Clinical Practice Pediaftrics
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PE3IOME

B Hacrosiieit myGiuKaLuy MpefcTaBieH MoLaroBblii IPOLECC YCTAHOBJIEHHS TPUYKMHDI JIMXOPAZLKN Y HOBOPOXKIEHHOrO pebeHKa: OT UCKIToUe-
HUst ”HGEKLMOHHOI MAaTOIOrMK 1 PaKTOPOB HeMHEKLIMOHHOI TPUPOibl, TPOBOLMPYIOLIMX HapyLleHHe TeMIepaTypHOro roMeocTasa, K BbisiB-
JIEHMIO PEIKOTO HACIECTBEHHOrO 3a00J1eBaHN sl — aHTMIPOTHYECKOH IKTOAEpMasIbHOM aucriasun (AJ]1), moaTBepsKAEHHOH C TOMOLLBIO FeHe-
THYeCKOro uccnenosanust. A9l — HacencTBeHHOe 3a00eBaHue, BO3HUKAlOLee BCIeACTBIe MyTaLuy reHa EDA, KomupyoLLero npeHatanbHoe
pasBUTHE MPOU3BOAHBIX IKTOLEPMbI IMOpHOHA. K ero 0CHOBHbIM (EHOTUMMYECKUM MPH3HAKaM OTHOCSTCS: ariasust (TMIONIa3Hst) OTOBbIX
Kenes; IUCIIa3ust KO 1M ee IPUAATKOB (TMIOTPHXO3, TMIONIIa3nst HOTTel U AIp.); Aucrnasus 3y6o. HemocrarouHoe pasBuTie MM MOJHOE
OTCYTCTBHE MOTOBbIX JKeJle3 MPMBOAMT K HapyLLUEeHHMIO MpoLiecca TeMmnooTAauu 1, KaK cefcTBUe, K runepTepMun. [TockonbKy aucnnasus Bonoc
¥ 3y00B B Neprozie HOBOPOKIEHHOCTH ellie He MPOSIBIISIETCs, TO 3a0071eBaHie Y HOBOPOSKIAEHHBIX YaCTO MPOIMYCKAIOT 1 NarHo3 CTaBUTCS 1031 -
Hee. OOHNM 13 OTACHBIX IPOSIBJIEHNMI 3a0071eBaHNs Y HOBOPOSKIEHHBIX MOKET ObITb JIMXOpPaziKa, KOTOpPast [pY TyroM MeJIeHaHH! MOKET NpHBe-
CTH K JIeTaIbHOMY Mcxony. HecriendpuiHoCTb KIMHU4ECKOi KAPTHHBI Y HOBOPOXKIEHHbBIX JUKTYET HeOOXOAMMOCTb KOHCY/IbTATHBHO TOMOLLK
PpasnuYHbIX CrieluanucToB. Pacno3HaBaHne KIMHUYECKUX MPU3HAKoB AJ]] y HOBOPOKIEHHBIX 1 MiIafieHLeB (YepernHo-JI1LeBoi AucMopdu3M,
cyxast M MICTOHUYEHHast KO3ka, lepruopOunTanbHast MUrMeHTaLst, KyMpoBaH1e IMXOPaaKK Py BHELLHEM OXJIaKIeHH!H, YTO OTMEU€eHO y Haboza-
emMoro pebeHKa) fieslaeT BO3MOKHO# PaHHIOI AMarHOCTHKY U MPefoNpenessieT CTPaTerkio OXIakAeH s 1 NasbHelLnit 06pas sKU3HH NaLyeHTa.
K/TIOUEBBIE CJIOBA: HOBOPOKAEHHbIit, THepTepMHUsl, aHTMAPOTUYECKas! 9KTofilepMaiibHast AUCIIIa3usl, TMXOPazika Y HOBOPOXKAEHHbIX, J1(-
¢epeHLanbHbIi JUarHo3, PUUKMHBI JIMXOPAKH, MOJIEKYISIPHO-TeHETYECKOe 1CCefloBaHue.

JJ1s1 UUTUPOBAHUMA: Axmuna H.M., Hukononvckas A.B., Bpazuna E.M. u Op. AHzuopomuyeckas sKmooepmasibHas oucniasus iy Hoeopo-
Hc0eHH020 pebenka (knunuveckoe Habaooerue). PMXK. Mamb u oums. 2020;3(4):340-343. DOI: 10.32364,/2618-8430-2020-3-4-340-343.

