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Pesiome

Cunopom Kpucra - CumeHca — TypeHa - reHeTuyecku obycnoBneHHoe 3ab6oneBaHue, MPerMyLLECTBEHHO Y UL, MYXKCKOTO Mona,
YKEHCKMIM MO — HOCUTENM MATOreHHoro reHa. BctpeyaemocTb 3a60neBaHUS TOYHO He YCTaHOBEHA, MO COBPEMEHHbIM [aHHbIM,
ucumcnsetcs kak 1/5 000-10 000 HOBOpOXAEHHbIX AeTel, Y XeHLWMH-HoCUTeneln yactota ouerHmBaetcs B 17/100 000. O6biuHO
CMHLPOM CLEM/IEH C MOJIOM, HO BO3MOXHbl ayTOCOMHbIE W CMOHTaHHble GopMbl. [poncxoauT mMyTaums reHa EDA1, koompytole-
rO CUHTE3 3KTOAMCMNA3UHA-A. B pe3ynbTate HapyllakTCs NUTeNUanbHble U Me3eHXMMalbHble B3aMMOAENCTBUS, NPpUBOASALLME
K OTCYTCTBMIO PErynsaumm obpasoBaHus 3NUTENUANbHBIX NPUAATKOB. MMetoTcs cneumduyeckne ocobeHHOCTH GeHoTUMNA: TONCTbIe
ry6bl, TPEYrofbHAs HUXKHSS YentoCTb, LWMPOKas CeAnoBUAHAS NepeHocuLa U AedOpMUPOBAHHbIE HU3KOMOCAXEHHbIE YLUIW, LUIMPOKME
CKY/Ibl, MENIKOMOPLLMHUCTAS U TMMNEPNUIMEHTUPOBAHHAS KOXa BOKPYT 1133, areHe3nst MOJIOYHbIX XKeNe3 Y KeHLMH. XapakTepHa
KNMHUYECKas Tp1aaa Npu3HaKoB: FTMNOTPMX03/aTPUX03; TMNOAOHTUS/aHOAOHTUS; TMMOTMAPO3/aHrMap0o3. ABTOPbI NPeACTaBUIU K-
HUYECKMI Cnyyalt HacnencTseHHoro cuHapomMa Kpucta — CumeHca - TypeHa y HOBOpPOXAEHHOTO pebeHka. [Mpy HanucaHum ctatbu
MCMOb30BANACh JOKYMEHTALIMS OTAENEHMS NATONOMMM HOBOPOXKAEHHBIX AETeH U AeTelt paHHero Bo3pacta [ocyaapcrBeHHoro 6to4-
XETHOro yupexaeHus TromeHckol obnactn «ObnacTHas knMHuyeckas 6onbHULa N22»; MpOBOAMACA aHANU3 NIUTepaTypbl NO JAHHON
NaToNOrUK B OTKPbITLIX 3NEKTPOHHbIX Hay4HbIX 6a3ax AaHHbIX PubMed, Elsiver, Springer 1 6a3 aaHHbIX POCCUIACKON Hay4HO B6ubnu-
oteku E-library. Hanuume cneunduruecknx GeHoTMNMYECKMX U KIUHUYECKUX NPU3HAKOB NO3BOMSET AMArHOCTMPOBATb CUHAPOM
Cpasy nocne poxaeHus. Mo 1Toram U3yyeHuns MeAULMHCKON OKYMEHTALMMU BbISIBNEHO HANUUME OTSTOLEHHOIO reHeasormMyeckoro
aHaMHe3a, MepPBUYHbI OCMOTP NalMeHTa NO3BOMA ONPEAENUTb MHOFOUMC/IEHHbIE CTUMMbI IM33MOpPUOreHe3a M NMOpPoKM pa3BUTHS,
KOTOpble MOATBEPXKAANM PELKUIA HACNEACTBEHHbIN cuHapoM Kpucta — CumeHca — TypeHa. CuHapom Kpucta — CumeHca - TypeHa -
(akTop pMCcKa BO3HUKHOBEHMS 3360NEBAHMI KOXMU, ibIXaTENbHOM CUCTEMBI 1 3yHOB, 4TO HEOBXOAMMO YYUTHIBATL A1 paHHeH ana-
THOCTWMKM M ONpeneneHus AanbHeilen TakTMKM BeleHUs NaumeHTa neamMaTpoM, AepMaToioroM U CTOMaTo/IoroM.

