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BBEJIEHUE

MXTHO3 OTHOCUTCS K TpYIIE F€HOIEPMATO30B U XapakTepu3yeTcs AUPpy3HbIM
HapyluI€eHUEM OpOTOBEHHsS € OOpa30BaHMEM HA KOXKE YellyeK, HAlOMHHAIOUIUX
yenryro peio.’

Nxtrno3 (ot rpeu. «ichthys» — «pb1b6ay»; cuHoHMMBI: nuU]Py3Has KepaToma,
caypuas, UXTHO3U(OPMHBIE IEPMATO3bl) OTHOCUTCS K pa3HOOOpPA3HOM, KIIMHUYECKU U
ATUOJIOTUYECKH TE€TEePOreHHOW Tpylnne MEHACIEBCKUX 0oJie3Hel OoporoBeHus,
BOBJICKAIOIIMX B MAaTOJOTMYECKUU MPOLIECC BEChb WM OOJIBIIYIO YacTh KOXHOTO
IIOKpOBA.

KauecTtBo XM3HM TakuxX OOJBHBIX MHTEHCHUBHO CHHXACTCS H3-32 pPa3BUTHUS
CUCTEMHBIX TMATOJOTHUH  JKEeNyJAOYHO-KUIIEYHOro TpakTa. Tsokénble  QopMbl
BPOXKIAEHHOTO HXTHO3a HEPEIKO SBISAIOTCS MNPUYUHOM JETCKONW HHBAIMIHOCTH H
CMEPTHU B paHHEM BO3pacTe.

1 — Vuebnoe nocooue «I enooepmamoswvly, Amypcxas ' MA, Bracosewenck, 2014e.
2 — Capamosckuii HayuHo-meouyuHckuil scypuan, 201 6e.



OTHUOITATOI'EHE3

['pyIma reHepanM30BaHHOrO UXTUO3a HACUUTHIBACT 28 Pa3IMYHbIX TUIIOB.

Hxmuo3z npocmoti (ByIbrapHbI HMXTHO3) XapaKTEpHU3yeTCs ayTOCOMHO-
JOMHHAHTHBIM THUIOM HacienoBaHus. OCHOBHOM T€HETHMYECKH OOYCIOBICHHBIN
nedeKT —  HapylIeHHEe OJKCIpEecCMu  Oelka  KEepaTOTMaJuHOBBIX  TpaHyld
npodunarrpuna. Jeduuur ¢unarrpuHa OPUBOJUT K CHUXKEHUIO BBIPAOOTKHU
IPOAYKTOB €ro pacnajaa, yTo BEeJeT K CYXOCTH U Je30praHu3allid POrOBOIO CJOS C
YXy/IICHHEM OapbePHBIX CBOMCTB.>

Hxmuo3, cesazannviil ¢ X-xpomocomotl (X-CUCTICHHBIN PEIIECCUBHBIN UXTHO3,
YEpHEIOIIUA HMXTHUO3) XapaKTEepPU3YyeTCs PELECCHUBHBIM, CLEMJIEHHBIM ¢ X-
XpOMOCOMOM THUIIOM HacljieloBaHus. ['eHeTnyeckuidl neexT — MyTaluu B reHe
cTepouaHol cynbdaraszpl. Jlepuuut gaHHOrO (hepMeHTa MPUBOAUT K OTIIOKEHHUIO B
AMUIEPMHUCE U30BITOUHOIO KOJIMYECTBA XOJIECTEPUHA CyJib(aTa, HHTMOUPYIOLIEro
IPOTEOIN3 KOPHEOJECMOCOM, M TakUM 00pa3oM K MOBBILIEHHOMY CLEIUICHUIO
POTOBBIX YEIIYeK ¥ PETEHIIMOHHOMY THIIEPKEPATO3Yy.

I pynna aymocomuo-peyeccunvix uxmuo308 00ycioBieHa MyTallusIMu OoJiee
yeM B 10 pasIMyHBIX reHax.’

Ilnacmunuamoiti  uxmuo3 (JaMEJUIIPHBIM  UXTHO3, KOJUIOJUWHBIA TUION)
HacCJeAyeTCsl ayTOCOMHO-pelecCuBHO. [eHeTnueckuid aedeKT — dYalie BCEro
MyTallid TeHa, KOAUPYHIIIEro (EepMEHT TpaHCIIIyTaMHUHA3y KEPaTHHOIIUTOB, YTO
OPUBOAUT K JePEeKTy CTPYKTYpbl POrOBOTO cJIos. Takke HapylIaeTcs CHHTE3
1epaMuoB.°

Hebynnesnas epoorcoennas uxmuozugopmuas spumpodepmusi (KOIITOIUNHBIN
IJI0J, CyXas HMXTHO3UGOPMHAS DPUTPOJCPMHsI)  HACICIYyeTCS  ayTOCOMHO-
peneccusHO. ['eHeTndeckuii 1edeKT Takoi *ke, Kak ¥ MPH IIACTHHYATOM HXTHO3e.