Anhidrotic ectodermal dysplasia in a newborn: case history

N.Il. Akhmina', A.V. Nikopol’'skaya?, E.M. Bragina?, O.N. Zhdanova?, Zh.L. Chabaidze'

"Russian Medical Academy of Continuous Professional Education, Moscow,
Russian Federation
2Children’s Infectious Clinical Hospital No. 6, Moscow, Russian Federation

ABSTRACT

The article describes step-by-step diagnostic approach for identifying the cause of fever in a newborn: from excluding infections and
noninfectious factors provoking impaired thermoregulation to the diagnosis of a rare congenital disorder, anhidrotic ectodermal dysplasia
(EDA) confirmed by genetic testing. EDA is a hereditary condition caused by mutations in the EDA gene encoding prenatal development of
ectodermal derivatives. The main phenotypic signs of EDA are aplasia (hypoplasia) of sweat glands, dysplasia of skin and its appendages
(hypotrichosis, nail hypoplasia etc.), and hypodontia. Hypoplasia or aplasia of the sweat glands results in impaired thermoregulation and,
therefore, hyperthermia. Since hair and dental dysplasia do not manifest in newborns, EDA is commonly missed in newborns and diagnosed
lately. Fever is one of the dangerous manifestations of EDA that, in tight swaddling, may result in death. Nonspecific clinical presentations
of EDA in newborns require consultations with other specialists. Recognition of EDA clinical signs in newborns and infants (craniofacial
dysmorphism, thin and dry skin, periorbital hyperpigmentation, reduction in body temperature after external cooling observed in the child)
allows for early diagnosis and determines cooling strategy and further lifestyle.
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BBENEHUE Hanbonee vacto runeprepmus y nereii cBsidaaHa ¢ MHEK-

[IpakTH4YeCKH eXelHEBHO HEOHATOJIOr M MeAMaTp cTan- LusMU. ClieflyeT OTMETHTb, UTO MaTOreHe3 JIMXOPAaAKU MpH
KMBAIOTCSI C HEOOXOAMMOCTbIO YCTAHOBJIEHNUSI T€He3a JIMX0- 3TOM He 3aBHCUT OT 3THOJIOTMM MHEKLMOHHO-BOCHAN-
panku y nereit. OOLuen3BECTHO, YTO COCTOSIHME TeMrepa- TeJbHbIX 3a00sieBaHMil. 3HAUNTENBHO pEKe BCTPEYaoTCs
TYPHOTO romMeocTasa onpezessiercs: co6anaHCMPOBAHHOCTbIO  HEMH(EKLMOHHbIE TMMEPTEPMUH, ITHOJOTHS M MaTOreHeTH-
IBYX pa3HOHANpaBJIEHHbIX MPOLECCOB: TEIIONPOAYKLMM YecKMe MeXaHM3Mbl KOTOPbIX BeCbMa pa3HOOOpa3Hbl, UTO Tpe-
¥ TEMI00TAAYM. OyeT 1X NeTaNbHOTO PACCMOTPEHHS.
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MNeanatpus

KAnHMYeckaga npakTuka

OznHa 13 0COOEHHOCTeli TemnooOMeHa Y HOBOPOXKIAEHHBIX
¥ JeTeil MJIafieHuecKoro Bo3pacTa — 3TO Pe3KO OrpaHU4eHHas!
CrocoGHOCTb YBEJMUMBATD TEIUIOOTAAYY NPH NeperpeBaHuy Ui
YBEJIMUMBATh TEIUIONPORYKLMIO MPU OXyaxkaeHuu [1], mostomy
Y HOBOPO3KZEHHBIX JIMXOPaJKa MOXKET MOSIBUTbCS Ha HOHe 00e3-
BOKMBaHHsl 110 IPUUMHE OOJIbLLIOI MOTEPH MacChl TeJa Mpy CHH-
IpOMe CpbIrMBaHMI1 M PBOTBI, HeZoTanBaHKsl peOeHKa, leperpepa
TIpY TyrOM MeJIeHaH!H WM TIPY BbICOKOI TeMIepaType OKpyKa-
totleit cpenpl. [lpuunHamy nogbeMa TemIiepaTypbl Tefa Mo-
ryT ObITb TOKCHYECKast 3pUTeMa, KpanuBHULIA, aJllepriuyeckuit
aepmatut 1 ap. Takoit ke 3pPekT MOryr natb MacCUBHbIE
(pacnpocTpaHeHHble) KPOBOM3NMSHKMS B KOXY, BHyTpHUeper-
Hbl€ TPaBMbl, Ke(aroreMaToOMbL.

