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BBeaeHune

DPUTPOKEPATOACPMHUM OTHOCATCS K IPYIIIE PEAKUX BPOXKICHHBIX
3a00J1€BaHUM, C XapaKTEPHBIMHU IIPEXOASIIAMU WM MUTPUPYIOITHUMHU
(PUTYyPHBIMH SpUTEMaMU U YETKO OTPAaHUYCHHBIMM THIIEPKEPATO3aAMHU.

Paznuuarot ciegyromue (opMbl 3a001€BaHUIN:
 Dpurpokeparogepmus GurypHas BapuadenpHas(Menaeca nqa Kocthr)

* DpHUTPOKEPATOASCPMHUS IIPOrPEeCCUpyromas cummerpraHas (Jlapne-
[orTpoHa)

Xérep Metep I'. etckasa aepmatonorus / [ep. ¢ Hem. noa pea. A.A. KybaHoson, A.H. JlbBoea. - M.: 3gatensctBo lNaHdunosa; BUHOM. Jlabopatopusa 3HaHuin, 2013. - ¢.648



OnpeaeneHune

* BapunaOenbHas apuTpokeparoaepmus (cuaapom Menaeca 1a KocTer)
— 3TO PEIKUU I'€HOJIEPMATO3, XapPaAKTEPUIYIOIIANCA XOPOIIIO
OYE€PUYCHHBIMHU 3PUTEMATO3HBIMH IISITHAMU U THIIEPKEPATOTHYECCKUMHU
OJISIIIIKaMU

Hotz, Alrun & Folster-Holst, Regina & Oji, Vinzenz & Bourrat, Emmanuelle & Frank, Jorge & Marrakchi, Slaheddine & Ennouri, Mariem & Wankner, Lotta & Komlési, Katalin & Alter, Svenja & Fischer, Judith. (2024). Erythrokeratodermia Variabilis-
like Phenotype in Patients Carrying ABCA12 Mutations. Genes. 15. 288.



IOTNONOTNA

** BapuabennHas spurpokeparoaepmus (OKB) Hacienyercs no

reTEPO3UTOTHOMY JOMUHAHTHOMY THILY, HO €CTh peaKue (hOpMbl,
HacJieAyeMbI€ 110 ayTOCOMHO-PELECCUBHOMY THITY

“*MyTtauuu 00BIYHO HAXOAATCS B reHax, kogupyromux Cx31 (GJB3)
nmn Cx30.3 (GJB4), a unorna u Cx43 (GJA1)

-Cx31 skcrpeccupyercst B KOXKe U HEpUDEpUISCKUX HEPBAX

-Cx30.3 3KCrpeccupyercs B KOxKe, IMo4YKax u
IPEUMILIAHTAMOHHOM 0JaCTOLMCTE

-CX43 sxcrpeccupyeTcst BO BCEX OpraHax M TKaHsSX OpraHu3Ma

Chouk C, Litaiem N. Erythrokeratodermia Variabilis. 2023 May 23. In: StatPearls. Treasure Island (FL): StatPearls Publishing;



2NMAEeMNOI0TNA

4

®

» OKB - penkoe kokHOE 3a00JIEBaHKE, PACIIPOCTPAHEHHOCTD
KOTOpOro orneHuBaercs npuMepHo kak 1/ 2 000 000 yenosek

4

®

» 32001€BaHUIO B PABHOM CTEIICHHU ITOJABEPKEHbI IIPEACTABUTEIIN
000HX IIOJIOB

L)

4

*

» CUMOTOMBI OOBIYHO HPOSBISIOTCS B IIEPBBIM IO )KM3HHU U PEKE —
C POXKIICHUS

L)

4

®

L)

» B penkunx ciydasx 9KB Bo3HUKaAET B 00Ji€€ TO3THEM JETCKOM
BO3pPACTE U JIAKE B HAYAJIE B3POCIIOU KU3HU

Chouk C, Litaiem N. Erythrokeratodermia Variabilis. 2023 May 23. In: StatPearls. Treasure Island (FL): StatPearls Publishing;



[laTOrmMcTtonorus

I mcrosmornueckoe NCCJICAOBAHNUC BbLIABJISACT Hecneuugbuqemue IIPU3HAKHU.

