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CumnTomoKomnnekc 3K1'op,epmanb|-|oﬁ Aucnnasmm B KIMHUKe CTOMaTo/10rmm
r60Y BI1O Capamosckuli TMY um. B.U. Pazymosckozo MuH30pasa Poccuu, Kagpedpa cmomamoso2uu 0emcKo20 803pacma U opmoooHmuu

Pe3slome

B [aHHOM cTaTbe Ha KOHKPETHOM KAWHWYECKOM MpuMmepe MpeacTaBAeH CUMNTOMOKOMMIEKC 3KTOAEPManbHOW Aucnnasum,
CTOMATO/IOrMYecKoe neyeHne 1 cnocobbl NPoOUNAKTUKM NPU AaHHOM NaTONOTUMN.

Kniouesble cn10Ba: 3KTOAepMasibHasA ANCNNA3NA, aHIMAPO3, TMMNOTPUXO3, TNMNO-/aHOAOHTMA

Oucnnasma (dysplasia: oT rpeyeckoit npucTaBku dys - paccTpoMcTBo, HapylweHue u plasis - dopmupoBaHue, obpasosaHue) -
HenpaBuabHoe passuTue. MoHATME aucnnasua obbeAnHAET BCe Pa3sHOBUAHOCTU BPOMKAEHHbIX MOPOKOB Pa3BUTUA OPraHOB U TKaHeMN.
MpepnocbiikM ANA BOSHUKHOBEHUA AUCNIA3UM CKNAAbIBAOTCA BO BHYTPUYTPobHOM nepuoge [1].

JKTOoAEpMA (OT rpeyeckux cnoB extos - CHapy»KM U derma - Koxuua, C0M) - HaPYXKHblI 3apOAbIWEBbIN NNCTOK, CaMblil BHELUHUI K3
KNETOYHbIX CNOEB 3apoAbllla MHOTOKNETOYHbIX. DKTO4epMa BHayane COCTOMT W3  OAHOM0 COMKHYTOMO €0 OAHOPOAHbIX
manoandbepeHUMPOBAHHBIX KNETOK, KoTopble B Xo4e AanbHeiwel anddepeHUMPOBKM NOAPA3AENAOTCA HA OTAMYatoWMecA Apyr OT
Apyra rpynnbl - pas/iMyHble 3KTOAEPMasIbHble 3a4aTKU. KNeTKU KaXK[oro U3 HUX, cneunann3mpyach B pasHblX HanpasieHUAX, Aal0T Havyano
onpeaeneHHbIM TKaHam [2].

Takum 06pasom, 3KToAepManbHaA AUCMNA3UA - 3TO HApyLUeHWe BO BHYTPUYTPOOHOM nepuofe TKaHEeBbIX MPOM3BOLHbLIX KOXHOM
3KTOZEepMbl: 3yb0OB, HOITE, BOIOC, MOTOBbLIX U Ca/ibHbIX ¥Keses, CM3NCTON 060104KM NpeaaBepus NoaocTu pta u 1.4. [10].

OnucaHbl OKOMO 175 KAMHWYECKM U TeHETUYECKM pPas/iMuyHbiXx GOpM 3KTOoAepmanbHOM aucnnasuu (dpelipe-Maiia u MuHbelpy).
Kaxaplih BUA, SKTOAEepPManbHOM Annnasum obblYHO BKAtOYaeT B cebA passinyHble KOMBMHALMM CUMNTOMOB, KOTOPbIE MOFYT BapbUPOBATHLCA
OT NErKUX, B0 TAXKENbIX, TAKUX KAaK OTCYTCTBME MW YMEHbLUEHME KOAMYEeCTBa MOTOBbIX YKese3, OTCYTCTBME WM aHOManua pocTa BOJIOC,
OTCYTCTBME WM NOPOK PA3BUTUA HEKOTOPbIX WAM Bcex 3y6oB. Mpu 3KTOAEPManbHOW AMCNAA3MM BO3MOXKHO OC/labsieHne uau ytpaTta
cnyxa/3peHus, OTCYTCTBME WAW MOPOK PAasBUTUA HEKOTOPbIX ManbLEB PYK WMAWM HOr, paclenvHa rybol u/unu Heba, HeperynspHas
NMUIMEHTALMA KOXM, HYYBCTBUTENIbHOCTb K CBETY, NPobAemMbl C OpraHamu AbIXaHWA, OTCYTCTBME Pa3BUTUA MOJIOYHbIX Xened. Kpome Toro
YyacTbl MHOEKUMM M3-3a MMMYyHOZedMLMTa, @ B HEKOTOPbIX C/y4asX, U3-3a HECnoCOBHOCTM MOBPEXAEHHON KOMM (TPelmHbl, 3po3us)
CONPOTMBAATLCA 601e3HETBOPHBIM BaKTEPUAM, U APYrMe CUMNTOMbI.