[vneprepmuist MOKET pa3BUTbCS PX METAOOTMUECKHX Hapy-
LLIEHUSIX, Harp1Mep, NP KeToaLM/103€e, XapaKTepHOM J71s caxap-
HOro uabera, Wi MetaboIM4YeckoM aLuao3e, CBONCTBEHHOM
KPM3y HaJMOYeYHHMKOBO} HENOCTaTOYHOCTH TPU afipeHOreHu-
TaJIbHOM CHHZIPOME, CHHIPOME OTMEHbI, B C/Ty4yae KPOBOU3IHSI-
HUi1 B HAZIMOYEYHUKHU, TIPU JPYTOit SHIOKPUHHO NAaTONOrUH.

B pabore HeoHaToIOra M NMeAMaTpa MOryT BCTPETUThCS JIH-
Xopajsiliye MauueHTbl C peliKOit HaCcTleICTBEHHOI NaTOJIornel,
00YCIIOBJIEHHOI aHAaTOMO-(bU3MOTOrMYECKUMU OCOOEHHOCTSI-
MM CTPOEHHsI KOXKH, KOTOpble NPUBOJAST K HapyLIEeHUsIM 1po-
Liecca TerIo0TAauM U, KaK CJIefICTBHE, JTMXopazKe.

KNMHUYECKOE HABJTIIOJIEHUE

Manbunk M. pommics 12.10.2017, ot 1-it GepemeHHoCTH,
OCJIOKHEHHO! OpOHXMTOM Ha 18-i1 Hex. recrauuu, aHemueit
B Il Tpumectpe; | camonpousBonbHbIX ponoB Ha 41-it Hen,.
recrauun y 27-netHeil keHuwyHsl ¢ A (II) rpynmoii kposwy,
pesyc-0TpuULaTeNbHOM, CTpafatoLLeil XpOHUIECKUM LIMCTUTOM
M MMeWLLell HOCUTENIbCTBO LIUTOMEralOBUPYCHON HH}EK-
11U, BUpyCa MPOCTOro repreca, BUpyca NanujloMbl YeJioBe-
Ka. Poxpl GbicTpele: | nepron — 6 4, Il — 30 muH. Be3BonHsiit
npoMexxyTok — 7 4. OxosonsonHble Bozbl cBerble. OLeHKa
no wKkae Anrap 8/8 6anoB. AHTPONOMETPHSI PU POSKIAEHUH:
macca — 3150,0 r, anuHa tena — 52 cm. [lpu poxkaeHun co-
CTOSIHME YOBJIETBOPUTENbHOE, HO B AMHAMUKE C yXYALIEeHHEeM
3a CYET HEBPOJIOTMYECKON CUMITOMATUKK (CHHAPOM BO30YK-
JleHNs1 LieHTpasibHOM HepBHOI cucTembl (LIHC)).

B ornenenue naTonornn HOBOPOXKIEHHbIX NepeBesieH Ha 3-U
CYT KM3HU C AMArHo30M «['MMOKCUYeCKU-HIIeMUYecKoe 1opa-
skenune LIHC, cunnpom Bo30ysknenus. HeoHaranbHasi sxentyxar.

[pu nocTynieHnn TsKECTb COCTOSIHKS Oblia 00YCIOBIEHa
HEBPOJIOTMYECKOi CUMITOMATHKOM (BO30YskaeHue, runoped-
JIEKCHsI, MBILLIEYHAsT JUCTOHMS) U TEYEHHEM KOHbIOHKTHBHTA.

