MedicdyHapooHbill HayuHO-uccaedo8amenbckull scypHan = Ne 9 (147) = Cenmsbpb

INEJUATPUSA / PEDIATRICS

DOI: https://doi.org/10.60797/IRJ.2024.147.32

K/IMHUYECKOE HAB/TFOAEHUE CEMEMHOM I'MIIOT UIPOTUYECKOM OKTOJIEPMAJIBHOM
JUCIVIA3UU (CUHAPOM KPHUCTA — CAMEHCA -TYPEHA)

Hayunas cratbs

Maxkcumosa M.H." *, Tunukus B.A.?, Tunukus A.B.2
'ORCID : 0000-0001-6350-8379;
2ORCID : 0009-0000-0990-4661;
*ORCID : 0009-0002-7385-7964;
1.2 [TeH3eHCKHUI HHCTUTYT yCOBEPIIEHCTBOBaHKs Bpaueii, [Ten3sa, Poccuiickas deeparius
* TleH3eHCKuUI TOCyIapCTBeHHBIM yHUBepcuTeT, [1ensa, Poccuiickas ®eneparus

* KoppecrnoHaupytoluii aBTop (m.n.max[at]yandex.ru)

AHHOTanus

OKTonepMabHble aucruiasuu (1) — rpymma Hac/ie[CTBeHHBIX 3a00/IeBaHUM KOXKU U ee TIPU/IAaTKOB, XapaKTepHU3yHOLMXCs
CTPYKTYPHBIMH U (DYHKIIMOHATLHBIMM aHOMAa/IMSIMU TKaHel — TIPOW3BOJHBIX 3KTO/IEPMBI: KOXKH, 3yDOB, CIHU3UCTONW 000I0UKH
TIpe/iiIBepUsi TIOJIOCTH PTa, TIOTOBBIX U Ca/IbHBIX JKeJie3, BOJIOC, HOTTel U IPYTUX 3KTO-, Me30- U SHZ0lePMabHbBIX CTPYKTYP.

[pesacTaBneHo KIMHUUECKOe Hab/oJeHHe ceMeHHOM TMIoru/poTHUecKol skTofepManbHoi aucrasuu (I'9) (cunapom
Kpucra-Cumenca-TypeHa), POSIB/ISIOIIENCST BPOXKAEHHON THUTIOTUIa31el IMOTOBBIX JKejle3, BOJIOCSIHBIX (DOJITMKYJIOB, aryla3uei
OONBIIMHCTBA  3yOHBIX 3aUaTKOB, /[JUCMOPGOreHe30M MSTKUX TKaHeH T1ojaocTh pra. [lokasaHa BakHas pOJb
MEXJUCLIATIIMHAPHOTO TIOAX0/a B TUATHOCTHKE U TaKTUKE Be/I€HUS TAlJeHTOB C 3KTOZepMaIbHOM TUCTIIa3Hei.
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Abstract

Ectodermal dysplasia (ED) is a group of hereditary diseases of the skin and its appendages characterized by structural and
functional abnormalities of tissues derived from the ectoderm: skin, teeth, oral mucosa, sweat and sebaceous glands, hair, nails
and other ecto-, meso- and endodermal structures.

A clinical observation of familial hypohidrotic ectodermal dysplasia (HED) (Christ-Siemens-Touraine syndrome)
manifested by congenital hypoplasia of sweat glands, hair follicles, aplasia of most dental rudiments, and dysmorphogenesis of
oral soft tissues is presented. The important role of interdisciplinary approach in the diagnosis and management of patients
with ectodermal dysplasia is demonstrated.

Keywords: ectodermal dysplasia, hypohidrotic, Christ-Siemens-Touraine syndrome.

BBepenue

OKTopepMabHble fuciuiaszuu (OI) — rpyma Hac/eACTBeHHBIX 3ab0/ieBaHUN KOXKH M ee TIPHJATKOB, XapaKTepU3YHOLIAXCS
CTPYKTYPHBIMU ¥ (DYHKIMOHAJIBHBIMUA aHOMA/IMSIMK TKaHel — MPOW3BOAHBIX SKTOJEPMBI: KOXH, 3y0OOB, C/TM3UCTON 00O0I0UKH
TIpe/iIBepUsI TIOJIOCTH PTa, TIOTOBBIX U CallbHBIX JKeje3, BOJIOC, HOTTel U IPYTHX 3KTO-, Me30- U 3HZOepMarbHbIX CTPYKTYD [1],
[2].

