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NpOoQUIAKTUIECKUM MepaM BO HM30eKaHHe BTOPHYHOHN
MHQEKIMN W MEXaHHYECKUX TOBPEXKICHHH KOKHOTO
MOKPOBa ¥ CIM3UCTBIX oOonouek. [locrosHHOe HabImIO-
JeHne TpeOyeTcss U OT CMEXKHBIX CIICIHAJIMCTOB C Iie-
JIbI0O CBOEBPEMEHHOI'0 HA3HAYEHUS COOTBETCTBYIOIIMX
JEHCTBUN B 3aBUCHMOCTH OT TSKECTH MOPAKECHHs (Te-
paneBTUYECKHUE, XUPYPrUUECKUE, CTOMATOJOTHYECKHE,
[ICUXOJIOTHYECKHE, JUETOJIOTHIECKHUE U T. II.).

IIporHos, kak nmpaBuio, cepbe3Hblid. bonbHbIE, CTpa-
JAIOIIMe TeHEepaIM30BaHHBIM PEIECCUBHO-ANCTPOdH-
YECKUM BPOXKJIEHHBIM OYyJUIE3HBIM DIHIEPMOIN30M,
OTHOAIOT B MOJIOZIOM BO3pAacTe WJIH IMO3/HEE OT MeTa-
CTa30B IUIOCKOKJIETOYHOI'O Paka KOKHU U HKCTPAKOKHBIX
ocnoxHeHMH [ 18].

B 3akimoduenne He0OXOAMMO OTMETHUTh, YTO TTaIieH-
THI C BPOXKJIEHHBIM OYIIIIE3HBIM SITUAECPMOIH30M Tpely-
FOT MEXAUCIUIUIMHAPHOTO MOJIX0/1a, B OCHOBE KOTOPOI0
JICKUT 3alUTa YYBCTBUTEIBHON KOXKU OT TPABMBI C UC-
MOJIb30BAHUEM PA3HBIX MEPEBSI30YHBIX CPEACTB, MEIU-
KaMEHTO3HbBIX W/MJIM XUPYPrHUECKUX BMELIATENILCTB C
LIETIBI0 KOPPEKTUPOBKHU OCIOKHEHUM.
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AHI‘I/I)IpOTI/I‘IeCKaH IKTOACPpMAJIbHAS TUCIIA3UA

U. H. Heanosa', E.A. Cepoikosa', T.U. Hxonnuxosa’

'Kadeapa nepmaroBeneposorun (3aB. — mpod. A.FO. Poxun) Bonrorpaackoro rocymaap-
CTBEHHOTO MEMIIMHCKOTO YHUBepcHTeTa; > LIeHTp ruraHupoBanus ceMbu Bosrorpaackoi 06-
JAaCTHOW KyMHIYecKoi 6ompHHIBI Ne 1 (TimaB. Bpau — T.A. Konsxuna)

Onucano pedroe naciedcmeennoe 3a001e6anue (AHeUOPOMuYeckas SKmooepmanvhas oucniazus). I[lpeo-
CMaseHbl OCHOBHbBIE ACNEKMbL KIUHUYECKOU OUAZHOCUKU OaHHO20 cuHOpoma. [Ipusedensl 0sa KauHuue-

CKUX HAOMI0OeHUs OAHHOU NAMOTIO2UU.

KnrwodeBbIe €10 Ba: aeudpomuieckas IKmoo0epMaibHas OUCHIA3US, 2eHOOePMAMOo3bl, OUCIAHCEPU3AYUSL

ANHYDROTIC ECTODERMAL DYSPLASIA
L. N.Ivanova, E.A.Serdyukova, T.1.Ikonnikova

A rare hereditary disease — anhydrotic ectodermal dysplasia - is described. The basic clinical aspects of the
syndrome diagnosis are presented. Two clinical cases with the syndrome are described.