(eHoTUNMYECKM OTMEUeHa YepenHo-JIMLeBast AMCMOPQHsI:
60bLLIO# 71006, OTCYTCTBIE BOJIOCSIHONO NIOKPOBA Ha OJIOBE, OT-
CcyTCTBMe OpOBeii M pecHuLl; nepuopOuTaIbHasi MUrMeHTaLys,
rurnepeMusl U OTEYHOCTb KOHbIOHKTHBBI, CJIM3UCTOE OTAENSIEMOe
M3 [71a3; MMKPOTHATMsl HWXKHe! 4emocTh. KoxkHble MoKpo-
Bbl OUYeHb CyXHe, C LLUeJIyLIeHMeM, KOxa TOHKasl, MOIBHXKHasl,
vKTepuyHocTb |-l cremenn (TpaHCKyTaHHO OMIMpYOMH —
210 mmonb/n). ToHbl cepaLia pUTMUYHbIE, TPOMKHE, LIYMbI
He BbICNyIIMBatOTCS. [bixaHue nyspuibHoe. Xpuros HeT. JKu-
BOT MsIrKuii, 6e30071e3HeHHbI Npy nasbnauyi. [everb +1,5 cm
13-1oz Kpast pebepHoii nyru. CeneseHka He NajbIUPYeTCsL.

OO6111e npU3HaKK MHQEKLMOHHOTO TOKCHKO03a KIIMHUYECKH
(aKTMBHO COCeT, BeCOBasi KpHBasi MOJIOKMUTENbHAsI) U Jlabopa-
TOPHO (MMMyHOrpamMa 6e3 NpU3HaKoB BocnaneHus, C-peax-
TUBHbII1 O€NIOK MeHee 6 mr/n) oTcytcTBoBanu. CTyn U auypes
B HOpMe.

PentreHosnorudeckr B JIerKMX 04aroBO-MHQUIBTPATUBHBIX
M3MeHeHWi1 He BblsiBJeHO. [Ipy y/IbTpa3ByKOBOM MCCIIEA0OBAHNN
OpraHoB OpIOLLIHO} [OJIOCTH NMATOJIOTMK TaKsKe He 0OHAPYKEHO.
JnexkTpoKkapAMorpaMMa M 3Xokapauorpamma 0e3 HapyLIeHHid.
[lo nanHbIM HelfpocoHorpadpuy napeHxuMa Mo3ra CpefHeit 3Xo-
reHHOCTH. PHCYHOK 13BMIMH 1 60po31 BbipaskeH. Jlonmieporpa-
¢ust coCynI0B rosI0BHOrO Mo3ra — 6e3 naToJIoruy.

KoHcynbraumst HeBposiora: BHYTPUYTPOOHAsi TMIOKCHS,
vieMust mosra Il crenenu, ocTpblit nepuos, CUHAPOM yrHeTe-
HUSI C 97IEMEHTaMH1 BO30Y>KIEHMSI.

KoHcynbrauus nepmarosnora: KCepo3 KOH.

KoHcynbrauyst otopuHonapyHronora: JaHHbIX 332 OCTPYIO
TaTOJIOTMIO HeT.

Tect oToakycTHUECKOIT SMUCCUM: IPOIiZIEH CTIpaBa U CJleBa.

KoHcynbraumst odransmornora: ¢ 06enx CTOpoH — MOA-
oCTpblit 611epapOKOHBIOHKTUBUT. CUHAPOM «CyXOro 71a3ar.

Ha 3-i1 neHb npe6bIBaHKs B CTALMOHAPE MOSIBUIKCH 3MU30-
Ibl NIOBbILIEHUs] Temmiepatypsl Tena 1o 39 °C. OTMeueHo CHU-
JKeHHe JMXOpanKu Npyu pacreneHauun pebenka. [Ipu nongbe-
Me TeMIIepaTypbl CTAHOBMJICS BSUIBIM. Xyske COCall, OTMEUEHO
HapyLleHrHe HOCOBOTO JIbIXaHHSI.

Tepanus ~ BkIOYana  aHTMOMOTMK — aMIULMJUIMH
100 mr/kr/cyT (ocHOBaHMe — TeKyLUi1 671eapOKOHBIOHKTH-
BUT), KOPPEKLMIO KUILIEYHOro OHOLIeHO3a MpenapaToMm, Conep-
Kaium oudunobakrepun oudunym, 5 1o3/cyt, GpaykoHazon
S5wmr 1 p./cyT 3 ans.