KntoueBble cnoBa: cHapoM Kpucta - CumeHca - TypeHa, X-cuenieHHas rmnorMapotMyeckas AMCnaasms, SKTOAMCNNasuH-A,
HOBOPOXAEHHbIN pebeHOK, BpOXKAEHHbIE HACeACTBEHHbIE 3ab0neBaHms
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Abstract

Christ - Siemens - Touraine syndrome is a genetically determined disease, mainly of males, the female is carriers of the
pathogenic gene. The incidence of the disease has not been precisely established, according to modern data 1 case on 5 000-
10 000 newborns, in female carriers 17 cases 100 000. Usually, the syndrome is inherited linked to gender, but autosomal and
spontaneous forms are possible. There is a mutation of the EDA1 gene encoding the synthesis of ectodysplasin-A. As a result,
epithelial and mesenchymal interactions are disrupted, leading to a lack of regulation of the formation of epithelial appendages.
There are phenotypic specific features: thick lips, triangular lower jaw, wide saddle-shaped bridge of the nose and deformed
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low-set ear, wide cheekbones, fine wrinkled and hyperpigmented skin around the eyes, agenesis of the mammary glands
in women.A clinical triad of signs is characteristic: hypotrichosis/atrichosis (thin, light, dry hair); hypodontia/anodontia (conical
teeth); hypohidrosis/anhidrosis (a condition that threatens the death of a child due to hyperthermia). The authors presented
a clinical case of hereditary Christ - Siemens - Touraine syndrome in a newborn child. The documentation was used when
writing the article, we was used the medical history of the department of pathology of newborn children and young children
of Tyumen regional clinical hospital No. 2 and was analyzed scientific articles about this theme in the open scientific databas-
es, such as PubMed, Elsiver, Springer and Russian scientific electronic library. The presence of specific phenotypic and clinical
signs makes it possible to diagnose the syndrome immediately after birth. Based on the datas of medical history, a burdened
genealogical history, the initial the patient examination allowed to identify numerous stigmas of dysembriogenesis and malfor-
mations that confirmed the rare hereditary Christ — Siemens - Touraine syndrome. Christ-Siemens-Touraine syndrome is a risk
factor for skin diseases, respiratory system and teeth, which must be taken into account for early diagnosis and determination
of further patient management tactics by a pediatrician, dermatologist and dentist.

Keywords: Christ — Siemens - Touraine syndrome, X-linked hypohydrotic dysplasia, ectodysplasin-A, newborn baby, congenital
hereditary diseases
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BBEAEHUE

TepMuH «3KTOAEpPManbHag gucnnasusa» (3[) otHocuT-
CS K reTeporeHHoOMn rpynne peakux BPOXAEHHbIX Hacnea-
CTBEHHbIX 3ab0oneBaHui, BAMSIOWMX HA HOPManbHOE pas-
BUTME [BYX UK Bonee 3KToAepManbHbIX CTPYKTYP, BKAOYAS
KOXY, 3yObl, BONOCbI, HOFTU M 3HLOKPUHHbIE xene3bl [1].
K HacTogweMy BpeMeHn onmcaHo 6onee 180 pasnmyHbix
TMnoB 3[] Ha ocHoBe eHOTMNA M XapakTepa UX Hacnego-
BaHua [2]. Pa3nunuatoT oBe 0CHOBHble GOPMbI 3KTOLEPMASb-
HOM AMCNNAa3nK B 3aBUCMMOCTU OT HAIMUMS UM OTCYTCTBUS
MOTOBbIX Xenes3: aHrMAPOTUYeCKY — cMHAPOM KnoycTo-
Ha U rMNorMapoTUYecky — cuHapom Kpucra - CumeHca -
TypeHa [3]. TakKe cyLecTByeT HECKOIbKO TUMOB Hac/en0Ba-
HWS 3KTOLEPMaNbHOM AMCNNA3UK: AQYyTOCOMHO-PELLECCUBHBIN,
AYTOCOMHO-AOMMHAHTHbINA M X-CLENNEHHbIW TUN Hacneno-
BaHua [4]. Hanbonee yactbiM nposgsneHnem 3aboneBaHus
asnsetca cuHapoM Kpucta - Cumenca - TypeHa (BTopoe
Ha3BaHuWe — X-cuenneHHas 3KToAepManbHasg rMnoruapo-
TMYeckaa AMCnnasus) — reHetuyeckn obycioBneHHoe 3a-
b6oneBaHue, runornapoTnyeckas dopma sKToAepManbHoON
LWCNNasuu, B pesynbraTe KOTOPOro Hapywaertcs Gopmu-
pOBaHWe 3KTOAEPMANbHOrO 3apOAbILIEBOr0 IUCTKA eLle
BO BHyTpMyTpobHOM nepuoge [5]. Bnepsbie cnHapom Bbin
onuncaH B 1848 r.J. Touraine, 3ateM B 1913 1. — HEMELKUM
ctomatonorom J. Christ u 8 1929 r. - HeMeUKMM aepMaTo-
norom H. Siemens [6]. CuHAPOM aBASETCSH X-CLEMNNEHHbIM
peLeccuMBHbIM 3ab0neBaHUEM C NPEUMYLLECTBEHHBIM NOpa-
XEHUEM UL, MYXKCKOTO NOAA, XEHLUMHbBI Xe ABAKTCS HO-
cutenamu [7]. BctpevaemocTb 3aboneBaHns 3HauYMTENbHO
Bapbupyetca: o1 1 cnyyasd Ha 10 000 Bcex HOBOPOXAEH-
HbIX OEeTeW, Y XEeHWMH YacToTa HOCUTeNel OLeHWBaeTCs
ot 17 Ha 100 000 [8] o 1,6-22 Ha 100 000 Bcex xwBo-
poxAeHHbIX [9]. Pa3BuTMe CMHAPOMA CBSA3aHO C MyTauwuei
reHa EDA1 B nokyce Xql2-ql3, kogupytouwero cuHTes ben-
Ka 3KToAMCNNasMHa-A — TpaHCMEMBPAHHOIO CUMTHANBHOMO
npoTenHa, oTHocawerocs k cemenctey ®HO (pakTop He-
Kpo3a onyxonu), u peuentopom EDAR Bo BpeMs pa3Butus