Key words: anhydrotic ectodermal dysplasia, genetic dermatosis, prophylactic checkups

AHTHAPOTHYECKYIO SKTOJCPMAIIHHYIO JUCIUIA3UI0 —
ADJ]l (cun. cuampom Kpucra—Cumenca—Typena)
OTHOCAT K TPpYyIIE€ SBKTOACPMAJIbHBIX ):[I/ICHHaSI/Iﬁ —

HACJICICTBEHHBIX 3a00JICBaHMI KOXKH, KOTOpPBIE Xa-
PaKTEpU3yIOTCS  Pa3BUTUEM PA3JIMUHBIX aHOMAJIAN
TKaHEW, MNPOUCXOMSIIMX M3 JSKToAepMbl. Paznuuaior
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Puc. 1. bonbHas b. Aurunpornyeckas 3KkTofepMalibHast JUCIUIA3HUL.

a — XapaKTepHBIl THI JHIA, TUCTPOPUYHBIC BOJIOCHI, AUCTPOGHs 3yOOB;
6 — yCHJICHHE KOKHOTO PHUCYHKA, JIMXCHU(pUKALNS Ha (POHE BBIPAXKCHHOI Cy-
XOCTH KOXKH JIaJIOHEH.

JIBE OCHOBHBIE (DOPMBI AHOMANHU HKTOAEPMAITBHBIX
CTPYKTYP: aHTUJPOTUYECKYIO U THAPOTHUECKYIO.

BriepBeie 3aboneBanne Obuto omucano B 1848 T
J. Thuraine, a 3arem GoJsiee MOPOOHO B Hauaje XX Beka
J. Christ u H. Siemens [3]. Jlepmaro3 neGrotupyer
B JIeTcTBE C (DOPMHPOBAHHEM IIOJHON KIMHUYECKON
KapTHHBI B ITyOepTaTHBII MTEPHO/I.

OTHONOTHS W TIATOTeHE3 0 HACTOSIIEr0 BpPEMEHH
HE YCTaHOBJIECHbI. Pa3BuTHE aHOMAaIMl CBSA3BIBAIOT C
neGeKToM TeHa, JeTePMUHHUPYIONIero (opMUPOBAHKE
aktomepmbl [4]. ADJ] B GONMBITMHCTBE CIIydacB UMeEET
peueccuBHbId  X-CLEIUIEHHBIM THUIl  HACJIEJO0BaHUS,
B CBSI3U C YE€M BCTPEUAETCS HAMHOIO Yaile B BHJIE
MOJTHOTO CHUMIITOMOKOMIUIEKCAa y MaabauKkoB. OgHAKO
OIHCHIBAIOTCS CIy4dan 3a00JE€BaHMS U y JIUI] JKEHCKOTO
ToJ1a ¢ ayTOCOMHO-JAOMHHAHTHBIM THITOM HaCII€OBaHU
[1, 4—6]. 3a0omeBaHne BBI3BAHO MYyTAallUsSIMH B TEHE,
KOJIMPYIOIIEM 3KTOMCIUIA3UH-A,, KOTOPBIN JIOKAIN30BaH
B Xql2-q13.1 [2].