ManuIIOMaro3

YMEPEHHBIN WA BhIPAXKEHHBIA aKaAHTO3

TUNEPTPAHYIES, COCTOSIIMNN U3 ABYX-YETHIPEX PSIIOB KIETOK
TUNEPKEPATO3 I MMapaKeparos

B COCOYKOBOM CJIO€ JIEPMbI PACIIMPEHHBIC, YIJTHMHEHHBIC KAITUILIISPHI C
IIEpEMEHHBIM NEPUBACKYJISIPHBIM BOCHAJIUTEIBHBIM HH(QUIBTPATOM

MCTOHYEHUE HAMAMUUIIPHON 30HBI, ¥ €CJIM OHO CBSA3aHO C
BBIPAKEHHBIM IMAMMUIJIOMATO30M, 3TO MOXET IPUBECTHU K
(b OpPMHUPOBAHUIO «IIEPKOBHOTO INITUJISH» B SIUACPMUCE

Chouk C, Litaiem N. Erythrokeratodermia Variabilis. 2023 May 23. In: StatPearls. Treasure Island (FL): StatPearls Publishing;



KAMHUKI

CyIIECTBYET ABa XapaKTEPHBIX TUIIA IIOPAKECHUN
- IPEXOSIINE SPUTEMATO3HBIE MIATHA
- CTaOMJIBHBIC TUIIEPKEPATOTUYECCKUE OJISIIKHU

OOBIYHO IIpeO0IaAAET OJWH U3 3TUX JBYX HPU3HAKOB, @ MHOTIA OAVH U3 HUX

OTCYTCTBYET
-

A

I
1

Chouk C, Litaiem N. Erythrokeratodermia Variabilis. 2023 May 23. In: StatPearls. Treasure Island (FL): StatPearls Publishing;



RAMHKMKA (npogonmeHme)

JpuUTEMATO3HBIE IATHA SBJISIOTCS MEPBBIM IIPU3HAKOM 3a00JICBaHUA
- UMCIOT YE€TKHE TPAHUIIBI 1 MOT'YT CIMBAThHCS B O0JBIINE (DUT'YPHBIC MSTHA

- MEHSIOTCS 110 (hOpMeE, pa3Mepy, KOJIUYECTBY U PACHOI0KEHNIO B TECUCHUE HECKOJIBKUX
MHHYT, 4YaCOB WJIM, Yallle, JHEU

-BOKPYT HUX MOXXET OBITH OCJIBIM OPEOJI

-3MOIIMOHAJILHBIU CTPECC, BBICOKAs WJIM HU3KasA TEMIIEpaTypa OKPYKarIIEH CPEIbI,
MEXaHUYECKOE TPECHUE U PEObIBAHNE HA COJIHIIE BbI3BIBAIOT 00JIEE BHIPAKCHHbIC
SPUTEMATO3HBIC TTOPAKCHUS

Chouk C, Litaiem N. Erythrokeratodermia Variabilis. 2023 May 23. In: StatPearls. Treasure Island (FL): StatPearls Publishing;



RAMHKMKA (npogonmeHme)

CraduibHbIe THNIEPKEPATOTUYECKUE OJISIIIKH:

- TIOSIBJISAFOTCS. OJTHOBPEMEHHO C PA3BUTUEM IIPEXOAAIIAX SPUTEMATO3HBIX MATEH UJIU
MOCJIE HUX

- IMEIOT YETKUE I'PAHULIBI, [IBET OT KEJITOTO 10 KOPUIYHEBOTO

- Yallle BCEro BOZHUKAIOT Ha Pa3ru0aTeiibHbIX MOBEPXHOCTAX KOHEYHOCTEH, ATOIUIAX U
OOKOBBIX MOBEPXHOCTAX TYJIOBUIIA, IOYTH CUMMETPUYHO, Y MOJIOBUHBI BCEX
[MAIIUEHTOB PACIIPOCTPAHSAIOTCS HA JIAJ0HU U MOAOIIBEI, YTO MPUBOIUT K JIaJIOHHO-
[1OJIOIIBEHHOW KEPATOICPMUM

- KO’KHBIC IPUJIATKHU, TAKUE KaK BOJIOCHI, 3yObl 1 HOI'TH, HE TIOABEPKEHBI STOMY
3a00JICBAaHUI0, M UX POCT U PA3BUTHUE MPOTEKAIOT HOPMAJIbHO

- CYOBEKTHUBHO BO3MOXXHO UYBCTBO »KKEHMS
- 00I1Iee COCTOSIHME HE HAPYILIEHO
- 3a00JIEBaHUE, KaK IPABUIIO, CTAOMIIM3UPYETCS MOCIIE MTOJIOBOTO CO3PEBAHUS

Chouk C, Litaiem N. Erythrokeratodermia Variabilis. 2023 May 23. In: StatPearls. Treasure Island (FL): StatPearls Publishing;



RAMHMKA (npogonmeHme)

A: I'unepkeparorndeckas Ossiiika reorpaduyecKoi
(bopMbI Ha BHYTPEHHEH CTOPOHE JICBON PYKH

B: I'unepkeparoTuyeckas OJsIIKa U SKCKOPUAIMOHHBIE
TanyJibl Ha EPEAHEN CTOPOHE NMPABOM HOTHU

C: Dpuremaro3Hasi CKBaMO3Has OJIsIIKa Ha TepeIHeH
OPIOIIHOM CTEHKE

D: I'mnepkeparos B 31IUACPMUCE, UCTOHUCHUE
TPaHYJISIPHOTO CJIOSI, CIIOHTHO3 U aKaHTO3, a4 TAKKE
yMEpEeHHasi UHPUIBTPpaIs MOHOHYKJICAPHBIMU
BOCITIMTEJIBHBIMU KJIETKaMU B BEPXHEU U CPEAHEN 4acTH
JIEPMBbI