K Hanbosee 4acTo BCTPeUaoLWMMEA NPOABIEHUAM IKTOA4EPMANbHOM AUCMNA3UN OTHOCATCA rMnoruapoTuyeckan (dysplasia ectodermalis
hydrotica) n aHrnapotmueckan (dysplasia ectodermalis anhydrotica) ¢bopmbl, a TakKe pag CMHAPOMOB, B KOTOPbIX KOXHble AedeKTbl
acCoUMMpPOBaHbI C APYTMMM BPOXKAEHHbIMM aHOManuamu (cuHapom Marchall, cuHgpom Helweg-Larsen u ap.).

CpepHue faHHble No PacnpoCTPaHEHHOCTU SKTOAEPMaNbHOM AUcnaasmm B mupe Bapbupytotcsa ot 1:10 000 po 1:100 000. MNokasaTtenb
rMNOrnapoTUYECKOM 3KToAepManbHoM ancnaasmum coctasnaeT 1:17000 HOBOPOXKAEHHbIX.

JKTOAEPMaNbHAA AMCMNA3NA OTHOCUTCA K HacneacTBEHHbIM 3aboneBaHMAM. BO3MOXHBIM TUN HacnefoBaHMA - ayTOCOMHO-
OOMMHAHTHbBIN M ayTOCOMHO-PEeL,EeCcCMBHbIN, OAHAKO Yalle Bcero 3To 3abonesaHue HacieayeTca X — CLEeneHHo peLeccmsHo [7].

AHrMapoTUYECcKan aKToaepmanbHas gucnnasma (cuHapom Kpucta-CumeHca-TypeHa) BnepBble 6bina onvcaHa B 1848 roay J.Thuraine
[8].

AHIMAPOTUYECKAsA IKTOAEPMANbHAA AWUCNAA3MA NPOABAAETCA B rPYAHOM BO3pacTe, AJUTCA BCHO KWM3Hb. BONBLIMHCTBO M3 CAy4YalHO
Bbl6paHHbIX /l0AEN C 3KTOAEPMaNbHOM AncnaasmMen umeroT X-Xxpomocomoin dopmy (noKanmsauma reHa - Xql2-ql3). CMHAPOM NOAHOCTbIO
NPOABAAETCA TO/IbKO Y Ma/IbYMKOB. Y reTePO3UrOTHbLIX AEBOYEK MPU STOM OTMEYAETCA TONIbKO MUKPO - U TMMOAOHTUA. [INA Hee XapaKTepHbl
TUNO - MU AaHTUAPO3, TMOTPUXO3, OJINTO - UNN AHOAOHTUA [2-4].

XapakmepHbie KAUHUYeCKUe Mpu3HaKu aHauopomuyveckoli sSkmodepmanbHoli ducnaasuu

Hu3Kkuit poct, ctapyeckuit Bug avua. JImuo nmeet 0cobeHHOCTU: 60blLON 106 C BbICTYNAWUMKU HAAOPOBHbIMM Ayramun 1 106HbBIMM
byrpamu («ONMMMUIACKMIA N06Y»), LWIMPOKME CKYNOBble KOCTW, 3amaBluias NepeHocuua, MaseHbKUi cegnoBUAHbIM HOC € runonnasunen
KpblNbeB, 3anaBLUMe LWEKN, NONHbIE BbIBEPHYTbIE y6bl, MAacCMBHbIN NOA60POA0K, 6onblwne AedOPMUPOBAHHbIE VLUK («yLUIM caTUPa»).

Koxa cyxan, ucToHuyeHHas (78%). MoTootaeneHue cHUKeHO (85%) WM pexke OTCYTCTBYET MO BCEMY KOXHOMY MOKPOBY, 3a
WUCK/IIOYEHNEM MeCT JIOKaNM3aLUuM anoKPUHOBBLIX »Kefe3, rae OHO B 0Oosblue WMAM  MeHbLIeN CTeneHW MOMKEeT COXPaHATbCS,
HenepeHoCMMOCTb apbl (50%) [9].

