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= AHrnmgpotnyeckasa aKkTogepmanbHaa gucnnasma (cuHapom Kpucrta-CnumeHca-TypeHa)
3a60/1€BAHUE, XapaKTEPM3YIOLLEECS BPOXKAEHHOM rMMONIasmMen NoTOBbIX KeJie3, BOJIOCS

YKEeNes CIM3UCTbIX 060/104€EK M ansiasmen 60/IbLUIMHCTBA 3YOHbIX 3a4aTKoB, AMCMopdoreHe
MNOMI0CTH pTa.




~ PacnpocTpaHeHHOCTb rMNoruapoTMYECKOM SKTOAEPMANBHOM AMCTI

coctaBsisgeT npumepHo 1/15000. Hanbonee pacnpoCcTpaHEHHbIM NOA
6one3Hn asnaetca cuHapom Kpucta-CumeHcaTypeHa (80% cny4vaes),
3a6oneBaemocTtn coctasndaet 1/50000 - 1/100000 HOBOPOXAEHHbIX M

OHa BK/ItOYAET TpU NoATMMNA, MOYTHU HE Pa3/IMYMMbIX MO KJIMHUYECKUM
NpM3HaKaM, KJKOYEBbIM CUMMNTOMOM AJ19 KOTOPbIX ABJIAETCA HapyLLUEHME
notootaenenHua: cuHapom Kpucta-CrmeHca-TypeHa (X-CcLenneHHbIU TU
Hac/sieloBaHMA), ayTOCOMHO-peLeccMBHaa M ayTOCOMHO-40OMWUHAHTHA
rMNorMapoTuvecKan aKTogepmMalsibHasa AuUCniasua, a TakxKe YeTbipe peakux
noATUNa, KJYeBbIM CUMNTOMOM /18 KOTOPbIX ABJIAETCA MMMYHOZeduL
(rMnornapoTnyecKkan sKkTogepmMasibHasa Aucniasma ¢ MUMMyHodeuumuT
onpeaesieHuA).



- ['vnoruapoTnyecKasa aKTogepMasibHasa AMcniasmus obycsoBeHa
FeHOB, KOAMPYHOLLMX IKTOAUCMNA3UH/ NYTb AAEPHOIro akTopa «K
Heo6X0AMMBbIX A1 NPaBUJIbHOMO Pa3BUTUA MHOMMX SKTOAEPMasibH
MyTtaumm reHa EDA (Xq12-q13.1), Kogmpyrowiero aKktoamcnaasmHA
3ANMTENMaNbHOro MopdoreHa M3 cemMencTBa akTopa HEKpOo3a onyx
K cuHapoMy Kpucta-CnumeHca-TypeHa. Mytaumm reHa EDAR (2q13), K
peuenTtop aktoaucnnasuHa-A, nam reHa EDARADD (1qg42.3), Koaupyto
EDAR-accoummpoBaHHbiM ¢ JoMeHoM cMepTH (EDARADD), npmBoaaT K p
ayTOCOMHO-PeLecCMBHOM M ayTOCOMHO-IOMMHAHTHOM (POPM FMMOrMapoT
3KTOoAEepMasibHOM Amcnaasun. Mytaumm reHa IKBKG (Xg28) npuBoaAaT K
BO3HMKHOBEHMIO MMMNOrMAPOTUYECKOM SKTOAEPMANIbHOMN AMNCTIA3UM
MMMYHOAEMDULUMTOM. 3@ HEKOTOPbIE C/lydam TMMNoruapoTUIYECKOU KT
aucnnasmm MoryT 6biTb OTBETCTBEHHbI MyTaumm reHoB WNT10A, T
unu EDAZR.
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MnornapoTMyeckas 3KToAepMasibHasa AUCNIA3UA XapaKTepU3yeTca TPUaaom C
BOJ10CbI (aTpUX03/rMnoTpuxo3), 3ybbl HeNpaBuibHOM (POPMbI (HaNnpMMEpP, KOHM
OTCYTCTBUE 3yOOB (AHOLOHTUA/TUMNOAOHTMA) U JIMOO MOHUKEHHOE NOTOOTAENEHM
OTCYTCTBME NOTOOTAENIEHUA B pe3y/ibTaTe OTCYTCTBMA NOTOBbLIX XeJe3 (aHrnMapos3
YTO NPUBOAUT K HEMNEPEHOCMMOCTU BbICOKOM TEMMNEPATYPbI M MOXKET BbI3bIBaTb MO
runepTepMUYECKUE 3NM30bl C NOTEHLIMANIBHOM YrPO30M ANA KMU3HU. Korka TOHKas,
3K3emMaTo3HasA C perMoHapHbIM rMnepKkepaTo3oM. boIbLULMHCTBO NauMEeHTOB CTpajae
«CyXO0ro rnasa» (HanpuMmep, XpOHUMYECKOro KOHbIOHKTUBMUTA, 61edapuTa), CyXoCTH
HOCOr IOTOYHOM 06/1aCTU M aCTMOMOAO06HbIX CUMMTOMOB. 'MNOrMapoTMYECKan 3KToAep
AMcnnasmua XxapaktepmsyeTca TakKMMKU PeHOTUMMYECKMMU OCOBEHHOCTAMM SiMLA Kak Bbl
Brnepes nob6, peakne 1 TOHKME 6poBU U peCHMLUbI, MOPLUMHKM MOA r/1a3aMu, XapaKTepHa
nepuopbuTasibHaA rMnepnMrMmeHTauma, ceanoBuaHasa nepeHocmua 1 runonnasma YearcT
[TurmeHTaumMAa Boa10C YaCcTo OTCYTCTBYET MJIM BOJIOCbl OYEHb CBET/ible. AyTOCOMHO-A0OMMHA
ayTOCOMHO-peLeccuBHaa (popMbl BCTPEYAlOTCA B paBHOM CTEMNEHM Y NpeiCTaBUTENEN O
nonoB. B cnyyae X-cuenneHHoM popMbl, Y HOCUTENEN KEHCKOro nosa 3abosieBaHMe
npoTeKaTb 6eCCUMNTOMHO MM B 6oniee nerkon opme, JAononHuTenbHy MHPOpM
3a60/1€BAHUM Bbl MOXKETE HaUTU Ha www.orpha.net 2 CMMNTOMbI MOFYT BKAOYAT
pe3Lbl KOHMYECKOM (DOPMbI, TMNOTPUXO3 M YMEPEHHbIN TMMNOrMapo3.