Bpooicoennas oOynnesnas uxmuoszugopmuas spumpodepmus (SPUTPOACPMHUS
Bpoka, »nuaepMOIUTHUYECKUN TUIEPKEPATO3) — ayTOCOMHO-IOMHHAHTHBIA THUII
HACJIEIOBaHUsI NPUMEPHO B TOJIOBMHE CilydyaeB. B ocrambHBIX ciiydasx B
POJIOCIIOBHBIX HMMEIOTCS TOJBKO MO OofgHOMY mpoOanmy. ['eHetmueckwii gedekt —
MyTalldd B T€HAX, KOAUPYIOUIUX KEpPaTUH, CTPYKTYpHbIE OENKH MPOMEKYTOUHBIX
(puIaMeHTOB, FKCIIPECCUPYIOMIMXCS B LIMIIOBATOM CJI0€ nuaepMuca.’

3 — Knunuueckue pexomenoayuu 2020 « Axmuo3s»



Hxmuo3 nnooa (nnoj ApiekvH, UXTHO3 BHYTPUYTPOOHBIN) XapaKTepU3yeTcs
ayTOCOMHO-PELECCUBHBIM THIIOM HACJEIO0BAaHUS C MOJHON MEHETPAaHTHOCTHIO T€HA,

9KCIIPECCUBHOCTL — OT CpGI[HCﬁ TAXKECCTHU N0 TAKCIIBbIX KIMHUYCCKHUX l'IpOSIBJ'ICHI/II\/’I.3

pyeoii epoorcOennblil uxmuo3 — Tpymna, KyJa OTHOCUTCS PsiJ CHUHAPOMOB,
BKJIIOYAIOIIUX MXTHO3 KaK OJWUH U3 CUMIITOMOB: cuUHApOM Hereprona, cuHIpOM
Pyna, cungpom Illerpena-Jlapccona, cunapom FOura-®orens, JIUHEAPHBIN
orumbarouuii uxtuo3 Komens, uxtno3 wurnucteii Kypra-Maknuna, Oysuie3HbIi
nxtro3 Cumenca.’

Hebynnesnas  epoowcoennas — uxmuosugopmuas  spumpooepmusi —  ITO
3a0osieBaHne C  TNPEUMYIIECTBEHHBIM  ayTOCOMHO-PEIICCCUBHBIM  THIIOM
HaclieI0BaHMs.

Byane3nbie (nuaepMoIuTHYECKHE; KEPATHHONATHYECKHE) HXTHO3bI

K Oynne3HbpIM UXTHO3aM OTHOCST BPOXKJICHHYIO OYJUIE3HYIO HXTHO3U(OPMHYIO
PUTPOJCPMHUIO, UTIIHCTBIN MXTHO3 KypTa-MakimHa u OyJIe3HbId HXTHO3 THUIIA
CumeHca.

O6I_HI/IM JJIA1 BCCX 6y.1'IJI€3HBIX HUXTHO30B ABJKICTCA MyTallUWM I'CHOB KCPATHHA,
4YTO BBI3BIBACT BAKYOJBbHYIO ACTCHCPAIHUIO 3CPHUCTOIO M BCPXHCTO MIMIIOBATOTO
CJIOCB aIInACpMHUCa, YTO IIPUBOJAHUT K 06pa30BaHI/IIO IMOBCPXHOCTHBIX Hy3LIp€fI.

XapaKTepHO TO, 4TO INIACTHUHYATBIC TCJIbIA ITPHU 3TOM HC MOT'YT BbIACIHUTDL CBOU
JIUIMUIBI B MCIKKIICTOYHOC IIPOCTPAHCTBO. C YBCIIMUYCHUCM TOJIOUHBI 3IMHUACPMHCA

CKJIOHHOCTb K 00Pa30BaHUIO Iy3bIpeii yMeHbaercs.

HUxmuoz uenucmoiii Kypma-Maknuna - 3TO0 «UACTUHHBIA MIIIACTBIM HMXTHUO3»
CBA3aH C MyTalMeil TreHa KeparnHa. Takke, Kak M BpOXKICHHas Oyiuie3Has
UXTHO3U(POPMHASI dpUTpoaepmus, nxtno3 Kypra-MakinHa HaciemyeTcs: ayTOCOMHO-
NOMUHAHTHO. OAHAKO €ro OMIMYME B KIMHUYECKOM OTCYTCTBUHU 3PO3UH,
TUCTOJIOTMYECKU — SIMAEPMOJIN3 HE BBIABIAETCA.

Hxmuosz oyanesnvii muna Cumenca (AXTHO3 3KC(HOIUATUBHBIA) H3 BCEX
HUXTHO30B, HACJEAyeMbIX MO ayTOCOMHO-JIOMUHAHTHOMY THIly, HXTHO3 THIIA
CumeHnca, sBisieTcst HanOonee erkuM. OH cBsi3aH ¢ MyTarued kepatuHa. [Ipu 3o
dbopMe  OTCYTCTBYIOT  JAJOHHO-TIOJIONIBEHHBIE  KEpaTo3bl, c1abo  BBIpaXKEH
TUNepKepaTos3 Ha JAPYruX yyacTKax Koxu.

