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IKTOAEPMAJIBHAA AHI'MIPOTUYECKASA JUCIIJIAZUSA
(CHMHAPOM KPUCTA-CUMEHCA-TYPEHA)

ANHIDROTIK EKTODERMAL DISPLAZI (KRIST-SIMENS-TUREN
SINDROMI)

ECTODERMAL ANHYDROTIC DYSPLASIA (CHRIST-SIEMENS-
TOURAINE SYNDROME)

Awmnosa Illaxno3a ToxupKoH KM3H
TalKeHTCKUM TOCYy1apCTBEHHBINA CTOMATOIOTNYECKUIA UHCTUTYT
AccucteHt kadenpbl 1epMaTOBEHEPOIOTUU U KOCMETOJIOTUU

AHHOTANMSA. DKTOAEpMalibHAsl aHruaporudeckas auciuiasus (DAJl), Ttakxke
u3BecTHass kak cuHApoM  Kpucra-Cumenca-TypeHa, dABisleTcsl  peIKUM
HACJIEICTBEHHBIM 3a00JIEBaHUEM, XapaKTEePU3YIOLIMMCA HapyIIEHUEM pa3BUTHS
CTPYKTYp KTOJIEpMAJIbHOTO TpOUCX0XkaeHus. B 1aHHoOi cTaThe npeacTasiieH 0030p
COBPEMEHHBIX HAyYHBIX JaHHBIX 00 STHOJIOTMH, NATOrE€He3e, KIMHUYECKUX
NpPOSBIICHUSAX, JHWarHoctuke W Meroxax Jeudenus OAJl. Ilposenen aHaius
IFEHETUYECKUX M MOJIEKYJISIPHBIX MEXAaHM3MOB, JIEKAIIMX B OCHOBE pa3BUTHUSA
3a0oneBanus. OnrcaHbl OCHOBHbIE KIIMHUYECKHE npu3Haku DA/l, Takue KaKk Tuno-
WIM aHTUAPO3, TUIIOTPUXO03 U TUIIOJAOHTHS.

Knroueevie cnosa: >KrojepmalibHas AUCIUIA3US, AHTUAPO3, TUIOTPUXO3,
runogoHTus, TeH EDA, X-ciienmeHHoe HacneJ0BaHue

Annotatsiya. Ektodermal anhidrotik displazi (EAD), shuningdek, Krist-
Simens-Turen sindromi sifatida ham tanilgan, kamdan-kam uchraydigan irsiy
kasallik bo'lib, ektodermal kelib chigish tuzilmalarining rivojlanishining buzilishi
bilan tavsiflanadi. Ushbu magolada EAD etiologiyasi, patogenezi, klinik
ko'rinishlari, diagnostikasi va davolash usullari bao'yicha zamonaviy ilmiy
ma'lumotlar hagida umumiy ma'lumot berilgan. Kasallikning rivojlanishiga asos
bo'lgan genetik va molekulyar mexanizmlarning tahlili o'tkazildi. EADning asosiy
klinik belgilari, masalan, gipo - yoki anhidroz, gipotrikoz va gipodontiya

tasvirlangan.
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Kalit so'zlar: ektodermal displazi, anhidroz, gipotrikoz, gipodontiya, eda geni,
x bilan bog'lig meros

Abstract. Ectodermal anhydrotic dysplasia (EAD), also known as Christ-
Siemens-Touraine syndrome, is a rare hereditary disease characterized by impaired
development of structures of ectodermal origin. This article provides an overview of
current scientific data on the etiology, pathogenesis, clinical manifestations,
diagnosis and treatment of ED. The analysis of the genetic and molecular
mechanisms underlying the development of the disease has been carried out. The
main clinical signs of ED are described, such as hypo- or anhidrosis, hypotrichosis
and hypodontia.

Keywords: ectodermal dysplasia, anhidrosis, hypotrichosis, hypodontia, EDA
gene, X-linked inheritance

BBEJIEHUE

DKToAepMalibHas aHTHApoTHYecKas auctuiazus (DAJL), wim cuaapom Kpucra-
Cumenca-Typena, mpeacraBiseT coOOW peaKoe HacieICTBEHHOE 3a0oJieBaHuE,
XapaKTepu3ylolieecs: HAPYUICHUEM pa3BUTUS CTPYKTYp, MPOUCXOASIIMX U3
sktojiepMbl [1]. Hactora BcTpeuaemoctu DA]J] onenuBaercsa kak 1 na 100 000
HOBOpPOXXJIEHHBIX [2]. 3alonieBaHue uMeeT X-CHEIUICHHBIA PEIECCUBHBIA THUI
HACJIeIOBaHUsA M BO3HUKAET B pe3yibTaTe MyTauuii B rene EDA, xoaupyromem
Oenok akroauciuiazuH-A [3].

