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benopycckuii rocy 1apCTBEHHBI MEAUIMHCKUN YHUBEPCUTET

Bpoxa€HHbBIN MXTHO3 OTHOCUTCS K HACJIEJACTBEHHBIM JAEPMaTO3aM, OCHOBHBIM
MIPU3HAKOM KOTOPBIX SBJISIETCS HApYILIEHHE MPOLIECCOB OpOroBeHusi. OTHOCUTENIBHO
BBICOKAs 4aCTOTA JJAHHOW MATOJIOTHHU B OOIIEN CTPYKTYpe AePMATOJIOTHIECKOM
3a00J1€Ba€MOCTH, €r0 MEPCUCTUPYIOIIEE TEUCHNE, CUCTEMHBIN XapaKTep MOpakeHH,
TPYAHOCTH B JICYCHUH M HHU3Kas 3 (HEKTUBHOCTH MOCIIEIHETO O3BOJISIOT CYUTATh
poOJieMy BPOKIEHHOTO UXTUO3a OJTHON M3 CIIOKHBIX M aKTYaIbHBIX BO BpaueOHOMN
MPAKTHKE B LIEJIOM U MEAUATPUU B YACTHOCTH.

KnroueBble ciioBa: BpOXKAEHHBIN UXTHUO3, IPOCTOM UXTHO3, UXTHO3, CLETUIEHHBINA C X-
XpPOMOCOMOM, JTaMEJUTSIPHBIA UXTUO3, UXTHO3U(OPMHAS SPUTPOIEPMHUS], UXTHO3 TIJI0JIA,

THIIEPKEepaTo3, KepaToAepMusl, SKCIa0nOH, SKTPOIHOH.

WxTro3bl (CHH.: UXTHO3U(POPMHBIC AepMaTo3bl, Tud dy3Has KepaToma, caypuas) —
reTeporeHHas rpyira HacjaeJCTBCHHbBIX 3a00JI€BaHII KOXKH, X apaKTEPU3YFOIIHXCS
HapYIICHUSIMH MPOLIECCOB OporoBeHus. Ha3BaHMe MPOUCXOAHT OT rpeueckoro «ichthys» -
«pbI0a», YTO B KAKOKW-TO MEpe YKa3bIBACT HA CXOJCTBO KOXKU OOJIBHBIX, TOKPBITOH
YeIIyHYaThIMU POTOBBIME HACJIOCHUSIMH, C Uenryéi poio [6].

[TepBbie onmucaHus MOPaXKEHUS KOXKH, XapaKTEPHBIC ISl KXTHO3a, BCTPEYAIOTCS CIIé B
IV — 1l TeicsiueneTun 10 H.3. B Kurae u Bo || — | TeicsiueneTun 1o H.3. B Erunre. PoGept
Busutan BiepBbIe J1al caMoe TOYHOE OITMCAHWE UXTHO3a B aHIJIOSI3BIYHOM JTUTEpaType B
1808 . [25]. TepmuH «3ab0seBaHre KOKU B BUJIE PHIObEH YenTyn» ObLI MPEAI0KEeH
noupoHckuM aepmarosiorom W. Wilson B 1842 r. [35]. CoBpeMeHHbIEC 1epMaTOIOTH
CBSI3BIBAIOT 3a00JICBaHKME C HACJICICTBCHHOM MAaTOIOTHEH, HEMTPABUIIbHBIM Pa3BUTHEM
3apoIbIIIeBOro JucTka (3kromepmbl) [15]. Bo Beex citydasx cTpagaroT MpOIECcCh

TEPMHUHAIBHOHN KIETOYHON AU HEPEHINPOBKY U OPOTOBEHHSI SMUEPMHICA, YTO



00yCIOBJIEHO MyTalMsIMUA MJIM HAPYLIEHUSAMU 3KCIIPECCUU T'€HOB, KOJAUPYIOLIUX
pasnuuHble THITE KepaTuHa [19], a Takxke npyrux MapkeoB n1udHepeHInpOBKH:
CTPYKTYPHBIC TIPOTCHHBI KJICTOYHOU 000JI0UKH (JIOPUKPUH, HHBOJIIOKPHH),
MPOMEKYTOUHBINA (PHIIAMEHT-aCCOIIMUPOBAHHBIN MPOTEUH MPOPUIATTPUH, PEPMEHTHI,
y4acTBYIOILIME B KEPAaTUHU3ALMN — TPAHCTIIyTaMHHa3a. B npenenax oqHOro reHa MOXeT
OBITh HECKOJIBKO TOUYeK MyTanuid. He uckirouena BO3M0KHOCTh BOBJIEY €HUS
PA3HOMMEHHBIX T€HOB, YTO OOBSICHSAET NIUPOKUIN CIEKTP KIMHUISCKUX MPOSBICHUN TIPH
BU [3, 12, 15, 19, 22].

Brinenensl cneayronme KIMHUYECKHE PU3HAKY, 00beauHstonme Bce hopmbl BU:
MIPOSIBJIEHUE C POXKACHUS WIHM B IEPBBIE MECSIIBI dKU3HHU; XPOHUUECKOE TEUEHHE C
HEOOJTBIIMMH 000CTPEHUSIMH B OCEHHE-BECEHHUI MEPHO; YHUBEPCATHHOCTD WIIN
CUMMETPUYHOCTb MOPAXKEHUS; PA3BUTHE THUIIEPKEPATOTUYECKUX HACIOCHUI Ha
SPUTEMATO3HOM (POHE; CHUIKEHHUE MOTOOTACTICHHS.