Cunopom  omcnausarowelcss  kooicu  (MWIMHT-CUHIPOM).  3abolieBaHUE
HaclleyeTcs 10 ayTOCOMHO-PELIECCUBHOMY THUITY. B 0CHOBe akpasibHBIX (DOPM JIEKUT
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MyTalMs TeHa TPAaHCTIyTaMUHAa3bI-5, B OCHOBE T'€HEPaIn30BaHHON (POPMBI — MyTaIIHs

reHa KopHeojecMo31Ha.>

Cunopom Hemepmona. B ocHoBe cunapoma HeTtepToHa nexuT HacieayeMbIid
[0 ayTOCOMHO-PELECCUBHOMY THUNY Je(EeKT HMHIHOMTOpa CEPUHOBOM MpOTEasbl,
MPUBOASAIIMI K TOBBIILICHUIO THUIPOJIUTHYECKOM AKTUBHOCTM B POTOBOM ClIIOE,
pacraay J1€CMOCOMAJIBHBIX KaJTN€pUHOB M YCUJIEHHOM JECKBaMallMM, YTO BEIET K
HApYIIEHHIO OaphepHOl (GyHKIHUH.

Kpome ¢opMm nxTHO3a, KOTOpPBIE OTHOCATCS K HACIEACTBEHHBIM 3a00JIEBAaHUSM
KOKH BBIJICISIIOT TPHOOPETEHHBIH HMXTHO3. OJTa ¢GopMa HXTHO3a HE SBISICTCS
TCHETUYECKH JIETSPMHUHUPOBAHHOW, BCTPEUAETCs, KaK OCJIOKHEHHE Pa3IUIHBIX
3a0oneBaHuil y B3pocibix jdroAeil. Yame BHe3anmHo, BcTpeyaeTcss B 20-50% ciyuaeB
MIpU 3JI0KAYECTBEHHBIX 00pa3zoBaHUsX (Haubojee 4acTo mpu JuM@orpaHyioMarose,
muMQpoMe, MUEIOME, KAPIIMHOMAX JIETKUX, IMYHAKOB U IIEHKY MaTKH).>

KIIMHUYECKAS KAPTUHA

Bynveapnutit uxmuos
XapakrepHo auddy3Hoe mienymieHue, (GOJUTUKYISPHBIA — TUIEPKEPaATO3,
MOBBIIIEHHAs CKIaA4aTOCTh JIAJIOHEW U MOJIOIIIB.

lenymenne Haubosiee BBIPAKEHO HA PaA3TUOATENBHBIX TOBEPXHOCTIX
KOHEUHOCTEW, MEHBIIE IOPaXEHbl KOXKAa CHOUHBI U IKUBOTA, BOJIOCUCTOW YacTH
rOJIOBBI, OTCYTCTBYET B CKJIaJIKaX.

Yemryiiku B OCHOBHOM MEJIKHE, TOHKHE, MX IIBET BapbUpPyeT OT OeJoro 1o
ceporo. Ha koxe rosieHEH 4YelIyWKH caMble KPYIIHBIE W TOJICTBIE, ITOJIUTOHAIBHOU
(G opMBl, IIJIOTHO PUKPETUICHHEBIE.

QOomMMKYIAPHBI ~ TUNEPKEpaTo3  HaOmogaeTcss Ha  pa3rubareabHOM
MOBEPXHOCTH Oezep, mied, mpeamiednii u sroaut. [lpu manpmanuu mopaxeHHBIX
YYaCTKOB OMNpEAENsieTcs CHHAPOM «TepKuW». JlaloHM U TOAOWIBBI HUMEIOT
MOAYEPKHYTHIA PUCYHOK KOXKHBIX JIMHUH, MOBBIIIEHHYIO CKJIA4aTOCTh, YTO MPUJIAET

WM CTapYE€CKUU BU/JI




Hxmuo3, ceazannwlii ¢ X-xpomocomoii

XapakTepuszyeTcss  CyXOCTbO M HICNYyHIEHHMEM  KOXKHOIO  MOKpPOBa,
OTMEUAIOLIUMHUCA Cpa3y IOCJHe POXKACHHUS WIM B NEpBble Henenu >ku3Hu. [lozxe
MOSIBJISIIOTCS  CBETJIO- M TEMHO-KOPUYHEBBIE YEIIYWKM Ha pa3rudaTebHBIX
IIOBEPXHOCTAX KOHEYHOCTEN.

3a/Hss TOBEPXHOCTh IIE€W H3-3a CKOIUIEHUS TEMHBIX 4YellyeK MpuoOpeTraeT
«rpsi3HbIN» BUA. IlogmbliieyHble BOAAUHBI, JIOKTEBbIE SIMKM M 00JacTb F€HUTATUN
CBOOOJIHBI OT TIOPAXKEHUSI.

OTnUuuTENbHON 0COOCHHOCTBHIO SIBJISETCS OTCYTCTBUE MOPAKEHUS KOXKH JTULA
U KHUCTEW MO TUILY «IIepYaTOK», CTOM MO TUIY «HOCKOB». Y MAllMEHTOB IOBBIIICH
PUCK HapyILIEHUS pa3BUTUS W TICHUXOMATOJOTHMU. Y JKEHIIWH-HOCUTENIeW TIeHa
TIOBBIILEH PUCK TICHXOIATOJIOTHH B MO3IHUAE CPOKH GEPEMEHHOCTH M IIOCIE POJIOB.>

Ilnacmunuamotit (namennapulii) UXmuo3

OtmedaeTcsi TeHepalM30BaHHOE IUIACTMHYATOE IIETyIIeHHWEe, JIaJO0HHO-
MOJIONIBEHHBIN TUIIEPKEPATO3, SBISIOMIUNICS TOCTOSHHBIM KIMHUYECKUM MPU3HAKOM
3a0o0seBaHusl.