[MomynsnuonHas yactoTa BcrpeuaemMoctd O/ B mupe konebnercss ot 1:10000 go 1:100000. K HacTosiiiieMy BpeMeHU
OIMCAHO OKO0JIO 175 pas/MMUHBIX KIMHUKO-TeHeTHUecKUx opM 3] ¢ U3BeCTHOM MoJIeKy/sIpHOM 3THoorueit. [Ipeanonaraemas
pacripocTpaHeHHOCTh Bcex TuroB 31 — 21,9 Ha 100000 HoBopoxAeHHBIX [3], [4].

K pasButhto 3aboseBaHUs MPUBOAAT TeHETHUeCKW OOyC/IOB/ieHHble HapyLleHHsl Pa3sBUTHs HApPY>KHOTO 3apOJbILIEBOTO
JmcTa (3KTOZepMbl), BO3HHKAIOIMe B pe3ynbTaTe [e(eKTOB Dery/siiii pPasBUTHS WM SIHUTeNIHalbHO-Me3eHXHUMaabHOTO
B3aMMOZIeMCTBYS U 1eeKTOB B CTPYKTYPHBIX Oeskax muTockesnera [5], [6].

Haubonee pacripocTpaHeHHOW SIBSIeTCS THIOTHAPOTHYecKast 3KrofepMmasbHas aucriasus (I'3) (cunzapom Kpucra-
Cumenca-Typena, OMIM305100), kotopas coctaensieT 10 90% Bcex DI. Brieperle 3aboneBanue 6bi1o orvcano J. Touraine
(1848 1.), 3atrem ctomartosiorom J. Christ (1913 r.) u gepmaronorom H. Siemens (1929 r.). HacnegoBanue 3aboneBanusi JfI
MOXKET TPOMCXOAUTh T0 ayTOCOMHO-[OMMHAHTHOMY, ayTOCOMHO-PeLieCCHBHOMY, X-CLIe[JIEHHOMY THITy, YTO CBSI3aHO C
MYTaLUsIMUA pa3HbIX TeHOB [7].

Y naieHToB MY)KCKOr0 M »KeHCKOTO I10j1a ayTOCOMHO-ZOMUHAHTHasl ¥ ayTOCOMHO-pelieccuBHasi popMbl Hab/MIOJAIOTCS B
PaBHOI CTereHH. Y HOCHUTeJel >KeHCKoro pofia X-crernyieHHble Gopmel (X-I'S/]) MOryT nmpoTeKath B Oosiee JIerkoM BapyUaHTe
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wm 6eccumnToMHo [8]. CornacHO nuTepaTypHBIM AaHHBIM Ha X-I'DI mpuxoputcsa 1o 95% Bcex ciyuaeB 'S (cMHApOM
Kpucra-Cumenca-Typena) [9].

OCHOBHBIMU (peHOTUITMUEeCKUMU NposiB/ieHusMU ['D]] siBsieTcs Tpuaja KIMHUYeCKUX CUMIITOMOB: TUIOIIA3KsI TOTOBBIX U
Ca/bHBIX JKesie3 (TUIOTHAPO3); TUIOIIA3Ws BOJIOCSIHBIX QOJTMKY/IOB (TUTIOTPUX03), AUCMOpP(OreHe3 MAKMX TKaHeH MOI0CTH
pTa U aria3usi 3yOHbIX 3auaTKoB (rurnofoHTus / anogoHtus) [3], [10].