Knunuueckass xaptuna ADJ[ ckianeiBaeTcs U3
OCHOBHOM TPHaJbl CUMIITOMOB: THITOILIa3Hs MOTOBBIX U
CAJIbHBIX JKEJIe3; TUIOIUIA3Usl BOJIOCSIHBIX (DOJLTUKYIIOB;
mrcMopGoreHe3 MATKUX TKaHEeW MOJIOCTH PTa U aruia3ust
3yOHBIX 3a4aTKOB. BciencTBhue mepedncleHHbIX aHo-
MaJFid TIpH JaHHOM 3a00JieBaHWH HAOIIOMACTCsl Xapak-
TEPHBbII BHEIIHUNA BUJI: HU3KUI POCT MALMEHTOB IIPU OT-
HOCHUTEJIBHON OOJIBIION TOJIOBE, JIUIO C BBICTYIAIOLINM
700M, HaIOPOBHBIMHU M CKYJIOBBIMHU TYT'aMH, OTTOITBIPEH-
HBIMU OOJIBIIUMH YITHBIMH pakoBuHamu (ymru Catupa),
CEIUTOBUIHBIM HOCOM, IIOJHBIMH BBIBOPOUCHHBIMH TY-
O0amu (facies anhidrotica) [1, 2, 6—8]. Koxka Onemnas,
cyxas, y psana OONBHBIX OTMEYAIOT WXTHO3U(OPMHOE
HIEeTyIIeHHe, J1aJOHHO-TIO/IONMIBEHHYIO KEpaTOAepPMHIO.
CyXOCTh KOKM OCOOEHHO 3aMEeTHa B MEPHOPOUTAIHHOM
oOnactu Ha (oHe runeprnurmerraiuu. Ciausucras 000-
JIOYKa pPTa Cyxasi, COCOUKH SI3bIKa CTIIayKECHBI.

Bonocsl nuctpoduunbie, Tyckible, O€CLBETHBIC WIN

POCCWICKW XYPHAN KOXHbIX 1 BEHEPUYECKINX BONE3HEN

Puc. 2. bonsHoi#t H. AHrnaporuyeckas sKToaepMaibHas AUCIIIA3HsL.
XapakTepHbIH TUII JINIA, OTCYTCTBHE 3y0OB.

MaJIO-IIUTMEHTUPOBAHHBIEC, MOXKET ObITh X BBIPA’KCH-
HOE MopeJIeHNe BILIOTH JI0 ajonenuu. PecHuIsl 1 OpoBu
pElKre UK OTCYTCTBYIOT.

Hns AD]] xapakTepHbl pa3iudHble 3yOHbIE aHOMa-
JIMH: TIOJTHOE OTCYTCTBHUE 3yOOB MJIM TMITIOJOHTHS C PEA-
KUMH J1e(hOPMHUPOBAHHBIMHU 3y0aMu B (popme MTHIpei.

Hapymenne (yHKIMM HOTOBBIX JK€JIe3 MPUBOAUT K
[IEPUOANYECKOM THIIEPTEPMUH, & CAJIbHBIX JKEJe3 U XKe-
JIe3 CIU3HUCTHIX 000I0YeK — K aTpo(PHIecKOMy PHHUTY,
XPOHUYECKOMY JIAPUHTUTY, KOHBIOHKTHBHUTY U CTOMa-
tuty. HaOmromatorcst arpoduuHble cle3Hble, OpOHXH-
aJbHBIC JKEJe3bl U JKeJIe3bl MUIEBAPUTEIBHOTO TPAKTA.
VY GonbHbIx ADJ] MMeeTcs CKIOHHOCTh K aTONMMYeCKUM
3a0051eBaHMSIM (ATONMMYECKUN epMaTHT, OpOHXHAaIbHAS
acTMa M aJlJIeprU4eCKUN PUHMT).

IIporHO3 1711 BBI3AOPOBIICHHUS HEOIATOMPUATHBIH.
JleueOHblE MEpOIPUATHS HAlpaBICHbl HA KOPPEKLHUIO
UMCIOIIMXCS HAPYUICHUH (HOIICHWE MapuKa, MpoTe3u-
poBaHue 3y0OB, HENOIYIIEHNE TIePETrPEeBAHMS, UCTIONb-
30BaHUE HCKYCCTBEHHOM ClIe3bl), JeUEHHE aTOMHUYEeCKO-
ro JIepMaTuTa.

[IpuBoguM 1Ba COOCTBEHHBIX HAOMIONEHHUS.

