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IIpencrapiieHbl AaHHbIE IMTEPATYPbI M COOCTBEHHOE KIMHMYECKOE HADJII0/IeHHe PeOEHKA ¢ PelKOoiil HACIeICTBEHHO! NaToJIorueil —
cunapomoM Kpucra—Cumenca—Typena. OtpaxeHbl KiaccuyecKne AHATHOCTHYECKHE NMPU3HAKH JAHHOI MeHHOI MATOJIOTHH U MO~
Ka3aH ceMeiiHblil Xapakrep 3a00JeBaHUs, HCXOIs M3 CXOIHON KJIMHMYECKOH KAPTHHBI Y 000MX ciHOCOB. OCOOEHHOCTBIO JAHHOTO
HAOJII0IeHH S SIBJISIETCS COYETAHME AHTMAPOTHYECKOI IKTOAEPMAILHON AUCIIA3HH C HecaxapHbiv 1uadeToM. [IpuBeneHHbIi KIMHU-
YeCcKHii CIydaii mpeacTaB/iseT NPaKTHIECKUil HHTepeC 1J1s Bpadyeil MHOTHX CIENMAIbHOCTEl (IIeIMaTpoB, CTOMATO,JI0IOB, FACTPOIH-
TEPOJIOTOB M Jp.), HEAOCTATOYHO 3HAKOMBIX C 0COOEHHOCTSMH BeJleHUsI TAKMX NMANMEHTOB.

Knrouegwie cnosa: demu, eenemuueckuii cundpom, cundpom Kpucma— Cumenca— Typena, necaxapmoiii duabem.

The authors present the literature data and their clinical observation of a child with the Christ—Siemens—Touraine syndrome,
a rare hereditary disease. The classical diagnostic signs of this genetic pathology are reflected and the familial pattern of this disease
is shown on the basis on the similar clinical picture in both siblings. The peculiarity of this case is anhidrotic ectodermal dysplasia con-
current with diabetes insipidus. The described case is of practical interest to physicians of many specialties (pediatricians, dentists,
gastroenterologists, etc.) who are unfamiliar with the specific features of management of these patients.

Key words: children, genetic syndrome, Christ—Siemens— Touraine syndrome, diabetes insipidus.

HaL[I/ICHTBI C JIMXOPAIKOW HESICHOTO T€HEe3a HEpen-
KO BCTpEYaloTCsl B MEAUATPUUYECKON MpaKTUKE.
Cpenu MHOXecTBa 3a00JIeBaHUI, MPOTEKAIOIIUX C M-
neprepMueit 1 TpeOylouIMx IMKMPOKOro Jaboparop-
HO-UHCTPYMEHTAJIbHOTO 0O0C/eI0BaHUSI, HEOOXOIUMO
YUUTBIBaTh U reHeThyeckue aHoMmaiuu. CyuiecTByeT
b6onee 150 KIMHUYECKU Pa3TUYHBIX HACJIEICTBEHHBIX
CUHAPOMOB, B COCTaB KOTOPBIX BXOAUT 3IKTOAEPMasib-
Hasl JUCIUIa3usl B COYETAHUU C APYTMMU MPU3HAKAMU.
Cunnpom Kpucra—Cumenca—TypeHa, wiu X-cuemn-
JIEHHas1 9KTOepMalibHasl aHTUAPOTUYECKAsl TUCIIA3Usl
SIBJISIETCSI HACJIENCTBEHHOM MaTojorueit, Koropasi Mo-
JKET BCTpeYaThcsl B CEMbe BO MHOTMX MOKoJeHusx [1].
3ab0JieBalOT MPEUMYILIECTBEHHO JIM1IAa MYXXCKOTO MoJia.
KeHIMHAM OTBOAUTCS POJIb MEPEHOCUYUKOB MyTAHTHO-
ro reHa, 3a0oJieBaHUE Y HUX MOXKET MPOSIBISATHCST a00P-
TuBHOU (opmoii. Hanbosiee mosHO CUHAPOM OMUcCaH

© Konnektuns aBTopos, 2013

Ros Vestn Perinatol Pediat 2013; 1:31-33

Anpec pyis Koppecnonaenunu: BacuHa Tamapa HukosiaeBHa — K.M.H., JIOLL., 3aB.
Kad. neTckux GosesHei ¢ KypcoM IeTckoi Xupypruu OpiioBCKOTO MEIMIIMH-
CKOTO MHCTUTYTa

302028 Oped, yi. OkTsiOpbcKast, 4

3y6uosa TatbssHa MBaHOBHA — K.M.H., JIOII. TOH e Kad.