Enunas o6menpunsTas knaccudukanus BU orcyrcrByer. C.C. KpsixeBa u coasrT.
[14] BBIACTSIOT ClIeAYIONINE KIIMHIYeCKHE (OPMBI MXTHO3a C YIYETOM T€HETHYECKOTO
¢dakTopa:

1. HacnencrBeHHBIE OPMBI: a) AyTOCOMHO-IOMUHAHTHBIN (BYJIBIapHBIH, IPOCTON); 0)
ayTOCOMHO-PEIIECCUBHBIN (JTaMeIIAPHBIN; MXTHO3 TUI0A; JIMHEAPHBIH OTHOAFOIIHNIA HXTHO3
Kowmens; urnucteiii uxtuos JlamoOepTta); B) X-CleIICHHBIA PEIICCCHUBHBIN.

2. HacnencTBeHHBbIE CHHAPOMBI, BKIIIOUaronye uxtuos: a) Hereprona; 6) Pedcyma; B)
Pyna; r) lllerpena-Jlapccona; n) FOura-Bores; ¢) [Tonosa.

3. xTno3udopmMHbIe MPUOOPETECHHBIE COCTOSHUS: a) CUMIITOMATHYESCKHUMA
(rummoBuTaMUHO3 A, 00JIE3HU KPOBH, 3II0KAY€CTBEHHBIE HOBOOOpPA30BaHUs | Jp.); 0)
CCHUJIbHBIM MXTHO3; B) JUCKOBUIHBIA UXTHO3.

CortacHo npyroii kinaccudukamnuu [16], B 3aBUCUMOCTH OT BHJIa YEITYCK BBIICISIIOT
cieayromue Gopmbl BU: HXTHO3 IpoCTO# (YemIyiKy MEJIKUE, MOPaKeHa BCS KOXKa),
UXTHO3 ONecTsuiA (YenryiKn pacroiaraloTcsi B BIJI€ MO3aHKH, CEPOBATO-TIPO3PATHEIE),
UXTHO3 3MEEBUAHBIN (YEITYyWKH KPYITHBIC, CEPOBATO-KOPUIHEBBIE).

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

Tpu BapuanTta TeueHus BU: 1) Tsokénas popma (peGEHOK poxKIaeTCsi HEAOHOMIEHHBIM H B
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TEUYCHUE MEPBBIX AHEH morubdaet); 2) cpeaHe TshkecTu (1o0poKadyecTBeHHAS, T.¢.
COBMECTHUMasI C XKHU3HBIO); 3) Mo3aHss (hopMma (IepBbIie MPOSBICHUS CO 2-3 MECSIIEB KU3HH,
pexe — 2-5 rer).

CoryacHo MexayHapogHoi kiaccudukarmu 6osesneit 10-ro nepecmotpa (MKB-10),
BU orHOCcHuTCH K Kiaccy «BpoxaéHusie aHoManuu, aedopMary 1 XpOMOCOMHBIE
HapyUICHUS», pyOpuKe «JIpyrue BpoxAEHHBIC aHOMAJIUHU [TIOPOKH PA3BUTHS|>», HIMEET KO/
Q80 u BxmrouaeT B ceds: Q80.0 «MxTro3 nmpoctoin»; Q80.1 «MxTHo3, CBsA3aHHBIN ¢ X-
XpoMocoMoii [ X-crieruieHHbIi uxTro3]»; Q80.2 «IlnacTuHYaThIi [JTaMeIUIAPHBIN] UXTHO3,
Q80.3 «Bpoxaénnas Oymné3nas uxruoszudopmuas sputpoaepmus»; Q80.4 «xTno3 mroga
[«mmon-Apnexuna»]»; Q80.8 «/Ipyroit BpoxxaéHHbIil nxTro3»; Q80.9 «BpoxaéHHbIH
UXTHO3 HEYTOYHEHHBIN».

WxTro3 nmpoctoii (CUH.: 0OBIKHOBEHHBI UXTHO3, BYJIbrapHbI UXTHO3, KCEPOIEPMUs,
ichthyosis vulgaris). Haubosnee pactnpoctpan€Hnas oopMa HacJIeICTBEHHBIX 00JIe3HEH
oporoBeHus. HacToTa, Mo pa3aIudHbIM JHaHHBIM, Koaebnercs ot 1:250 no 1:5000
HacesieHus. [T0CKoJIbKY CHMIITOMBI 3a00JIEBAHUS YIYUIIAIOTCS C BO3PACTOM, HCTUHHAS €T0
4acToTa, BEPOSATHO, BhIIIe. BybrapHblii UXTHO3 BCTPEUAETCs BO BCEM MHpE, €ro
pacrpoCcTpaHEeHHOCTh 3aBUCHUT OT reorpadudeckoi 30HbI [2]. HacnenoBanue ByIbrapHOTO
UXTHO3a ayTOCOMHO-IOMHHAHTHOE, BOBMOXKHO, C IMOJTHON NIeHeTpanTHOCTHIO [3, 19, 30].
CrnenyeT 3aMETUTh, 4TO, [0 MHCHHIO HEKOTOPHIX aBTOPOB [5, 8], HacieqoBaHKe HOCUT
MOJTyJIOMUHAHTHBIN XapakTep (HEIMOJHOe JOMUHUPOBAHNKE), T.€. TETEPO3UTOTHI UITH HE
UMEIOT BUIUMBIX TIPOSIBJICHUH, HIIK UMEIOT OYEHb «MSTKYI0» (GOpMYy MXTHO3a. [ OMO3HTOTHI
¥ KOMIIAYH/-T€TePO3UTOThI, KPOME BBIPAKECHHBIX ()EHOTHITMYSCKUX MposiBiacHU BU,
00J1a/1af0T TUCTOJIOTHYECKH oTpenesieMbiM nedextom [5]. Hanboee BeposTHas
JoKaM3alus aHoMajiabHoro rera - 121, MIM 135940 [5, 27].