[MepeuriciieHHbIE aHOMAJTUX OIPEZEJISIFOT XapaKTePHbBIM BHELTHWH BYJ NalpieHToB ¢ I'D/1: HU3KUiA pocT, Oombluast roiosa,
BBICTyMaloIKe J0OHbIe Oyrphbl, MaCcCHBHBIE Ha/[OPOBHBIE U CKY/IOBbIE YT («OJUMITUMCKUEN 7100»), 3araBiiias MepeHoCHIa,
OTTOMbIpeHHbIE GOJIbIIIME YIIHbIE PAKOBUHBI («yiiu CaTHpa»), MOPIIMHHUCTBIE BEKH, CK/IAA4aTOCTb BOKPYr pTa M IVias,
HaroMUHarolasi  pyOLpl, MUKPOTHaThs  («aHTHIPOTHYECKOe JIMLIO»), BBIBODOUYEHHbIE TyOBI, TEpUOpOUTAbHAS
TUIeprurMeHTalys. 3HauuTe/bHOE TOpefeHne pecHull, OpoBeii, Bonoc BIUIOTh A0 ajnonelyd. CyXOCTb KOXKH, CJIM3KCTBIX
POTOBOM TMOJNOCTH, OTCYTCTBUE C/Ie300T/e/leHus.. BBISBASIOTCSA J/1aflOHHO-TIONOIIBEHHAsl KepaTofepMus, MXTHO3U(OpPMHOe
wenymenve [4], [11]. AHomamuu 3yOOB BKJIFOUYAIOT TOJHOE OTCYTCTBUE WM YAaCTUYHYHO a/IeHTHUIO C HeAOpa3BUTHEM
a/IbBEOJISIPHBIX YT, LIMIIOBUAHBIMHU pe3ljaMd KOHMUecKoM ¢opmbl. OTMeuaeTcsi HapyllleHue T0C/Ie/i0BaTe/lbHOCTH U CPOKOB
npope3biBaHie 3y0oB (B Bo3pacTe 1-3 rozma). HapylueHue MOTOOTAeNeHHUS, CBsI3aHHOe C aTpodHeil MOTOBBIX JKese3,
COTIPOBOXK/IaeTCsl HapylleHHeM TepMOpery/silivH, TPUBOJMIee K IeperpeBaHUI0 OpraHM3Ma M Pa3BUTHIO TIepUOJMYeCcKon
TUIEPTEPMHUM HESICHOTO TeHe3a. [UMorupo3 CayibHbIX JKeIe3 U >KeJie3 CIM3UCTBIX HOCO- U POTOIVIOTKU, OPOHXHAJBHBIX JKele3
MIPUBOAWT K PAa3BUTHIO arpo(UyecKoro PpHHWTA, XPOHWUECKOTO JIAPUHIWTA, KOHBIOHKTHMBUTA W CTOMAaTHTa, YaCTbIM
pecrnypaTopHbIM HH(MEKIWsAM, OpOHXHTaM C acTMaTHUeCcKUM KOMIIOHEHTOM. BombHble ¢ 3] CKIOHHBI K aTOMU4eCcKUM
3a00/1eBaHUAM (QTONIMUECKUI [JepMaTuT, OpoHXWajbHasg acTMa W ajulepruueckuii punut) [8], [12]. Y wacTH maiueHTOB
OTMeyvaeTcsl 3aZiepKKa IICMXOCOMaTMUYeCcKOro pasBUTHS, CHIDKEHHEe WHTe/UIeKTa [0 ITIOrPaHUYHOTO YPOBHSI YMCTBEHHOMU
OTCTa/oCTH, NMpoOJeMBl C peublo, COLMasbHasl [le30pHUeHTALHs, 3aMKHYTOCTb. 3abo/eBaHWe pa3BUBAeTCS C POXKJAEHUS U
TIPOSIBJISIETCS Ha TIePBOM TOAY >ku3Hu [13].