Yemryiiku Ha OOJBINEH YacTH KOXKH KpYIMHBIE, ONo/a1eo0pasHbie (IIOTHO
MPUKPETUICHHBIE K KOKE B CEPEMHE M OTEIISIONINECS OT HEee MO KPasiMm).

[ToxpacHeHue KOXH (SPUTPOACPMHSI) 3aMETHO TOJBKO B MIIAJICHYECKOM
BO3pacTe.

v OOJIBIIIMHCTBA OOJIBHBIX HaOJIFO1aeTCs JIQJIOHHO-IIOIOIIIBEHHBIN
TUIEepKepaTos3, aAeGopMainus YIIHBIX PaKOBHH, AU(Qy3HAs anomnenus, HOTTH TUIa
«4aCOBBIX CTEKOJI», SKTPOIHOH, YKCIIA0UOH, aHruapo3.




Heoynne3znas epoiicoeHHas uxmuo3ugopmuasn 3pumpooepmus

['enepanu3oBaHHOE MENKOIUIACTUHYATOE IIETYIIEHUE W CYXOCTh KOXH Ha
(oHE pUTPOAEPMHUM OTMEYAETCA y BCEX JIETEW, Y B3POCIBIX — 3PUTEMA OTKPBITHIX
YYaCTKOB KOXKH, YCUJIMBAIOLIASACS MPU BETPE, XOJIOI€ U Kape.

Xapaktepubl AUGQy3HBIN TUMIEPKEpaTO3 JIaJIoHEW U TMOJOIIB, 3KTPOIHOH,
AKCIa0MOH, negopManus YUIHBIX pakoBUH, Oud@y3Has anoneuusi, ObICTPBIA POCT
HOTTEH, aHruapo3.>

Bpoostcoennan dyanesnas uxmuosugpopmuan 3pumpooepmus

B o6nactu KpymHBIX €CTECTBEHHBIX CKIAJOK (KOJEHHBIX, JOKTEBBIX,
JYy4Ye3arsiCTHBIX M TOJICHOCTOIHBIX CYCTAaBOB, Ha MIEHHBIX CKJIaJKaX, B 00JacTH
MOJMBIIICYHBIX BIAJUH) HAOJI0AaeTCd TUIEPKEpPAaTO3 C KPYMHOIIACTUHYATHIMU
POTOBBIMH KPOILIKOIMOA0OHBIMU 00pa30BaHUSIMHU.

Ouaru runepkeparo3a 6yporo, 6ypo-4epHOT0 WM IPsi3HO-CEPOTro I[BETa.

VY HOBOPOXACHHBIX HAOIIOAAIOTCSA MHOXECTBEHHBIEC MY3BIPH, MO3Ke Ha (hoHe
TUIepKepaTo3a MOSABIAIOTCS €IUHUYHBIC BSUJIbIE IMY3BIPH C CEPO3HBIM COJEPKHUMBIM,
OBICTPO  BCKpBIBaloluecs €  OOpa3oBaHMEM  JpO3Uil, B  MOCJIEAYIOIIEM
MPUCOEINHACTCA BTOpUYHAS WHDEKITHUS.

[Ipy  MexaHW4YeCKOM  OTTOPKEHHUH  POTOBBIX  HACIOCHUH  OCTAIOTCS
APO3UPOBAHHBIE OYATH C 3aMETHBIMH COCOYKOBBIMH Pa3pacTaHUSIMU.

XapakTepHbl CHUKEHHOE MOTOOT/AENICHNE, HEMPUATHBINA 3amax W 3yl H3-3a
94acTOr0 MPUCOCTUHEHHS] BTOPUYHON HH(EKIIHH.

Ha naponsax m momomBax anuddy3HbN runepreparo3 (y HEKOTOPHIX OOTBHBIX
OTCYTCTBYET), TIO Kpaio OOJEe3HEHHBIE TPEIIMHBI. DKTPOIHOH, U3MEHEHUs HOTTEH U
BOJIOC OOBIYHO OTCYTCTBYIOT.>

Puc. 5. BynneaHsiit nxtuoa




Ilogepxnocmuwlii InudEpmMoIumMuYecKuil UXmuo3

C poxjaeHusi MOBEPXHOCTHBIE MYy3bIPU MPU HE3HAUUTEIBHOW MEXaHHYECKOU
TpaBme, AUGQPY3HBIN TUNEpKEpaTO3 CEPOBATO-KOPUYHEBOIO IBETa 0€3 3aMETHOTO
IIETYIIEHUS] MPEUMYIIIECTBEHHO Ha CTHOATENIbHBIX MOBEPXHOCTSX, MOBEPXHOCTHOE
menymenue ("Mauserung" phenomenon - CUMOTOM JIMHBKU) YMEPEHHOE IIETYIICHHUE

BCEU KOXKH, BK/IIIO4Yas KOXKHBIC CKIIAAKH, JTJAAOHU 1 l'IO,Z[OIJ_IBI)I.3

Hxmuo3z Kypma-Maxnuna

HaGmonaroTcst runepkepaToTudeckye OJSIIKK B BHUJAE TPeOHEW U IIUIOB WIH
«OyIBDKHOW MOCTOBOW» HaJl KPYIMHBIMH CYCTaBaMH W/WJIM TUIIEPKEPATOTHUUECKUE
nanyJyibl U OJSIIKKA Ha TYJOBMILNE M KOHEYHOCTSAX. BIISIIKK 4acTo CUMMETPUYHBI U
MOTYT BOBJIEKaTh OOJBIIYI0 YacTh KOXHU. OpuremMa 0e3 o0pa3oBaHUsS ITy3bIpeil