YuctskoBa ExarepuHa AnekcaHnpoBHa — cTyneHTKa OplOBCKOrO MEIMLIMH-
CKOTO MHCTUTYTa

Crasuesa CeemiaHa HukonaeBHa — Bpau-reHeTHK OpJIOBCKOTO MEPUHATAIb-
HOTO LIEHTpa

302019 Opeu, yi1. reHepana XKanosa, 1. 4.

HeMeukuM ctomarojiorom J. Christ (1913), nepmaroo-
rom H.U. Siemens (1931) u nonojHeH ¢bpaHIly3cCKUM
nepmarosioroMm A. Touraine. B nurtepaType npuBeaeHbl
SIMHUYHBIC ONMKMCAHUS COYECTAaHWS JaHHOTO CHHApPOMA
¢ HecaxapHbIM auadeToMm [2].

PaszButue cunapoma Kpucra—Cumenca—TypeHa
obycioBieHo myTtainueit reHa ED1, cuerieHHOTO ¢ Xpo-
mocomoii X (Xq 13.1). Ten ED1 koaupyet cuHTe3 6enka
9KTOAUCIUIa3uHa-A. JlaHHbIit OeJIOK yYacTBYET B pAHHUX
SMUTENATBLHBIX ME3¢HXUMAJIbHBIX B3aUMOICHCTBUSAX,
KOTOpBIE PETyIUPYIOT 00pa3oBaHWE SKTOICPMAaTbHBIX
MPUIATKOB. [JTaBHBII W30Mep OSKTOMWCIUIa3MHA-A —
KJTFOUEBOU PETYJIATOP Pa3BUTHSI BOJIOCSHOTO (DOJUTMKYIa
U IIOTOBOM XeJe3bl.

MuHUMATbHBIE TUATHOCTUYECKUE TPU3HAKKM CHH-
npoma Kpucra—CumeHnca—TypeHa: rumnoruiasusi Mo-
TOBBIX XeJie3; TUIIOJOHTHS, TUIIOTPUX03. B pesynbrare
TUTIOTUTa3WH TTOTOBBIX XKeJie3 yXkKe ¢ Iepruoaa HOBOPOX-
JNEHHOCTH MOXET pa3BUBATHCS TSIXKeNas TUIIePTEPMMUS
C PUCKOM JieTaJbHOTO Mcxona. CallbHBIe W allOKPUHO-
BBIE JXeJIe3bl MOpaXkeHbl B MeHbIel cTerieHn. Clie3HbIe,
OpOHXMAJTbHBIE XKeJIe3bl, KeIe3bl XKeTyT0THO-KUIIIEIHO-
TO TpaKTa M HOCOBOM MEepPeropoaku aTpoGuaHbl. 3yObI
y GOJTBHBIX He BhIpacTaloT. HOTHa OHM pa3BUBAIOTCS,
HO OBbIBAIOT HEMOJHOLIEHHBbIMU, IUCTPO(PUUYECKUMU,
KOHWYECKOU (DOPMBI HE3aBUCHMO OT MECTa PacIioyioxe-
HUS (M30MOHTHSI) W OTCTOSIT OPYT OT Apyra Ha pa3ind-
HOM PacCTOSTHUU.
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Bostockl TOHKME, Cyxue, CBETJIbIE, PEIKHME; MOXET
OBITH ayorrenvsl. bpoBW U pecHUITHI OTCYTCTBYIOT. Koka
BOKDYT pTa W IJ1a3 aucTpodudeckas, TUIIEPITUTMEHTH -
poBaHHasi, MeJKoMmopuiuHucTas. MHorma oGpasyroTcs
ITyOOKWe paauaibHbIe CKIIAIKKW, HATOMUHAOIINE Pyo-
ubl (mceBmoparaibpl). MoxeT ObITh KepaTo3 JadoHel
Y TIONIOIIIB; WHOTJAa — YePHBIN aKaHTO3 €CTeCTBEHHBIX
KOXHBIX CKJIaoK. MHOTIA ¢ poXIeHsI, HO Yallle ¢ BO3-
pactoM GhopMUpPYeTCS XapaKTepHOE JIUIO: OOJBIION
JI0O ¢ BHICTYMAIONIMMU HAaIOPOBHBIMU AYTaMU M JIOO-
HBIMA OyTrpaMmu; 3alaBIiasi TIEPEHOCHIIA; MaJICHBKUI
CEINTOBUIHBIN HOC C TMIOIUIa3Uel KPBLIbEB; TOJTHBIC
BbIBEpHYTbIE TYObl, 3aMaBllive IeKU, Oobliue nedop-
MUPOBaHHBIC YIIU («yIIA caTUpa», «KOIIAYbW YIITH»)
— «QHTUJIPOTUYECKOE JINIO». MOryT HabI0aaThCsl KO-
HBIOKTUBUT, KEPATUT, PUHUT, OTUT, JIETOUHbIe MH(MEK-
IIMH; C BO3PACTOM — XPOHWYECKUU TacTPUT, sI3BEHHAsI
00JIe3Hb, TUAPEU.