aKToAEpManbHbIX opraHos [10, 11]. B pesynbtate mMyTauuu
HapyLakTCs 3NUTeNManbHble U Me3eHXMManbHble B3anMo-
[LeCTBUS, YTO NPUBOAMT K OTCYTCTBUIO perynsaumnu obpa-
30BaHUS 3NUTENUANbHBIX NPUAATKOB: NOTOBbLIX Xenes, 3y-
608, KOXMU, HorTel [12, 13]. AnarHocTMpoBaTb 3aboneBaHune
BO3MOXHO YXe Mpu poxaeHun pebeHka ¢ nomolublo cbo-
pa reHeanorMyeckoro aHaMHesa, PU3nKanbHOro 0CMOTPa,
bGEeHOTUNUYECKMX AAHHBIX U FEHETUYECKUX UCCNEeL0BaHMA
(kapuotunupoBanue) [14]. X-cuenneHHas runoruapoTuye-
CKas 3KToAaepManbHag aAuMcnnasus — Hambonee pacnpocTpa-
HeHHas dopma 3/, coctasnstowag 90% ot Bcex hopM, nme-
l0Was XxapakTepHble BHewHWe npossnexus [15]. HecmoTtps
Ha TO YTO NPOSIBAEHUS IKTOAEPMANbHOM AUCMNA3UU MOXKHO
YBUAETH C POXKAEHWUS (QHOMANMKU BONOC, HOrTew, 3y6oB), non-
Has KIMHUYECKas KapTUMHa NpPOsSBASETCS B NOLPOCTKOBOM
nepuoge. CywectsyeT beHoTMNUYECKas TpUaLa Npn3Hakos,
xapaktepu3syowmx cuhapom KCT: runoTpmuxos/aTpuxos; rm-
NOAOHTUS/AaHOLOHTUS; TMNOTMAPO3/aHIMAPO3, TakKe Cne-
LlyeT OTMeTUTb Hanuyne NagoHHO-NOLOLWBEHHOMO rMnep-
KepaTo3a, XapakTepHOro UMEHHO ANS TMNOrMAPOTUYHECKOM
3KTOAEpManbHOW Ancnnasmu [16, 17]. Tuno-/atpmuxo3 nposs-
NseTca B BUAEe NaHyroobpasHoro pocta BOAOC, TOHKMX pea-
KMX CBET/IbIX BOJIOC Ha rofioBe 1 HpOBSX BMOTb L0 NOMHOWM
anoneumun [18]. MposBneHne rMNOLOHTUM B BUAE KOHMYe-
ckon GopMbl pe3uoB, 3aMeflIeHHOe Npope3biBaHue 3y6oB,
HeLopa3BUTUe anbBeonsapHbix Ayr [19]. Mnormapos — cHu-
XEeHWe MAM OTCYTCTBME MOTOBbIX Xenes, BCNeACTBME Yero
pebeHok uMeeT cyxyto koxy [20]. Haubonee xapakTepHble
ON9 [aHHOTO0 CMHAPOMA CTUIMbl An33MbpuoreHesa: 60/b-
Wwow nob ¢ BbICTYNAOWMMKU HAAOPOBHBIMKU AyramMu u n06-
HbIMK Byrpamu; 3anaBsLiasg NepeHocmLa; ManeHbKuii ceano-
BMAHbLIA HOC C TMMONaa3uen Kpbinbes; nepuopbuTanbHble
MOPLWMUHbl U TMNEPNUITMEHTALMUS, NONHbIE BbIBEPHYTbIE
rybbl, 3anasLlune LWeKu, oTTonbipeHHble AedOpMUpPOBaHHbIE
YLK (YLK caTUpa», KKOWaYbM YLWIN») — «aHMULPOTUYECKOE
auo» [21]. Henopassutne 3K30KPUHHbIX Xene3 (CIHHHbIX,
CNe3HbIX, CaNbHbIX, MOACAN3UCTbIX, MEMOOMUEBBIX U MOIOY-
HbIX Xenes) cnocobcTByeT BOSHUKHOBEHMIO aTPOdUUECKOro
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PUHWTA, XPOHUYECKMX KOXHbIX 3a60N€BaHUMI, CyXOro Kepa-
TOKOHbBIOHKTUBMTA, XPOHWMYECKOr0 racTpuTa 1 S3BeHHOM 60-
Ne3HM, a Y XeHLWMH — TPYAHOCTEN C IPyAHbIM BCKApMK-
BaHWeMm [22, 23]. Bcnencreme rmnormaposa y nauMeHToB
HapyLeH npouecc TepMoperynaumnmn, NoTooTAeNeHNe MO-
XET NPOUCXOANTb YaCTUYHO (Ha NafoHAX, NofoLwBax) Anbo
He ObITb COBCEM, MPOMCXOAMT U3OLITOYHOE HAKOMNAEHMWE Ten-
na B opraHu3Me 6e3 BO3MOXHOCTM BbIXOAA Hapyxy, M3-3a
4yero MOXeT pa3BUTbLCS ruNepTepMus, Tennosas 6onesHb
(TennoBoe ucTOWEHME, TENNOBOKM yaap) uan cMmepTb [24].
Bcneacteue HapylieHus paboThbl enes naumeHTbl CKIOHHbI
K MOBTOPHbIM 3abD0N1€BaHUAM pecnMpaToOpHOro TpakTa U rv-
nepTepMuMu B HEOHATaNbHOM NEPUOAE, YTO LOMKHO Bbi3bl-
BaTb OCOBEHHYI HACTOPOXEHHOCTb Yy NeanaTpos [25].