3abosieBaHKEe MPOSIBIISICTCS HA TICPBOM 'Oy KU3HHU B Bo3pacTe oT 3 10 12 mecses [1].
KimHudeckr oTMEYaroTcsi BRIpaKEHHAs CyXOCTh KOKH, & TAaKKe MYKOBHIHOE,
OTpyOEBHIHOE MU MEJIKOIUIACTHHYATOE MICNTyIICHNEe, Han0o0Jjiee BhIPpaKEHHOE Ha
pasrudaTeIbHBIX TOBEPXHOCTAX KOHEYHOCTEH, 0cOOeHHO Ha Horax [18]. [Tpu 3Tom 30Ha
MOJITy3HUKOB OOBIYHO HE BOBJIeKaeTcs. JInI0, Kak MpaBUIIo, HE MOPa)XaeTcsl, Yalle BCero

H3-3a2 BBICOKOM 3ACCh CCKPCUMU CAJIbHBIX KCIIC3. HcknroueHne coCTaBIsSIOT ACTH, y
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KOTOPBIX MOBBIIICHHOE OPOTOBEHUE MOKET 3aTParuBath Koxy i€k, jioa [9, 14] (puc. 1).
OTcyTcTBHE MOPaXEHHs Ha CTUOATEIbHBIX CKJIaaKax (HampuMep, ieH, MOAMBIIICUHON
00J1aCTH, JIOKTEBBIX M MOJAKOJEHHBIX BIAIMH) O0BICHICTCS OTHOCUTEIILHO BBICOKOM
TEMIIEPaTypOl U BIAKHOCTHIO Ha 3THUX y4acTkax [2]. Ha 1agoHsaX ¥ MojomBax yCUiIeH
KOXHBIA PUCYHOK, HAOJIIOAaeTCsI MOBBIIICHHAS CKJIAAYaTOCTh KOXKH, H3PEIKa —
kepatonepmus. K 20-25 rogam miacTuHYATOE MISTYIICHUE 3HAYUTEIILHO YMEHBIIASTCS HITH

MCYE3aeT MOJHOCTHIO, OJTHAKO COXPAHSIIOTCS U3MEHEHUS JIAIOHEH 1 1o101B [9].

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

JUis ByJIbIapHOTO MXTHO3a XapaKTepeH (HOITUKYISIPHBIN runepkeparos. [pu
HaJBIAIHA 09aroB MOPAXKEHUs ONPENEISIeTCs] CAMIITOM «TépKm». [locie ypaneHus
POTOBO¥ MPOOKHU B YCThE BOJIOCSHOTO (DOJIIMKYJIA HAXOASAT CKPYYEHHBIH BOJIOC.
domuKyISApHBINA KepaTo3 HanboJiee BeIpaxeH B roHomeckoM Bo3pacte. K 30-40 rogam y
MHOTHUX OOJIPHBIX POTOBBIC MPOOKH HAYMHAIOT BHINA[aTh, OCTABJISIS TOUCYHYIO aTPO U0
[10, 13, 15, 16, 30, 32]. ®omuKyISIpHBIA KEPATO3 MOXKET OBITh €TMHCTBEHHBIM MPU3HAKOM
y 4JICHOB CEMEH C BYJIbrapHbIM UXTHO30M [2].

VY psiga 60apHBIX HaOMIOaeTCsl GOPMUPOBAHKUE HA IIOBEPXHOCTH KOXKH TOJCTHIX U
IUTOTHBIX POTOBBIX HIMTKOB, OTACIEHHBIX JAPYT OT Apyra rry0OKUMHU 00po3aKamH,
HAIIOMHUHAIOIIMX KOXY 3Men win siepuiibl (ichthyos's serpenting), nimu nake KOHUYEeCKUX
BeicTymnoB (ichthyiosis hystryx, urnucteiii uxtro3s Jlambepra) [14].

BobHBIE ByTbrapHBIM UXTHO30M CKJIOHHBI K aJNIEprHYecKuM 3a001eBanusM. Tak,

9aCcTOTa COYETaHUsI OOBIYHOTO MXTHO3a C aTONMMYECKUM JiepMaTtuTom konebnercs ot 30,0



10 50,0% [12, 15, 19, 21]. MoryT npucyTcTBOBATh MPOSBICHUS OPOHXHUATBHOM ACTMBI,
QIEPTUYECKOTO PUHUTA, KPATTMBHUIIBI, 9K3€Mbl, CEHHON JINXOPAJAKU. ATOTMYECKUE
COCTOSIHHSI OOHAPY>KUBAIOTCS Y MHOTHX YWICHOB CEMEH C CHMIITOMAaMH BYJIbTapHOTO
UXTHO3a U 0e3 Hux [2].