Yepes 3 OHS C y4€TOM COXPAHSIOLLENCs TUIIepTEPMIY, Ha-
JIMUMS BSUIOTEKYLLETO KOHBIOHKTUBUTA U OTCYTCTBUS 3 derTa
OT MPOBOAMMOI1 Tepanuu Oblsia MPOBeneHa CMeHa aHTUOUOTH -
Ka Ha nedrpuakcoH 50 mr/kr/cyt. [lo Ha3HaueHntO0 odTanbMO-
JI0ra MECTHO J|J1s1 JIeYeHNs! KOHbIOHKTUBUTA ObUIH MCIOJIb30Ba-
Hbl PacTBOPbI QypaLIHA U TETPALMKIIMHOBAS Masb.

[yrem 06cnenoBanmst MOCIENOBATENBHO UCKITIOUEHBI: Heil-
porHgeKLMsl, THeBMOHNS, MH(EKLMY repleTUIecKoil Ipymmbl,
cneunduueckre nHeKIUU (MUKOIIa3MO03, XJIaMUIK03), MaTo-
JIOTMsl MOYEBBIIENTUTEIbHOI crcTeMbl. OuaroB MHPEKLMH, KPo-
Me BSUIOTEKYLLEro KOHbIOHKTUBUTA, He YCTaHOBJIEHO.

KnmHnueckuit aHan3 KpoBHM B IMHAMMUKE 3@ BpeMsl TPeObl-
BaHMS B CTAaLMOHApe, HECMOTPS HAa HapYLIeHWs TeMIepaTyp-
HOTO rOMeOCTa3a, TOJIbKO OJHOKPATHO I10Ka3as JIEHKOLMTO3
19,5x10%/n. JleiikounTapHast popmyna He MMena U3MEHEHHI,
TUMUYHBIX 151 MH(EKLIMOHHO-BOCHANUTENIbHOrO MpoLecca.

Bce napamerpbl B GMOXMMHYECKOM aHanu3e KPOBM Tak-
ke OblIM B Npezieniax HOpMbl.

OnHako 3Mu307bl MOBbILIEHNS TEMIIEPATypbl Tena MNpo-
IOJKaMMCh, 0COOEHHO Ha ¢poHe OECrnoKoicTBa M TYroro
neneHanust. Ocobo crnenyeT OTMETHTb, UYTO TUINEPTEPMUS
HEe CONpPOBOXKAANACh NMPU3HAKAMM MH(EKLIMOHHOTO TOKCHKO-
3a. Hopmanuzauus TemnepaTypbl HacTynana npy NpuMeHeHnH
(U3MUECKUX METONOB OXJIaXKEHUSL.

YuureiBast  GeHOTHIMYECKME OCOOEHHOCTH — MalbyKKa
B ¢$opMe uepenHo-uLeBoil AucMopdun (BbICOKMI 7100, OT-
CYTCTBHE BOJIOCSIHOTO MOKPOBA Ha rojIoBe, OTCYTCTBHE OpOBeii
¥ PECHUL, MUKPOTHATHs1 HYKHEl YeNoCTH, TUIepIMIMeHTaLusl
BOKPYT [71a3, CyXOCTb, UICTOHUYEHHE U ILLeJTyLlIeHHe KOXKHbIX 110-
KPOBOB), TMIEPTEPMUIO TP I€JIeHaHNH, He3PPEeKTUBHOCTD
aHTMOaKTepUanbHOIl Tepanuy, OTCYTCTBUE BCEX MepevrcIieH-
HbIX Bblllle PUYMH JIMXOPAAKK, a TaKsKe MYXKCKON 101 MaLu-
eHTa, ObUT 3anofo3peH He MHEKLMOHHbI, a reHeTUYecKH
00YCTIOBJIEHHBII1 XapaKTep TMIepTePMUH, CBSI3aHHbIN C Hapy-
LLIeHeM TepMOperyssiLiiy (TerooTaa4m) Ha GOHe BPOKIEH-
HOTO HeNOpa3BMTHsI MIOTOBbIX U CAJIbHbIX JKeJle3, CUHAPOM aH-
TMAPOTHUYECKON 3KTOLIEPMaIbHOM OMCIIa3HH.
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[lpu o6cnenoBaHny METOZOM MPSIMOrO aBTOMAaTH4eCKOro
cexkBennpoBanust B ®I'BHY MI'HLL Gbina BbisiBiieHa MyTaLys
B KozMpylollieii nocnenosatenbHocTy rena EDA (EctoDysplasin
A, 3KTOAMCIIIa3KH A), KOTOPasi OTBETCTBEHHA 33 pa3BUTHE aH-
TMIPOTHYECKON 3KTOZIepMaJibHOM Aucriasun. Takium o6pasom,
AMarHo3 «AHrMAPOTHYECKast IKTOAEpMaJIbHast AMCIUIas|s» Obu
NOATBep keH MOJIeKYJISIPHO-TeHETUYECKUM METOZIOM.