B ocHoBHOM neyeHune 3aboneBaHMs CMMNTOMATUYECKOE,
CBSI3aHHOE C yCTpaHeHneM aedekToB. [MNoAOHTUS — BECTU-
bynonnactuka, optoneauyeckas peabunutaums naumeHTos —
NpoTe3npoBaHMe C UCMONb30BAHNEM CbEMHbBIX KOHCTPYKLMNA,
3ybHOe nNpoTe3npoBaHMe C NaMsATbio GOpPMbI Kaxaple 2 roaa
OT Ha4ana NoCTaHOBKK [26, 27, ¢c. 309-351]. ing neveHwns kce-
po3a NpUMeHsaoTCs 610KaToPbl KaNbLMOHEBPUHA, AHTUTUCTA-
MWHHbIE NpenapaTbl, 3MONEHTbI HA TMAPOMUNLHOW OCHOBE
NOXW3HeHHO [28]. HeManoBaxHoe 3HayeHue B peabunuta-
LMW feTei CnyxKaT Kypebl NcuxoTepanuu, T. K. NalUMEHT HauMHa-
€T NOHMMATb, YTO ero BHELWHOCTb HeobblYHa ANS Nt0AeN, BO3-
MOXHbl HAaCMELLKM CO CTOPOHbI OKPYXaLWMX, YTO NPUBOAUT
K 3aMKHYTOCTM W COUMANbHOW Ae30pUeHTaL MK, OTCYTCTBUIO
yBepeHHOCTU B cebe. Takxke BaxHa Noanepka Lng poauTe-
nem, X OeTn HyxaaTcs B bonblei 3aboTe M HabnaeHUM
33 HUMM, 4TO MOXET HEraTUBHO CKa3aTbCs Ha UX Ncuxmke [29].