HaGnronenue 1. bonwuas b., 7 et (puc. 1, a, 6). [Ipu poxe-
HuM Macca tena 2750 1, poct — 53 oM. PonocnoBHas manueHTKy Xa-
pakTepu30BaNack HAINYHEM 3a00JIeBaHHs y OTIIA U CTapIieil cCeCTphI B
OTHOCHTENHHO OaronpusaTHo# Gpopme. MaTb 1 cecTpa-0nu3Hel ObUTH
310pOBbI. BHEIIHMIT BU ICBOYKK ObLT THITHUCH U BKJIFOUAIT BCE MPO-
SIBIICHUST 3200J1eBaHKs. AHTHIPOTHYECKOE JIUIIO UMEJIO CIE/yOLIHe
0COOCHHOCTH: KOHBEKCHYIO (DOpMy, 3alaJarollylo CIIMHKY HOCa, I'H-
TIePTEIIOPH3M, IEPUOPOUTAIBHYIO TUCTPOGHIO M IIMTMEHTANHIO, TIpe-
obnajaHne MO3rOBOTO Yeperia HaJl JIMIEBbIM, BHIBEPHYTHIC MSCHCTBIC
ryObl, OTTOIBIPEHHBIE yIn. OTMeYanu CyXoCTb KOKH TYJIOBHINA, KO-
HEYHOCTEHl, OTCYTCTBHE MOTOOTACNICHUS, HE3HAYUTEIIbHASL CEKPELIHS
CITIOHHBIX U CIIE3HBIX Kene3. 3yOHas popMyna npescrasieHa 1 3ydom
B 00JacTH BepXHEH YesocTH U 2 MUCTpo(UIHBIME 3yOaMu B 00ia-
CTH HIKHEH denmocTH. Bomocsl Ha BOJTOCHCTOH uacTh roioBel Oero-
ro IBeTa TOHKHUE, MUCTPOdUUHBIC, HeONneCTsIue, JIUHONH 3—4 cM.
TTynKoBbIC BOJIOCHI 110 BCEMY KO)KHOMY ITOKPOBY OTCYTCTBOBaid. Ha
JJaaoHAX ONpPEACIIAINCh OYaru J'II/IXeHI/I(bI/IKaLLI/IH, YCWJICHHUE KOXKHOI'O
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pucyHKa Ha (oHe BEIpaXeHHOMH cyXocTH. OTMEUYaInCch CUMIITOMBI aTo-
MTIYECKOTO0 IePMaTHTa ¢ THIIHIHOI JIOKaIn3anueil B 001acTH CKIaJoK,
3y/10M, JINXCHU3ALUEH, pacuecaMmu, TucxpoMmueil. PebeHok nmen nHBa-
JIMAHOCTH JIETCTBA I10 TTOBOY JTAaHHOM ITaTOJIOT M.

IIpu ocmotpe y oTua HaOmIOnAMMCh (hanyanbHbIC MPU3HAKH CHH-
npoma Kpucra—CumeHnca—TypeHa B BHae BBICOKOTO JI0a, CeIo-
BUJTHOTO HOCA, THIEPTENIOPU3Ma, IEPCTIHBIX CePBIX KOPOTKHX BOJIOC,
HoJHBIX I'y0. B monoctu pra Bee 3y0bl, Kpome 3y0OB MyApOCTH, MPH-
CYTCTBOBAJIH, OHAKO OBLIN AUCTPOPUIHBIME, KOHYCOOOpa3HBIMU, Me-
CTaM¥ JIMIIEHHbIMH 3Maiu. [oTooTaenenne npakTHIecK: OTCyTCTBO-
BaJIO, OTMeYasaach IUIOXash MEPEHOCHMOCTh BBICOKOH TeMIIeparyphl.
B Teuenue Bceil xu3HU cumTan ceOst 3M0pOBBIM, K BpadaM He oOpa-
1mascsi, ObUT BBISIBJICH aKTHBHO ITPU 00CIIEI0BAHUN MIIIIICH 10UepH.

