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Kpanunocunoctozpt (MKB-10: Q75.0) — nartosiornyeckne COCTOSIHHS, ACCOIMHPOBAHHbIE C MpEXKIEBPEMEHHBIM 3apalleHueM
YepenHbIX MIBOB, MPUBOISAIIMM K (hopMUpPOBaHMIO TehopManuu yepena, OTpAHMYEHHIO POCTA MO3ra U, 0e3 CBOEBPEMEHHOrO BMeNIa-
TEeJbCTBA, K CEPhE3HBIM HEBPOJIOTMYECKHM HapymeHusiM. OHH TaKKe TeCHO KOPPEIUPYIOT C PA3JIHYHBIMA CHHIPOMAIBHBIMH MATOJIO-
TUSIMH ¥ TIPOSIBJISIIOTCSL HAJIMYMEM JIOTIOJIHUTE/IbHBIX MOPOKOB PA3BUTHS Y MALMEHTOB. /IHATHOCTUYECKYIO CJIOKHOCTD MPEACTABIISIOT
CHTYaIiH, KOTJAa NPH HAJTMYAH BeeX ()eHOTHNMYECKHX NMPU3HAKOB CHHIPOMAJTHHOTO KPAHHOCHHOCTO032, HE YIAeTCs BbISIBUThH TeHe-
THUYECKYI0 MYTalHIO, YTO TpeOyeT Goiee TIIATEILHOrO 00C/Ie0BaHus M IMPOKO# U depeHIMATBHOI IMarHOCTHKU. B HIzkenpu-
Be/ICHHOM KJIMHHYECKOM Ha0JIl0leHUH Mbl ONMChIBaeM YHUKaNbHbII ciaydaii I1aiiddepononodnoro cunnpoma y pedeHka 6e3 BbIsIB-
JIEHHOii XapaKTePHO# reHeTHYECKOii MyTALMH U C OJIATONPHATHBIM MPOTHO30M /ISl JKM3HH.

Karoueevte caoea: cenvt FGFR, necundpomanshvle KpaHUuOCUHOCMO3bl, NOAHOIK30MHOe cekeeHuposanue, Tlghaiighgheponodobuuiii cum-
dpom, cundpom [lpaiigpghepa.
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Craniosynostoses (ICD-10: Q75.0) are pathological conditions associated with premature closure of the cranial sutures, resulting
in cranial deformity, restricted brain growth and, without timely intervention, severe neurological disorders. They also correlate
closely with various syndromal pathologies and are manifested by the presence of additional malformations in patients. Diagnostic
difficulty is represented by situations when, in the presence of all phenotypic features of syndromal craniosynostosis, it is not possible
to identify a genetic mutation, which requires a more thorough examination and a broad differential diagnosis. In the following clin-
ical observation, we describe a unique case of Pfeiffer-like syndrome in a child with no identified characteristic genetic mutation and
a favourable prognosis for life.
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panuocuHocto3d (MKb-10: Q75.0) — marono-

TUIECKOe TIPEKIEeBPEeMEHHOE CpallleHNe OIHOTO
WU HECKOJBKUX YepPEeITHbIX MBOB. [1o yacToTe BeTpe-
YaeMOCTU COCTOSTHUE 3aHWUMaeT BTOPOE MECTO Cpelu
KpaHnoMaIMaTbHbIX aHOMAJWH, YCTymas JIUIIb OpO-
dbanmanrpHBIM  paciienuHaM, W TAAaTHOCTUPYETCS
npumepHo y 1 u3 2000—2500 HoOBOpoOXAeHHBIX [1,
2]. Ilpu 3TOM, 4Yalle BCEro B IIPOIIECC BOBJIEYEHBI
3aTbutouHbie (40—55%), BeHeunble (20—25%), n06-
wele (5—15%) w nambnoBumHble (<5%) mBH [2].
B 3aBUCHMMOCTH OT BOBJEYCHWSI B TIPOIECC pa3lidy-
HBIX OpPraHOB W CHUCTEM, KPAaHUOCWUHOCTO3Bl MOTYT
OTHOCUTBCS K HecuHApoMalbHBIM (85%, 0,7—6,4
Ha 10 000 >XMBOPOXIEHHBIX) WJIU CUHIPOMAJIbHBIM
(15%, 1 na 25 000 HOBOpOXIEHHBIX) (hopmam [2, 3].
[Tpu mocemHMX ke, TOMIUMO PaHHETO 3aKPBITUS Yeper-

HBIX IIBOB, YaCTO HAGIIONAIOTCS HAPYIIEHUS IbIXaHWS,
CepAeYHO-COCYIUCTO M HEPBHOW CUCTEM, OIMOPHO-
IBUTATEJLHOTO allliapaTta ¥ OpTaHOB YYBCTB [4].
Cpenu  CUHIPOMANbHBIX (HOpM  KpaHMOCUHO-
CTO30B IO 4YacTOTe BTOPOE MECTO 3aHUMAaeT CUH-
npom Ildaiidpdepa (Pfeiffer syndrome, axkpoueda-
nocunaaktuaust V tumna (ACS5), MKB-10: Q 87.0,
OMIM #101600) — penkoe reHeTHUECKOE 3ab0JIeBaHUE,
XapakTepu3ylolieecss YepermHO-JIMIEBOM  TUCIIIa3ueit
B COYETAHWM CO CKEJIETHBIMU aHOMAaJIUSIMHM KOHEY-
Hocrelt [1]. TlaTonorust Hacienyercsi MO0 ayTOCOMHO-
JTOMWHAHTHOMY TUITy WJIM pa3BUBAeTCS BCJCACTBHE
myTtauuii de novo [5]. [To maHHBIM OOJIBLIIMHCTBA aBTO-
pPOB, YaCTOTa BCTPEUYaeMOCTH 3a00JIeBaHUsI COCTABIISIET
1 na 100 000 HOBOPOXIEHHBIX HAeTel, C OMMHAKOBOM
YacTOTOM Cpeau TpeacTaBuTeieil obonx mojos [6, 7].
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Pa3zButue coCTOSTHUSI OTpeAcisTioT ne(eKThl B TeHax
peuenTtopa dakrtopa pocra ¢pudbpodnactoB (fibroblast
growth factor receptor) — FGFRI w FGFR2, perynu-
PYIOIINX 3KCIPECCUI0 PeIenTopoB ¢akTopa pocTa
¢GubpoOIaCTOB ¥ TAKMM 00pa30M YyYaCTBYIOILIMX B IIpe-
00pa30BaHUM CTBOJIOBBIX KJIETOK B OCTEO0JIACTHI B TIPO-
1ecce 3MOpuoHanbHOTO pa3Butus [7, 8]. Myrauuu
B OTUX Te€HaX BBI3BIBAIOT MPOIOIKUTEIbHYIO aKTUBa-
LINIO0 CUTHAJIBHBIX OEJIKOB, PE3YIbTATOM UYEro SIBISIETCS
MPeXIeBPEMEHHOE cpallleHUe KOCTel yepena u aHo-
MajnbHOe (hopmupoBaHue KoHeuHocTel [9]. CornacHo
JINTEPATYPHBIM JTaHHBIM, Te€H TPaHCKPUIIIIMOHHOTO
daxTopa criupans-nietnsi-cnupanb TWIST (helix-loop-
helix transcription factor), Oyny4yu peryasiTopoM TreHa
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UHUYECKUE CJT1YHAU

FGFR, Takxxe UMeeT CBOIO pOJib B pa3BUTUU aHOMaJIb-
HOTO cpallleHusT KocTeli ueperna [10].