JlMarHocTHKa OCHOBBIBAeTCSI Ha K/TIOUEBBIX MPHU3HAKax, BK/IIOYAsi CHIDKEHHE WM OTCYTCTBHE TIOTOOTZEeHHs], aomneLys,
TUIO- WK aHOZJOHTHS U TIOTBEPIK/IAaeTCsl JAHHBIMA MOJIEKY/ISIPHO-TeHeTHUeCKOTo hccilejoBaHust (ipsivasi U KocBeHHast JTHK-
ouarHocTvka) [14]. TMatorucronoruueckoe UcCCiejoBaHHe OHONTAaTa KOXKU BBISBJSIET OTCYTCTBHE TMOTOBBIX JKejie3, aTpoduro
SMUZIePMHCa, TUION/Ia310 BOMOCSHBIX (DO/UIMKYJIOB, CabHBIX )Kere3. B OTATOLeHHBIX CeMbsX B C/Iy4asx yCTaHOB/IEHHOW
MOJIEKY/ISIpHOM npuunHbl X-I"3/] BO3M0)KHO NpOBe/ieHre 10pOJ0BOM AUarHOCTUKM [/ ITporHo3a rnoroMctsa [10], [15].

B neuenuu u peabwiutanuu 6ombHbIX Il HEOOXOAMM KOMIUIEKCHBIX TIOAXOZ, Y KOODJAWHUpPOBaHHas pabora
MY/IBTUAVCLIIUIMHADHON KOMaHZbl TNpOGMIBHBIX CIeLUaJMCTOB: Iefuarpa, MeJULMHCKOTO TeHeTHKa, TeparieBTa,
JlepMarosiora, CToMaroJiora, OPTOZ[OHTa, My/IbMOHOJIOTa, OTOPHHO/IAPUHTO/I0TA U Ip. MeAnIMHCKIe peKOMeH/alliy KacaroTCst
KODPEKLIMM MMEOLUXCS HapyIIeHWH, W BK/IIOUalOT B cebs: MpoTe3upoBaHue 3yOOB, MCIONB30BaHUE UCKYCCTBEHHOW CJie3bl,
CJTIOHBI, HOIIEHHe TIapHKa, KOHTPOJIb TeMITePaTypHOTo PeXXHMa U MPoGH/IaKTHKa MeperpeBaHusi, JUHaMIUeckoe HaOJrofieHue 1
JieueHye COMYTCTBYHOLIMX 3a00jeBaHUl (TIPOSIBIEHUM aTOMMYECKOTO JepMaThuTa, OpOHXWAJbHOW aCTMbI, PeCrUpaTOPHBIX
VH(eKLi), MeJUKO-TeHeTHYeCKoe KOHCY/IbTUPOBaHKe OTATOLLeHHbIX CeMell U COLIMaTbHYIO0 MOepPiKKY.

ITporHo3 A/ BBI3OPOB/AeHUs HebnaronpuaTHeINA. [1pofj0/KUTENBHOCTD KU3HM B3pPOC/BIX IMAllMEHTOB He u3MeHeHa. B
pPaHHEeM [IeTCKOM BO3pacTe BO3MOXKEH JIeTa/IbHBIN UCX0]], CBS3aHHBINA C BTOPUYHBIMU HUHEKIUSIMU U Tuxopagkou [16], [17].

[laHHast maTosorysi, HEeCOMHEHHO, Tpe/iCTaB/sieT UHTepeC [/1s1 Bpaueil pas/WyHbIX ClieljuanbHoCTeld. PaHHAS AMarHOCTHKA
U MPaBU/ILHO BhIOpaHHAst TAKTUKA BeZleHuUsl O0/BHBIX ¢ J/] MO3BOJISIeT 3HAYUTENBHO YTyUIUTE KaueCTBO KU3HH TaL[MeHTOB.

Llenb uccieoBaHus: TPOAEMOHCTPUPOBATh KIMHHUUECKOe HabMofeHne CeMeiHOM MMIOTHIPOTHUEeCKON KTOAepMaIbHON
Jucniasum (cusgpoM Kpucra-CumeHca-TypeHa).

MeTto/bl U IPMHIUIIBI HCC/Ie/0BaHUS

ITpencraeneHo cobcTBeHHOe KaMHMYecKoe HabmofeHue cuHapoma Kpucra- CumeHca-TypeHa y oTma U fo4epy,
HaxOZAIIMXCS Ha JieueHUH W JAWCIIaHCEepHOM HaOmofieHnW y Bpauel-cnenuanuctoB KL «Knvauka Akazsemun» I[TNYB:
MyJIbMOHOJIOT, TIeAxaTpa U a/uIeproiora-MMMYyHOJIOra B CBSI3W C YaCThIMM peCIIMPAaTOPHBIMU MHGEKLUSIMH, 000CTpeHUsIMH
OpoHXHaNBHON aCTMBI U aTOMWYECKOT0 JiepMaTuTa.