Tucronornyecku npu cunapome Kpucra—CumeH-
ca—TypeHa BBISBISIOT OTCYTCTBHUE WJIW TUITOTIIA3HIO
9K30KPUHHBIX XeJie3 W BOJIOCSHBIX (hOJTUKYIIOB. DIH-
NEPMUC UCTOHYEH. B coenmHUTENPHON TKaHW IEPMBI
KOJITAaTEHOBBIC W 3JIaCTUYECKUE BOJOKHA (hparMeHTH-
pPOBaHbI, BbIpaKeHa IUCTUIa3usl COCYA0B AepMbl | 3].

AuddepeHnanbHblii 1UarHo3 yaille BCEero Mmpuxo-
IUATCS TIPOBOAMTH C OKTONECPMAIBHON THAPOTUICCKOU
nucruiasuei (cuHapoM KioycroHa), rpu KOTOpOM HET
TTOpaXeHMWST TIOTOBBIX XKeJe3; SKTOACPMaTbHOW IuC-
iasveid tumna Panma — XomkkuHa (MUHUMAaJIbHBIC
MMarHOCTWYECKUE MPU3HAKU: TUTIOTUIAPO3, paclleuHa
ryobl/Heba, qucia3usi HOrTei).

JleueHune cumnromaruueckoe. bojibHBIM ciieayeT u3-
Oeratb pa3BuTus runeprepmui [4]. s HopManuzauuu
JKeBaTEJIBHOM (DYHKIIMM, TIOTAHMS, PEUM, TTOJIOXEHUS
HIDKHEW 4YeNlIOCTH U SI3bIKa W YCTpaHEHMS KOCMETH-
YeCKMX HEIOCTATKOB JIMIIa BO3ZHMKAET HEOOXOIMMOCTD
panHero (c 2,5—3 yet) mporte3upoBaHus 3y0oB [5, 6].
Heob6xoquMo nucnaHcepHOe HaOMIOJIeHUE CeMeil, Tak
KaK BBICOK TTOBTOPHBI PHCK POXICHUS OOJIBHOTO pe-
OeHka MyXckoro mosna. st mpeHaTtaJbHOM JMAarHoc-
TUKWA 3a00JIeBaHUS PEKOMEHIYeTCsS TPOBEACHUE MO-
JIEKYJISIPHO-TEeHETMYECKOTO UCCIeIOBaHUS Ha paHHEM
(10 Hen) cpoke OEpeMEHHOCTH ISl BHISIBICHUST MyTalluu
reHa ED1 B 6uonTaTte xoproHa.

B OpsioBckoit obGsiactv MpoxuBaloT 4 mNalueHTa
MYXXCKOTO mnoJia (U3 HUX 3 pebeHKa) C yCTAHOBJIEHHbIM
nuarHo3oM cuHapoMa Kpucra—CumeHnca—TypeHa.
[MpuBooUM OTHO W3 COOCTBEHHBIX KIWHWYECKUX Ha-
OJIIOIEHUIA.

Manbuuk 6 JeT, TOCTYIMJI Ha JiedyeHHne B JIeTCKYIo
00JIaCTHYI0 KJIIMHWYECKYIO OONBHUILY ¢ XKatobaMu
Ha BBIPaXEHHYIO XaXIy, TTOJUYPUIO, CYXOCTh KOXH, OT-
CYTCTBUE TIOTOOTACJICHUS, TUTICPAKTUBHOCTb.