Knunnueckue mposiBienuss IAJ] oO0ycioBieHbl jAepeKkTamMu pa3BUTHUS
MIPOU3BO/IHBIX AKTOJIEPMBI M BKJIIOUYAIOT HAPYIIEHHUE TOTOOTAEIEHU (AHTUAPO3 WU
TUTIOTHIPO3), HEAOPa3BUTHUE BOJOC (THUMOTPHXO03) W 3yOOB (THIOJOHTHUS WU
aZieHTus1), XxapakTepHble yepThl auna [4]. [TarueHTsl nogBep>KEeHbI MOBBIIEHHOMY
PUCKY THUIEPTEPMUU BCIEJACTBUE HAPYIICHUS TEPMOPETYISIIIUU, a Takke
BOCIIAJIUTEIbHBIX 3a00JICBAHUM JIbIXaTENbHBIX MYTEH, CBA3AHHBIX CO CHUKEHHEM
GbyHKIIMYM OOKAIOBUIHBIX KJIETOK [5].

Huarnoctuka OAJ] OCHOBBIBaeTCS Ha HaHHBIX KIMHUYECKOT'O OCMOTpA,
IrE€HEaJOTMYEeCKOr0 aHaldn3a U BBISBIEHUHM XapaKTEPHbIX HPU3HAKOB IMpHU
CTOMATOJOTMYECKOM W PEHTICHOJIOTMYECKOM HCCIIeOBaHUuU. BaxkHyio poib
UTPAIOT  MOJIEKYJIIPHO-TEHETUYECKUE METOAbl, MO3BOJISIOIIME MOATBEPIUTH

JIMarHos [6].
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METOAbI I MATEPHUAJIbI

Jlnst Hanmcanus 0030pa ObUT TTPOBEICH MOUCK HAYYHBIX IMyOJMKaIuii B 0azax
nanabix PubMed, Scopus, Web of Science, Google Scholar o kiroueBbim ciioBam:
AKTOJIepMalbHasl JMCIUIa3Us, AHTUJIPOTHUYECKAsl HSKTOAEpMalibHas JUCILUIA3US,
cunapom Kpucra-Cumenca-Typena, ren EDA. V3 mony4eHHBIX pe3yabTaToB ObLIN
0TOOpaHbl MyOJIUKalMK, coaeprKaume UHGopMaluio 00 ATHUOJIOTHH, MATOTeHE3E,
KJIIMHUYECKOM KapTuHe, nuarsoctuke u jedeHun JAJl. IIpeanourenue ornaBanoch
0030pHBIM CTAThsIM, METaaHAIN3aM U KJIMHUYECKUM PEKOMEHIAIUSIM.

PE3YJIbTATDBI

DAJl sBisercss HACHEACTBEHHBIM  3a0ojeBaHMEeM C  X-CIEIUICHHBIM
pELIeCCUBHBIM TUIIOM HacJyienoBaHus [/]. B OonblMHCTBE ciiydaeB pazButue DAJ|
oOycnopieHo mytanusiMu B reHe EDA, pacronokeHHOM Ha JUIMHHOM IuUiede X-
xpoMocoMbl (1okyc XQl1l2-q13.1) [8]. I'en EDA xomupyer TpancmemOpaHHBIN
0€JIOK 3KTOUCIUIA3UH-A, OTHOCSIINICS K CEMEUCTBY (PAaKTOPOB HEKPO3a OIYXOIU
[9]. DxTomucruiazuH-A WrpaeT KIYEBYIO pOJb B 3MOpPHUOHAIBLHOM pa3BUTHH
AKTOJIEPMAJIbHBIX CTPYKTYP, TAKUX KaK MTOTOBBIC JKEJI€3bI, BOJIOCSHBIC (DOTTUKYIIBI,
3y06sI [10].

Mytauuu B rene EDA npuBoJsT K HapyIIEHUIO CTPYKTYPbl U QyHKIIMH OejKa
skroauciiazuHa-A [11]. BcrencTtBue 53TOro HapymaroTCsi CUTHAJIbHBIE ITYTH,
perynupyroire Mophorese3 3KToAepMabHbIX NMPOon3BOAHBIX [12]. B wactHOCTH,
neeKTHbI SKTOAUCIUIa3uH-A He cnocobeH aktuBupoBath penentop EDAR, uto
OPUBOAUT K  aloNTo3y  JKTOAEPMAJbHBIX  KIETOK M HEJOPa3BUTHUIO
COOTBETCTBYIOIIMNX CTPYKTYp [13].