Henopassutue CEKPeTOpHbIX Kene3 MpUBOAUT K BO3HUMKHOBEHWMIO KOHBIOHKTMBUTOB (M3-3a YMEHbLUEHUS CNe300TAeNeHus),
NApUHTUTOB, GAPUHIUTOB, PUHUTOB (B TOM uYucie aTPOdMUYECKOro), CTOMATUTOB. ITU Ke Kenesbl HefopPa3BUTbl B CIM3UCTON 060/104Ke
TpaxeobpPOHXMANbHOTO AepeBa, NULLEBOAA U ABEHAALATUNEPCTHOM KULIKK, YTO KAMHUYECKW NPOABAAETCA Peunansupyowmumm 1eroyHbiMmmn
MHObEKLMAMM, OXpUNaocTbto u ancdarnen [11].

Bosiocbl pesakue, TOHKME, cyxue, meaneHHo pactylme (89%); peakue 6posu (96%), otcyTcTBue pecHul, (100%). CKyaHoe oBonoceHue
(62%) B nNoambiweYHbIX 06nacTAX M Ha nobke. [ywKoBble BOMOCHI ODOLIMHO COXPaHAOTCA. Bo3MoOXKHa TOTa/lbHaa annoneuus,
oHuxoaucnaasmsa (39%) [9].

MposABneHna B MNONOCTU pTa: TUMNOAOHTUA, AHOAOHTMA, MWMKPOAOHTWA, WAM ApyrMe aHomanuu 3y6os (100%). 3y6bl No3gHO
npopes3bIBalOTCA, JONT0 COXPAHAIOTCA HA CTaAUM MOOYHBIX, MOTYT BbITb HE B MOJIHOM KOIMYECTBE, UM AaXe OTCYTCTBOBATb MNOJIHOCTLIO,
YyacTo AedopMUPOBaHbI, C HONBWMMKN MPOMEKYTKAMU MeXay HUMK. 3a cueT gedopmaumm 3y60B KOXKA BOKPYT pTa MOMKET UMETb CKNALKM,
HanomuHatowme pybupl Npu BpoXKAeHHOM cuduamce. CTapyeckuin Bug, NauMeHToB OBYCNOBNEH CHUMKEHUEM HUMKHEW TpeTu nuua npu
NOJIHOM OTCYTCTBUM 3y6OB M PE3KOM BbIPAXKEHHOCTbIO CynpamMeHTaNbHOM CKNagKku [6].

Y paga 6onbHbix Habnogaetca  UXTMO3MPOPMHOE  WenyweHne, GONNUKYAAPHBIA  TMNEepPKepaTos, /laf0HHO-MOAOLWBEHHbIE
Kepatoaepmuu.
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Perke OTMEYAlOT CTEHO3 CNIE3HOM TOYKM, AUCMIA3MI0 POrOBULLbI, KaTapaKTy, aHOMaJIMIO FOHAA U TYroyxocTb Mo NpoBoAALemy Tuny [7].

M3 ppyrx COCTOSHUI OnNMcaHa CKAOHHOCTb K aTUMMYyeckMm 3ab60neBaHMAM, 3K3eMaTO3HbIM peaKkuMsaM. BO3MOXHblI aTONUYeCcKui
LEepMaTUT U acTMa, TMNoTUPeos, nanyaesHble BbiCbiNaHMA, 06YCNOBAEHHbIE CaNlbHO-KeNe3nCTol runepnnasmeit. Y )eHwmH 3abonesaHne
NpOTEKaeT B CMArYeHHOM dopme B BUAE HE PE3KO BblParKEHHbIX 3y6HbIX aHOMas/IMIA, 04aroBbIX PACcCTPOMCTB MoToOTAENeHUA, cnaboro
pPa3BUTUA MOJIOYHbIX XKenes [2].

YMCTBEHHOE pa3BuTUE y 60/IbLWIMHCTBA 60/IbHBIX HOPMaNbHOE, MHOTAA BbIABAAIOTCA NPU3HAKU CHUNKEHUS UHTEN/IEKTA.

