXTHO34a.
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