MMPpECUMYIICCTBCHHO HalJ pa3FPI6aT€JII>HBIMPI MMOBCPXHOCTAAMHU  PYK H HOF.3

Konnoouunwtit nioo
CocrosiHne, HaOOIaeMoe TPU pOXACHUU. PeOSHOK pokIaeTrcs B ILIOTHO

MPUJIETAIONIEN K KOXKE MPO3PAYHOM IJIEHKE, HAIIOMUHAIOIIEH BAKYYMHYIO YIIAKOBKY.
[Ipn moxaceIxaHUM IJIEHKA HAYMHAET PACTPECKUBATBHCS, CTATMBAHUE IUICHKOW KOXKHU
BOKPYT TJIa3 ¥ TyO BBI3BIBAET X BEIBOPOT (IKTPOMUOH M IKCIAOUOH).

B penxux ciydasgx DPOUCXOAUT CHABJIEHHUE IUIEHKOM KOHEYHOCTH, 4YTO
HYXKJA€TCsl B XUPYPrHUY4E€CKOW KOppeKUuU. llocTeneHHOe OTTOpKEHHE IUICHKH
MpOUCXOAUT B TeueHue 1-1,5 mec, mpu 3TOM MOTYT BO3HMKATh TPEIIMHBI HA KOXKE. Y
MalMeHTa ¢ OTCIIOMBIIEHMCS TUICHKOW TIOBBIIIEH PUCK O0O0E3BOKHMBAHUA U

uHunuposanus.’



Hxmuo3 nnooa (n100 Aprexuna)

[Ipu poxknenun HaOMIOAAETCS TOTAIBHOE MOpPAXKEHUE KOXKH B BUIE Oelo-
CEpPOro pPOroBOro MaHUUPs, MPOHU3AHHOTO TIIYOOKMMH TpeumuHaMu. POT OTKpBIT
(«ppIOUNt  pOT»), KHUCTH U CTOMBI JAe(POPMUPOBAHBI, HEJAOPA3BUTHI, HAPYIIECHO
OTBEeIEHHE W pasrudaHve B pyKaX M HOrax, OSKTPONUOH. YIIHbIE PAKOBUHBI
Ae(pOpMUPOBAHbl U IJIOTHO MPHKAThl K TOJIoBE. B HO3ApAX M CIyXOBBIX MPOXOJax
BBISIBJIAIOTCSL POTOBBIE HACIOEHHS B BUJIE TIPOOOK.>

Cunopom Hemepmona — W3MEHEHUS KOXHM [0 THIy 3PUTEMATO3HO-
CKBaMO3HOW (OpPMBI aTOMHYECKOTO JepMaTHTa, HO 0€3 TUMUYHOW JIOKAJIW3alluH,
MOBBIINIEHHAS (DOTOUYBCTBUTEIBHOCTh, HW3MEHEHHSI CTEPKHS BOJIOC TIO THUIY
trichorrexis invaginata (6aMOyKOBH/IHBIE BOJIOCH!).

B mepBwiii ron ku3HUM HaOMIOAaETCA TEHEPATU30BAHHBIN 3KCHOIMATUBHBIN
JIEPMATHUT, CIOCOOHBIA YCHJIMBATBCA JIO DOPUTPOACPMHM, a TaKKe TKEIOoe
HapyIIeHUE Pa3BUTHA C PEUUIUBUPYIOMIMMHU TTOHOCaMH U MHpeKusIMu. CocTostHIe
KOKM HAIIOMHUHAET aTONMWYECKUN JEPMATHUT TSKEJIOr0 TeUEHUs. Y AETEH OTMEYAeTCs
703WHOGWIMST ¥ TIOBBIICHHBIH ypoBeHb IJE B cwiBopoTke. I[lomBepkeHHOCTH
WHOEKIUSIM CBsI3aHA C YMEHBIIICHUEM CHHTE3a aHTUIOIUCAXAPUTHBIX aHTHTEI.

B Teuenue mepBOoro M BTOPOro roja >XU3HU HaOIIOAeTCsl MOBBILICHHAS
JIOMKOCTb BOJIOC, IIO 3TOM NPHUYMHE OCTAIOIIUXCA KOPOTKMMHM. [IpmumHON sBisercs
CTPYKTYpHasi aHOMajusl BOJIOC, KOTOpasi 0003HauaeTcsl Kak «0aMOyKOBBIE BOJIOCHD.
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[ToznHee pa3BuBaeTCs JTUHEUHBIM OTHOAOIUN UXTHO3, TO €CTh IJIOCKUE, BHITIHYTHIC

B IJIMHY 3PHUTCMATO3HO-CKBAMO3HELIC OJIAIIKU C HarpaBJICHHUEM K LCHTPY OJIsIIeK
3

HBOﬁHBIM «BOPOTHHUYKOM) YCIITYCK.