Hilya Nazik, Mehmet Enes Giiner, Perihan Oztiirk, Mehmet Kamil Miilayim, Mine Miijde Kus Erythrokeratoderma variabilis in two cases with localized and generalized lesions // J Clin Med Kaz. 2020. N26 (60)



{PHOU JIepMe

Hiilya Nazik, Mehmet Enes Giiner, Perihan Oztiirk, Mehmet Kamil Miilayim, Mine Miijde Kus Erythrokeratoderma variabilis in two cases with localized and generalized lesions // J Clin Med Kaz. 2020. N6 (60)



[InddepeHumanbHaa AMarHOCTUKA

3abonesaHue

KpacHbI BOnOCAHOMN Antiamn

CuHapom HeTTepToHa

[Nlcopuas

Kputepuu othnuuma

- OTCYTCTBUE BbICbINaHWUM
npexodsLLero xapakrepa

- YaCTUYHO GONNUKYNSIPHbIE
rMnepKepaTosbl «10COCEBOro»
OTTEHKa

- KOXKHbl€ BbICbINAaHUA HE UMELOT
NPEexoaALLEero XxapakTepa
- «6ambyKoBble» BOJIOCHI

- YETKO OrpaHUYEHHbIEe
3PUTEMATO3HO-CKBAMO3HbIE
6NALWKN

- 4acTo NopaXKeHne HorTemn

JononHutenbHble MeToAbl
ANArHOCTUKU

[ncrtonormna

[ncronorma
MunkpocKonmna BoaocC

ncrtonormna

Xérep Metep I. OeTtckaa aepmatonorua / Mep. c Hem. nog pea. A.A. KybaHosoi, A.H. J/lbBoBa. - M.: 3aatenbctso MaHdunosa; BUHOM. /labopaTtopus 3HaHuUi, 2013. - c.648



J1MarHoCTu1Ka

[mcTonorma Hecneyuduyeckas (rmnep- n napakepaTos,

He3HauuTenbHbie NepuBacKkynapHbie numMdoumnTapHbie
MHUNLTPAaTHI).

[lnarHo3 oCcHOBaH Ha KIMHUYECKOW KapTUHE U NONOXNTENbHOM
cemMenHoM aHamHese. [lpyu 06oCHOBaHHOM NOAO3PEHUN
NpoBOOAT MONEKYNAPHO-reHETUYECKOE NCccneaoBaHne Ha
MyTaLWUN COOTBETCTBYHOLLMX FrEHOB KOHHEKCUHA.

Xeérep Metep I'. deTtckasa aepmatonorus / Nep. ¢ Hem. nog pea. A.A. KybaHoson, A.H. JlbBoBa. - M.: U3gatensctBo lMNaHdunosa; BUHOM. JlabopaTtopusa 3HaHun, 2013. - ¢.648



JleyeHne

s IIpu merkux popmMax mokazaHO MECTHOE JICUCHHE, BKIFOUAIOIICC:

-MECTHBIC KEpATOIUTUKH: MOoYeBHHA S5-10%, nHOrDa B KOMOMHALIUH C
MOJIOYHOM KHuCa0ToH (5%)

-CMSATYaroIue CpeicTBa
-MECTHbIE peTHHOUIbI: n30TpeTrHOMH 0,025-0,05%

“*IIpu pacnpocTpaHEHHBIX U TSLKEIBIX (DOpMax MEIMKAMEHTO3HOE
JICUCHUE:

-CUCTEMHBIC PETUHOUIBI - AUTPETHH 0,5 MI/KI MaccChl T€Ia/CyTKH

PeTnHOM b1 4aCTO BHI3BIBAIOT 3HAYUTEIHLHOE YIIYUIIICHUE, a B
HEKOTOPBIX CIIy4YasiX — IMOJHOE UCYE3HOBECHUE IMIIEPKEPATO3a,
B MCHBIIICH CTEIICHU ITOMOTAKOT IIPH 3PUTEMATO3HBIX MMOPAKCHUSIX.

Xeérep Metep I'. eTtckasa aepmatonorus / [Nep. ¢ Hem. nog pea. A.A. KybaHoeon, A.H. JlbBoBa. - M.: U3gatensctBo lNaHdunosa; BUHOM. Jlabopatopusa 3HaHuin, 2013. - ¢.648
Chouk C, Litaiem N. Erythrokeratodermia Variabilis. 2023 May 23. In: StatPearls. Treasure Island (FL): StatPearls Publishing;



I[Iporuos 0

(€paTOJICPMHUSI
Bapraoer )e3 KaKHX-

JIN0O BHE

Chouk C, Litaiem N. Pearls Publishing;



Cnacmbo 3a BHUMaHue!