VY crapmieii cecTpsl GOMBHON BBHIABIIIM HE3HAUUTEIBHBIC CHM-
nToMbl ADJI: koXka TyJ0BHILA, KOHEYHOCTEH Cyxas, CeKpeLus Io-
TOBBIX JK€JIe3 W TepMOpEryisiius 3aTpyaHeHsl. [1moxo nepeHocuia
nuxopazaky. JIuno oramyanoch HeOOJBLIONH KOHBEKCHOH aedopma-
LUel, TUIIePTEIOpH3MOM, ITOTHBIMH Iy0amu. 3yObl ANCTpOQHUIHBIE,
KOHyCc0o00pa3HOoi (opMbl. Bomocs! qmiHHBIE, 3alIeTeHHbIE B KOCY,
OJIHAKO CBETJIbIE, IPAKTHYECKH JIMIICHBIE OKPACKH, HE OJIeCTeIH.

IIpn oGcnenoBanuM MaTepy U CECTPHI-ONM3HENa HUKAKUX CHM-
nToMoB ADJ[ He 0OHAPYKUIH.

Taxum o00pa3oM, NpUBEAEHHBIH ciydaidl cuHapoma Kpucra—
Cumenca—TypeHa IEMOHCTPHUPYET PEAKHN ayTOCOMHO-IOMHUHAHT-
HBIH THI 3200JIeBaHNSI.

Habnronenue 2. bonpuo0i# H., 8 ner (puc. 2). C nercrsa crpa-
JlJl CyXOHM KOXKEH, Moiyvasl JeYeHUe Yy NepMarosiora Mo MeCTy KH-
TEJILCTBA MO MOBOJLY aTOIMYecKoro aepmarura. IIpn ocMoTpe Habmo-
nmamick Bce npusHaku AD/l. Huskuil pocT, OTHOCHTENBHO KpyITHAs
TOJIOBA C BBICTYIIAIOLINM TT0A00POJIKOM, HaIOPOBHBIMH JyraMH, OOIb-
I1e OTTOMBIPEHHBIE YIIIN, BRIBEPHYTHIE T'yObI, CEUTOBHIHBII HOC, T1e-
propOUTAaIbHAS IMTMEHTALHUS U CKJIQ4aTOCTh KOKU. Bomock! Ha Bo-
JIOCHCTOH 49acTH TOHKHE, AUCTPOQHUIHBIC, MAIONUTMEHTHPOBAHHEIC,
KOPOTKHE, PECHHIIBI M OPOBH OTCYTCTBOBAJH. B monocTu pra Ha si3bIke
HaJIET, CIJIAKEHHOCTB COCOYKOB. 3yObI oTcyTcTBOBaNH. [0 BceMy Kok-
HOMY TIOKPOBY OTMEYaslach BBIPAXKEHHAsI CyXOCTb KOXKH, OCOOEHHO B
00J1acTH J1aJJOHEH 1 MOJIOIIB, T7ie HAOIoIaIach JierKasi KepaToiepMHUsl.

JlaHHas maTonorHs KOXKH IPEACTABISIET HECOMHEH-
HbIH MHTEpeC JUIsl Bpayei pa3HbIX CIENHaIbLHOCTEH: me-
JIMaTpOB, AEPMATOJIOTOB, CTOMaTONOroB. [lennarpsl mep-
BbIMU 3aMEUarOT IMTPU3HAKU SaGOHeBaHI/I}I y Z[CTGIZ B CBA3U
C HaJIMYUEM Y HUX JINXOPAJKU HESCHOrO renesa. [lepma-
TOJIOTY OCYIIECTBIISIOT AUCIIAHCEPHOE HAOIFOICHUE JIaH-
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HOU Kareropuu OOJIBHBIX H CBOEBPEMEHHOE HAIIPABJICHUE
Ha MEJIMKO-COLUATbHYIO IKCIIEPTHU3Y, a TAKKE MPOBOJISAT
JIeUEHUE aTOMUYECKOro AepMaTuTa. 3aJadeii ctoMarosno-
TOB SBJISICTCS] IPOTE3UPOBAHUE JIETEH U B3POCIIBIX, CTpa-
TTATOTITIX He3aKIaaKol U ucTpodueit 3y0oB.