Y GosbmHCTBA 00IBHBIX BYJIBI'APHBIM UXTHO30M HEPEIKO JUATHOCTHPYETCS
MATOJIOTHUS YKETYA0THO-KHIIIEIHOTO TPpaKTa (racTpUT, KOJIUT, TUCKHHE3US JKSTIHBIX ITyTCH)
[9, 15, 16]. OncaHbl city4an COYETaHUs JaHHOW (DOPMBI HXTHO3a C
remarociuieHoMeranuei [23].

B ocHOBe MpoCTOro MXTHO3a JEKUT HAPYIICHUE IKCIPECCUU TPOQHIarrpuHa -
OCHOBHOTO O€Jlka KepaTOTHaJINHOBBIX IPaHyJsl, OTBETCTBEHHOTO 3a arperauro
KEepaTUHOBBIX (ritaMeHToB [27]. IMeroniuiicsi TeHeTHYeCKuii 1eeKT BenéT K yBEIHMUCHHUIO
MPOHUIIAEMOCTH SMHUACPMHUCA U TPAHCITHIACPMATBHBIM MOTEPSIM BOJIBI, 00YCIOBIIMBAs
MOBBIIIEHHYIO CYXOCTh U IICITYIICHUE KOXKH.

[Ipu TUCTOIOTHYECKOM HCCIIEIOBAHUHU KOXKHU BBISBIISIFOTCS PETEHIITUOHHBIN
THIIEPKEpPaTo3 ¢ 00Pa30BaHUEM POTOBBIX MPOOOK B YCThAX BOJOCIHBIX (OJLTUKYIIOB,
WMCTOHYECHHUE WJIH OTCYTCTBUE 3€PHUCTOTO CIIOSI SMUACPMHUCA, YMEHBIIICHUE BETUINHBI
KepaTorHaJnHOBBIX rpanyi [4, 13, 15, 19]. ManpnurueBsiii Ciioit 0OBIYHO HE U3MEHEH, HO
COCOYKOBasi CeTh yMeHbIeHa [2]. OnHako 3apyOeKHbIC aBTOPHI HE CUUTAIOT JaHHBIC
MPU3HAKH JJOCTOBEPHBIMHU JUArHOCTHYECKUMU KpuTepusimu [25]. ['unepkeparos
pacIpoCTpaHseTcsl U Ha SMUTENNaTbHbIE (POJUTUKYIIBI BOJIOC, 00pa3ys B UX YCThIX
OO0JIBIITNE KePATOTUIECKUE MTPOOKH, YTO KIMHUYECKH BBIPAXKaeTcs B (DOJUTHKYISIPHOM
rurnepkeparose. [1IunoBaTeiil CJ10M UCTOHYEH, KOJIMYECTBO 3MUIEPMOLIUTOB CHHKEHO, B
0a3aIpHOM CJI0€ YBEIMYEHO KOJMYECTBO MEJIaHWHA. B uTeparype uMeroTcs TaHHbIE O
HAJTUYHMH BHIPOKEHHOTO MEXK- U BHYTPHUKJIETOYHOTO OTEKA B 0A3JIBHOM M ITUTIOBATOM
CIIOSIX MPH BYJIbrapHOM uxTHO3E [9)].

[Ipu 31K TPOHHO-MUKPOCKOITMYECKOM HCCIIEIOBAHUN KEPATOTHATMHOBBIC TPAHYJIBI B
€MHUYHBIX 3€PHUCTHIX SMUTEITUOIUTAX BBITJISISAT MEIKUMH, HE3P EIBIMH,
JIOKQJIM3YIOIMUMUCS y KpaéB my4koB ¢unamentoB [31, 33]. [IpumeuaTenbHO, 4TO MPU
3JIEKTPOHHOW MUKPOCKOIIMH MATOJOTUYECKH OPOTOBEBAOIIEN CIU3UCTON HOCOTJIOTKH Y

OOJILHBIX BYJIbT'apHBIM UXTHUO30M B COUYCTAHWUU C AJITICPITNHICCKHUM PHUHUTOM
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0oOHapyXUBAETCS CXOAHBIN AEPEKT — aHOMAUU KePAaTOTHAIMHOBOTO CHHTE3a U3-3a
HapyuieHus npoaykiuun ¢punarrpuna [6, 19, 34]. OrMedyeHo Takke, YTO BBIPAXKCHHOCTD
KJIMHUYECKUX MPOSIBICHUN NPSIMO KOPPETUPYET C OTCYTCTBUEM HIIM UCTOHYECHUEM
3€PHHUCTOTO CIIOSI U KOJIMYECTBOM I'paHyll KepaToruaivHa [26].