W3 anamHe3a usBectHo: Ilarment B. (oreir), 43 roga. HacieacTBeHHOCTh OTSIIOIeHA MOCTHATA/IbHOM THOe/bI0 CTapIlero
Opata B 3-x MecsuHOM Bo3pacte Ha ¢oHe smxopafku. Popwscs fgoHomeHHbIM ¢ Becom 2900,0, mmuHod 47 cm. C 2-x
MeCSUHOTO BO3pacTa IMoJydas craipioHapHoe yieuenue B OB ¢ auarHo3om: BpoxaeHHast sHuedanonarus. [Tape3 Msrkoro
Heba M Ha[rOpTaHHMKA. ACMUpAlMOHHas MHeBMOHUs. [ucTtpodusi. Beia mpoBefeHa orepalusi — TOPAKOTOMHUSI, PEBU3Us
nuieBoza. ITocieonepalloHHbIN Mepyoy NpOTeKasa TsUKeso, [UIMTeNbHO fepskanack juxopagka. C 7 Mec. — BbIpaKeHHbIe
TIPOSIB/IEHUs  aTONMYeCKOro JiepMaThTa, 3arTeM HeMpoziepMHMTa M CYXOCTU KOXU. YacTble IeperpeBaHusi, OTCYTCTBHe
norootAesieHus ¢ poxzaeHus. C 3-X JIeT BbICTaBJeH AUArHO3: ATPO(UUECKUM PUHWUT. AHOMAJIMK POCTAa U Pa3BUTHs 3yOOB
(oTHenbHBIE Kapuo3Hbie yyacTku 3y6oB). C 5 jleT — XpOHWUUECKWM MPaBOCTOPOHHUM cpefiHuii otuT. C 8 jieT Ha yueTe y
racTPOIHTEPOJIOTa C JUArHO30M: XPOHUUECKUM XOJIe[UCTUT. XPOHHUeCKHH racTput. Pedurokc 330¢arvT, nosmyyasn 1iaHOBYIO
teparmio. Otmeuanace 3HIIP, «[I» yuer y ncuxuarpa. B 14 ner (1994 1.) obciefjoBaH y reHeTHKa, BHICTAaBIeH AWAarHo3:
DKTozepMasibHas auciiasus anruaporuueckas (Cusgpom Kpucra-CumeHnca-Typena). C siHBapst 1995 1. — UHBa/Iu, IeTCTBa, B
JasbHEeNIeM TiepeiaH Toj HabmojeHre B MOAPOCTKOBBIM KabuHeT. B 17 jieT BbICTaBieH AuarHo3: BpoHxuanbHas acTMa,
nosny4yaer 06a3oByro Tepanuio. Ha TpPOTsDKEHHMM AAUTENbHOTO I1epuofa Hab/iofaeTcss BPauoM-ITyIbMOHOJIOTOM Kadespsl
MY/IbMOHOJIOTMX U (pTH3UaTpru. YacTo MepeHOCUT pecnyparopHble MH(EKIMM, HeOAHOKPATHO T0Jyvasl JleueHue 10 M0BOLY
OpOHXUTA, MHEBMOHUU U 000CTPeHUs1 OPOHXHATBLHON aCTMBIL.