B Tepanuu Gbiy OTMEHeHb! aHTUOMOTHKH. PacTBOp HUTpPO-
¢ypana ¥ TeTpaUMKINHOBAst Masb JUIsl I71a3 ObUIM 3aMeHeHbl
Ha I71a3HOM reJib € EKCMaHTEeHOJIOM U IJa3Hble Karu ¢ Qpysu-
1oBoii kucnoroit. Koxy cranu o6pabaTbiBaTb KpeMaMy M Ma3si-
MM, COZiep>KalMMK JeKCIaHTEeHOI, KOMIUIEKCHbIE 3MOJIEHTDI,
3TUJIOBble 3QUPbI JIMHOJIEHOBOI M JIMHOJNEBOM KUCTIOT. Bbuto
Ha3HAYeHO eXXeJIHEeBHOE KyMaH1e 1 CBOOONHOE MeJleHaHue.

Ha ¢done usmenenHoro noxxozna K Tepanuu sIBlI€HNs] KOHb-
IOHKTMBMTA KyNMPOBAHBI, YJy4LIMIOCh OOLlee COCTOsIHUE, Ha-
pocna IBurartesibHas akKTMBHOCTb, Pe(JIeKChl HOBOPOXKIEHHbIX
cranu 0osiee CTOMKMMM, YIyHLIWICS anmeTut, o0beM MNuTa-
HUS pacLIMpeH J10 HOPMbI, TeMrepaTypa Tejla HOpMasM30Banach.

Yepes 16 cyT npebbiBaHMsl B CTALMOHAPEe MaJIbuMK B YIO0B-
JIETBOPUTENILHOM COCTOSIHMM OB BbIMMCAH MOA amOysaTop-
Hoe HabmozeHue. [TOMMMO TPaZMLMOHHBIX COBETOB 0 YXO-
Iy 3a JeTbMM JaHHOTO BO3pacrta ObUIM JiaHbl PeKOMeH[aLuu
no 006s3aTeIbHOMY MPONOJIKEHUI0 00pabOTKY KOKM CreLy-
aJbHbIMM  YBIKHSIOWMMHM ¥ CMSMYaloOMMK  CPefiCTBaMU
(mexcraHTeHO, KOMIJIEKCHbIE 3MOJIEHTbI, 3TUJIOBblE 3UPbI
JIMHOJIEHOBOI U JINHOJIEBOU KMUCTIOT). [1pn BO306HOBNIEHNHN KITH-
HMYECKHX MPOSIBJIEHNIT KOHBIOHKTUBHUTA ObLIO PEKOMEHJ0BAHO
BEPHYTbCS K MCIMOJIb30BAHUIO TTIa3HOTO Tefisl C JeKCMaHTeHO-
JIOM U TJIasHbIX Kanesnb ¢ Gy3umoBoii kucnoroii. Ocobo obpa-
1AM BHMMaHWe Ha HeOOXOAMMOCTb CBOOOIHOrO MeseHaHwusl,
eKeJIHEBHBIX BaHH, 00513aTeJIbHbIX POTYJIOK Ha CBEKEM BO3Z1y-
Xe M 4aCcToro NpoBeTpUBaHusl KOMHAT. Popureny Obiny npeny-
TMpeskAeHbl O TOM, YTO B CJIy4ae CHJIbHOrO OecrokoficTBa pe-
OeHKa y Hero Heo6X0MMO NMPOBECTH TEPMOMETPHIO TeJIa.