Bce 6ompabie ADJl HYX)TArOTCS B MEIUKO-TCHETH-
YECKOM KOHCYJIFTUPOBAHMM B TCHETHYECCKUX IICHTPAX
(kaOuHeTaX) W JUCIAHCEPHOM HAOIIOICHUU IO MECTY
JKUTENBCTBA. Takike HE0OXOAMMO IMPOBOJIUTH CBOCBpE-
MEHHYIO KOPPEKLIUIO UMCIOIINXCS HAPYIICHUM CTPOCHUS
1 QYHKIUY KOXKH U JPYTUX MIPOU3BOIHBIX KTOIECPMBI.
[Maumenter ¢ ADJl, Kak NMpaBUIIO, ABISIOTCS UHBAIN]IA-
MM JIETCTBA U UMEIOT COLIMAIIBHYIO TIOJIZIEPIKKY rocyaap-
cTBa. BrIpaboTka mpaBUIBHONH TAKTHKH B OTHOIIEHWUH
OOJIBHBIX C JAHHOU MATOJIOTHEH TIO3BOJIUT CYIIIECTBEHHO
IMOBBICUTH MX KAY€CTBO JKU3HHU.
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Iocrtymuma 03.11.11

Jucniia3us CoOeIMHUTEIbHOH TKAaHU: POJib
KOJUIAT€HOBBIX 0€JIKOB JepMbl (0030p JIUTEPATYPHI)

b.U. Jlaxoseykuu’, JI.K. [ naskoea’, T.@. Ilepemonuuna’®

'Kadenpa Ko)XKHBIX 1 BeHepHIeCKUX Oone3Hel (3aB. — npod. H.B. Kyarypos); *kadexnpa mo-
JTUKIIAHAYECKON Teparu, yIbTPa3BYKOBOU 1 ()YHKITHOHAIEHON TUAaTHOCTHKH (3aB. — MPOod.
N.®. I'pummnua) ['BOY BIIO Ypansckas rocymapcTBEHHAs MEIUIIMHCKAs akameMus MuH-

3npaBcolipa3Butus Poccuun

Hacneocmesennvle KOMNG2eHONAMUY 3AHUMAIOM KI04e80e MeCmo cpeou 6cex OUCHAA3ULL COeOUHUMENbHOU
mkanu, npedcmasgienvt noumu 70 nozonoeusimu cpedu 250. B nacmosiuee epemst udenmupuyuposarnvt 29 mu-
nog xonnazena, 12 uz nux yyacmeyiom 6 obpazoeanuu koxcu. Taxum obpazom, Koinazenogwie OeKu 8 Kodice
COCMAsAm nOYmu NOI06UHY 00Ujell MACChl @ OP2AHUZME U U3 U3YUEHHBIX KONIA2eHO8 U USPAIOMm 3HAYUMENb-
HYI0 POTb NPU NATNONOSUYECKUX USMEHEHUAX U HACTIEOCMBEHHBIX 3A001€6AHUAX, 00YCI0GICHHBIX PATUYHBIMU
mymayusamu. Bempeuaemocms nopasicenus Kodcu npu HAC1e0CMEeHHbIX KOIIA2eHONAMUAX OCMAEMcst 0OHOT
U3 CAMbIX BLICOKUX U mpebyem om epaia-0epMamono2a CReyuatbHblX 3HaHUll o OaHHOU npobneme.

KnrodyeBEIe CII0Ba: kojica, Kounacen, HACIe0CMEeHHbIe KoJllazceHonamuu, OUCNNIA3USL COCOUHUMENLHOU MKAHU
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