BHelHuii BUZ, OTIIa XapaKTePU3YeTCs TUIMYHBIMU TPOSIBEHUsIMU JJI: BbIpaXXEHHBIN JULIeBON qucMopdusm (Oosbliast
r0JIOBa, BBICTYTAoIHe I0OHbIe Oyrphl, MACCHBHBIE HA/JOPOBHBIE AyTH, 3araBliiasi MepeHoCcHia, OOoJIbIMe OTTOIBIPEHHbIE U
3a0CTpeHHbIe KBepXy VILH, I'yObl YTOJILeHb], BLIBEPHYThI, MUKPOrHaTHsi). OTCyTCTBHe Bosioc, OpoBeid, pecHur]. Koxka 6meznHas,
cyxas C y4yacTKaMM ILeyIIeHHs, TOHKWe, MOPIIMHHUCTbIE BeKH, MepuopbOuTasbHas TMIIEPIUATMEHTalus, TMCceBaopyOLoBas
CKJ1aj4aTOCTh BOKPYT pTa U IVia3, TUIIepKepaTo3 JafloHeld, AZIeHTHs], HeZlopa3BUTHe anbBeosIsIpHbIX Ayr. OTCYTCTBYeT Cjie30- U
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norootgeneHve. [onoc TrHycaBblii, MOCTOSIHHas CyXOCTb U 3a/O)KEHHOCTb HOCA. BBIABIAIOTCS MpPU3HAKU CHWDKEHUS
VHTeJl/IeKTa.

IMaupentka M. (goub), 14 net. Pogunack ot I 6epeMeHHOCTH, TIpOTeKaBIleli Ha ¢oHe TOKcHKo3a B 10-12 Heenb, yrpo3sl
nipepeiBanusi, OPBU B 28 Hepenb. OT I cpounsix pogos B 38 Hegesns ¢ Becom 3000,0 aminoit 49 cM. OrieHKa 110 1rkane Amrap
7/8 6annoB. Haxoaumach C pOX/EHUSI HAa CMeEIAHHOM BcKapmivBaHuu. C TpyJZHOrO BO3pacTa OTMEYauCh TPOSIBJIEHUS
aTONMUeCKOro JepMaThTa Ha TYJAOBHIe M KOHEYHOCTIX, Iamyse3Hble H3MeHeHMs: Ha Jmne. OrTMeuaeTcs Iioxas
MepeHOCUMOCTh CYXOU U »KapKoH MOT0/Ibl, CHI)KeHHOe TIOTOOT/e/IeHHe, TepHoUecKre JTMX0PasKu 10 cyodeOpunbHbIX Ludp.
YacTsle MPOCTyAHbIE 3a00/ieBaHust. HapyliieHue nmoc/iefoBaTeIbHOCTH, TI03Hee Mpope3biBaHye 3y6oB B 1,5-2 rofja, U3MeHeHHe
¢opMbI ¥ BeIMUUHBI 3y00B. [1pu 00beKTHBHOM 0CMOTpe obpaijaeT Ha cebst BHUMaHHe Hajiuure QeHOTHUITHUEeCKUX MPU3HAKOB
3[1: BBICOKMHA /100, BBICTYTIAIOLINHI 110AOOPOAOK, HaOPOBHBIE NYTH, CeJIOBUHBIA HOC, TUIIEPTE/IOPH3M, OTTOIBIPEHHbIE VIIIH,
nosiHble ryobl. Cyxasi Koka, BOJIOChl TOHKHE, CBeT/ble, TycKible. [Topesenue OpoBeit u pecHul. Vmerorcs 3yOHble aHOManuu
(TUMOJOHTHS, HA/TMUKe OOJBILIMX MPOMEXXYTKOB MeX/1y 3y00B KOHUYeCKOH (hopMbI).

OcHoBHBIe pe3y/1bTarhl

HecMmoTps Ha HanmuuKe y OT@ THITUYHOTO CHMITTOMOKOMITIEKCA K/TIOUEeBbIX MPU3HAKOB 3a00/IeBaHusl, JaHHBIX aHaMHe3a U
pe3y/nbTaToB KJIMHUKO-1ab0paTOPHBIX METO/IOB MCC/Ie/I0BaHus, AvarHo3 DI ObL1 BHICTAB/IEH TOJBKO B MOAPOCTKOBOM BO3pacTe
(13 neT), yTO HAILIO OTpa)keHHe B MeAWLMHCKUX pPeKOMeHZALMsX M0 KOPPeKLMU HMMEeIOIMXCsl HapylleHud. MoseKyaspHo-
reHeTUYeCKUM WCCie[oBaHUeM AuarHo3 J]1 noaTBepkjeH B Bo3pacte 33 jieT B 2014 1. (MeTOOM TPSIMOTO aBTOMAaTH4eCcKoro
CeKBeHHPOBaHUs B 3k30He 2 reHa EDA obHapyeHa myTtarus c.467G>A (Argl56His) B reMU3UroTHOM COCTOSIHUN).