Mnntoctpaumelt K BbILEU3NOKEHHOMY, MOMKET CAYKWUTb OMUCaHWE NauMeHTa C aHTUAPOTUYECKOW 3KTOAEpPMaNbHOM AmMcnnasuen,
poauTenn Kotoporo obpaTuance Ha Kadeapy CTOMaToNOMMKM AETCKOro Bo3pacta U opTogoHTMM CTMY um. B.M.PasymoBcKoro ¢ »kanobamu
Ha NO/JIHOEe OTCYTCTBME BpeMeHHbIX 3y60B y pebeHKa.

MaumeHt A., 2,1 roga. MpM BHEWHEM OCMOTPE: AULO UMeeT CTapyeckuit Bug. OTMEYaeTCa yMEHbLUEHUE HUWKHeW TpeTu Auua;
yMeHblUeHWe rHaTUYeckoi 061acT Mua, Pe3Ko BblipaXKeHHas cynpameHTanbHas CKAaaKa, 106 ¢ BbICTyNaoWmMmMm Hag6pOBHbLIMU Ayramu 1
N06HbIMK Byrpamu; yLHbIe PaKOBUHbI cierka gebopmunpoBaHHble. Bosiockl CBETbIE, KOPOTKME, TOHKKE, Cyxue, peakune. BpoBu 1 pecHULbI
OTCYTCTBYIOT. KoKa cyxas, 61efiHas, C MOPLMHKAMM Ha BEPXHUX U HUXKHUX BeKax (Puc. 1 m 2).

Puc. 1

Puc. 2
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MpK OCMOTPe NONOCTM pTa OTMEYAETCA NOJIHOe OTCyTCTBME 3y60B. Cimsuctas obosiouKka MOMOCTU pTa cyxas, bnenHas. BepxHas u
HUXKHAA Ye/IIOCTU 3HAUYUTE/IbHO YMEHbLUIEHbI C PEe3KO BblPaXKEHHbIM HeA0pa3sBUTUEM a/ibBEONAPHbIX OTPOCTKOB. CooTHOwWeHMe 6e33y6bIx
aNbBEO/APHbIX OTPOCTKOB HOPMOTHaTUYECKOoE.

Mpu cbope aHamHe3a, B TOM UYMCAE U CEMEWHOTO, BbIACHEHO, YTO AaHHbIM pebeHOK OT BTOpoi 6epemeHHOCTM, nepBas - AEeBOYKa,
NpPOoABAEHUI CUHAPOMA HeT. Y 6/IM3KNX POACTBEHHUKOB NO IMHUM MATepu ecTb AeTH (MAaNbYMKK) C aHANOTUYHBIM CUHAPOMOM.

PebeHOK HaxoAMTCA Ha AMCNAaHCEPHOM yYyeTe Y SHAOKPUHOIOora.

Mpu nposeaeHUW peHTreHonormdeckoro obcnegosaHua Ha OMNTI oB6HapyKeHbl 3a4aTKM MOJIOYHbIX WM MOCTOAHHbIX LeHTPasbHbIX
pesLL0B BepXHEN YeoCTU: TMNOLOHTUA BPEMEHHbIX M MOCTOAHHbIX 3y60B.

Ha OCHOBaHMWM NONYYEHHbIX AAHHbIX NOCTAB/AEH AMArHO3: SKTOAEPMabHAA aHMMAPOTUYECKAN AUCNIA3UA, MHOXKECTBEHHAA NepBUYHan
A[EHTUA BPEMEHHbIX M MOCTOAHHbIX 3yOOB TAXKENOM CTEMEHU, 3a4ePKKa Npope3biBaHMA 3y6os 51, 61.

JleyeHne cumnTOMaTMUECKOE. DKTOAEPMasibHaA aHrMAPOTMUYECKAs AMCMNAa3uA, COMPOBOMAAOLWAACA MHOMECTBEHHON WAM MNOAHOM
nepBUYHON ageHTMeEN, ABNAETCA NOKa3aHMEM PaHHero OpToneanYeckoro nevyerus [5].

[aHHOMY MaLMeHTy PeKOMEHAOBAHO M3roTOB/IEHME MOAHOMO CbeMHOro NPOTe3a Ha BEPXHIO U HUMKHIOK YentoCcTb, C nocaeaytowei
CBOEBPEMEHHOW 3aMeHOM B CBA3WM C POCTOM U Pa3BUTUEM YeNIOCTHO-IMLEBON 06/1acTu. B ganbHelilem peKoMeHLOBAHO M3roToB/AEHWe
YaCTUYHO CbEMHOTO NPOTE3a HA BEPXHIOK YENHOCTb B C/Iy4ae NPopesblBaHNsA LEHTPA/bHbIX PE3LIOB.

