T .,

OwvarHocTuka B neagvnaTpuu

PeOGeHOK C CbINblO U aNUJencuen

Puc. 1. NauuneHTKa, 6 net. Ha Koxe 0TMe4YalTCA MHOXECTBEHHbIE Y4acTKU
rMnepnurMmeHTaumum — JIMHelHble, C «<3aBUXPEHUSAMU», MO TUMY «GPbI3T rPA3U»

B nepBble AHU MOC/e POXKAECHUS Y AEBOYKU NOSIBMIACb MaKy/lo-Be3UKyNspHas cbinb. [leBouka Ha6noganacb
C AMarHo3om «ATOMUYECKUI AepMaTUT», O4HAKO HU KOPPEKLUSA AUETDbI, HU JIeKapCTBEHHas Tepanus MnoJIoXKUTENbHOro
addeKra He gaBana. Co BTOPOro nosyroauvs M3HU Ha MecTe BbicbiNnaHui copMUPOBaNUCL OYaru runeprnurMmeH-
Tauumu, KOTOpble COXPAHSIIOTCA MO HacTosiiee BPeMsl U MMEIOT o4YeHb HeoGbluHblit Bug (puc. 1). B BospacTte 6 nert
y AE€BOYKM MOSABUIUCH KJIOHUYECKUE CYAOPOru ¢ NOAepruBaHueM JieBblX KOHEYHOCTENH. Y MaTepu AeBOYKU UMEIOTCS
€AMHUYHbIE oYaryu runepnUurMeHTaLmMm, UMeloLL e NoXoXuin Bua. Mnaawmi 6paT nayueHTK1 340p0B.

BeposTHbIM guarHos?
HenpoodunbpomaTos | Tuna.
ATONWYECKMI AepMaTuT.

MacToumnTo3 (MMrMeHTHas KpanuBHMULA).

P w0 d P

Cungpom bnoxa—Cynbubeprepa, nim cemenHas Gopma HefepKaHusa NMrMeHTa.
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lMpaBunbHbIl oTBeT: 4. CuHagpom bnoxa-CynbLbeprepa, uim cemerHasi popma HegepKaHusl MUrMeHTa.

CoyeTaHne KOXKHbIX M HEBPOJSIOrMYECKMX NMPOSIBIEHUIM XapaKTepPHO A8 TaKon 601e3HM, Kak HernpopubpomaTtod | Tuna. OgHako,
KOXXHbl€ NPosiBNEHNS HEMpodMbpomaTo3a — 3TO 04aru rmnepnurMeHTaLmmn B BUAE NATEH LiBETa «KOdEe C MOSIOKOM», KOTOpble 06bIY-
HO MMELIOT OKPYINYI0 UK OBasibHYt0 GOPMY, Yallle BCTPEYAIOTCA Ha KOXe TyNOBULLA, HO UX PacnosioKeHWe He UMEET XxapaKTepPHOro
pycyHKa. 119 NOCTaHOBKM AnarHosa HepodrbpomaTtosa TpebyeTcs MUHUMYM ABa NpU3HaKa 13 NepedncieHHblx HuxKe: 6 n 6onee
NATeH LBeTa «Kode C MOSIOKOM» (4119 ieTel LONOAPOCTKOBOro Bo3pacTa Ux AMaMeTp Jo/MKeH 6biTb HEe MeHee 5 MM); runepnurmeHTa-
LIS B NOAMbILLEYHOM MM NaxoBoK 06nacTy; 2 1 6onee HelpodubpPombl UK ofiHa NnekcndopMHan Hempodrbpoma; rnroma 3puTenb-
HOro HepBa; 2 1 6onee raMapToMbl pafly*KKu (y3enku Jlvwa); aucnnasna KIMHOBUAHOM KOCTU/aHOMaIMKU ANIMHHbIX TPyGYaTbIX KOCTEN
(nceBaoapTpo3s); HermpodmbpomaTos | TMNa y GAMKanILMX POACTBEHHUKOB (MaTb, OTeL, cecTpa, 6parT). Taknx NPM3HAKOB Yy Hallew
NMaLUMUEeHTKN HeT.