MHoroneTHee Hab/oeHMe nalpieHTa ¢ O[] B coyeTaHre ¢ OPOHXMATBLHOW aCTMOM, CMeIIaHHOM ()OPMBbI, CPeTHETSDKEIOr0
TEUeHHUs TI0KA3bIBAeT OCOOEHHOCTH TeUEHUsl COMYTCTBYIOILEHM MaTOJIOTHH: eXXerofiHbie, yacTbie (10 3-5 B roa) smmsonst OP3,
MOJIMCerMeHTapHble JByXCTOPOHHUE MMHEBMOHUM CPeIHEM U TsDKeNOW CTerneHd TsHKeCTH, TPeOOBaBIIMe TOCIMTANW3aliud U
JileueHHs] B CTalMOHAPHBIX YCaoBUsAX. OTMeueHO 3aTsDKHOe TeueHWe pecliUpaTopHbIX 3aboseBaHWii, CBfi3aHHOE C
TUIOTIa3uelt /aTpoduel xese3 CIM3UCTBIX 000/I0UEK JbIXaTe/IbHbIX MyTeH, MoTpeboBaBIMX 0COObIX MOJX0/0B B Tepanuu U
peabumuranyy 60/bHOTO (yBeIHUeHHe 03kl U KPATHOCTH TIpreMa 6a30BbIX MPOTUBOBOCIIATUTE/TBHBIX IPOTUBOACTMATHUE CKUX
npenaparoB (UT'KC, T'KC, 6eTa-2-aroHUCTOB KOPOTKOTO U /IJIUTE/ILHOTO [IeHCTBYS)) U YCUIEHHe MYKOJIMTHUe CKOM Teparuu. C
LIeJIbI0 Peruzipararviy TpaxeoOpOHXUANTBHOTO CeKpeTa M CTUMYJISILIVU BbIBeIeHHUsI MOKPOThBI U3 MPOCBETA JbIXaTe/lbHbIX MyTel
npu KaxzaoM OP3 u obocTpeHnM XpOHMUYECKOW OpOHXOJIErOYHOW TaTO/IOTUM  JIOTIONIHATENBHO K  TPUMEHseMbIM
MYKOJIMTUYECKUM TIperiapaTaM B JIeUeHWH HCIIO0/Ib30Ba/IMCh TEIUIOBIa)KHBIe WHTA/SIIIUA CTEPUIBHOTO (PU3UOIOTHYECKOTO
pacTBopa npu nomoliny Hebynatizepa. KoMriiekcHbIM noxo[, B iedeHuH, BKrouaroiinii JIOK, ¢usnorepaneBTHUecKue MeTO/bI
U 1leJieHanpaB/ieHHY0 peabUIUTALMI0 TO3BOMMIN A0OWTBCA CTAaOWIM3aLMM TeUeHUs XPOHUUECKOH OpOHXOIerouHOM
MaTOJIOTHUH, CHIDKEHHUSI YaCTOThI U JI/IUTEIbHOCTU ee 000CTPEeHUM U y/yullleHUsl TToKa3aTesiel BeHTUISILIMOHHON CITOCOOHOCTH
JIETKUX.