AHaMHe3 XXU3HU U 3a00JieBaHUS: peOeHOK OT 1-i1 Oe-
PEMEHHOCTH Y XEHIITUHEI B 15 j1eT. BepeMeHHOCTB TTpoTe-
KaJla ¢ yTpo30i MpephIBaHUsI, IPU3HAKAMU XPOHUIECKOM

HACJIE4ACTBEHHbIE BOJIESHU

MaTOYHO-TUTAIICHTAPHOW HETOCTAaTOYHOCTH, PaHHETO
crapeHus 1aneHTsl ¢ 30 Hen, aHemueil. Ponpbl B 37 Hen,
camocTosTenbHble. Macca pedenka 2700 1, nmuHa 50cMm,
olieHKa 110 1mKaue Arnrap 8/9 6amnos. Co 2-X CyTOK Xu3-
HU TeMIlepaTypa noBbicuiach 10 38,5°C, nosiBUIMCH Be-
3UKYJIBI Ha BOJIOCUCTOM YacTh rojioBel. Koxa Oputa cy-
xoii. PebeHOK He BBIHOCWI TieperpeBa. M3 poamibHOTO
IoMa OBIJT TIepeBENICH B OTAEICHNE ITaTOJIOTUN HOBOPOX-
NeHHbIX OpJIOBCKO NETCKOM 00JACTHON KIMHUYECKOMN
OGOJILHUIIBI ¢ TUATHO30M: BHYTPUYTPOOHOM TMIIOTPODUN
II crenenu; nepuHatanpHoro nopaxeHusi HHC, mepe6-
panbHoi uiiemuu I — II crenenu, cuHapomMa MbILIEYHOMI
TMMCTOHWW; BHYTPUYTPOOHO! MHGbEKITNN HEBBIICHEHHOM
stuosoruu. B npouecce obciaenoBaHust ObUTUM UCKITIOUE-
HBI TOKCOIUTa3MO3, TepIieTidecKast WHMEKIUS, ITUTOME-
raJloBUpycHast ”HGMEKITUS, CeTICHC. YITOPHAsl INXOPaaKa.
[Monyyan cMMNTOMATUYECKYIO Y aHTUOMOTUKOTEPATTHIO.
Bbut BeinucaH ¢ ynyuimeHreMm. OqHako 1omMa TeMIepary-
pa BHOBB TIOBBICHJIACH IO BHICOKUX ITU(MP, MaTh 00paTHIIa
BHUMaHUeE Ha OTCYTCTBHME TTOTOOTIEICHNS y peOeHKaA.

[1pu TOBTOPHOI TOCTIUTATM3AIMK Ha 2-M  Mecsi-
1€ XU3HU OTMEYEHO OTCYTCTBHE OpOBE, TUITIOTPUXO3.
[MpeanonoXUTeTbHBIN TUAarHO3: aHTUAPOTHIEeCKas K-
ToaepMasibHas aucruiaszust (cuHapoM Kpucra—CumeH-
ca—TypeHa) Obl1 MoATBepkaeH reHeTukoM. Jlo 3-met-
HEro BO3pacTa 4yacTo BbICOKAsl JIMXOPalKa, TeMIepaTrypa
a¢hdekTuBHEE CHUXaNach GU3NUECKUMU METOIAMU OX-
JaxnmeHus. Beerma o0 UTH BOMY, YTO MTOOMIPSIIIOCH
npu runeprepmuun. OnHako B nocieaHue 3—4 mec crai
BBITTMBATH 10 471 KUAKOCTU B CYTKH, YaCcTO W OOMIIHLHO
MOYMTHCS; BBISIBJICH HU3KUI YIETbHBIN BEC MOYM.

[Ipu ToCTyIUICHUN B MEAUATPUYECKOE OTHEJICHUE:
COCTOSIHUE CpeIHEeW TSKeCTH, CaMOYyBCTBUE HE Hapy-
IIIeHO, TTOABMXEH, pacTopMoxeH. Koxka cyxasi, BOKpyT
pTa — MopIuHUCTasA. [MepIurMeHTaIus B €CTeCTBEH-
HBIX CKJIamKax KoxXu. [urepkepaTto3 imamoHeid. Bomochr
TOHKUWeE, peakue. bpoBu oTcyTcTBYIOT. 3yOBI KOHUYEC-
Kot ¢opMbl, AUCTPODUYHBIE, LIUPOKO OTCTOSAT IPYT
ot apyra. JIo6 GosblIoi, runonaa3usi KpblibeB Hoca.
ViuHble pakoBUHBI Je(OPMUPOBAHBI (CM. PUCYHOK)
[Ipu 06cenoBaHMM BHYTPEHHUX OPTaHOB IATOJOTUM
He BBIsIBJIeHO. OTMEUeHBI ITOTNYPUST, HU3KUI YIeTbHBII
Bec Mouu. KTMHMYeCcKMif MMarHo3: HecaXapHBI TabeT;
cunapom Kprucra—Cumenca—TypeHna.