K waubosee wacTo BcTpeyarommmcs MpU3HaKaM
MaTOJIOTUU OTHOCSITCSI: BapuaOelbHbIe, B 3aBUCUMOCTHU
OT XapakTepa KpaHMOCUHOCTO3a, nedopmMaliuy yeperna,
TUTIEPTENOPU3M, 9K30(TaJIbM, KOCOIJIa3ue, MaJIeHbKU I
HOC C 3amaBlleil MepeHOoCulleld, HeAopa3BUTUE YeJTio-
cTeil, KOpOoTKHEe cpeaHue (ajaHT, MUPOKUE U KOPOT-
Kue OOoJibllie TaJiblibl PYK W HOT, CpallleHHWe TajblieB
KMCTEeHl M CTOIl, aHKWJIO3 JIOKTEBBLIX cycTaBoB [9, 11].
Y HeKOTOpbhIX MNAlMeHTOB OTMEYaeTcsl TJyxXoTa H3-3a
aHOMAaJIMIA HapY>XHOTO CJIYXOBOTO MPOX0/ia U CPEIHETO
yxa [12]. HapymieHue ciyxa y nereii MOXeT TPUBO-
IUATH K 3a7epXKKe peuyeBOTO pa3BUTHUSI, YTO, B CBOIO OYe-
penb, OTpULIATEIbHO CKa3bIiBaeTCs Ha (OpMHUPOBAHUU
WHTEJUIEKTYaJbHBIX CITOCOOHOCTE! B maibHelmem [7].
JletanbHbIll McXom 0OYCIOBIEH BBIPAXXEHHBIMU PECITH -
paTOPHBIMU  HapylIEHUSMM W  TIporpeccupyloiieit
NbIXaTeJIbHOM HETOCTaTOYHOCTBIO, CBSI3AHHBIMU C aHO-
MaJIMSIMM Pa3BUTHS JbIXaTeJbHBIX MyTeil, OOCTPYKTUB-
HBIM arHO3 CHAa, a TakKXXe TsXKeJIOW HEeBPOJIOTMYECKOM
naToyiorTueir M AePUIIMTOM, BO3HUKAIOIIMM Ha (oHe
nporpeccupylonieii ruapouedannu. JonoaTHUTEILHBIM
oTsTomaIUM (HaKTOPOM YacTO CTAHOBSITCS COITYT-
CTBYIOIIME TIOPOKM Pa3BUTUSI TOJOBHOTO MO3ra, TakKue
KakK areHe3usl MO30JIMCTOrO Teja, TUTIOTIa3usl WU are-
He3usl MO3Xeuka, aHoMmanust ApHoJibaa-Kuapu u apy-
rue [5, 13]. Imopouedanus, Bo3HUKaOMIAS ITPEUMYIIIE -
CTBEHHO BCJIEJICTBME KOMITPECCUM CTPYKTYP TOJJOBHOTO
MoO3ra B 3aJHeli YepenHoi sIMKe, Hapyllalpllei BEeHO3-
HBIM OTTOK U LMUPKYJISLNIO JUKBOPA, XapaKTeprU3yeTcsl
MEJICHHBIM ~TIPOTpecCUpOBaHUEM. OTO OOBSCHSIET
OTHOCHUTEJIbHO TTPOIOJIKUTETbHBIN Mepruo CyOKOMIIEH-
cauuu [14].

Juarnoctuka cuHapoma Ildaitdpdepa ocHOBBIBaA-
eTcsl Ha JaHHBIX (DU3MKAJTbHOTO OCMOTpa MallMeHTa,
pe3yjabTaTaXx  PEHTIEHOJOTMYECKUX  HCCeloBaHUM
M MOJIEKYJISIpHO-TeHEeTUYeCKMX aHanu3oB [13, 15].
IlepBble MpuU3HAKM TMATOJOTUM BO3MOXHO 3aMETHUTh
emle TpeHaraiabHO, B KoHHe Il mam nauvane III Tpwm-
mectpa [15, 16]. Haubonee yacto y mioma puKcupy-
I0TCS aHOMalibHas1 ¢hopMa uyepera, BEHTPUKYyJIOMera-
JIUSI, TUTIEPTEIOPU3M, 3K30(TaIbM, TTOPOKU Pa3BUTHUS
KOHEUYHOCTeH, yBeJIMYEeHNE TOJIIIMHBI BOPOTHUKOBOTO
npoctpaHcTBa [16]. PaHHsas mpeHaTanbHass Bepudu-
kaums cuaapoma Ildaiiddepa nmeeT BaXKHOE TTPOTHO-
CTUYECKOEe 3HAYeHHUE, TO3BOJISISI POAUTENSM MPUHSITHh
MHOOPMUPOBAHHOE pEIIeHWEe O TIPOJIOHTUPOBAHUU
0epeMeHHOCTH, a TaKXe JaeT BO3MOXHOCTb PaHHETO
MJIaHUPOBAHUS HEOHATAJILHOM TaKTUKU BeIeHUS
U XMPYPTUYECKON KOPPEKLMU BBISIBJIEHHBIX IMOPOKOB
pasButusg [16]. OCHOBHBIMM WHCTPYMEHTAJIbHBIMU
MeToaaMu o0cyieloBaHUsI, MPUMEHSIEMbIMU B TTOCTHA-
TaJbHOM TIepHOAe, SBJISIOTCS KOMIBIOTEpPHAss TOMO-
rpacdusi KOCTel uyepera, MarHUTHO-pEe30HaHCHasI
TomMorpadus roOJIOBHOTO MO3Ta U PEHTIE€HOJIOTUYECKOe
ncciaegoBaHne KoHeuHocTed [9, 13].
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IMupokass BapuabGeNbHOCTb KIMHUYECKUX TIPO-
SIBJICHUI OOyClaBJIMBaeT MYJIbTUAMCIUIUIMHAPHBIN
MOIXOM K BeIeHUIO TTalueHTOB ¢ cuHapomoM Ildaiid-
depa [15, 17]. [Ipu 3TOM MokazaHUsS U CPOKHU OIle-
paTMBHOTO BMeIllaTeJlIbCTBA, a TaKXe OMNepariMoOHHO-
aHEeCTEe3MOJIOTUYECKMEe PUCKU TTO3BOJISIIOT OOBEKTUBHO
OLICHUTh TI0Ka3aTeJiM BHYTPUYEPEITHOTO JaBJICHUS
[13, 14].

Cnennduyeckoit repannu cuaapoma Ildaiidpdepa
Ha JaHHBII MOMEHT HE CYIIECTBYET, OCHOBHOE BHHU-
MaHUe yAeasieTCsl TPeIoTBPAIEHUIO TSIXKETbIX OCIO0X-
HEHWIA, B TOM YUCJie XUPYPTUIECKUM MYyTEM, a TakKxXKe
MPOBEICHNIO CUMIITOMaTHu4YecKolt Tepanuu [13, 18].

JuddepeHInaTbHO-AUaTHOCTUYECKUI Psii BKITIO-
yaeT Jpyrue CHUHAPOMalibHbie KPaHUOCUHOCTO3BI,
Takue Kak cuHiapoMmbl Armepa (OMIM #101200),
Kapnentepa (OMIM #201000), Kpyszona (OMIM
#123500), Cerpe-Yorzena (OMIM  #101400),
Mrmonke (OMIM #602849) wu [IxekcoHa-Beiica
(OMIM #123150) [13, 15]. OgHako HYXHO OTMe-
TUThb, YTO COBPEMEHHBbIE MCCJIEI0BAHUS OIPOBEPTIN
MpekHee TIPelCTaBJIeHWe O TOM, YTO TOJBHKO BBIIIE-
MpUBEIEHHbIE CHUHIpPOMajibHbIe (DOPMbI KpaHUOCH-
HOCTO30B MMEIT TeHeTudyeckyto mpupoay. CeromHsi
YCTaHOBJIEHO, 4YTO KaK CHUHIpOMajbHbIe, TaK U M30-
JIMpOBaHHBbIE (HECUHIApPOMAaJbHbIC) BapuUaHTHl 3a00-
JIeBaHUSI MOTYT OBITb OOYCJIOBJI€HBl T'€HETUUYECKUMU
HapyumeHussMu. [IpudyeM B CTPYKType CUHIpPOMAThb-
HBIX KpPaHUOCUHOCTO30B He MeHee 20% ciydaeB
CBSI3aHBI C KOHKPETHBIMM MYTallUSIMU WA XPOMO-
cOMHBIMM TiepecTpoiikamu [19]. Takxke BBISIBIEHO,
YTO TPU HECUHIAPOMAJIbHBIX (popMax KPaHUOCUHOCTO-
30B MOTYT OTMEYaThCs COTYTCTBYIOIIWE HapyIIeHUS
pa3BUTHs, BKJOUaIue aepopMaluu cpeaHeit 30HbI
Juia, aHoMaauu GOpPMHUPOBAHUS OPOUT, JEHTUHA,
paccTpoiicTBa cCiiyxa, AbIXaTeJibHbie M KOTHUTHUBHBIE
HapyieHus [19].

OrpaHMYeHHOE KOJIMYECTBO JUTEpPaTypHBIX MdaH-
HBIX KaK o cuaapomy Ildaitddepa, Tak u mo [Ndaiid-
deponogoOHOMY CUHAPOMY OOYCIaBIMBAeT HU3KYIO
MHOOPMUPOBAHHOCTh  MEIUIIMHCKOTO  COO00IIecTBa
O JAHHBIX COCTOSIHUSX, TPW HAJUYUU TOCTATOYHO
XapaKTepHOM KJIMHUYECKOW KapTUHbBI, YTO OIpeaesieT
BaXXHOCTh OTMCAHUS IeTeil ¢ JAaHHBIMU COCTOSTHUSMU
C LIEJIbI0 UX CBOGBPEMEHHON NUArHOCTUKU U TIPEaOT-
BpallleHUs pa3BUTHSI OCTIOXHEHUI.