[posiBNEHMS aTONUYECKOro AepMaTiTa MOryT BOSHWKHYTb B MePBble MECSLIbI }KW3HM (MO AaHHbIM 3MMAEMMUONOrMYECKUX UCCNEAO-
BaHWU, y 60% NaumneHTOB OHM BO3HMKAIOT B BO3pacTe A0 1 roaa). KoxKHble BbIChiNaHWsa Npy 3TOM MMEIOT BUA KpacHbIX NSTEH, Nanyn
1 6NsLLEK, 3p03nK U MOKHYTUS. OHaKo, Ny3bipy 1 NocneaytoLlas CToMKas runepnurMeHTalnmns, Kak y Hallen NaLumMeHTKY, He XapaKTtep-
Hbl. KaKk NpaBuio, KOppeKLMs AMEeTbl M IEKaPCTBEHHAsA Tepanus Npu aTonNnyecKoM AepMaTUTe OKa3blBaloT NONOKUTENbHbIN IQdEKT.
HeBponornyeckmnx oCnoXHEHUM Npy aToNMYeCcKoOM gepMaTtuTte He Habntgaetcs [1].

[urmeHTHas KpanuBHMUA (MacTOLMTO3) COMPOBOXAAETCA BbIMYK/IbIMU NanylamMu Uau y3namu, UMeoWmMMU OTTEHKMU OT LiBeTa
HOPMaJIbHOM KOXM [0 XKENTO-KOPUYHEBOr0. INEMEHTOB MOXET ObiTb MHOMO. [1py pacTMpaHuKn 371EMEHTA CbiNK TyMbiM NPEAMETOM,
Hanpumep LwnaTeneM, a7IEMEHT KpacHEET U HabyxaeT, NoSABAAOTCA BOAAbIPb, @ MHOTAA M Ny3blPb (MOMAOKUTENbHbBIN CUMATOM YHHbI,
U GEeHOMEH BOCMNaMeHeHWst). ATO CBA3AHO C [erpaHynsiumen Ty4HbIX KNeTOK B MacTOLMTOMaX, KOTOPbIE COCTaBASIOT 3/1EMEHTI
cbinn. O4eHb PEAKO KOXKHbIA MacTOLMTO3 COMPOBOXKAAETCH CUCTEMHbIM MACTOLMTO30M, YTO NMPOSBASETCA NPUINBAMM, TONOBHLIMM
60/15MH, ANN304aMu AMapen, Ho He cyaoporamu [1].

CuHapom Broxa—CynbL6eprepa ConpoBOXAAETCA MOPAXKEHUEM KOXKM, HEPBHOM CUCTEMBI, [M1a3 1 3y60B, MPMYEM KapTiHa nopa-
YEHMSA KOXM HACTO/bKO XapaKTepHa, YTo No3BoNseT cpasy 3anoao3puTb auarHos [2, 3].

KOXXHble M3MEHEHUSI MPU CUHAPOME HefepXKaHUs MUrMeHTa NpeTepneBaloT HECKObKO CTaaui B TEYEHUE KU3HW YenoBeKa.
C caMOoro poXaeHus UK 4yTb NO3XKe, B HEOHATa/lbHOM Mepuroje, NoSBAAOTCA pacnpoCTpaHEHHbIE BOCNaNUTENbHbIE NATHA U My3bl-
pW, KOTOPbIE MOTYT HaMOMWHaTb repnec unv nuoaepmMuio. My3bipn MHOTAA BCKPbIBAIOTCS, OAHOBPEMEHHO MOTYT NOSBASATLCS HOBbIE
BbICbINaHWs. TaKoM xapaKTep CbiNu HabnogaeTcs B cpefHeM A0 4—6-MecsyHOro Bo3pacta (Makcumym o 18 mec), npu aTom
He WCK/Il0YEHa 3HauYUTeNbHas 303MHODUKS.