OpToneanyeckoe siedeHne BOCCTaHOBUT BbICOTY HUMKHEN TPETM /IMLA U KaK CNEACTBME YYULWMT BHELWHWUIA BUA, HOPMANU3YeT GYHKLMIO
YKEeBaHUA U YCKOPUT NCUXONOTMYECKYH afanTaumio naumeHTa.

[eTei C rMno - n aHrMAPOTUYECKON IKTOAEPMaNbHOM Ancnnasmein Heobxoammo obeperatb OT BO34ENCTBMA BbICOKOW TeMNepaTypbl
OKpY)KaloLLen cpeapl, He flONycKaTb NeperpeBaHus Tena.

PekomeHA0BaHO OpOLUEHMNE CIM3UCTOM 0BONOUKM MOMOCTU PTa U Hoca. MCronb3oBaHME UCKYCCTBEHHOM CNE3HOM XMUAKOCTU nomoraet
NpesoTBPaTUTL MOBPEKAEHUA POroBuLbl Y 60/IbHLIX C HEAOCTATOUYHbIM Ce300TAeAeHneM. C KOCMETUYECKOW Lie/bio MPU anonewumm MoxKeT
noTpe6oBaTbCA HOWEHME NapuKa.

B npodunakTUYecKuUx Lenax B Caydae NAaHMPOBaHMA nocneaytollei 6epemeHHOCTM B AaHHOW cembe HeobxoaMmo npoBeseHue
MeAMKO-FeHETUYECKOTO KOHCY/IbTUPOBAHUSA, A1A ONPeLeNeHUs CTENEHN PUCKA POXKAEHUA cneaytollero pebeHka ¢ NogobHoM natonoruen.

Tun HacneaoBaHMA MOMKET ObiTb OnpenesieH B HEKOTOPbIX Cay4asXx Mo CemelHOM McTopum (MeToh POAOC/IOBHbIX), @ B APYruX -
MOJIEKYNAPHO-TEHETUYECKUM UCCNeA0BaHNEM.

JKTOAEPMaANbHOM Aaucnaasnein B cembe G0ONEHOT TONbKO MasbuMKu. [leBOYKM ByayT ABAATLCA OBAUrAaTHLIMM HOCUTENAMM U MOTYT
NoKasaTb MUHUMa/bHbIE NPOABAEHUA.

Puck ana cnbcoB 3aBUCUT OT reHETUYECKOro CTaTyca poauTenei.

My3KuMHa C CMHAPOMOM 3KTOLEPMabHOW AMCnnasuM 6yaeT nepesaBaTb MyTUPOBAHHDBIN FeH TOMIbKO CBOMM Aouyepsam. KeHwuHa ¢
CMHAPOMOM 3KTOZAepMasnbHOW Aucnnasum bygeT nepefasaTtb reH, SIOKanW30BaHHbIA B X XPOMOCOME CBOMM MOTOMKamM He3aBUCMMO OT
nona. Ee cbiHoBbA 6yayT umeTb 50%-1 PUCK NPOABAEHWA CMHAPOMA C JanbHelleil nepepavelt reHa. Y ee goyepeit ectb 50% puck
0Ka3aTbCA HOCUTENAMM MATONIOTMYECKOrO reHa C MUHUMA/IbHbIMU NPOABAEHUAMU B peHoTune. MyTUPOBaHHbIN reH MOXKeT NPosBUTLCA B
AaNbHENLUNX MOKONEHUAX Y JINLL MY}KCKOro nona.

Takum 06pa3om, Ha KOHKPETHOM K/AMHWYECKOM NpuMMepe Mbl PAacCMOTPeNV MNPOSABAEHUA 3KTOAEPMaNbHOW aHTUAPOTUYECKOM
avcnnasvu. JaHHan natonorvsa Tpebyet KomnieKcHoro spayebHoro nogxoaa. CToMaToNorMYeckoe edeHne 3aK/4aeTca B 4/IMTe/IbHOM
HabnogeHUM y opToAoHTa. PaHHee 3y604entoCTHOE MNpPOTE3MpOoBaHME HEOBXOAMMO A/1A HOPMAsU3aLMK KeBaTesIbHON GYHKLMUMK,
aeatenbHocTn KT 1 yaydweHnsa scTeTMYECKoro BuAa naumneHTa.
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