Tpuxomuooucmpogua — TOPaKEHUE KOXKU IO THUIY HUXTHO3UPOPMHOM
SPUTPOJIEPMHUH, AaHOMAJIMK BOJIOC THUIA TPUXOLIU3HUCA W Y3JIOBATOTO TPUXOPEKCHCa,
c1aboyMue, HU3KUii pocT, AUCTpodus HOITeH, MOXkKeT ObITh poToceHcuOunm3aus.?

Cunopom Ilezpena-lapccona — u3MeHEHUs KOXH TI0 TUITY UXTHO3U(DOPMHOI
SPUTPOAEPMUUA B COUYETAHMM C YMCTBEHHOW OTCTaJOCThIO, CHACTUYECKOU
TeTpaIierueii, MMrMeHTHOM JereHepanueii ceTyaTku rias, snunencueii.’

Cunopom Pegpcyma - V3MEHEHHS KOXKU MO THUIY OOBIYHOTO HXTHO3a B
COYETAaHUU C MO3KEUYKOBOM aTakcuew, mepudepruueckoil HeBpomaTueil, TUrMEeHTHBIM
PETHHHTOM, TIIyX0TOi1.3
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bonesnv I'owme (2 mun) - M3MEHEHUS KOXH [0 THITY HXTHO3H(DOPMHOI
DPUTPOACPMHUH, TEMATOCIICHOMETANINs, OMNUCTOTOHYC, TUIIOTOHUS, aHOMAaJHH
JUIEBOTO  CKeJeTa, KOHTPAKTyphl CyCTaBOB, pECIUPATOPHbIC  HAPYIICHUS,
IIPOrpeccUpyIoIas HEBPOIOTUYECKask CUMIITOMATHUKA. >

Cunopom Konpaou-Xwnepmana (moueynas poxcoOeHHass XOHOPOOUCNIA3USL)
C POXIEHHUSA SPUTPOAECPMHUS C IICNYIIEHHEM, perpeccupyromas ¢ o0pa30BaHHEM
dommukynsipHoit  aTpodoaepMHUM, IUCTPOPUUECKUE HU3MEHEHMsSI HOITEH, BOJIOC
(mopeneHue, TEpEeKpyYeHHBIE BOJOCHI WJIM  Y3JIOBaTBIA TPUXOPEKCHC), 3YyOOB
(rumornasusi MOJSAPOB), TJIa3HAsl MATOJOTHS, KOCTHBIE aHOMAJIUH, MEJIKHE OdYaru

OOBI3BECTBJICHUS B BHI/I(I)I/I?;aX. 3

KID (Keratitis, Ichthyosis, Deafness)-cunopom — coueranne uaMeHeHUN KOXKHU
B BHJE T'CHEPATU30BAHHON WM JIOKAJIN30BAaHHONH JPUTPOKEPATOACPMUU  C
(GOTUKYIAPHBIM THIEPKEPATO30M, THIIEPKEPATO3a JIAAOHEH ¥ IOIOIIB, KEpATHTA U

HEHPOCEHCOPHOM rITyXoThL.3

Cunopom Yanapun-/lopgpmana (cunopom naxonienus HeUMpaiIbHbIX HCUPOB)
MOpaXCHUE KOXHU THUIA UXTHO3U(OPMHOU SPUTPOJCPMHH, TEIaTOCIUICHOMETaIHs,
MUOIIATUs, KaTapakTa, TJIyX0Ta, HU3KUU pocT, mopaxkenue I[[HC, xuposas
muctpodusi TedeHH. B KpOBHM  HaxoIAT  BAaKyoOJNHM3aIMi0  HEUTPODUIBHBIX

rpaHya0uuToB.

Cunopom omcaausarouenica Koxcu (RUIuUH2-CUHOpoOM)

Bo3moxHbl nBe KiaMHHYEeCKHE (GOpMBI — aKpalibHas, KOTJa MpoIecc
3aTparuBacT, B OCHOBHOM, TBbUIbHbIE IIOBEPXHOCTH KHCTEH © CTON, U
reHepaau30BaHHas, KOTJ]a 0XBaueH BeCh KOXKHBII MOKPOB.

AyTOCOMHO-pPEIIECCUBHBIA MWJIMHT-CUHAPOM BO3MOXEH NBYX THUTIOB A u B.
Tun A xapaktepuszyeTcsi BapuaOeIbHOCTHIO Hauaja, 3a00JIeBaHHE MOXXET OBITh
BPOXKJEHHBIM WIN AeOrTHpoBaTh B Bo3pacte 3-6 ner. Tum B nHaumnaercs c
POKIEHUS, KIMHUYECKU Ipe/ICTaBlIeH BPOKJIEHHOM UXTHO3U(OPMHON
spuTpoepmueii.

JUAT'HOCTHUKA

[Ipexxme Bcero oOpammar0T BHUMAHWE Ha JKajloObl HA T'EHEPATW30BAHHYIO
CYXOCTb KOXH U LIeNyIIeHre ¢ (OPMUPOBAHUEM YEIIYEK U YTOJIICHUS.
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Ha stane nnanupoBaHusi O€peMEHHOCTH PEKOMEHIYETCsl KOHCYJIbTalUsl Bpayda
MEIUIUHCKOIO F€HETHKA C LEIbI0 MEIUKO-TEHETUYECKOTO KOHCYIbTUPOBAHHS.