OBCYXXIEHUE

Uro nerio B ocHOBY BepuUKaLumy auarHo3a? AHaIU3 Kiu-
HMYECKUX JIaHHbIX (OTCYTCTBME CHMMTOMOB MH(EKLMOHHO-
ro TOKCHK03a, He3()PEKTHBHOCTb aHTMOAKTEPHUAJIbHONM Teparnuy,
ObICTPOE KyNMpOBaHHe JIMXOPaaKK NpH pacreneHaHnn pebeHKa,
0COBEHHOCTH COCTOSIHKSI KOXKU 1 €€ MPUAATKOB) M OTCYTCTBHE Jia-
60paTOpHbIX MapKepoB MH(EKLMOHHOrO BOCTAIEHHsI CTaji ap-
T'yMEHTaMH B N0J1b3y CUHIPOMAaJIbHOM TeHEeTUYECKO MaToJIOTUH.
JlnarHo3 OblT MOATBEPIKIEH MOJIEKYIISIPHO-T€HETUYECKUM MeTO-
10M. KOHBIOHKTUBUT SIBJISITICS] COCTABHO! YaCTbO CUHAPOMA.

AHruzpoTtHueckas 3KTofiepMaibHasl AUCIIasusl (CHHAPOM
Kpucra — Cumenca — Typena, OMIM305100) siBnsiercst Ha-
CTIe[CTBEHHbIM 3a00JieBaHiEM, IIPU KOTOPOM MPOUCXOIMT re-
HeTH4YecKr O0OYCIIOBJIEHHOE HapyllieHre Pa3BUTHsI HApYKHOTO
3apoJbILIeBOro JMCTKa — 3KTOAepMbl [2, 3]. B pesynbrate cTo-
poskeBble MPHU3HAKM 3aTParuBalOT MPOM3BOLHbIE 3KTOLEPMb:
KO3KY, BOJIOCbI, 3yObl, HEKOTOpbIE XPSILL{H, MOTOBbIE, CaJIbHbIE,
CIle3Hble U MOJIOUHbIE xKere3bl. KioueBble MPU3HAKN: CHUXKEH-
HO€ MOTOOT/IeJIeHHe, ajomneLusl, TMIIONOHTHS.

[IpunsiToe nenenre Ha aHTUAPOTUUECKYIO U TMPOTUYECKYIO
JMCIUIa3UK YCIIOBHO B 3aBUCUMOCTH OT COXPaHHOCTH MOTOOT-
Jenenust. CTeneHb HeIOPa3BUTHSI TOTOBbIX JKeJe3 U BOJIOCSHbIX
$oNMKyI0B KONebeTcs B IMPOKKX Mpezesnax.

[lepBoe onmcanue aHrMAPOTMYECKON 3KTOAEpPMalbHOM
aucniasuu 6bito ony6rkosaHo B 1848 r. . Touraine. B 1929 r.
A. Wiig Bbimennn 6onie3Hb B CaMOCTOSITENbHYIO opmy.

HesaBucumo npyr ot gpyra cromatosior J. Christ B 1913 .
1 nepmatonor H. Siemens B 1929 r. Takxe onucanm KJIMHUKY
31Ol (HauboJsiee pacmpoCTpaHEHHON) (HOPMbI 3KTOLEpMaJlb-
HOi mucnnasuu (CMHOHMMBL: cuHzapoMm Kpucra — CumeHca,
cunapoM Cumenca). Berpeuaercst ¢ uyacroroit 1:17 000 Ho-
BOpPOXXAeHHbIX. B 95% cnyuaeB HacnemoBanue X-cliemyeH-
Hoe. [en EDA Haxonutcs B cerMeHTe xpomocoMbl Xq12-Xq13
¥ KoaupyeT GesoK IKTOAMCIIA3MH A, HeOOXOAMMBIii /1S HOp-
MaJIbHOTO Pa3BUTHSI MPOM3BOIHBIX 9KTOAepMbl. CyllecTBy-
€T TECT Ha HOCUTENbCTBO (po6a MyHOpa), KOTOpbIit MO3BOJISIET
B 90% cnyuaeB BbISIBUTD sKEeHILIMH-HOCUTe IbHUL. Ha Koxky cru-
Hbl HAHOCSIT CIIMPTOBO# PacTBOp 1073, a MOBepX Hero — Mac-
JISHBII pacTBOpP Kpaxmara. Y HOCUTeJIbHHML| yuacTky 6e3 noTo-
BbIX KeJle3 OCTal0TCsl HeOKpalleHHbIMU [4].

denoTUnMUECK1E 0COOEHHOCTH:

— KO3Ka: TOHKasl, C MOPLUMHAMMU U LUeJlylleH’eM B NlepBble
IHU KU3HH;