O6panaloT BHUMaHUE OCOOEHHOCTU POIOCIOBHOM.
Marb He Haboganack y reHetuka. OTYeTIUBBIX (e-
HOTUTIMYECKUX TPU3HAKOB cuHaApoMa Kpucra—Cu-
MeHca—TypeHa y MaTepu He BbisiBiIeHO. Yepe3 2 roga
Tocye poXaeHus MpobdaHaa KeHITMHA POoauiIa MaTbul-
Ka ¢ BHyTpuyTpoOHoii runorpodueit I1 crenenu. beuia
OTMEeYeHa CcyxXxOoCcTb KoOxu. Jlo 3-mecsiuHOro BoO3pacta
rureprepMuu He HaOmonanoch. Ha 4-m Mecsie xus-
HM y pebeHKa TOSIBWJIACh JIMXOpamka, HEOTHOKPATHO
JISIWIICS IO TIOBOY OOCTPYKTUBHBIX OPOHXUTOB, ITHEB-
MOHMH. VcKifouanan TpaxeoNWINeBOTHBIN CBWII, OBLI
BBISIBJIEH racTpoa3odareayibHbiil pedoke. Obcnenona-
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Pucynok. Auruaporrueckas 3KToaEPMATLHAS IUCILIA3NA Y pe-
OeHka 6 Jet.
a — pe3Koe MOpeIeHUE BOJIOC; 6 — IUIOAOHTHS.
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HUS B CBS3M C BO3MOXHOW T€HETUYECKOU TaToJOTuei
He TipoBoMIock. B Bo3pacte 9 Mec OblLia BBINTOJHEHA
onepauus racrpodyHaornaukauuu no Hucceny. B moc-
JieoTepallMOHHOM repuoae pebeHoK yMep Ha (DOHE TH-
MepTepMUU, CyIO0POT.

CXOICTBO KIMHUYECKON KapTUHBI Y IBYX CBIHOBEM
yKa3bIBaeT Ha CEMEWHBI XapakTep 3abojeBaHus. B Ta-
KOM cCJlyyae MaTh, TTO-BUIUMOMY, SBIISIETCSI HOCUTEIEM
MaToJIOTMYE€CKOTr0 MyTAHTHOTO TeHa, CLIETUIEHHOTO € XPO-
mocomoit X. CBoeBpeMeHHasi JIMArHOCTMKA HacCeac-
TBEHHOTO 3a00JIeBaHUST Y BTOPOTO ChIHA TTOCTYXHJIA ObI
OCHOBaHMEM [UIS BBIOOpa IIAmsIIero MeToia JeYeHUs
M OTKa3a OT ONepaTUBHOTO BMEIIATENIbCTBA C BHICOKUM
PHUCKOM OCJIOXXKHEHUI B TTOCTOIIEPALIMOHHOM MEepUOJIeE.

OCco0eHHOCTb TIPUBEIAEHHOTO HAOJIOACHUS COCTO-
WUT HE TOJIBKO B PEAKOCTHU BCTpeYaronieiicsl MaToJOTHH,
HO U B TPYAHOCTHU AUArHOCTUKHU 3a00JIeBaHUST U3-3a He-
JIOCTaTOYHOTO 3HAKOMCTBA Bpayeii ¢ ero KIIMHUYECKUMU
nposiBieHusIMU. CBOEeBpeMEeHHOE paclo3HaBaHUE CHUH-
npoma Kpucra—CumeHnca—TypeHa ocoGeHHO BaxXHO,
MMOTOMY YTO MO3BOJISIET M30eXaTh HEeOOOCHOBaHHOTO
WHBAa3WUBHOTO OOCJIEIOBAaHMUSI M arpecCUBHOM JieKapc-
TBEHHOM TMOJUMpPAarMasuy Yy MaJeHbKMX ITallMeHTOB.
Kpome TOro, yHMKalbHOCTb JAHHOTO KIMHUYECKOTO
clydasi COCTOMT B COYETAHWU Y MpobaHga CHHApPOMA
Kpucra—Cumenca—TypeHa ¢ HecaxapHbIM OUA0ETOM.
CBOEBpEeMEHHOE MEINKO-TEHETUIECKOE KOHCYIBTH-
poBaHWe, TPOBEIEHUE MOJIEKYJISIPHO-TeHETHYECKO-
ro uccleloBaHUs C BbIsABIeHUeM MyTtauuu reHa EDI
HE TOJIbKO MOATBEPXKIAIOT TMaTHO3, HO M CO3IAl0T YCJI0-
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