Mo maHHbIM MccnenoBaTenen, MMeeTCs YCNeLlHbIM onbIT
NpeHaTanbHOro NeYeHus reHeTM4eckoro aeduumnta CurHanb-
HOM MONeKy/bl 3KToaMcnnasmMHa-Al y naumeHToB C CMHAPO-
MoM Kpucta - CumeHca — TypeHa nyTeM MHTpaaMHUOTUYe-
CKOro BBeAeHWs 3ameluatoLlero 6eka, KOTopbli MHAYLMPOBaN
pasBuTHE MYHKLMOHAMbHbIX MOTOBbIX Xese3, MeMboMmneBbIxX
Xenes v AOMNONHUTENbHBIX 3apoabileit 3ybos [30, 31].

B cTtatbe npenctaBneH KAMHWYECKWMI Cnyyal Hacnen-
CTBEHHOro cnHapoma Kpucra - CumeHca - TypeHa y HOBO-
pOXaeHHOro pebeHka.

Mpu HanMCcaHMKM CTaTbM MCNONb30BaANACh MeAMLMHCKAS
[OKYMeHTaums (MeamnLMHCKas KapTa CTauMoHapHOro 60/bHo-
ro, HAXOAMBLUEroCs Ha CTaLMOHAPHOM NIeYEHWM B OTAENEHMM
naTos0rMmM HOBOPOXAEHHbIX AETEW M AeTei paHHero Bo3pac-
Ta 'BY3 TO «OKB N22» B gekabpe 2022 r.); npoBOAMICS aHa-
U3 NUTEpaTypbl MO AAHHOM MATONOMMKU B OTKPbITbIX dNeK-
TPOHHbIX Hay4HbIX 6a3ax AaHHbix PubMed, Elsiver, Springer
1 633 [aHHbIX POCCUICKOM Hay4yHoM Bubnunoteku Elibrary.

KIMHWUYECKUIA CNYYAN

Manbuunk B. Ha 4-e CyT. XM3HM B MPUCYTCTBMM 33aKOHHO-
ro npeacraBuTeNs NepeBefeH U3 poaaoma B oTaeneHue na-
TONOMMW HOBOPOXAEHHBIX AETEN U AeTel paHHEero Bo3pacTa
BY3 TO «OKB N22» nns rocnutanmsaumm C Lenbto ganbHen-
wero o6cnenoBaHuUs, NeYEHUS 1 BbIXaKMBAHMS.