Huxe MBI onuchiBaeM KIMHWYECKUN  Ccaydaid
pebenka c¢ I[1daiihdepornonodHbIM CUHIAPOMOM: (heHO-
TUTIOM, COOTBeTCTBylomuM cuHapomy Ildaiiddepa,
HO 0e3 XapaKTepHBIX TeHETUYECKUX MyTalluii 1 Oyaro-
MPUSATHBIM MTPOTHO30M. HecMOTpst Ha CylIeCcTBYIOIIYIO
TEPMUHOJIOTUIO U HOBBbIE TPEACTaBIeHUs 00 3THOJO-
TMU U TIaTOTeHe3e KPAaHUOCUHOCTO30B, B pe3yJibTaTe
MPOBEIEHHOTO TOKWCKAa M aHajlu3a MUPOBOW JiMTepa-
TYphI B TOMCKOBBIX cucTeMax 1 6a3ax naHHbIXx PubMed,
ResearchGate, eLibrary, Google Scholar, Scopus, NIH
no KiaodeBbIM cioBam: een TWIST, ecen FGFRI, een

FGFR2, necundpomanvuble KpamuocuHocmosvl, HOAHO-
9K30MHOe cekeeHuposaHue, [lgaiipgheponodobuuiii cun-
dpom, cundpom Ilpaiighpepa, uepenno-ruyesoit ouzo-
cmo3, ducgaeuss, Mbl HAIIUIM BCETrO JIMIIb OAUH CIyvai
TldaitdpdepornonoOHOr0o cUHApPOMa, OIMUCAHHBIN Su
PH, et al. B 2009 roxy [10]. BBumy cxoxecTu KIMHU-
YeCKUX TMPU3HAKOB, CTAaHOBUTCS 1IeJIeCOOOpPa3HBIM
paccMOTpPeTh TMOIXOAbI K OMATrHOCTUKE W JICYEHUIO
I paitpdeponogodbHOTO CUHAPOMAa Ha OCHOBAaHUU
KIWHAYECKUX TAHHBIX, MOJYYEHHBIX TPH OMMCAHUK
cungpoma Ildaiidbdepa.

Ilenan: TPOAEMOHCTPUPOBATH OCOOEHHOCTH Tede-
Husi u nuarHoctuku IldaiiddepononodbHOro cuH-
npoMa, (PeHOTUIMMYECKM COBMAAAIONIeT0 C CUHIPO-
moMm Ildaiidpdepa, HO 06e3 TeHETMUYECKUX MyTalUid
B reHax FGFR.

Huxe mpuBeneHo onrcaHue KIMHUUYECKOTO CIydast
TldaitdpdepononodHoro cuHapoma y pedbernka I'. bolio
MoJIyueHO JT0OpOBOJIbHOE WH(MOPMUPOBAHHOE COTJIa-
cue poauTeNiell Ha MyOJIMKaIIo pe3yJbTaToB 00CIeno-
BaHUS U JIeYeHUs B MEIULIMHCKON JTUTepaType ¢ oopa-
30BaTeIbHOM 1IeTbIO.

Knununyeckuin cnyyaii

Manpuuk I'. or matepm 38 JIeT ¢ OTSITOIIEHHBIM
TUHEKOJOTMYEeCKUM aHaMHe30M, OT 2 OepeMeHHO-
ctu (I — MeauKaMeHTO3HBI abopT) ¢ MCIOJIb30Ba-
HUEM BCIIOMOTATeJIbHBIX PENMPOAYKTUBHBIX TEXHOJO-
il (IOHOPCKUIA CIIepMaTO30MI, SKCTPAKOPIOPaTbHOE
OIUIOOTBOPEHHUE, TTOJCaIKa SMOPHOHA), TPOTEKaOIIei
¢ yrposoit npepwsiBanusi B I u Il tpumectpax. Ha 27
Hejele recralMv Mpu TIPOBENEHUU YIbTPa3ByKOBOIO
WCCeOBaHUSI ObLIM BBISIBICHBI TIOPOKU Pa3BUTUS
Tiofa: KpaHWMOCUHOCTO3, TUIIePTEJIOpU3M, YKOPOYEH-
Hble KOHeyHOocTu. Ponbl ectecTBeHHble Ha 39 Hemelne
OepeMEeHHOCTHU B TOJIOBHOM TipeajiexkaHuu. [Tpu poxne-
HUM Macca Tejia pebeHka cocrtanisiaa 3000 T, mmHa —
48 cM, OKpPYXHOCTb TOJIOBBI — 33 CM, OKPYXHOCTh
rpyau — 34 cM, olleHKa Mo mikajge Arnrap 7/8 6aioB.
OTMeyanuch MHOXECTBEHHbIE CTUTMbI  TU339MOpH-
OreHe3a: BBICOKMI BBIMYKJIbII J100; MaJleHbKUII HOC
M Y3KH€ HO3JIPU C OTEKOM CJIM3UCTON OOOJIOUKM HOCA;
3K30(TaabM; TUIEPTEIOPU3M; MaJjleHbKasi BEPXHSIS
YeJIIOCTh, OTHOCUTEJIbHOE YKOpOYeHHUEe Teja M KOHed-
HOCTE; TUITOTUIa3upOBaHHasl TPyaHasl KJIEeTKa; KOPOT-
Kasl 1est; IMUPOKUe, KOPOTKHUE Majiblibl. BeposTHOCTH
MOPOKOB TOJOBHOTO MO3ra M cepjiia TpeboBaau YIiy-
OJIeHHOTO HaOMIOJeHUS 32 peOEHKOM C 1IeJIbIO OTpene-
JIeHUs nanbHelein Taktuku. Hapacrarmoime npusHaku
NBIXaTeJIbHBIX PACCTPOMCTB, OOYCIOBICHHbIE 3aTPyIHE-
HHEM CaMOCTOSITeJIbHOTO IbIXaHUsI yepe3 HOC, apTyMeH-
TUPOBAIU TIepeBo peObeHKa B OT/AeJIeHUEe peaHuMalluu
W UHTEHCUBHON Teparnuu IiJisi HOBOPOXIEHHBbIX. be3pe-
3yJbTaTUBHOCTh BBEJICHUSI COCYMOCYXMBAIOIIIUX KarleJlb
o0yciioBuia (OpMUPOBAaHUE HOCOBBIX XOIOB C TOMO-
1IbI0 MHTYOAIIMOHHOU TpyOKu nuameTpom 2,0—2.5 MM,
MOTPYXEHHON Ha rayouHy 4,5 ¢M, C TOJOXUTEJIbHBIM
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addexrom. TlombITKM ymajgeHUsT MTOCIETHUX 3aKaHYM-
BaJIMCh YXYIILIEHUEM HOCOBOTO JBbIXaHUSI U TTOBTOPHOM
IMOCTAHOBKOIW Ha3aJIbHBIX MPOTEKTOPOB. YK€ B Tep-
BbI€ CYTKM XKU3HU TIPU MPOBEACHUN HelipocoHOoTpaduun
B POIWJIBHOM JOME y HOBOPOXIEHHOTO ObUIM BbISIB-
JIEHBI paclliMpeHne XKeJIyT0uYKOBO CUCTEMbI, TIPU3HAKYU
NUCTEHE3UM MO30JIMCTOTO Tejla M CyO3reHaIuMabHbIe
rnceBIOKUCTHI ciieBa. COBOKYITHOCTh 3TUX M3MEHEHMI
HacTopaxkuBaja B OTHOIICHUW HAJIWMYUSI TeHETUYECKU
00yCJIOBJICHHOM TTaTOJIOTUM M YKa3bIBajla HA BBICOKYIO
BEPOSITHOCTb CHMHIPOMAJIbHOTO TMOpPaXKeHUsI TOJIOBHOTO
MO3ra, BKJII04Yast BO3MOXHOCTb KPAHMOCUHOCTO3a.

B cBs13u ¢ HEOOBIYHBIM (PEHOTUTIOM U JAHHBIMU HE-
pocoHorpadun peGeHOK ObLT HarpaBieH Ha KOMIJIEKC-
HOe 1000C/IeIOBAaHUE U JIYEHUE B OTIEICHHUE MaTOJIOTUN
HOBOPOXAEHHBIX M HEIOHOIIEHHBIX JAeTell B MPOpUIb-

KJINMHUYECKUE CJTYHAU

HOe MEIMIIMHCKOEe yupexaeHue. B xome mnposeneHust
3D-koMIIbIOTEPHOI TOMOTrpauu KOCTel deperia oTMe-
Yyajguch TIpU3HAKU Tuapoledani, TaHKPaHUOCUHO-
CTO3, BPOXJIEHHAsT y30CTh HOCOBBIX X0m0B (puc. la, 10,
1B). [lo maHHBIM MarHUTHO-PE30HAHCHON ToMorpaduu
BBISIBJIEHBI TIOCJIEICTBUSI BHYTPUKETYJTOYKOBOTO KpPO-
BOMBJIUSIHUSI, BHYTPEHHSISI OKKJIIO3UOHHAs ruapoiieda-
Jiisi ¢ GJIOKOM Ha YPOBHE BOAOINPOBO/A MO3ra, IUCTeHE-
31l MO3OJIUCTOTO Teja M aHoManusi ApHosbaa-Kuapu,
YTO TakXe IMOATBEpXAalo HEeoOXOMUMOCTh TTOMCKa
TeHeTUYeCKMX MyTauuii (puc. 2a, 26). bbutn nojsydyeHsbl
OTpUIIATebHbIE PE3YIbTATHI KAPAUOJIOTUYECKOTO U HEO-
HaTaJIbHOTO CKPUHUHTOB. COXpaHsUIUCh (DYHKIIMOHUPY-
fomne etarbHble KOMMYHUKALIMU, TeMOIWHAMUYECKU
He3HauuMmble. [Tpu oToaKycTHYECKO SMUCCHUU 3BYKOBbBIC
CUTHaJIbI CJIEBa HE PETUCTPUPOBATHUCS.