Ha panHux cpokax OepeMEHHOCTH WJIM Ha J3Tane e€ IJIAaHUPOBAHUS
pekomenayercss  mposeaenue  JIHK — nmarHocTmkum ~ meromom IPSAMOTO
aBTOMAaTHUYECKOTO CEKBEHHPOBAHHUSA ISl BBISBIEHUS CIEUU(PUUHOTO T€HETHYECKOTO
nedeKTa MaTOrHOMOHUYHOTO (POpME UXTHO3A.

Bo3smoxHo mnpoBenenue (erodbuoncusii wiM OUONCUM BOPCHH XOPUOHA C
nocaeayomen narosoroanatomuueckor wmnu JHK auarHocTukodl mnoJIyd4eHHOTO
MaTepHaa, O3BOJISIONIEN BBIBUTh crienu(uUecKuii reneTudeckuii nedexr.’

\

JIEHEHHUE

Hapyoicnaa mepanus

[Tpy 3HAYMTEILHOM THIEPKEPATO3€ HAPY)KHO HA3HAYAIOT KEPATOJUTHUCCKUE
cpeactBa ¢ conuepxanueMm 10-30% mMouyeBUHBI, CAJTUIIMIOBOI KHCJIOTHI HE MEHEe
2%, aab(pa-THAPOKCUIBHBIX KHCJIOT (TTUKOJIEBOU, MonouHol) 5-12% 1-2 pasza B
CYTKH.

PexomenmyeTcsi Ha3HaYeHUE HAPY)KHBIX CPEJCTB C PETHHOJIA MATBMHTATOM
0,5%, aab(pa-Tokodeposa aneTraToM u KoJieKaJbIHpePoIoM,
KAJTbIHUNOTPHOJOM 1-2 pa3a B JIeHb C IENBI0 YJIYYIICHUS KEPATHUHU3ANUUA W
OTIICITYIIINBAHUS.

PexomeHnnyercss mnpu yMEPEHHOM IIEIYUIEHUH HA3HAYEHHE HAPYKHO
CMATYarImuX (KpEMbI C Ba3eJJMHOM, Mapa@uMHOM, CHIIMKOHOM, MUHEPAIbHBIMU U
pPaCTUTENBbHBIMUA MacjiaMu) W YBIAXKHSAIONIUX CPEACTB (KpEMbl U Ma3u C HATpPUs
XJIOPHIOM, MOYEBHHOI, TTHIEPUHOM) 2-5 pa3 B CYTKH, a TAKXKE TIOCIIC MBITHSI.

JIist  BOCCTaHOBIIGHHS  JMHAEPMAIbHOTO  Oappepa  MPEANOYTHTEIIbHBI
KOCMETUYECKHE KPEeMbl M OMYJIbCHUH C IlepamMugaMud U (U3HOJOTUISCKUMU
JTUTIAIAMH.

[Ipn HapyuieHWM 3aKUBJIEHHUS NPHUMEHCHUE KPEMOB C [I€KCANMAHTEHOJIOM,
reMo1epuBaTAMHM TEISIYbEH KPOBU, PETHHOJIOM 2-3 pa3a B CyTKH.

Pexomenayercs mnpuem BanH ¢ coibio (3-10%), wmacimamu s BaHH,
pacTUTENbHBIMU MacllaMH, NMUTheBOU comoi (3-6 1/11), oTpyOsIMU €XKETHEBHO WU
gyepe3 JaeHb 1mo 15-20 muH.
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[lpu wHPHUIUpPOBaHMH BO3MOXXHO [00aBIEHWE B BaHHY AHTUCENTHKOB
(xnoprexcuguna 0,05%, oxrenmamna 0,1%, kaaus mepmanranara 0,01%) 2-3
pa3a B Hegemo. [Ipy Hamuuum 3po3uil U TPEUIMH BaHHBI IPUHUMAIOTCS 0€3 100aBOK
WIN C U30TOHMYECKUM pPACTBOPOM Harpus xyopunaa (9 r Hatpus xyopuna Ha 10 n
BOJIBI.

Cucmemnas mepanus

PekomennyeTcs 11 I€4eHHsI IPOCTOT0 UXTHUO03a U X-CUEIJIEHHOTO: PeTHHOJIA
naabmuTat 50 000-100 000 ME B cyTku nepopanbHo (netsam u3 pacuyeta 1000-2000
ME/kr/cyT), nuxtuozugopmusix spurpoaepmuii - 100000-300000 ME/cytku (aetsm

u3 pacuera 5000-10000 ME/kr/cyt, Ho He Gosnee 300 000 ME/cyr) B TeueHue 8
HE/IeTb.

Pexomenayercs Ha3HaueHHe anuTpeTnHa B 03¢ 0,5 Mr/ kr/cyt 1 pa3 B cyTkH
NepopaIbHO BO BPEMs €/bl, JUISl JICUCHUS TSDKENBIX MXTHO30B JOMyCcTHMa jo3a |
Mr/kr/cyt (HO He Oosee 75 Mr/cyT), MpOJOJKUTEIBHOCTh TEpanuu HEe MeHee 6-8
HEJIeTb, C MOCTEIIEHHBIM CHI)KEHHUEM J103bI BIUIOTh 10 MUHUMAIBHO 3P PEKTUBHOI.