[Tomumo X-crieruienHoit Qopmbl, o0ycioBiaeHHOW MyTtamusimMu reHa EDA,
onucaHbl 0oJiee peIKHe ayTOCOMHO-PEIIECCUBHBIE M ayTOCOMHO-JAOMHMHAHTHbBIE
dopmer DA/J], cBs3annbie ¢ mytarusmu reHoB EDAR, EDARADD u WNT10A
[14,15]. TIpoaykThl 3THUX TE€HOB TaKX€ BOBJICYEHbI B CHUTHAJIbHBIC KaCKabl,
pETYJIMPYIOIIAE PA3BUTHE SKTOAEPMBI [ 16].

Takum obpazom, DA]] sBIsAETCA TEHETUUECKH FeTEPOreHHBIM 3a00IEBaHUEM,
B OCHOBE KOTOPOrO JIEKAaT MyTalMd T€HOB, KOHTPOJHPYIOUIUX MoOpdoreHes
AKTOJIEPMaJIbHBIX CTPYKTYP B 3MOPHUOHATBLHOM MEPUO/IE.

Knunnyeckue mpossieHuss JAJ] oOyciioBieHbl HEIOpa3BUTUEM CTPYKTYP
AKTOJIEPMATILHOI'O MPOUCXOXKICHUS U BKIIIOUAIOT U3MEHEHUS KOXH, BOJIOC, HOI'TEH,

3y0O0B 1 ITOTOBBIX Xkele3 [4].
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Hapymienue QyHKIMU MOTOBBIX *KeJie3 SIBISETCS KapJUHAIbHBIM MPU3HAKOM
DAJl u nposBIsieTcs AHTUIPO30M  (OTCYTCTBUEM TMOTOOTAECICHUS) WIIU
TUIOTUAPO30M (CHIKEHHEM TOoTooTAeNeHus1). OHO O0yCIOBIEHO arula3ued Wiu
TUTOIUIA3UE€N  SKKPUHHBIX TOTOBBIX JKelle3 M TNPUBOAUT K HAPYIICHUIO
tepmoperyisiiuu. [lanuwentsr ¢ DAJ] mmoxo mepeHocsT xapy U (usmueckue
HArpy3Ku, Y HUX 9acTO Pa3BUBACTCS TUIIEPTEPMHUSI.

N3meHnennst Bojnoc  (TMOOTPUXO03)  XapaKTEPU3YIOTCS  MCTOHUCHHEM,
oOecIIBeUMBaHUEM M PEAYKIHUEH BOJIOCSHOTO IMOKPOBAa Ha BOJOCHCTOM 4YacTu
T'OJIOBBI, OPOBSIX, PECHHIIAX, B MIOAMBIIICYHBIX BIIaIMHAX U Ha T0OKe. Bomockl MoryT
OBITb CBETJIBIMU, XPYNKUMH, JIOMKAMU. Y HEKOTOPHIX MAIMEHTOB OTMEYAaeTCs
MOJIHOE OTCYTCTBHUE BOJIOC (aJIonenus).

Juctpodus Horrei mpu DAJl mposBIIeTCs UX MCTOHUCHHEM, ITOBBIIIIEHHON
JIOMKOCTBIO, MEIJIEHHBIM POCTOM. HOrTeBbI€ MIIACTUHKN MOTYT UMETh PO OIBHYIO
UCYEPUYCHHOCTh, TOUCUHBIE B/IaBJICHUS.

[TaTonorust 3y00B sBJISETCS BaKHBIM JIMATHOCTUYECKUM mpu3HakoMm ODAJI.
XapakTepHbl TUNOAOHTUS (YMEHbBIIEHUE KOJIUYecTBa 3yOOB) M ajeHTHs (IIOJIHOE
OTCYTCTBHE 3yOOB), MUKPOJIOHTHS (YMEHBIIIEHHE pa3MepOB 3YOOB), KOHYCOBHIHAS
dbopma pe31oB U KIBIKOB. 3yObl MOTYT UMETh JAC(PEKThI MM, ObITh CKJIOHHBIMU K
kapuecy. Hepeako oTtMedaercs 3aepka mpope3bIBaHus 3y00B.

N3menenus koxu mpu DAJ] HocAT HecnenMpUIECKUd XapakTep U BKIIOYAIOT
CyXOCTb, IIENYyIICHUE, (OUIMKYISPHBIN TuUnepkeparo3. Moryt HaOm0AaThCs
YYaCTKU TUIIEPIIUTMEHTALIUU U ACMUTMEHTALNM, SK36MaTO3HbIE BHICHITIAHHUS.