AHaMHe3 xu3Hu: Manbuuk B. pogunca 09.12.2022 r. ot
TpeTbe 6epeMeHHOCTM Ha (DOHEe OTArOLWEHHOro aKyLlepcKoro
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aHaMHe3a, 3KToLlepMaNbHOM TMNOrMAPOTUHECKOM AMcnna-
3um y mMatepu (cuHapoM Kpucrta - CumeHca - TypeHa),
B 36 Hen. — 6bakTepuypus. HacneacTBeHHOCTb OTArOLWEHa MO
MaTEPUHCKOW NMHMM — Yy MaMbl cuHapoM Kpucta - CumeH-
ca - TypeHa. CpoyHble poabl B 40,4 Hepn., roNoBHOe npef-
nexaxue. Bec npu poxaennn 3 300 r, anvHa 52 M, OKpyx-
HOCTb TpyAau 34 CM, OKPY>XHOCTb ronoBbl 34 cM. K rpyam
B POLM/IBHOM 3ane MpUIOXKeH He Obl B CBA3M C rMnoranak-
TMeN y MaMbl, HAXOAMCS HA UCKYCCTBEHHOM BCKAapM/IUBaA-
HUK. [pn pOXAEHMM COCTOSIHME CpeaHen CTeneHU TSHXeCTH
3a cyeT 60NEBOr0 CMHAPOMA, HEBPOIOrMYECKOM CUMNTOMA-
TUKW, HOBOPOXAEHHbBIN NepeBefeH B ManaTy MHTEHCMBHOM
Tepanuu cpasy xe nocne poxaeHus (FbY3 TO «PoamnbHbin
noM N23»). Mpu obcnenoBaHnu: C-peaktmBHbIn 6enok (CPB)
o1 10.12.2022 r. 13,5 Mr/n (3HaYUTeNbHO Bbile HOpMbI). Ha
4-e CYT. XM3HM B SKCTPEHHOM NOpsAKe NepeBos B OoTAene-
HWe MaToNorMM HOBOPOXAEHHbLIX AeTeil U AeTel paHHero
Bo3pacta IbY3 TO «O6nacTHas knuHuyeckas 6onbHmua N22»
C AMarHo3oM «KpoBOU3IUSHNS B KOXY Y HOBOPOXAEHHOTO.
Puck pa3utus BHYTpuyTpobHOM MHPekummn (BYM). HeoHa-
TanbHas xentyxa. CuHapom Kpucra - CumeHca — TypeHa?».
OO6beKTMBHbIM CTATYyC NpW MOCTynaeHuu: obuiee cocTos-
HWe CpeaHen cTeneHu TsxkecTu. Ha ocMoTp pearnpyeT ak-
TUBHO, ABUraTeNbHas akTUBHOCTb B NOAHOM obbeMe. Du-
3nonorunyeckne pednekcbl HOBOPOXAEHHbIX Bbi3blBAKOTCS,
LVCTOHMS MbileyvyHoro ToHyca. Cknepbl nktepuyHble. Cy6-
KOHBIOHKTMBaNbHOE KPOBOM3AUAHUE 0bomx rnas. CyxocTb
ry6. KoxxHble NOKPOBbI MKTEPUYHbI (2—3 30HbI) Ha BregHo-
po30BOM doHe. eTexunanbHasg Cbifb Ha BONOCUCTON YacTu
ron0Bbl U NKLLE, reMopparMyeckas Cbifb N0 TUMY «YEPHUY-
Horo nuporay (puc. 1). iumboy3nbl MHTaKTHbIE. YacToTa Abl-
XaTeNbHbIX ABWXeHUI 42/mMuH. Catypaumsa 99%. [lbixaHune
ny3puabHOE, MPOBOAMTCS MO BCEM MOMSAM, XpUMNOB HeT. Ya-
CTOTa CepAEYHbIX coKpalleHnin 143/MuH. [ynbC pUTMUYHBIN.
ToHbl cepaua gcHble, puTMuyHble. CTurMbl An3smbpuoreHe-
3a: yBenmnyeHa nobHas Lons, HaabpoBHbIe Ayru, 3anaBLuas
nepeHoCcuLa, HeAO0Pa3BUTbIE KPbINbS HOCA, KMTUYMIA» HOC,
CTUIrManbHble MATKMe ylin, apaxHodaktuaus (puc. 2, 3). Oc-
MOTpeH 0dTanbMONOrOM, HEBPONOTOM, KOTOPblE HE OTpULA-
0T Hanuume cuHapoma Kpucra - CumeHca — TypeHa, AaHbl
pekoMeHaauun. Ha 0CHOBaHWMM AaHHbIX aHaMHe3a, KIIUHM-
4ecKoM CMMNTOMATUKK, MPOBEAEHHbIX MHCTPYMEHTaNbHbIX
MeTOAO0B MCCIef0BaHMs, OCMOTPa Y3KMX CMeLUanncToB Bbl-
CTaBNeH KNMHUYECKMIA anarHo3 «BHyTpuyTpobHas uHdekums
HeyTouyHeHHas. LlepebpanbHas uwemus 1-i ctenenn. lakpu-
OLMCTUT HOBOPOXAEHHOr0 060mx rnas. CyOKOHbIOHKTBANb-
Hoe KpoBouM3NnusaHWe 06oux rnas. OTKpbIToe 0BasbHOE OKHO.
OXJDK. HeoHaTanbHas xenTtyxa». He nckno4aeTcs CMHAPOM
Kpucra - CumeHca - TypeHa.

B Tepanuu: koppekums remocTasa, runepbounmpybuHe-
Muun. PebeHok nonyyan nHOY3NOHHYKO Tepanuio yepes ne-
pudepuyeckunin BeHosHbln Katetep (MBK), aHTubakTepu-
anbHylo Tepanuio, nposoaunack Gortotepanusa. Ha doHe
NeYyeHns COCTOSHUE YNyYLWMNOCh: Cbilb U 3KXMMO3bl B CTa-
Lun paspelleHuns, NoBbIWeHMEe aKTUBHOCTHU (pebeHoK ak-
TUBHEe pearvpyeTt Ha 0CcMoOTp, bonblue 06beM aKTUBHbIX
[LBWXEHWUI), BECOBAs KPMBAs MONOXUTENbHAS, HOpManu3a-
uns nabopaTopHbix nmokasatene. Boinncan 16.12.2022 r.