Puc. 1. 3D-komnbroTepHas Tomorpacdus roosbl pedenka I'. — MHOKeCTBeHHbI# KPAHMOCHHOCTO3, KPAHHOJaKyHus. Bux

cnepenu (a), Buz c3aau (0), Bua cOOKY (B)

Fig. 1. 3D-computed tomography of the head of child G. — multiple craniosynostosis, craniolacunia. Front view (a), rear

view (0), side view (B)

Puc. 2. MarHuTHO-pe30HAHCHAS TOMOTpadus roroBHOro Mo3ra pedenka I'. OTMeuaoTcsi BHYTPEeHHSIS OKKJIIO3MOHHAS THIPO-
nedanms, 6JIOK Ha ypOBHE BOIONPOBOIA MO3ra; aHOMAJUs ApHoabaAa- Kuapu, nucrene3nst Mo30aucToro tesa. CarurrajibHas

npoeKnus (a), akcuaabHas npoekius (0)

Fig. 2. Magnetic resonance imaging of the brain of child G. Internal occlusive hydrocephalus, block at the level of the cerebral
aqueduct; dysgenesis of the corpus callosum. Sagittal projection (a), axial projection (0)
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Myuweposa JI. M. u coasm. Penkuii ciydait KpannocuHoctosa: [1aiidepornonodHblit CMHAPOM B MPAKTHKE Bpaya-HEOHATOJIOTA

C uenplo yIydileHUs] BHEIIHETO IbIXaHUS U HOP-
MaJlu3allid OKCUTEeHAlIMM y pebeHKa C BPOXKIECHHOM
V30CTBI0O HOCOBBIX XOJOB TpeOOBAJOCh TPOBEIACHME
TPaAXeOCTOMUU. DTO MOCIYKUJIO OCHOBAHUEM LISl MPO-
BeleHUST MUKPOOMOJOTMYECKUX TOCEBOB, BKIIIOYAsT
00s13aTeNIbHbIE, a TAKXKE JOMOJHUTEIbHbIE, B TOM YKCIIE
TPaxeoCTOMAJbHOTO acmupaTa. BbIIBIeHUE pocTa
YCIIOBHO-TIATOTEHHOM (hJIOPBI, Hapsimy ¢ TeHIEHIWEeH
K HapacTaHWIO MapKepoB BOCHAJEHUS, apTyMEHTUPO-
Baj0 YCUJIEHWE HAa3HAYEHHOW HSMIMPUYECKONW aHTU-
GakTepuanbHOU Tepanuu. JlanbHeilme ornepaTuBHbBIC
BMeIIaTeIbCTBA, JUTUTEIbHAsT WHOY3MOHHAS Tepartust
M YaCTMYHOE TapeHTepajibHOe BBeIcHHE HYTPHEHTOB,
a TaKkKe MACCUBHBIIM POCT YCJIOBHO-TTATOTEHHOM (DJTOPHI
B MMKPOOMOJOTUYECKHUX MOCEeBaX M3 pa3HBIX JIOKYCOB:
Klebsiella pneumoniae (BKito4asi TaHPE3UCTEHTHBIC
mwrtamMmbl), Escherichia coli, Staphylococcus haemolyticus,
OOYCIOBUJIN IJTUTEILHOCTh M XapakKTep TPOBOAMMOI
aHTuOakTepuaabHoil Tepanuu. OO0beM aHTUOAKTEpU-
aJlbHOM Tepanuu mpeacTtaBieH B Tabnuie 1, oTpaxato-
1Ieit 0011IMe acTIeKThI JIeUeOHbBIX MEPOTIPUSITHIA.

Hapacranne BHYTPUYEPETTHOM TUTIEPTEH3N U
y pebeHKa ¢ BPOXIECHHON OKKITIO3MOHHOM THapoleda-

JIMel ¢ 6JIOKOM Ha YpOBHE BOJIOMPOBOJa MO3ra, aHOMa-
nueir ApHonbna-Kuapu mnotpeboBaiy orepaTUBHOTO
BMeIIIaTeIbCTBA B BUIE DHAOCKOMUYECKON 3-BEHTPUKY-
JIOLMCTEPHOCTOMUH, TIJICKCYCOKTOMMU, aKBEIyKTOILIa-
CTUKY U CTEHTUPOBAaHUS BOJOTIPOBOIa MO3Ta B BO3pacTe
28 cytok xu3HU. B pesynbrare onepaiuu Obljaa ycTpa-
HeHa OKKJIIO3WST JIUKBOPHBIX IMyTeil, CUMIITOMBI BHY-
TPUYEPETTHON TUIEepTeH3Un perpeccupoBanu. Ilocie-
ONepallMOHHLIN TTeproj MPOTeKan 0e3 0COOeHHOCTEN.
BTopbIM 3TarioM B IJIAHOBOM TOPSIAKE MAIIUEHTY OBLIO
PEKOMEHIOBAHO TIPOBEACHNE XUPYPTrUIeCKOTO BMella-
TeJIbCTBA 1O TTOBOAY MAaHKPAHUOCUHOCTO3a.

Hapacraromiue K TpeThell Heaese XXU3HU CUMITTOMBI
nucdaruy B BUAE YaCThIX CPHITUBAHWN M MHOTOKpAT-
HOW pBOTBI, OOYCIOBUIU TIPOBEIEHHUE YIbTPa3BYKO-
BOTO CKAHWUPOBAHMUSI OPTAaHOB OPIOIIHOW TIOJOCTH,
B XOJIe KOTOPOTO OBLIO BBISIBIEHO HAJTUYHE MUITOPOCTE -
Ho3a. uarHo3 moarBepamiacsa pudpoazodaroracTpo-
IYOIEHOCKOTIMEN, YTO MOCITYKUJIO TTOBOJOM K XUPYp-
TMYecKoil Koppekuuu B Bo3pacte 40 CYTOK KM3HMU.
Hapsany ¢ anemueit cMenmaHHOTO TeHe3a TpeboBaiach
KOPPEKIIMS Pa3BUBIIMXCS TUITOTIPOTEMHEMUU U THUTIO-
aIb,OyMUHEMHUU.

Tabauya 1. O0beM NPOBOAMMBIX JIe4eOHBIX MeponpusATHii pedeHKy I’

Table 1. The volume of therapeutic measures provided to child G

Hanpassienne tepanuu

Hcnoab3yembie npenapaTbi/MeTOIbI

IIpumeyanus

PecriupaTtopHast momnepkka

AHTHOAaKTepUaTbHAS TePAITHST

Tpanchy3un

Ha3zanbHble IIPOTEKTOPbI

BankoMuIIMH, MepoTieHeEM

DpUTpoLUTaApHAT Macca, TPOMOOLI-
TapHBI KOHIIEHTPAT, aIbOYMUH 25%

WckyccTBeHHAst BEHTUIISILIMST JIETKUX
yepe3 TPaxeoCTOMUYECKYIO TPYOKY ¢ 28-X
CYTOK XM3HH, B CBSI3U C HEBO3MOXKHO-
CTBIO CAMOCTOSITEJIBHOTO JAbIXaHUSI

Pa3BuTre HO30KOMMAIBHOI MH(PEKITNNI

I'emormooun mo 80 r/i.
TpomGorwmTsl 10 48x10° /1

HytpuTtuBHas noanepxka, aHTallUIbI,

HOZLZ[Cp)KI/IBaIOH.[aH Tepanud

MPOKUHETUKH, TPOOMOTUKHU, YXOI
3a TPAXeOCTOMOM, MHCTAJUISILIVK IJ1a3,

AHAJIbI€TUKN

Xupypruueckue BMeIaTeIbCTBa

Henn

Hopwmanuzamust BHyTpuiepenHoro
NABJICHUSI, yCTPAaHEHUE OKKITIO3OH-
HOIi runpouedanuu