Junarno3 DAJl OCHOBBIBACTCS HA KIMHUYECKUX JAHHBIX, PE3yJbTaTax
reHeaJIOrMYeCKOro aHaau3a U CIeIUaJIbHBIX METO/IOB UCCIieIoBaHus [6].

[Ipu xIuHUYECKOM OOCJIEIOBAaHMM OIIEHUBAECTCS XapakKTep U CTENeHb
BBIPAKCHHOCTH HM3MCHECHHMHM KOXH, BOJIOC, HOITEH, 3y0OB, TOTOOTIEICHUS.
[IpoBomuTcs THIATENBHBIA COOp aHaMHe3a, BKJIIOYAash CBEACHUS O HAJIUYUU
10JJOOHBIX TIPOSBJICHUH Y POJICTBCHHUKOB IalpeHTa [5].

KmtoueBoe  3HaueHMe  MMEET  CTOMATOJOTHYECKOE  OOCIelOBaHUE,
MO3BOJISIOIIEE BBISIBUTH aHOMAIUHU 3y00B, xapakTepHblie 11t DAL [6]. [IpoBoauTcs
OCMOTp TIOJIOCTH PTa, 3yOHas popmysia, oprormanTomorpadus [7].

Jleuenne DAJl HampaBiIeHO Ha KOPPEKIUIO CHUMIITOMOB, NPOQUIAKTUKY
OCJIO)KHEHWW W YIY4YIICHUWE KadecTBa XKW3HM mnauueHtoB [9]. Ilpumensercs
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KOMIUIEKCHBIA ~ MYJIbTUAUCUUIUIMHAPHBIA TOJAXOJ C Y4YacTHEM IEIUaTPOB,
J€PMATOJIOr0B, CTOMaTOJIOrOB, OTOPUHOJIAPUHI 0JIOT OB, FTEHETUKOB.

Tepanuss HapylieHUM MOTOOTIAEIEHUS 3aKIIOYAETCSd B  OPraHU3alHU
OPABWIBHOIO TEMIIEPATYpHOIO pEXUMA, HCIOIb30BAHUM YBIAKHAIOMIMNX U
OXJIXKJIAIOIINX CPEACTB. B TsKeNbIX ciiydasx BO3MOKHO IIPUMEHEHNE CUCTEMHBIX
AHTUXOJIMHEPTUYECKUX MPETapaToB.

AHAJIN3 N OBCY/KJIEHUE

DOAJl mnpencraiasier coboil opdaHHOE HACIEACTBEHHOE 3a00JICBAaHUE C
HNOJUOPTaHHBIMH  TPOSIBIICHUSIMU, OOYCIOBJICHHBIMH  JeeKTaMud  Pa3BUTHUS
SKTOJEPMBI U €€ NpOn3BOAHBIX. HeCMOTpS Ha peaKoCTh NATOJIOMHU, OHA BBI3bIBAET
3HAUUTEIBPHOE  CHIDKEHHME  KadyecTBa  JKM3HM  NAllMeHTOB U Tpedyer
MYJIbTHAUCIUILINHAPHOIO MOAX0Aa K BeaeHuto [14].

3a mocieqHHE TOoAbl JOCTUTHYT 3HAUUTENbHBIM MPOrpeECC B HU3YYEHHUH
MOJIEKYJApHBIX OCHOB JAJl. MneHTuduuupoBaHbl TEHbBI, OTBETCTBEHHBIC 3a
pa3BuTHe X-CUEIUICHHOW M ayTOCOMHBbIX (opMm 3aboneBanus. [lokazaHo, uTO
npoaykTel 3TuX reHoB (EDA, EDAR, EDARADD, WNTI10A) yyacTBYIOT B €IUHOMI
CUTHAJIBHOM  CHCTEME, KOHTPOJIMPYIOIIEH 3KTOAEPMaIbHO-ME3EHXUMAJIbHbIE
B3aumojericteust [15]. BblsicHeHue reHernueckux mnpuyuH ODAJl OTKpbIBaer
NEPCIEKTUBBI I pa3pabOTKH MAaTOreHETHYECKOW TepamuH, B YACTHOCTH T'€HHOM
VHKEHEPUHU.