PexomenyeTcsi OOJIBHBIM C ayTOCOMHO-PEIIECCUBHBIM UXTHO30M Ha3HauYeHUE
npernapatoB ¢ BUTaMHMHOM D B BbICOKHX J03axX, ocobeHHo c¢ IV-V ¢dororumamu
KOKH U KUBYIIUM B reorpaduyeckux 30HaX cO cliaboil HHCOMSIUEH.

PexomenyeTcst isi HOBOPOXKIIEHHBIX (KOJIOMUWHBIN TUIOM, IO ApJEKHUH,
DPUTPOJIEPMUS) C IIEJIbI0 MHUHHUMHU3AIUU TPAHCAMUACPMAIBLHON TOTEpU BOJIBI,
NOJIICP>KAHMSI DHEPTETUUECKUX MOTPEOHOCTEN U JICUCHUS OCIOKHEHUM:

- Ie4YeHHE B OT/ACIICHUN PEaHUMAIlUU U UHTEHCUBHOU TEPAITHH
HOBOPOJK/ICHHBIX;

- MYJIbTHAMCIUIUIMHAPHBIN MOAX0/ (Bpau-HEOHATOJIOT, Bpay-
JIEPMaTOBEHEPOJIOT, Bpad-0(TaIbMOJIOT, BPa4-OTOPUHOIAPUHTOIIOT);

- Tepanus B yCIOBUSX MHKYOaTopa ¢ BRICOKOM BIaxHOCThIO (60-80%) u
TeMiiepatypoit 32-34rp. [ CHIXKEHUS! TPAHCAUIEPMalIbHOM MTOTEPH BOABI C
MOCTETICHHBIM YMEHBIIICHUEM BIXXHOCTHU /10 HOpMaIbHOU. TpedyeTcs
MOCTOSIHHBIN KOHTPOJIb TEMIIEPATYPHI TeIa YTOOBI N30€KaTh TUTIOTEPMUH WITH
neperpeBaHus;

- €XKEeIHEBHBIN KOHTPOJIb BECa, KaK IMOKa3aTelisl JOCTATOYHOTO MUTaHNUS;

- mepeMenieHne pedeHKa u3 HHKy0aTopa B 0OBIYHBIC YCIOBUS BO3MOYKHO MPHU
aJICKBaTHOM NTUTaHUU, HAOOPE Beca U OTCYTCTBUHU OCIIOKHEHUH;

- B CJIyyasx ’KcllaOMoHa MUTAHUE Yepe3 Ha30racTpaIbHbIN WU
OporacTpalibHbIM 30H/ NapeHTepalibHasi KOPPEKIHS BOAHO-AJIEKTPOJIUTHOTO
Oaianca;
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no

- UCTI0JIb30BAHUE SMOJICHTOB TUIA AMYJbCUH «BOJIa B Macje» HEUTPaTIbHOTO
coctaBa 3-8 pa3 B JIeHb, U30erasi B UX COCTaBE aKTUBHBIX BEIIECTB (MOUEBHUHBI,
MOJIOYHOM U CaTUIUIOBOM KUCIOT, cyiabdaanaznuHa cepeopa;
- ©XKEIHEBHOE KYIaHue, MPeNOYTUTEIRHO B cabocosieHol Boje (5 r conu Ha 1
JUTP BOJIBI);
- MPUMECHEHHE BOJIHBIX PACTBOPOM aHTHUCEIITUKOB (XJIOPIeKCUINH) HA SPO3HU U
TPEIINHBI;
- MPUMEHEHNE MPOTUBOTPUOKOBBIX KPEMOB Ha YYACTKHU Mallepaluu Jjis
MPEOTBPAIICHUS MUKO32;
- MPUMEHEHNE HAPYKHBIX aHTHOAKTEPUAIHLHBIX IIPENapaToB MpU HEOOBIION
TUTONIAIM HHPHUITUPOBAHMS, CACTEMHBIX aHTHOMOTHUKOB — TP OOIIMPHOM
UHQUIIIPOBAHUHY;
- HA3HAYCHUsI CUCTEMHOM TepaIuu MpH THKEIBIX PopMax BPOKIECHHOTO
uxtro3sa. Jlys noctuxenus 3 dexra He0OX0AUMO HAUMHATH JICUCHHE B IEPBbHIC
JTHU KU3HU peOeHKa. B KOMIUIEKC TeparneBTUYECKUX MEPOTIPUSTHI BXOIUT
Ha3HAYEHUE CUCTEMHBIX PETUHOUIOB — aliuTpeTruHa B go3e 0,5- 0,75mr/kr/cyr
WJIM U30TPETUHOMHA 2 MT/KI/CYT 110 CTaOWIIM3AIUUA COCTOSHUS;

- YXOJI 3a KOXKEH, 3aKJIFOYAIONIUICS B YBJIIAXKHCHUH, 3KUBJICHUU TPEIIUH U
npoduIakTuKe HHPUITUPOBAHUS.

CIIMCOK JIMTEPATYPEI

Kmunanueckue pexomenaarmu 2020 «xtro3y»
https://agapovmd.ru/dis/skin/ichthyosis.htm

. YuebHoe mnocobue «['enoaepmaro3b», Amypckas ['MA, bnarosemieHck,

2014r.
CapaToBcKuii HAyYHO-MEQULIMHCKUM KypHai, 2016r.
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