C Bo3pacTa 4 Mec BbIChiNaHWA CTAHOBATCS MOXOXKUMMU Ha 60POAABKHM, OAHOBPEMEHHO MOTYT MOABAATLCA ANCTPODUYECKME U3ME-
HEHMA HorTen. C 6 MeC U/ HECKOJbKO MO3Me GOPMUPYIOTCS TMNEPNUTMEHTUPOBAaHHbIE MATHA, UMetoLLe hopMY «3aBUXPEHMI [2, 3].
Y B3POCAbIX N0Aer MOryT 06pa30BbIBaThCS IMHENHbIE OYary r’MMnonUrMeHTaLmun. MHTEPECcHO, YTO KOXHbIE M3MEHEHNS Ha Kayaow
cTaaun cuHapoma bnoxa—CynbL6eprepa pacrnonaralotcst BAoAb MHUI Bnalliko, COOTBETCTBYIOLWMX NYTAM MUTPALIMK KIIETOK KOMXM
BO BpeMs aMGproreHesa. IT1 IMHWM UMEIOT GOPMY BYKB «S», «V» U CIMpaei, OHW MPOXOAAT B MoNepeyHoM HanpasieHuu Ha Ty0BU-
L€ ¥ B NPOAOJbHOM — Ha KOHEYHOCTSIX. B 0TM4Me OT 1epMaToMOB IHUK Biallko He COOTBETCTBYIOT 30HaM MHHEPBALWM.

[pyrumun NposiBNEHUAMU CUHAPOMA SBNSIOTCA anoneuus, runofoHTUs, aHomanun GopMbl 3y60B, OTCMOMKa ceTtyatku. OKono
30% nauneHToB C CUHAPOMOM HeLepPaHWs NUrMeHTa MMEeKT HEBPOJIOrMYECKME NPOSIB/IEHUS, TaKME KaK CyAOPOru, yMCTBEHHas oTcTa-
noctb [2, 4].

[na noaTBepXaeHua AnMarHo3a LOMKHO NPOBOAMTLCA FEHETUYECKoe uccnefoBaHne. EAMHCTBEHHbIM reH, MyTaLuMn B KOTOPOM
aCCoLMMPYIOTCA C CUHAPOMOM HeaepaHua nurmeHTa, — reH IKBKG (npexHee Ha3BaHue NEMO). Cunapom Bnoxa—CynbLbeprepa
aBnseTcs X-cuenneHHbiM 3a6oneBaHneM, T.e. 601eL0T TONbKO AeBOYKU. /1 MaNbYMKOB AaHHbIM CUHAPOM NeTalbHbIv [2].

KoXHble MPosiBIEHNS CUHAPOMA HeAepaHWsa NUrMeHTa 006bl4HO He TPebyloT NedYeHns. ECTb AaHHble, YTO MECTHbIE [IIOKOKOP-
TUKOCTEPOU bl M TAKPONMMYC YMEHbLIAIOT ANUTENbHOCTb BocnanutenbHon () dasbl 6one3nu [5, 6]. Mpu npucoeanHeHUn BTOPUYHON
GaKTepuanbHON MHOEKLIMK KOXM MOXKET NoTpeboBaTbCs aHTUGaKTepuanbHasa Tepanus. B cnydae pa3BuTUS Cyoopor Ha3HavyaeTcs
NPOTUBOCYAOPOXKHAs Tepanus. Pe6eHOK JOMKEH PeryasipHO ocMaTpuBaThes 0dTaNbMONOroM A1 CBOEBPEMEHHOM KOPPEKLIMKU BO3-
MOXHbIX OCNOXHEHWUIM CO CTOPOHbI a3 [2—-5].

10. C. JlawkoBa, T.B. KynnyeHko, H. B. XKypkoBa
Hay4Hbiv LeHTp 340p0Bbs AeTen, MockBa, Poccuiickas ®eaepaums
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