X-CIETUICHHBIH UXTHO3 (CHH.. UXTHO3, CIICTUICHHBIN C TIOJIOM; YePHEIOIIHI UXTHO3).
JlanHo# (hopMO# MXTHO3a OOJCIOT TOIBKO MATbYUKH, OJTHAKO COOOINATOCH O HECKOIBKHUX
cirydasix 3a00JIeBaHUs TETEPO3UTOTHRIX NeBoUeK. YactoTa oneHuBaercs kak 1:2 000 — 1:6
000 cpean ManpunKoB O€3 Bapualuii B 3aBUCUMOCTH OT Pachl HIIM T€0rpaduyecKkoro
nonoxxeHus [2]. Tun HacneoBaHUs PEIIECCUBHBIN, CIEIUICHHBIN ¢ X-XpomMocomon (Xp.
22.32) [27]. llposiBneHust 3200JI€BaHUS MOTYT OBITh BPOXKJICHHBIMU HITH 1€0IOTHPOBATH B
NePBBIC MECSAIIBI J)KU3HHM (Yallle Ha BTOPOH — IEeCTOM Hemene). XapakTepus3yeTcs
(dbopMupOBaHHEM HA KOXKE KPYITHBIX YEITyeK TEMHO-KOPHIHEBOTO I[BETA, HATOMUHAIOIINX
rpsi3b (puc. 2). Yenryiku IIOTHO MPUIIETAIOT K KOXKE, MyKOBHIHOE IIETYIICHUE
HexapakTepHo. [lopaxxeHue K0Xu, Kak MpaBuio, 6ojee 0OMUPHOE, YeM MIPU MPOCTOM
UXTHO3€, OJTHAKO HE 3aTParuBaeTcs KoXka jJajoHel (Mo THITy nepYyaTok), MoA0IB (110 THITY

HOCKOB) M JIMIIa, OTCYTCTBYeT (DOJUIMKYJISPHBIA runepkeparos [9].

Pucynok 2 — [TopaskeHue K0>kH 3alHEH TOBEPXHOCTHU HIEH MPHU X-CHEIUICHHOM UXTHO3€

[TomyTHEHHE POTOBUIIBI B ()OPME IIBETKA B 3aHEH CTPOME MOKET OOHAPYKUTHCS KaK
y OOJIBHBIX MYXYHH, TaK U Y )KEHINUH-HOcUTeNeH (26,6%, no nanubM V. Ingordo et a.
[28]). Kpunrropxusm nuarnocrupyercs y 20,0% nanuenTos [2, 14].

CpaBHUTENBHO C OOBIKHOBEHHBIM UXTHO30M, JJaHHAs (hopMa MPOTEKAET
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HEeOJIaronpusiTHEE M COCTOSTHUE KOXKH C BO3pacToM He ymydmaetcs. [logo6Ho apyrum
(dbopMaM UXTHO3a, YXYAIICHNUE COCTOSTHUS KOXKHU MTPOUCXOUT B X0JIOAHOE Bpems rona [14].

B ocHoBe 3a001eBaHMs JIGKUT T€HETUUECKH 00YCIOBIIEHHAS HEAOCTATOYHOCTD
creposicyibdaTaszsl (STS), BeayInas K yIpoUeHHIO CBA3CH MEKIY KIECTKaMU dIUAepMHUcCa 1
3aJIepKKe OTTOpKEHHsI poroBeix uenryek. [Ipumepno y 90,0% nanuenToB ¢ X-
PEIECCUBHBIM UXTHO30M UMEET MECTO TOJIHAs JIM YacTUYHas Jenenus rea STS
(Xp22.32). Poxxaenue 605HOTO peOEHKA OOBIYHO COMTPOBOXKIACTCS C1a00CThIO POJOBOM
JICSATEIILHOCTH BCJICJICTBUE HEOCTATOYHOCTH TutanieHTapaoi STS [2]. Peakius Ha
BHYTPHBEHHOE BBEJICHUE OKCUTOIMHA MPAKTUUECKH OTCYTCTBYET.

[Ipu ruCTONIOTUIECKOM HCCIEA0BAHNN KOXKH ONPEAEISIOTCS THIIEPKEePaTo3,
HEOOIBIION aKaHTO3. 3EPHHUCTHIN CIIOH dMUAepMICca HE U3MEHEH. SIBIEHUS BOCTIaICHUS B
aepMe oTcyTcTBYIOT [9]. B menoM, ructonorndeckue M3MEHEHUS €/1Ba 3aMeTHBI. broncuu
MXTHO3HON KOKH CO CIIA0BIM HIENyIIEHHEM MOTYT HMETh HOPMaJIbHYIO TUCTOJIOTUIECKYTO
KapTUHY.

VY IbTpacTpyKTYpHO KEpaTOTHAIIMHOBBIE TPaHYJIbl YBEITUYCHBI B pa3Mepe U
KoruecTBe. HopMaabHOTO BHIA KEPATHHOIIUTHI CBS3aHBI IECMOCOMHBIMU JUCKAMU TI0
BCEMY IYTH B POTOBOH CIIOH, e 0e3bAIEePHBIC KJIECTKHA UMEIOT MOBBIIICHHOE YHCIIO
MmenanocoM. [locnennee 00CTOATENHCTBO OOBSICHIET TEMHYIO OKPACKY HISNTYIICHHS TPH X-
PEIECCUBHOM HXTHO3E [2].