PucyHok 1. ®DeHOTUN HOBOPOXKAEHHO-
ro ¢ cuHagpomom Kpucra - CumeHca -
TypeHa (Bup, cnepeam)

Figure 1. Newborn infant who pres-
ents Christ - Siemens - Touraine syn-
drome phenotype (anterior view)

B yOOB/NETBOPUTENBHOM COCTOAHMN, PEKOMEHOO0BAHO AaJlb-
Hellwee HabnwaeHue Y4aCTKOBbIM MeanaTpoM, KOHCYNbTa-
LUna reHeTuKa B N1aHOBOM nopsgake.

OBCY>XXAEHUE

B pyTMHHOM npakTuke Bpava-HeOHAToN0ra, KOTOpbIi Ky-
pvpoBan NaumeHTa, AaHHas NaToNorng BCTpeyaeTcs Bnep-
Bble. B npeAcTaBieHHOM KAMHMYECKOM Cnyvyae y HOBOPO-
XAEHHOTO MasnbynKa HabnaaTCA XapaKTepHble NpU3HaKK
reHeTM4eckoro 3aboneeaHus — cuHgpoma Kpucra - CumeH-
ca - TypeHa, Ha GOHe KOTOPOro MMenu MecTo COMyTCTBYIO-
Lye naTonorMyeckne cocTosiHus. B pesynstate fetanbHoro
06cnenoBaHunsa Npu NOCTYyNAEHUM B OTAeNeHne pebeHky bbin
BbICTABNEH 3aK/THOUUTENbHbINA KIMHUYECKMI anarHo3s. Bee ne-
peuncneHHoe TpebyeT MyNsTUANCUMNANHAPHON TaKTUKKM Be-
[leHnsa naumeHTa (HeoHaTonor, neamatp, HeBposnor, odTanb-
MOJIOT, TEHETMK) C Lenbld NpoPUNakTMku GopMMUpOBaHMS
XPOHUYECKMUX HO30/0TUM.

PucyHok 2. PebeHOK C 3KToaepManb-
HOM Aucnnasue (BMA c3aam)

Figure 2. Infant with ectodermal dys-
plasia (posterior view)

PucyHok 3. DeHoTMN HOBOPOXKAEHHO-
ro ¢ cuHapomom Kpucra - CumeHca -
TypeHa (Bug, cboky)

Figure 3. Newborn infant who pres-
= ents Christ - Siemens - Touraine syn-
drome phenotype (lateral view)

3AK/TIOYEHUE

MpaKTuKytoLEMY Bpayy BaXHO 3HaTb O KIIMHUYECKOW Kap-
TWHE, AMArHOCTMKE M BEAEHUM MaLMeHTa C AaHHOM maTtono-
ruen. NpaBunnbHO BbiGpaHHas TakTWKa BeAEHUS TakMX NaLm-
€HTOB MO3BONSET CHU3UTb PUCKM BO3SHUKHOBEHMS PA3IMYHbIX
OC/IOXKHEHW.

CuHopom Kpucrta — CumeHca - TypeHa siBngeTcs npoBo-
LUMpYHOLWMM HGaKTOPOM BO3HUKHOBEHUS 3a00ME€BaHUIM KOXM,
[bIXaTeNbHOM CUCTEMBI M 3y6OB, YTO BbI3bIBAET MHTEPEC HE
TONbKO NeaMaTpoB, HO M LepMaTo/ioroB M CTOMATO/OrOB.
3HaHue cnHapoma Kpucta — CumeHca - TypeHa B nNpakTu-
Ke Bpaya-HeoHaTonora 1 neamaTpa NOMOraeT paHHeMY aua-
FHOCTMPOBAHMIO, HA3HAYEHMI0 NPABUNBLHOTO NEYEHUS U Beae-
HWIO NaumeHTa. HeobxoanMm MynbTUANCLUMNANMHAPHbLINA MOOXOL,
B BEAEHUWN LeTel C AaHHbIM 3aboneBaHueM.
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