Koppekuust pecrimpaTopHbIX HapyIle-
HUA

YCTpaHEHI/Ie BPOXICHHOTO ITUJIOPO-
CTE€HO3a

Koppekuus nedopmaniuii yepena

Bo3spacr

28 CYTKM XXU3HU

28 CyTKM XU3HU

40 cyTKM XU3HU

3 Mmecsina 22 aHs
11 mecsueB

Meron

DHIOCKONMMYecKast 3-BEHTPUKYJIOLU-
CTEPHOCTOMMSI
AKBeIyKTOIUIaCTUKA
ITnekcycakTomust
CTeHTUpOBaHKE BOIOIIPOBOIA MO3Ta

Huxnss TPpaxeoCTOMUA

Jlamapockomnuyeckasi mIOpOMUOTOMUST

KpaHI/IOHJ'IaCTI/IKa

IIntanune

ITapeHTepanbHOe MUTaHUE (YACTHYHOE,
M0JIHOE)

QHTepaJ[L]-loe NUTAHUE

AMUHOBEH, XUPOBbIE IMYIbCUN

I'pyaHOE MOJIOKO MaTepu Yepes 30HI. B manbHeiIeM HapaluBaHie oobeMa
KOPMJICHU U TIepeXo/l Ha KOPMJIEHUE Yepe3 COCKY.
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HeoOGbruHbBIT (DeHOTUTT M MHOXKECTBEHHBIE aHOMa-
JIMU pa3BUTHUS OOYCJIOBUJIM KOHCYJbTAlIMIO TeHETHUKA,
TpeboBayioch McKiIoueHne cuHapoma Ildaiiddepa,
ByacTHOoCTH | Tuna. [1o nTaHHBIM HCCIeI0BaHUS 1€30K-
CUPUOOHYKJIMHOBOW KHUCJIOTHI Ha HaJu4yuhe Crelu-
¢uueckux g cuHapoMa [ldaiidpdepa wmyramumit
B reHax FGFRI, FGFR2 w FGFR3 metonoM TpsiMOTO
aBTOMATUYECKOTO  CEKBEHMPOBAHUSI  IaTOTEHHBbIE
U BEpOSITHO TATOTeHHbIe BapMaHThl MyTaluii oOHa-
pyXeHbl He ObuM. Takoil pe3yabTaT MOJIEKYJSIPHO-
T€HETUYECKOTO MCCIeN0BaHUSI apTyMEHTHPOBaJl peKo-
MEHIIALMIO 110 TOBOAY TMPOBEACHUST MOTHOSIK30MHOTO
CEKBEHUPOBAHUS TALIMEHTY C LIeJIbIO BBISIBICHUST MyTa-
1IMU, HE BXOJSIIEH B KIIAaCCUUYECKYIO MaHeb CUHIpOMa
Ipaithpdepa n cuHAPOMATBHBIX KPAaHUOCUHOCTO30B,
a TakxXe MOJIeKYJISIpHO-TeHEeTUYecKoe oOciIeaoBaHue
poauTenei.

OOoO11eHHasT  cxeMa  MPOBOAMMON  Tepamnuu
pebeHky I'. B HeoHaTaJIbHOM W paHHEM TPYIHOM BO3-
pacte nipeactaBieHa B Tabauie 1.

B Bo3pacte 2-x MecsliieB TalMeHT B YAOBJETBO-
PUTEIBHOM COCTOSIHUM M CO CTaOMJbHOUM TpuOaBKOM
Macchl Teja ObLI BBITTMCAH JOMOW ¢ peKOMEeHAAlusIMU
MO JaJIbHEUIEN XUPYPruuecKo KOppEKIMN KPaHUO-
CUHOCTO3a.

IIpy MOBTOPHBIX TOCMUTaNM3AIMSAX B Bo3pacTe 3
MecseB 22 nHel 1 11 MecsieB XXU3HY NallueHTy ObLaa
YCIIEIIHO BBITIOJIHEHA KpaHUOTIIacTuKa. B HacTosmmii
MOMEHT pebeHKy ['. 6 JeT u 61aromapsi CBOeBpeMEeHHO
MPOBEIEHHBIM  JIEYEOHO-TUATHOCTUYECKUM  Mepo-
MPUSITUSAM, a TakKXe pPEryjaspHOMYy JIUCTIaHCEPHOMY
HaOJIOIEHUI0 €ro COCTOSIHUE YIOBJIETBOPUTENILHOE,
HEPBHO-TICUXMYECKOE Pa3BUTUE M aHTPONOMETpUYe-
CKMe MoKa3aTejii COOTBETCTBYIOT BO3PacTy.

06cyxaeHue

IMpeHaTaNbHBIN TIEpUON SABISIETCS OYeHb BaXKHBIM
9TanoM [JIT HOPMaJIbHOTO POCTa W Pa3BUTHS TLIOIA.
PesynbTaThl HEKOTOPBIX WCCAECIOBAHUN CBHUIETENb-
CTBYIOT O TOM, YTO KypeHUEe MaTepu BO BpeMs Oepe-
MEHHOCTH, a TaKXKe yIOTpeOJIeHNE €10 aJIKOTOJISI MOXET
3HAUYMTETLHO TOBBIIIATh PUCK Pa3BUTUS KPAHUOCUHO-
cro3a y pebenka [3, 10]. B nanHom ciaydae GepeMeH-
HOCTb ObLTa TJTAHUPOBAHHAs, U BO3IENCTBUE TaHHBIX
¢axTOpOB Ha pebeHKa cKopee ObIJIO UCKITIOUEHO.

Takxe, yCTaHOBJIEHO, YTO PUCK BO3HUKHOBEHUS
MyTauuii de novo, MPUBOASIINX K Pa3BUTHUIO CUH-
npoma Ildaiiddepa, yBeauuumBaeTcsi TpU BO3pacTe
orua crapme 35 nmer [20]. B ommceiBaeMom ciydae
HCTIOJIb30BAJINCh BCITOMOTATEbHBIE PETPOAYKTUBHbBIC
TEXHOJIOTUH, B YACTHOCTH, TOHOPCKUIA CITEpMaTO30UI.
K coxanenuio, MBI He BilageeM MH@oOpMaleil 0 BO3-
pacTe AOHOpa, B CBSI3M C YeM He TPEACTaBIsIeTCST BO3-
MOXHBIM OLIEHUTh BIUSHKE JaHHOTO (haKTopa Ha pas-
Butue [ldaitpdepononodbHoro cunapoma y pedbenka I'.
KpoMe ToT0, X0Te10Ch GBI OTMETHTh, UTO Y IeTel, 3aUa-
TBIX C TTOMOIIBI0O BCTIOMOTATEIbHBIX PEMPOAYKTUBHBIX