[MnacTuHYATHIN [TaMeIISPHBINA] HXTHO3 (CHH.: UXTHO3U(POPMHASI CyXast
SPUTPOAEPMHUS, INIACTUHYATAS SKC(HOTHANI HOBOPOKAEHHBIX, KOJUIOAUHHAS KOKA
HOBOPOXXIEHHBIX, «CATbHBIA UXTHO3», YHUBEpCAJIbHAA ce00pesi HOBOPOKAEHHOTO,
ichthyosis lamellaris). [IposiBnenns 3a0oneBanust BpoKAEHHBIC. THIT HACIEJOBAHUS -
ayrocomHo-perneccuBHbIi (reast ABCA12 (2934), ichthyin (5933), TGM1 (14911),
ALOXE3-ALOX12B (17p13), 19p12-q12, 19p13) [27]. [TonyasiiimoHHAst YacTOTA
ouennBaercsa kak MeHee 1:300 000. Koxka HOBOPOKIEHHOTO OOBIYHO MOKPHITA PUTHAHON
TOHKOH IJIEHKOH, HATOMHUHAOIIEH KOJII0 AUl (3TO COCTOSIHUE U3BECTHO Kak
«koJoauiHbIN w10») (puc. 3). Co BpeMeHeM IUIEHKA MPEeBpaIlaeTcs B KPyIHbIE TPyObIe
YeIIyiiKH, KOTOPBIE MOKPBIBAIOT BCE TEJO, M B TAKOM <IIAHIIMPE» TEJIO OCTAETCS

«3aMypPOBAHHBIM» B TEYEHHE BCEH KU3HU. YEIIyWKN MTOJIUTOHAIBHBIE, OT CBETJIOTO 10
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TEMHO-CEPOTo MIM KOPUYHEBOTO [[BETA, TOJICTHIC, IUIOTHBIE, «OM0AIIe00pa3Hbie» (IIOTHO
NPHUKPEIUIEHHBIC B IICHTPE W MPUITOHATHIE C KpaéB), 00pa3yrolue pUCyHOK, IOX0KUH Ha
MO3auKy Wwin yepenuiy. Ha manoHsx u nmogomsax GOpMUPYIOTCS KEPATOASPMHES U
riy0okue 0oJie3HEHHbBIE TPEIIUHBI. Ha manbnax pyk MOTYT MOSIBIISTBCS IEPETSKKH,
NPHUBOSINNE K HICTOHYSHHUIO KOHIIEBBIX (haJlaHT WIIH K UX OTTOPKEHHIO. JI0OCTaTOUHO
XapaKTepHO HaJUYKUE BEIBOPOTOB BEK (IKTPOMHOH) U ry0 (3KcimabuoH). Jlis B3poCiibix
XapakTepeH MOHTOJIOWIHBIA pa3pes3 Ii1a3 BCICICTBUE CTATHBAHMS KOXKH HA BUCOYHBIX
obmactsix [17]. YiuHbIe pakOBHHBI e ()OPMHUPOBAHEI, MPIKATHL K Tos0BE [9]. YV 00NBHBIX
PE3K0 HAPYIICHO MMOTOOTACICHUE H3-3a 3aKyIIOPUBAHUS IPOTOKOB MEPOKPHHOBBIX JKEJle3
BCJICJICTBUE TUIIEPKEPATO3a, IIOITOMY OHH IUIOXO MEPEHOCAT PH3MUECKUe HATPY3KH U
’KapKyI0 TIOTOAY, KOTOPBIE IPUBOIST K THIIEPIUPEKCHU. Upe3MepHbIe MOTEPH BOJIBI U3-32
TPEIINH B KOXKE MPUBOJIAT K OICTPOMY 00€3BOKMBAHHIO Opranu3ma. [ TyOoKue TpeuIuHbI
CIIOCOOCTBYIOT TaKXK€e MPUCOSINHEHHUIO OaKTepHaIbHBIX HH(PEKIUH, BITIOTH JI0 Pa3BUTHUS

CENTHYECKHUX COCTOsTHUH [14].

Pucynok 3 — «KomoauitHbI# 1010 11

Brlmrena3BanHbpIe MHOKECTBEHHBIE A€(EKTHI TEHOB BJIEKYT HEIOCTATOYHOCTD
TpaHCIIIyTaMruHa3bl-1 (yd4acTByeT B 00pa3oBaHUK OPOTOBEBIIEH KICTOUHOW 000IIOUKH)
KEPaTHHOIIMTOB U MpoJjudepaTuBHbIi runepkeparos3 (YCKOpEHHOE MPOABIKEHUE
KEPaTUHOILUTOB OT 0a3aIbHOTO CJIOS K MOBEPXHOCTH KOXKH) [27].

[Ipu rECTOIOTUYECKOM HCCIIEAOBAHNN BBISBISIOTCS THIIEPIUIa3us 6a3aIbHOTO CIIOS
SMUJEPMUCA, aKAHTO3, HEPE3KO BBIPAKEHHBIN rpaHyJI€3 U THIIEPKEPaTo3. 3EPHUCTBIN CIOU
SMHUAEPMUCA HE U3MEHEH WIH CJIETKA YTOJIIEH U OTIEIEH OT POTOBOTO CJIOS BBIPAXKEHHOMN

TpaHC(HOPMHUPYIOIIEH 30HOM, a YSITYWKH COAEPIKAT MOBHIIICHHBIE YPOBHH TPUTIUIICPUIOB

8



Y )KUPHBIX KHCIOT [9)].