~  /lMarHos 4acTo CTaBMUTCS MOC/IEe 3NU30/0B rMNEPTEPMUUN UM NPU 3aEPIKKE
npope3biBaHWs 3y60B. OTCYTCTBME MOTOBbIX YKEJIE3 MOXKET BbITb NOATBEPKAEHO
nocpeACcTBOM 6MOMNCHMM KOXKM MW HEMHBA3MBHO NOCPEACTBOM KOH(OKA/IbHOM
MMUKPOCKOMMM, IM60 C MOMOLLbIO Frpach1TOBbIX OTNEYATKOB J1aloHeN/ cTon.
DYHKLUMOHUPOBAHME MOTOBbIX KEJIE3 MOXKHO OLEHUTb NOCPEACTBOM
KOJ/IMYECTBEHHOIO onpeaesieHUs NMIoKapnuH-UHAYLMPOBAHHONO 06pa3oBaHMS
nota. [lMarHo3 noATBep:aaeTcsa NoCpeACTBOM FreHETUYECKMX aHan30B. K
yncny amddepeHumanbHbiM AMArH030B OTHOCATCS ApPYrme TUMbl
3KTOZEePMasIbHOM AUCNNA3MM, HAaNpMMEpP, O OHTO-OHUXO0-AEPMasibHas
AMCNNasna 1 onpeaeneHHble hopMbl UXTHO3a (CM. onpeaeneHms).




~ Cnepyet nsberatb HEKOHTPOJIMPYEMbIX TEMIOBbIX BO3AEUCTBUM. MaZleHLaM,
MOMELLEHHbIM B MHKY6ATOp, HEOBXOAMMO 06ecneYmTb NOCTOAHHbIM
MOHMTOPMHI TeMmnepaTypbl Tena. Ans aetem 6osee ctapliero Bo3pacTa
HEo06X0AMMO 06EeCNEYUTb MEPDLI OX1IAaXKAEHMS, HAaNpUMeEpP, 4YacToe
ynotpebneHne npoxnagmtesibHbIX HANUTKOB, YBAXKHEHME OAeX bl U HOLLEHUE
crneumanbHbIX OXJ1aXKAalLWmX KMNeToB/KenoK. PaHHee Havyano yxoja 3a
3yb6amm noMoraet CoXpaHuUTb MX PYHKUMOHA/IbHYIO NPUrOAHOCTb U YAYYULIKUTD
BHELUHMM BUA.




~  OpTOZOHTUYECKOE SIeYEHME YACTO 3aKJ/IYaETCHA B YCTAHOBKE KOCTHbIX
NIACTUHOK MM CUHYCAUTUHIE, 3 KOTOPbIM C/leAlyeT YCTaHOBKa 3Y6HbIX
MMMJIAHTATOB, NOAAEPKMBAOLIMX 3y6HblE NpoTe3bl. MNorMapoTUyeckas
3KTOAEepMasibHaa AucCnnasma ¢ MMMyHoaedbULUTOM TpebyeT Tepanuu no
NoAAepKaHUI UMMYHUTETA B COMETAHUU C arPECCUBHBbIM NEYEHUEM MHPEKLMMA
MM NepecajkM reMono3TMYECKMX CTBOJIOBbIX KNETOK. Ecin 60ne3Hb He
AMArHOCTUPOBATb B paHHEM MNAJIEHYECTBE, TMNEPTEPMUSA MOKET NPUBECTU K
NOBPEXAEHUSAM FO/IOBHOMO MO3ra U, B KOHLIE KOHLIOB, K cMepTH. [pu
NOCTAHOBKE AMArHo3a Ha paHHEM 3Tane M aZileKBaTHOM JIeYEHUM OXMAaeMas
NPOAO/IKUTENIbHOCTb *KM3HU A5 6OJIbLUMHCTBA NALUMEHTOB HOpMaJibHasA.




Cnacubo 3a BHMMaHue




=  WCTOYHMKMU:

= https://www.orpha.net/data/patho/RU/Hypohidrotic-ectodermal-dysplasia-R
UrusAbs19266 .pdf