KJINMHUYECKUE CJTYHAU

TEXHOJIOTUIA, YacToTa KpPaHMOCWHOCTO30B HEMHOTO
BBIIIIE, YeM TIPU €CTECTBEHHOM 3a4aTHUM, OJHAKO abCco-
JIIOTHBIM PUCK ocTaeTcst o4eHb HU3KuUM [21]. C npyroit
CTOPOHBI, BHICOKWI PUCK Mepeaadn KpaHMOCUHOCTO3a
MOTOMCTBY TIpM HAJIMYUKM CEMEWHOTO aHaMHe3a apry-
MEHTHPYET MPUMEHEHNWE BCITOMOTATEIbHBIX PETIPOIYK-
TUBHBIX TEXHOJIOTUIN ¢ TEHETUYSCKUM TECTHPOBAHUEM
Ha caMbIX paHHMX CTaIusIX pa3BUTUs SMOproHa [22].
CKpUHUHTOBOE TIpeHaTaJbHOE YJIbTPa3BYKOBOE
HUCCIeIOBAaHNE MOXET BBISIBISITH KOCBEHHBIE TIPH-
3HaKW, yKa3bIBalolllie Ha BO3MOXHBIA KpaHUOCH-
HocTO3 y Tuiona: aedopmaiuio dyeperna (Opaxuieda-
JIVI0, TPUTOHOIEMaTNI0), aTOJOTNIEeCKOe CHUXEHUE
WJIW YBEJIMYEHNE OKPYKHOCTH TOJIOBBI, a TAKKE COIMYT-
cTByoIIMe nuneBble nucmopduu [9, 15]. Ilpn Hanm-
YMU yKa3aHHBIX MU3MEHEHWI, a TakXke B cllydyae OTs-
TOIIEHHOTO CeMEMHOTo aHaMHe3a, PEeKOMEHIOBAaHO
MpoBeJcHUe WHBA3WBHOM TMpeHaTalbHOW JIUarHo-
CTUKU (XOPUOHUYECKOW OMOTICMM WJIM aMHHOIEH-
Te3a) C 1IeJIbI0 paHHETO BBISIBJICHMSI CUHIPOMATbHONI
nartojoruu [16, 20]. Y Habmogaemoro pedbeHKa repBbie
npusHaku [ldaitpdeponogobHoro cuHapoma ObLIU
BBISIBJIEHBI TIPU TIPOBENEHUM CKPUHUHTOBOTO YIIb-
TPa3BYKOBOTO WCCIeqOBaHUS Ha 27 Hemelle TecTa-
mun. OTCYyTCTBHE B CeMEMHOM aHaMHe3e IMOIOOHBIX
cllyyaeB, a TaKKe XeJJaHWS TPOBECTU TpeHaTalbHOe
MOJIEKYJISIPHO-TEHETUYECKOE MCCIIeOBAHNE Y POIUTE -
JIel, MOCIYXXUJIO0 TPUUYMHOM TOJTHOTO OOCIeq0BaHUS
pebeHKa TOJbKO B TOCTHATAILHOM MEPUOJIE.
bompmmucTBO mereit ¢ cuHmpomom Ildaithdepa
n IldaithdepononoOHBIM CUHAPOMOM  POXKIAIOTCS
JKU3HECTTOCOOHBIMM M C BO3MOXKHOCTBIO COXpaHEHUsI
HopMmajbHO wuHTeiekTa [9]. PaHHss puarHocTmka
SIBJISIETCSI OTYACTH 3aJIOTOM OJIArOTIPUSTHOTO MCXOJa,
TaK KaK CBOEBpEMEHHO HaydaTasl Teparnus 3HAaYUTEeIbHO
yJIyd1iaeT rporHo3 3adosneBanus [9, 13]. O6beM HeoO-
XOOUMBIX TepareBTUYECKUX U XUPYPTUIECKUX Mepo-
MPUSTAI pelraeTcss B XoJe OOCTeIOBaHMS, a TaKxKe
3aBHCUT OT THUMA KPAaHUOCHMHOCTO3a W CUHAPOMATbHOM
matojoruu. [Topoky pa3BUTHS TOJTOBHOTO MO3Ta y OIH-
CBIBaEMOTO pebeHKa ¢ KPaHMOCHHOCTO30M TOTpe6o-
Ba nuddepeHIIMaTbHON AUAarHOCTUKA MEXIY CUH-
npomamu Ildaiipdepa, Arrepa n Kpysona [9].
PemaromiuM MOMEHTOM B TOCTAaHOBKE CHHIpOMa
Ipaitdpdepa sBasercss mnpoBeacHUE MOJEKYISIPHO-
TeHEeTUYECKOTO HCClIeTOBaHUS. W3BecTHO,
YTO Ha OCHOBAHMU JIOKyCa TeHETUYECKOro aedekTa
W KJIWHUYECKOUW KapTUHBI BBIACISAIOT 3 THIIa CUH-
npoma Ildaitpdepa: yame Berpewaercss 1-it Tun
(61%), 2-it Tum (25%) u 3-it Tun (14%) 3HAYUTETBHO
pexe [23]. B rabnuiie 2 nmpeacTaBieHbl CXOACTBA U pa3-
JINYUs HaOMIoOgaeMbIX TIPU3HAKOB Y HaIero Tmaiu-
eHTa C KaxIbIM 13 3-X TumnoB cuHapoma I[ldaiidbdepa,
a TakXe EeIMHCTBEHHBIM ONMCAHHBIM B JIUTEpaType
ciayyaeM I[ldaiiddepornonobHoro cuHapOMa.
XapakTep KpaHMOCWHOCTO3a TIpU  CHHIpOME
Idaitdpdepa TecHO KOppeaupyeT ¢ TUIIOM CHHIpOMa
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Tabauya 2. CpaBHUTEIbHAS XaPAKTEPUCTHKA FeHETHYECKHX 1 (DEHOTHNHYECKUX 0COOeHHOCTei pedenka I'. ¢ mpu3HAKAMM CHHIPO-
ma [aiiddepa u Ipaiipdepononodnoma cunapoma [15, 18, 23]
Table 2. Comparative characteristics of genetic and phenotypic features of child G. with signs of Pfeiffer syndrome and Pfeiffer-like

syndrome [15, 18, 23]

Onucannbiii Su PH et

Cunapom Cunapom Cunnpom
N . . al. B 2009 roxy caryuait
IIpu3nak I aiiddepa Iaiiddepa I aiiddepa . My Iy Pebenok I'
I aiidpepononodHoro
1 Tuna 2 Tuna 3 Tuna
CHHZpPOMA
[Tpeumye- [Tpeumyie-
leneruueckue B renax FGFRI, PEHMYILt PEMMYILL B renax FGFR B renax FGFR
MyTalUWuu FGFR2 CTBEHHO BICHE  CTBCHHO B TCHE HE BBISIBJIIEHbI HE BBISIBJIIEHbI
FGFR2 FGFR2
Ob6cnenoBaHue
AyTOCOMHO- Myrauuu de Myrtaiuu de = OOcenoBaHKe POaUTE-
HacnenoBanue ponuTesieil He MPOBO- o
JTOMHHAHTHOE novo novo JIelt He TIPOBOIMIIOCH
TIATIOCH
TsxecTs cocTo- Jlerkas/yme-
/y Tsoxenast Tsxenas Tsxenas Tsoxenas
STHUST peHHas
BoipaskeHHBII
KPaHUOCHUHO-
P YBenuue- JHedopmarus
cTo3 — (hopma
dopma uepena Bpaxuniedanusa HUE TOJIOBBI MO TUITY «JIMCTKA Bpaxutiedanus
«TPWIUCTHUKA»
B BBICOTY KJIeBepa»
WU «JTUCTKA
KJIeBepa»
Yare ouna-
MHoXecTBeH- - .
TepaTbHBIN [MomHoE TpeskneB-
Yaie KopoHap-  HOe cpallleHue
CHHOCTO3 KOPO- peMeHHoe cpailie- [MankpannocuHocTO3
HbIE IIBbI, peXe IIIBOB, BKIIIOYAsT ~
CpalleHue 111BOB " HapHBIX IIIBOB, HUE CaruTTaJIbHbIX (OMKOpPOHAPHBI,
CaruTTaJbHBINA KOpPOHApHBIE, o
yeperna 2 cpalieHue U JISIMOIOBUITHBIX, CaruTTaJbHbIN,
WY JISIMOI0- CarUTTAIbHBIN "
JISMOIOBUIIHBIX ~ HEIOJHOE 3aKPbITUE OMJISIMOIOBUIHBII )
BUIIHbIE U JIaMOTOBUI-
Hbe WV CaTUTTalb-  KOPOHAPHBIX IIIBOB
HOTO IIIBOB
JIuuesoii qucmophuzm
r MITOMIA3US CPel- n 1t it it "
Hel TpeTu uua
l'uneprenopusm aF Sats Fr aF aF
DK30(pTaTBEM +/- Fr FF aF aF
Henopazsutue
YEJTFOCTHBIX + + + + +
KOCTEN
Pacmieruienue +/- + + + _
TBEPIOTro Heba
PaciipenHbie
TJIOCKHE TIepe- + it 4 + +
HOCHIIA U CITUHKA
Hoca
AHOMAJIMU PA3BUTHS KOHEYHOCTEI
Pacmupenue
(hastaHT EepBBIX + + + + +
MaJTbIeB Ha pyKax
U HOTaX
CUHIaKTUIINS +/- + + - -
JlyuenokreBoit
VT TUTeYEeITyde- - + + - -
BOU CMHOCTO3
AHKIJI03 JIOKTE- + +
BBIX CyCTaBOB
BripaxxeHHbIE
BoipaxkeHHast O1eHUTD He TIpe-
HHrennekTyanb- OOGBIYHO HOP- KOTHUTUBHbBIC
YMCTBEHHast CTaBJISIOCh BO3MOX- HopmanbsHoe
HOE pa3BUTHE MajbHOE HapyIIeHusI,
OTCTAJIOCTh HBIM

YacCToO TAKEJIbIC
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Oxonuanue Tabauywt 2