[HuarHo3 D1 y 1eBOYKU YCTaHOBJIEH TI0C/Ie KOHCY/IBTALUU U 00C/IeI0BaHUsl Y TeHeTHKa Ha 1 Tofly )KU3HH, UTO OIMpPeeTHII0
TaKTUKy BeJeHUs W JajbHeilllero HabmogeHuss 3a pebeHKOM. MeJUKO-TeHeTUYeCKoe KOHCY/IbTHPOBaHUE CEMbU
OCYLIeCTB/IS/IOCh Ha JTare IUIAaHUPOBAaHUS OepeMeHHOCTHM W T0cjie pPOXKAeHus jgodyepu. [IuarHo3 ObUT MOATBEPXKeH
MOJIEKY/ISIDHO-TEHETUUECKUM uccienoBanueM B 3 roga B 2014 1. (obHapykena wmyTtauus c.467G>A (Argl56His) B
reTeposuroTHoM cocrtosiiuu). C  poXKAeHWs TPOBOAWIMCH TMpo¢MIaKTHUeCKhe MepOIpULTUSl TI0 TpeayTIpeKIeHHI0
rieperpeBaHusi, CO3/IaHMs ONTHUMAJIBHOTO TEMITEPAaTypPHOTO PeXXHMMa, OCYLIEeCTB/IS/IOCh JMHAMUUYECKOe HabmoeHne y mefuarpa,
HEeBPOJIOTa, OTOPUHO/IAPUHTO/IOrA, odTabMosiora. [1o MoBo/y aTonuueckoro JepMaruTta Haboanach ¢ 4-X MecsieB KU3HU Y
ajeprosiora, JlepMaTosiora, rosyyajia B KadyeCTBe IOCTOSHHOTO HapYy)KHOTO YXOZa SMOJUIeHTHI Ha TUAPOGUILHON OCHOBE U
cpesicTBa jieueOHONM KOCMETHKH [l CyXOHW M aTONMYHOW KOXKM, OTMeuasach TOJIOXKUTeNbHAs AWHAMUKA TeueHUs KOXKHBIX
nposieiieHuid. C yueToM MMERLMXCsl 3yOHBIX aHOMalWi B 1ieJisiX MPeAOTBPALeHUs 3aZlep)KKH POCTa YeIHOCTH U Pa3BUTHS
BTOPUYHBIX KOCTHBIX JedopMalyii ¢ 7-7eTHero BO3pacTa MPOBOAM/IOCH 3TAlHOE TPOTe3MpOBaHMe 3y0OB MOJ KOHTPOJIEM
OPTO/IOHTA, CTOMaTosiora. [Ijisi OpOIIeHHs TI0JIOCTH HOCA B KaueCTBe MECTHOTO YXOZa W TPHU BO3HUKHOBEHUM 3ab0/ieBaHUi
PEeCIUpPaTOpPHOrO TPAKTa aKTUBHO MCIO/IB30BA/IUCh CPE/ICTBA UPPUTAllMOHHON Tepanuu. 3abo/ieBaHue y IeBOUKU MPOTEKAeT B
OTHOCHUTE/TbHO 0/1arornpusTHON (OpMe C 04aroBbIMK PaCcCTPOWCTBAMU MOTOOT/eeH s, eé GpuU3rueckoe U HePBHO-TICHXUYEe CKOe
pa3BUTHE COOTBETCTBYeT BO3pacTy. CBOEBPEMEHHO TPOBOJAMMbBIE KOPPEKTHPYIOLIMEe MEPOIPUSITUS OKa3alu MOJOKUTETbHOe
B/IMSIHYE Ha KaueCTBO JKMU3HU MallMeHTKH, OHa I0ocelllaeT CIOPTUBHYIO CEeKLMIO, aKTUBHO 3aHMMaeTCsl TBOPUECTBOM.

3aK/IloueHue

Ba)KHBIM B JledeHHH OOMIBHBIX C SKTOZepPMajIbHOW JUCIIIA3uel sIBsIeTCs IPeeMCTBEHHOCTh M KOOpJMHUPOBaHHas paboTa
KOMaH/Ibl Bpauel pa3/IMYHbIX CHeLHalbHOCTeH. 3HaHWe OCHOBHBIX (DeHOTHITMUYeCKHUX MPH3HAKOB, CBOEBDPEMEHHOEe MPOBeZIeHHe
TeHeTUYEeCKOTO MCC/IeI0BaHUsI CrIOCOOCTBYeT paHHel auarHoctuke JJI, BEIOOPY NMPaBUIBHOW TAKTUKM JIEUEHUS], OTIPe/IeIeHUs
METOZ 0B, CPOKOB M 3TAllOB pea6I/I]'II/ITaLU/II/I, UTO CyLIeCTBEHHO MOXKeT IMOBBICUTH KaueCTBO >XW3HU IIalJUEHTOB W Y/IyUlIWNTb
MpOrHo3 3a00/1eBaHus.
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