— BOJIOCHI: TOHKMe, Cyxue, OOecLBeueHHble, penKue,
BIJIOTb 10 MOJIHOTO OGJIbICEHUSI; MOTOBBIE KeJe3bl He-
JOpa3BUTbl UJIM MOJIHOCTbIO OTCYTCTBYIOT, KaK U Callb-
Hble;

— CJIM3KCTbIE: OTCYTCTBHUE JKeJle3 Ha CJIM3UCTOM pTa, Hoca,
MHOrZa OPOHXOB;

— 3yObl: TMIIONOHTHSI WK AJIOHTHSI; LIMIOBUIHbIE PE3Libl;
HeJJOpa3BUTHe aJlbBEOJISIPHBIX JIYT;

— rosioBa: 60JbLION JI0O, MaccHBHble HafOPOBHbIE [yTH;
TMNepnMIMeHTaL|sl BOKPYT I71a3.

K penkum npusHakam OTHOCSITCSI TMIO- WM arulasusi MO-
JIOYHBIX KeJle3 UJIM COCKOB, HeJlOpa3BUTHe HOCOBbIX PAKOBHH,
IucTpodust HOITell, YMCTBEHHAsl OTCTanoCTb, OPOHXMAJIbHAS
acTMa, KaTapakTa.

[IporHos: runeprepmust MOXeT NPUBECTH K CMEpPTeJIbHOMY
ucxony.

BoJibHBIM 5KenaTesbHO SKUTh B POXJIaAHOM KJIMMate, 00711-
BaTbCsl BOJ0M. OHM UMEIOT NPeapacrnosoKeHHOCTb K THOMHbIM
KOHBIOHKTUBUTAM, PUHUTAM, OTUTaM, JIEFTOYHbIM MH(EKLIMSIM.
Crpanaet cnusucTasi MULLEBOA U TOJICTON KULLIKH.

B GonblinHcTBe HAOMIOAEHMIA, €ClM AMarHo3 yCTaHOBJIEH
B paHHeM Bo3pacte peGeHKa M ObUIM MPUHSTHI MPOQUIIAK-
THUeckue Mepbl (6opbba C mneperpeBOoM, BTOPUYHBIMM MH-
dekuMamn), TO MPOrHO3 B LielioM OnaronpusiTHblil. B mnaHe
VIHTEJIJIEKTYasIbHOrO Pa3BUTHSI TMPOTHO3 HEOJHO3HAYHbI —
C OZIMHAaKOBO#1 BEPOSITHOCTbIO PETHCTPUPYIOT KaK YMCTBEHHYIO
OTCTaJIOCTb, TaK U MOJIHYIO COXPAHHOCTb MHTEJIIEKTa.

SAK/IOYEHUE

B npencraBneHHOM KIMHMYECKOM Ha0JoeH!H Y HOBOPO-
SKIIEHHOTO MaJibuiKa CHM;KEHHOE MTOTOOT/IeJIeHNE B Pe3yJibTaTe
HEJIOPa3BUTHS TIOTOBbIX KEJIe3 KOXMU MPUBEJIO K CHUKEHUIO
TEMNJI00TAAYU U TUMIEPTEPMHUM.

BosblIMHCTBO HacnencTBeHHbIX 3aboneBaHmil, 0COOeH-
HO MeTaboJMyecKre HapylleH!sl, UMelOT GpEeHOKOMUN — «Ma-
CKM». B maHHOM HabImofeHnn JMxopazKa, Mpexse BCero, Ha-
BOAMIA Ha MbICTb 00 MHOEKLMOHHOM 3aboneBaHuu. Ecim
TMPOZOJIKATb JIeYUTb pebeHKa Mo (EHOKOMMM C AMarHo3oM
«Jluxopanka HesICHOro reHesa», TO HeM30EXKHO PasBUTHE OC-
JIO’KHEHWH, BIJIOTh [0 JIETAJIbHOrO UCX0Ja M3-3a POrpeccupy-
IOLLIeli runepTepMUm.

HecMmoTps Ha peakocTb BCTpEUaeMOCTH aHTUIpOruue-
CKO 3KTOJIepMaJibHOM JUCIIJIa3UK Y HOBOPOKIEHHBIX IeTel,
3HaHMsl 00 9TOII MATOJIOTMY JAOJIKHBI OBITh Y MPAKTUKYIOLINX
Bpaueii.
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