UHUYECKUE CJT1YHAU

Onmcannbiii Su PH et
Cunzpom Cunzipom Cunzpom al. B 2009 roxy crvuaii
IIpusnax Iaiiddepa IIdaiiddepa I aiipdepa s Ay ¢y Peoenok I'
Iaiiddpeponogodroro
1 Tuna 2 Tuna 3 Tuna
CUHApOMA
Yacro (moBbI-
Hesponoruye- ILIeHUE BHY- Yacto (rumpo-  OOyCIOBIEHBI COMYT-
. OKKITFO3MOHHAs TUIPO-
CKHE OCJIOXKHE- Penko TPUYEPEITHOTO edanus, CTBYIOIIEH MATOI0- e tbamast
HUS JTaBJICHMS, CYIOpPOTH) ruei
rugpoiedanus)
Bo3MoxkHbBI JIBYCTOPOHHSISI KOCT-
Yacro BcTpeua-
9K30(TaIbM, BreIpakeHHBIC ~ Has aTpe3us HapyX-
J0TCSI MPO- CHIXeHue ciryxa
3peHune u ciryx KOcCoIJIa3ue, HapyIIeHUs HOTO CJIyXOBOTO IPO-
OJIeMbI CO 3pe- Ha JIEBOM yXe
WHOTA TYTOY- 3pEeHUS U CJlyXa  XOJa M TUIIOTLIAa3Us
HUEM U CITyXOM
XOCTh crarnena
OOBIYHO
HOpMaJjbHast Yacro Hebnaro-
Yacro cokpa- o
MPU KOMITTIEKC- MPUSITHBIN TTPO- .
TTponomkuTenb- IeHa 13-3a . JleTambHBII MCXOM
HOM JIeUeHU ! THO3: BbICOKAsI Heonpenenennas
HOCTb XXU3HU pa3BUTHUS Ha 41 cyTKU XU3HU
W XUpypruye- . MJ1aJieHYeCKast
" OCJIOXKHEHUI
CKOI KOppeK- CMEpPTHOCTD
007071
BpoxxneHHas y30cTh
Penxo, yme- Tsxenbie Tsxenbie . p Y
PecniupatopHbie JIBYyCTOPOHHMIA CTe- HOCOBBIX XOIOB,
o PEHHO BbIpa-  PECMUpPaTOpHbIE pecrMpaTOpHbIE
paccTpoiicTBa HO3 X0aH MOTPeOHOCThH B Tpaxe-
SKEHBI HapyIIeHus HapyIIeHUs
0OCTOME
SBnenus quc-
daruu, nuop- Penxo OuyeHb YacTo Yacro OTCyTCTBOBAIN ITpucyrcTBOBaIM
CTEHO3

U ONpenessieT TSKeCTb KIMHUYECKOW KapTUHBI:
nmpu | THUTE CHHOCTO3 OTpPaHWYEH KOPOHAPHBIMU
mBaMu, GopMupys Opaxuiiedanuio uiaum akpoieda-
JIVI0; 2 TUT OTJIUYAETCSI MACCUBHBIM MYJIBTUCHHOCTO-
30M ¢ (OpPMUPOBAHUEM KJIEBEPOMOJAOOHOTO uepera;
B TUIle 3, HECMOTpPSI Ha OTCYTCTBHE uepera IO THITY
«JIUCTKA KJIeBepa», TaKxke HaOI01aeTCs] MHOXECTBEH-
HOE MpeXIeBpeEMEHHOE cpallleHre IIIBOB, MPUBOISIIES
K TSDKEJIOoM mucripornopuuy yepena [22]. B Ha6monae-
MOM HaMU cliyyae MMeJl MECTO MaHKPaHWOCHHOCTO3,
a BU3yaJIbHO ueper umes opaxuiiedanniyeckyto popmy.
IIpu mpoBegeHUM MArHUTHO-PE30HAHCHOW TOMO-
rpaduM TOJOBHOTO MO3ra y JeTeil C CHUHAPOMOM
IIdpaiibdepa xapakTepHO BBISIBJICHUE IUCTEHE3UU
MO30JIUCTOTO Tejia, aHoManuu ApHojbaa- Kuapu, BHY-
TPUYEPETTHON OKKIIIO3MOHHOM Tuapouedaiu U Tpu-
3HAKOB HapYIIEHUI JMKBOPOOTTOKA. DTU TMOPaKEHUS
OTpaXKarT TIYOOKHME CTPYKTYPHBIE M (DYHKIIMOHATbHBIE
U3MEHEHUsI MOo3Ta, OOYCJIOBJIEHHbIE KPaHUOCHMHOCTO-
30M M TEHETUYECKMMU MYTALUSIMU, U CYIIECTBEHHO
BJIMSIIOT Ha KJIMHUYECKOE TeYeHUe U MPOTHO3 3a00sieBa-
Hus 9, 12, 14, 23]. Y pebenka I'. mpu npoBeaeHUM HEli-
pocoHorpaduu U MarHUTHO-PE30HAHCHOI ToOMOrpadun
OTMEUaJINCh MPU3HAKW TMOpPOKa pPa3BUTHUS TOJOBHOTO
MO3ra: BpOXIEHHasl OKKI3WOHHAs Tuapoledanus
¢ OJJOKOM Ha YpOBHE BOIOMpPOBOAA MO3ra, IMUCTeHEe-
311 MO30JIMCTOTO Tejla U aHoManust ApHouibaa-Kuapu,
YTO TpeOOBaJIO MPOBEAEHUS yIAyOJIeHHOro o0cienoBa-
HUS C LETbIO BBISIBJICHNS TEHETUYECKOM TTaTOJIOTUH.

IlpexxneBpeMeHHOE 3aKpBITUE 4YEperHbIX IIIBOB
YacTO COMPOBOXIAETCS HEIOPAa3BUTUEM CPEeIHE 30HBI
JINLIa, YTO MOXET BbI3bIBATh CYXXEHUE HOCOBBIX XOJIOB
¥ HapylaTh IbIXaHWE KaK 4epe3 HOC, TaK U Yepe3 porT.
Takue aHaToMUYeCKHWEe U3MEHEHUsI MOTYT TPUBOAUTH
K pas3IMYHBIM OCJIOXXKHEHMSIM, OT OOCTPYKTHBHOTO
arHO® CHa /IO TIOBBILIEHUS] BHYTPUUYEPEITHOTO JaB-
nenus [2, 4]. KpoMe Toro, y HEKOTOPHIX ITall€HTOB
¢ cuaapomoM Ildaiidpdepa HabIIOTaETCTI MHOTOYPOB-
HeBast OOCTPYKIUS ABIXaTeIbHBIX MyTeil, B TOM YHCIIe
CTeHO3/aTpe3nsl XOaH, JapUHTOTpaxealibHble aHO-
Majauu (XpsIIeBoll pyKaB Tpaxeu), a Takxke OOCTpyK-
1M IbIXaTeJbHBIX ITyTeil, BbI3BaHHas sI3bIKOM [12].
Hanuuue cyXeHHBIX HOCOBBIX XOIOB Yy pebeHka I.
OTMpPENEsIO COXPAHSIOUIYIOCS JbIXaTeIbHYI HEI0-
CTATOYHOCTb TPU TOMBITKAX KOPMJICHUSI U TIPUBEJIO
K HEOOXOIMMOCTHU BBITIOJTHEHUSI HUXHENW TpaxeocTo-
MUM Ha 28 CYTKM KU3HU.

IpexneBpeMeHHOE CONMKEHME IITBOB TaAKXKE OTPU-
1aTeJIbHO BJWSIET Ha pa3BUTHUE KOCTHBIX CTPYKTYpP
B TMEepuOpOUTATbHONW 30HE, UTO TMPUBOAUT K TaKUM
MOpoKaM pPa3BUTHUSI, KaK TUIEPTEIOPU3M M HEpPaBHO-
MEpPHOE pacriojioXeHue Tia3. B To ke BpeMs ToBblliIe-
HUE BHYTPUUEPEITHOTO MaBJIEHUSI MOXET BbI3BaTh OTEK
NMCKa 3pUTETbHOIO HEPBA U, KaK CJIEICTBUE, IPUBECTU
K 3Kk30(¢TaibMy, a 63 CBOeBpeMEHHO KOMIEHcalluu
K aTpo¢uu 3pUTEILHOTO HEPBA U HEOOPATUMOI IOTepe
3peHud [2]. YV HabmogaeMoro mauueHTa ¢ POXKIEHUS
OTMEYaJMCh TUIMEPTETOPU3M U IK30(PTaabM, KOTOPHIE
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ObUTM CKOPPEKTUPOBAHBI TMOCJE KPaHUOIIACTUKH.
B HacToAmMiT MOMEHT COXpaHSIeTCS pacXosiieecs
coapykecTBeHHOe Kocorjasue. Cpean BTOPUYHBIX
OCJIOKHEHMI 0co0oe 3HayeHWe HMMEIT aMOJIMONus
U DKCITO3UIIMOHHBIN KePATUT, B CBSI3U C UeM MAIIUEHTBI
¢ cuagpomoM Ildaitddepa n [1paitdbdeponomodHbIM
CUHIPOMOM JOJIKHBI PETYJISIPHO TPOXOIUTH OCMOTP
y opranbemoriora [24].