Bposxaennas OyiiésHas uxTHo3u(GOpMHas 3puTpoaepmust (CHH.. BPOKIEHHAS
Oyinésnas uxTHO3U(DOpMHAs SpuTpoaepMust bpoka, SIHIepMOTUTHYECKHIA UXTHO3, HXTHO3
Oymiésnbii, ichthyoss epidermolytica). 3aboseBanne MOKET OBITH BPOXKAEHHBIM WIIN
nposiBisieTcs: Bckope mocie poxaenus. Yacrora 1:100 000. Tun HacnenoBanwus -

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

Pucynok 4 — Kuctu npu anu1epMoIuTHYECKOM UXTHO3€E

JlanHast popma BU xapakrepusyercsi BOSHUKHOBEHUEM Ha Koke my3bipeit (puc.4). C
pPOXKIeHUS Yy peOEHKA OTMEUAETCsl COCTOSIHIE BIaXKHOM spuTpoaepmun. OT™MedaeTcst
MOJIOKUTENBHBINA cuMIITOM HHUKOIBCKOTO (CHMITOM OTCHOWKH dHaepmuca). [1y3sipu
BCKPBIBAIOTCS ¢ 00pa30BaHUEM 3PO3Hil, KOTOPBIE 3aKUBAIOT, HE OcTaBisis cienoB. Co
BpPEMEHEM Pa3BUBAETCS OPOTOBEHUE KOXKH, BIUIOTH 10 OOPOJaBUATHIX HACIOCHUN B
KOXKHBIX CKJIaaKax. Yenryiiku TEMHBIE, TUIOTHO MPUKPETUICHBI K KOKE U 00pa3yroT
PUCYHOK, IIOXO0HI1 Ha BEIbBET. BhIChIIIaHUS CONPOBOXKIAIOTCS HENPUATHBIM 3JI0BOHHBIM
3anmaxoMm ((erop), KOTOPBIN CBSI3aH C BTOPUYHBIM OaKTEpHAIHHBIM HH)HUIIUPOBAHUEM.
[Topakenne koxu 00b9HO 0OmUpHOE. [loBTOpHOE 0Opa3oBaHME My3bIPEH HA OPOTOBEBIIIEH
KOe€, a TaK’Ke CIyLIMBaHUE POTOBbIX HACIOEHUI BEYT K TOMY, YTO KOKa B 3TUX y4acTKax
nproOpeTaeT OTHOCHTEILHO HOpMabHbIH BH [6]. CIU3UCTBIE HE TOPaKEHBI.
[ToTooTnenenue He HapymieHo [9)].

ONUACPMOIUTHYECKAN UXTHO3 MOYKET MPOTEKATh B TSHKENON (hOpME CO CMEPTENbHBIM

ucxonom. [lpu nannoit popme BU, BcencrBue sipkoii ruriepeMun, KOka UMEeT BH/]T



oOBapeHHOW. HeT my3bIpeil B IpsIMOM CMbICIIE, IPOUCXOAMT JIMIIb OTTOPKEHUE
smmaepmuca. Yepes HECKOIBKO THEH HacTynaeT cMepth [14].

B Hacrosimiee BpeMs pa3nuyaoT TaKKe SMUACPMOIUTHIECKHNA UXTHO3 C TTOPAKECHHUEM
KOJKH JIaJIOHEH ¥ MMOJIOIIB U 0€3 MOpaXeHHsT KOXKH JIaJOHEH U 1Mo 101IB (JIaJOHHO-
MOJIOIIBEHHBIN U 0€3J1aJOHHO-TIOIOMIBEHHBIN THITBI COOTBETCTBEHHO) [24].

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

[Ipu ruCTONIOTUYECKOM HCCIEA0BAHNN OTMEUYAETCS] HAIMYUE B 3€PHUCTOM CIIOE
SMUAEPMHUCA TUTAHTCKUX TPaHyJI KepaTOTHAINHA U BaKyonu3anuu. HabmrogaroTcs
THIIEPKEPaTO3, aKaHTO3, TPAHYIIE3, TUCTPOPUIECKHE U3MEHEHHUS ITUIMOBATHIX KIIETOK.
[Ty3b1pu hopMUPYIOTCS 3a CUET TM3UCA KIETOK SMUAEPMHUCA 0] pOTOBBIM ciioeM. B
MeCTaX MOPa)KEHUsSI THCTOJIOTHYECKH B CJI0€ IIMIOBATHIX KJIETOK HaOII0aeTCst
OecIopsI09HOE PACTIONIOKEHHIE SMUTENNATBHBIX KIETOK CO CTEPTOCTHIO HIIM OTCYTCTBHEM
TPaHUI MEXY KIETKaMU SMHAEPMHUCA, CPENU KOTOPHIX 0OHAPYKUBAIOTCS
IUCKEPATOTHYECKUE TENbIa. B MOJ00HBIX yUacTKax 3MHUIEPMICa, I/Ie IIUIIOBATHIE KIETKU
HAXOJATCS TUCTPOPHUECKH N3MEHEHHBIMU U JIUIICHBI CBS3H MEXIY co00, KOHIIIOMepat
LIMIIOBATBIX KJIETOK ITOJBEPraeTcs «OTTOPKEHUIO» B MACCUBHBIN POroBoi ciou. IToatomy
OpOTOBEHHUE NpH 3TOH (hopMe 3a00I€BaAHNS 3aKaHIUBAETCS 00pa30BaHUEM B y4acTKax
MOpaXEHHsI He YelIyeK, a KPOIIKOMOJ00OHbIX SMUAEPMaTIbHBIX MacC M UX OTMAJACHHEM MIPU
TPEHHU OJISKOW U IBIKCHUAX. B nepme nmeercs Hecrienupuieckoe Bocnaienue [9].