KntoueBbiM MOMEHTOM B AMAarHoctuke DA/l sIBIAETCS BBIABICHUE TUITUYHBIX
CTOMATOJIOTUYECKUX HAPYLICHUM, KOTOphlE UMEIOTCA Y OOJIbIIMHCTBA MAllUEHTOB.
Takve mpu3HaKU, KaK MHOXECTBEHHAs aJICHTUs, KOHYCOBHJHbIE 3YObl, CIy>KaT
OCHOBAHHUEM JIJIsl YIITYOJIEHHOTO 00CJIeIOBaHMsI MMAlIMEHTA C MIPUBJICUCHUEM IPYTHX
crienuanucToB. CyleCTBEHHYIO TOMOIIb B IMATHOCTUKE OKa3bIBatOT MeTo bl JIHK-
aHaJIM3a, O3BOJIAIOIINE OOHAPYKUTh NMATOr€HHbIE BAPUAHTHI B F'€HaX-KaHauAaTax.

Benenne mammentoB ¢ DAJl COMpsKEHO C PsAIOM IPOOJIeM, CBSI3aHHBIX C
HEOOXOJIUMOCTBIO  KOPPEKLIMM KOCMETHYECKUX J1e(eKTOoB, MNpO(UIAKTUKH
UHPEKIMOHHBIX OCJIOXHEHHUM, OpraHu3alud KOM(OPTHOTO TEMIEpaTypHOTro
pexuma. ITH acleKThl TPeOYIOT y4yacTHsl pa3flWYHBIX CHELUUAIUCTOB U TECHOIO
COTpYAHHUYECTBA C CeMbed mnanueHta. MHorue Meroasl JieueHus DA
(mpoTre3upoBaHue 3y0OB, TpaHCIUIAHTALMS BOJIOC) OTHOCSITCS K
BBICOKOTEXHOJIOTMYHOM TOMOIIM U HE BCEI/1a IOCTYIHbI allUEHTaM.
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Takum obpazom, DA ocTaercst CIOKHON MEXIUCUUITTMHAPHON MPOOIEMOH,
TpeOyronen yCcuini MEIUIIMHCKOTO COOONIECTBA U TOAJAEPKKH CO CTOPOHBI
OpraHoB 3/paBooxpaHeHus. JlocTikeHus B 00JIacTM U3Y4YEHHUsS MaTOreHesa
3a007€BaHUsl  CO3JAIOT MPEANOCBUIKA JUIsi  pa3pa0OTKM HOBBIX  METOJIOB
JMATHOCTUKH U JiedeHusa. OHAKO HEOOXOIUMBI NadbHEHIINE UCCIEAOBaHUS NS
OlleHKH UX 3(PPEeKTUBHOCTU U 0€30MaCHOCTH.

BBIBO/IbI

DA]Jl sBasieTcs penKuM HACIEICTBEHHBIM 3a00JIeBaHUEM C TOJIMOPTaHHBIMU
NPOSIBJICHUSAMH, OOYCJIOBJICHHBIMU HAPYIICHUEM Pa3BUTHUSL SKTOAEPMAIIbHBIX
cTpyktryp. B OGonpmmHcTBe ciydaeB DA/l umeer X-CIEIUVIEHHOE PELECCUBHOE
HacJe/0BaHME W BbI3bIBaeTCsi MytanusaMmu B reHe EDA. Tlatorene3 3abosneBanus
CBs3aH C JAe(eKTaMHu CHUTHAJIBHBIX IYyTE€H, PEryJIupyrouX 3SKTOAESPMAIbHO-
ME3EHXUMAaJIbHbIE B3aUMOJCHUCTBUA. KitOUeBbIMM KIMHUYECKMMH MpPHU3HAKAMU
DAJl SBASIOTCS TUHO- WM aQHTUAPO3, TUMOTPUXO03 M OJUTO- WM aJCHTUS.
XapakTepHbl AMCTpOGHUs  HOITEH, MNepuopOUTaTbHAsS  TUIEPIUTMEHTAIMS,
CKJIOHHOCTb K TUIEPTEPMHUH.

Huarnoctuka DAJ[ OCHOBBIBAE€TCS Ha KJIMHUKO-TE€HEAJIOTHUYECKUX JIaHHBIX,
pe3yabTarax OCMOTPA, PEHTTEHOJIOTMYECKHMX W THUCTOJOTMYECKHUX METOJIOB.
Baxnyro pons urpaer JIHK-nuarnoctrka njisi BBISIBICHHAS MyTalluid B IIPUYUHHBIX
reHax. Jledenne DAJ] HOCUT CHUMITOMATUYECKUMH M MNaJUIMATHUBHBIN XapakTep.
[IpumenseTcs MyIbTUANCUMIUIMHAPHBIN MOAXO, BKIOYAIOIINN YXOJ 32 KOXKEU U
ee TMpuaaTKaMH, CTOMATOJIOTHYECKYI0 TIOMOIIb, NPOPUIAKTUKY U JIEYCHHE
MH()EKIMOHHBIX OCJIOXHCHUM.
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