[Ipu 571eKTPOHHON MUKPOCKOITUH BBISBIISIIOTCS OOJIbINNE 30HBI IEPUHYKIICAPHOTO
UTOIIa3MAaTHIECKOTO PETUKYIyMa, Macca pudOCOM U MUTOXOHAPUH B KIETKaX
3€pHUCTOTO M B BEPXHEW YaCTH IIUIMOBATOTO CJIOEB, YTONIIEHUE TOHO(PUIAMEHTOB,
BEPTHUKAJIbHASI OPUEHTAIHS SITUICPMOLIMTOB B POTOBOM CJI0€, Ne(EKThI KepaTHHU3ALUH [ 7].

"NxTtno3 wioxa ["mion-Apnexkun”]". Pa3puBaeTcs B SMOproHanbHOM niepuoze (Ha 4-5
Mmec. 6epemeHHOCTH). THIT HACTIETOBAHKS — Ay TOCOMHO-pEIleCCHBHEIH. [1pu qaHHOM
3a00JICBaHNUHU CYIIECTBYIOT MyTaluu (IPeAnoaoKuTeIbHO JTokyc 2034) [27], He

COBMECTHMBIC C J)KU3HBIO (HOBOPOXKIEHHBIC MOTHOAIOT B IIEPBBIC THU U HEJEIIH KU3HH).
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BonbHbIe pOXKAaOTCS OOBIYHO HEJJOHOIIEHHBIMH. BeCh KOKHBIN MMOKPOB HOBOPOKAEHHOTO
HAIIOMUHAET MaHIMPh ¥ HHQWIbTpUpoBaH (puc. 5). Bckope mocie poxaeHus
MaHIUPEnoA00Has KOKa PaCTPECKUBAETCS C 00pa30BaHUEM KPYITHOIUIACTUHYATHIX YEITYEeK
KOPUYHEBOTO U CEporo IBeTa. POroBsie MUTKH cepO-4€pHOTO IBETA, 0 1cM TOIMHUHOM,
TJIaJIKUe WIH 3a3yOpeHHbIe, pa3AelieHHbIe ITyOOKHMH TpEeIIMHAMHA. XapaKTepHa
muddy3Has kepaToaepMus JaoHel U moaomB. Bonockl Ha Tos0Be peAKue win
OTCYTCTBYIOT. POT packphIT n3-3a CHIIbHOTO OPOTOBEHHS KOKU BOKPYT, B YIJIaX pTa
riyOokue TpemuHbl. ['yObl yTONIIE b, a ciu3ucTast 000J09Ka BRIBEPHYTA U
runeptpodupoBana. Pe3xo BeIpakeH SKTPONHUOH, HOC U YITHBIE PAKOBHUHBI
nedopmupoBanbl. UMMYHUTET CHIDKEH, TIO9TOMY C TMIEPBBIX JHEH KU3HU y TaKUX
HOBOPOXKIEHHBIX HAOIIOAIOTCSl THEBMOHUSI, THOMHBIE OTUTHI, A0CIIECCHI TOKOKHON
kietdarku. [Ipu uccnenoBanny TKaHel TOJIOBHOTO MO3Ta Ha BCKPBITUH BBISIBIISIIOT
HE3PEJIOCTh U YMEHBIICHHE KOJUYECTBA HEPBHBIX KJIETOK. B pasnuyHbIX ydacTkax KOpbI
TOJIOBHOTO MO3Ta HAXOAT MHOTOYHCIICHHBIE ABYSIEPHBIEC KJIETKH, HEMPABHIBHOE
pacnpenenenue kietok [lypkunbe [9, 14]. ['UcTOIOTHYECKUE HCCIEA0BAHNUS BBISBIISIOT B
snuaepMuce nudQy3HbId MOIIHBIN THIIEPKEPATO3, OTCYTCTBHE MU HAJIMYHE OJHOTO psijia

KJIETOK 3epHHCTOTO cJios [9)].

Pucynok 5 — «Ilnoxa-Apnexkun»

Taxum obpazom, BU sBasieTcst reTeporeHHbIM 0 CBOMM (OpMaM T€HETUIECKUM
3a00JIeBaHUEM, KOTOPOE Ja)e MPU CaMOM JIETKOM T€UE€HUH OKa3bIBACT ONpeAeIEHHbIC
HEraTUBHBIE MTOCJIEACTBYS HA OPTaHU3M YEJIOBEKA, a B TSHKENBIX CIydasX NPUBOAUT K

HMHBAJIUWJHOCTH U JICTAJIbHBIM HUCXO4aM. VYuuteiBass OTHOCUTEIIBHO BBICOKYIO 9aCTOTY
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JTAHHOMW MATOJIOTUU B O0IIEN CTPYKTYypE AEpPMaATOIOTHIECKOM 3a007I€Ba€MOCTH, MOKHO
TOBOPUTH O HEOOXOMMOCTH MOBHIIICHUS TUATHOCTUIECKON HACTOPOKEHHOCTH B

OTHOILICHHUH BpO)KI[éHHOFO HUXTHO34a.
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