Tyroyxocts mpu cunapome Ildaiidpdepa BcTpe-
yaeTcsl He MeHee 4eM Yy 50% manueHToB, MpeuMylie-
CTBEHHO HOCUT KOHAYKTUBHBIN (70%) xapakTep U CBsI-
3aHa ¢ aHOMaJUSIMU Pa3BUTHS HAPYKHOTO U CPEIHETO
yXa: KOCTHOM aTpe3ueil CIIyXOBOro Mpoxoja, AWCTia-
3Ueil CIYXOBBIX KOCTOYEK M €BCTaXMEBOM IMCHYHK-
nueit [7, 12]. HapymeHnune ciayxa ycyryoaseT 3aaepxKKy
pe4eBOro M KOTHUTMBHOTO pa3BUTHSI, 4YTO TpeOyeT
paHHel JWAarHOCTUKU W CIIyXOBOM peabuIuTalunu
[12, 20]. B xone mpoBeneHUsI 0TOAKYCTUYECKON dMUC-
cuy HabIogaeMoMy TAIMeHTy CKPUHUHTOBOE MCCIIe-
JIOBaHUWE cJeBa He OBbLIO TMPOMIEeHO, YTO 00YCIOBUIIO
HEOOXOIMMOCTh TIPOBECHUS MTOBTOPHOTO MCCIIeN0Ba-
HUsI, a TaKKe HaOJMI0IeHUS Y CypaoJIora.

ITopoku pa3BUTUS KOHEYHOCTEN SIBISIIOTCS Xapak-
TepHBIM KOMITOHEeHTOM cuHapoma [ldaitddepa. Hau-
bojiee TUMWYHBI IIMPOKWE, YKOPOUYEHHBIE OOJIbIINE
manblpbl (OpaXWIAKTUIIMS), YacTUYHAsT WU TTOJHAsI
CUHIAKTUIIVS, B OTAEHBHBIX CIIyYasix — paauajibHast
IeBUalusl KUCTeW M TUIOIJIa3usl HOTTEBBIX (haslaHT.
DTU U3MEHEHUsS BapbUPYIOT II0 BBIPAXEHHOCTHU
B 3aBUCUMOCTU OT THMIIa CUHAPOMA M MOTYT CYIIe-
CTBEHHO OTpaHWYMBATh (DYHKIMU 3aXBaTa U OIOPHI,
TpeOyst opTorneanueckoi Koppekuuu [1, 17]. ¥ manb-
yuka I. oTMevanuch ciabo BBIpakKeHHBIE aHOMAJUK
KOHEYHOCTEe!, BKIIOYAIOIIME IIIMPOKHUE, KOPOTKHUE
MaTbIBl Ha BEPXHUX U HUKHUX KOHEYHOCTSIX, KOTOPbIE
He BBI3BIBAJIM TIpOOJIeM B TMpoliecce XKU3HeAesITeIbHO-
CTH M He TpeOOBaIM XUPYPIrUIECKOM KOPPEKIINH.

CuHgpoM pucharud y IMaUMEHTOB C CHUHAIPOMOM
Idaitpdepa oOycnoBiaeH KpaHMopaUaATLHBIMA aHO-
MaJIUsSIMU, BKJTIOYAsl TUTIOTUIA3UIO CpPeIHe 30HBI JIUIIA,
Y30CTh HOCOTJIOTKY 1 OOCTPYKIIMIO IbIXaTebHBIX MTyTel,
YTO TIPUBOAUT K 3aTPYIHEHUIO TJIOTAHUST W HAPYIICHUIO
MpUeMa TMUIIU, OCOOEHHO MPU TSKEIBIX (popMax CHH-
npoma [12]. KpoMe Toro, y HEKOTOPBIX ITAIIMEHTOB OTME-
YaloTCs BPOKAEHHbBIE aHOMAJTUHU XKeJTYIOYHO-KUIIIETHOTO
TpakTa, TaKWe KaK IWIOPOCTEHO3, KUIIeYHasT Mallb-
poraisi U racTpos3odareaqbHbIl pedIIIOKC, KOTOpbIe
TOTIOJTHUTENIbHO ~ YCYTYOJISIIoT nucdaruio U TpeOyroT
CeMAIM3UPOBAHHOTO HaOMoAeHUsT U Tepanuu [12].
YV HaGmomaemMoro pedbeHKa CUMITTOMbI 1ucdarnu u Hea-
JleKBaTHasl TTpubaBKa MacChl TeJla OTMEYAICh C TPEThel
HEJEeN XU3HU U OBIIN CBSI3aHBI C BBISIBJICHHBIM TTHJIO-
pocteHo3oM. [IpoBeneHue JanmapoCcKONMUUEeCKON MUIO-
poMuoToMun Ha 40 CyTKU KU3HU TO3BOJIWIIO YCTPAHUTD
CUMNTOMATUKY W HOPMaJN30BaTh HYTPUTUBHBIN CTATYyC.

CoBpeMeHHBIE TEXHOJIOTMM B OOJIACTU TeHHOU
WHXXEHEPUHW OTKPBIBAIOT BO3MOXHOCTW JJISI  pas-

pabOTKM TIperapaToB, CIIOCOOHBIX M30MpaTeIbHO
MOAABJSITh CUTHAJIbHBIE KacKalbl, BOBJICUCHHBIC
B TMaTOreHe3 KpPaHUOCUHOCTO30B. OmHUM U3 Tiep-
CNIeKTUBHBIX HaMpaBJIEHU CUMTAeTCsS TIPUMEHEHUE
WHTUOUTOPOB TUPO3WHKWHA3 MPU MYTALlUSIX B TeHax
FGFR [12, 23]. BmecTte ¢ Tem, mpoBeicHUE TapTeTHOM
tepanuu y nauueHToB ¢ [ldaiipdepononodbHbIM crH-
JNIPOMOM BbI3bIBA€T COMHEHUSI B CBSI3U C OTCYTCTBUEM
BBISIBJICHHBIX 1e(EKTOB B TeHaX pelenTopoB (akTopa
pocta ¢pubpodbisactoB [12]. B HacTosmmii ke MOMEHT
JIedeHWe MalMeHTOB Kak ¢ cuHapomoM [ldaiidpdepa,
tak u [ldaitpdeponogobHBIM CHUHIAPOMOM BKITIO-
YaeT: MHOTO3TArHble PEKOHCTPYKTUBHbBIE OIepaliuu
Ha JIM1Ie U Yeperie, KOPPEeKIUI0 peCcupaTOPHBIX U CITy-
XOBBIX HAPYIIEHU, CUMIITOMAaTUYECKYIO U TTOIAEPKU-
BaIOIIy0 Teparuio, MeIUMKO-TeHETUUYECKOe KOHCYJIb-
TupoBaHue [2].

Hame nHaGnropaeHue MoATBEepXKIaeT, YTO, HE CMO-
Tpsl Ha Hanu4ue y pebeHka I'. xapakTepHOIl KIMHNYE-
ckoit kaptuHbl cuHapoma [ldaitpdepa 1 Tuna, HaiiTu
TeHETMYECKYI0 MYTallMI0 He BCErma IpeacTaBlIsieTcs
BO3MOXHBIM. K coxaneHuto, poaurenn pebeHKa OTKa-
3aJIUCh OT MPOBEIEHUS MOJTHOSK30MHOTO CEKBEHUPO-
BaHUS, YTO HE JlaeT HaM TMOJHOTO MpaBa MCKIIOYUTh
HaJIn4yue Ipyroi CXoxel CUMHAPOMAJIbHOM MaTOJIOTUH.

3aknioyeHme

B mpakTuke Bpaya-HeoHaTosora, a Takxke OOJbIION
KOMaH/Ibl CTIeIIMaIMCTOB, YYaCTBYIOIIEH B BEIEHUU IeTei
C KPaHMOCUHOCTO3aMM, KpaiiHe peko BCTPEeUarTCs CIIy-
yau, KOTJia y HOBOPOXIEHHOT0 peOeHKa C BbIpaskeHHBIMU
NpU3HAKaMu CHHAPOMAJIbHOW TATOJIOTUM HE BBISIBIISI-
eTcsl XapaKTepHOU sl Hee MyTanuu. [IpencraBieHHbIN
KJIMHWYECKUI TTpUMeEp AEMOHCTPUPYET COYETAaHUE TSIKe-
JIBIX BPOXKIEHHBIX TTOPOKOB y pebeHKa ¢ KpaHnodalm-
aJIbHBIM JIM30CTO30M M TIPOTPECCHUPYIONIEH OKKIIIO3U-
OHHOW Tunpouedaneit. Bompeku oTcyTcTBUIO MyTalluii
B reHax FGFRI, FGFR2 w FGFR3, coBOKYymHOCTb (heHO-
TUMTUYECKUX OCOOEHHOCTEH, TaKuX Kak Opaxuiedanus,
TUTIOTUTIA3UsT CpeHEl 30HBI JIUIa U OPOUT, 9K30(TaIbM,
HelOopa3BUTHE BEPXHEH UEIOCTU, CYXKE€HUE HOCOBBIX
XOOB, yTojleHue ¢ajaHT OOJIbIIUX TAbleB KUCTEMH
M CTOII, Hapsily ¢ HeWpOBU3yaTU3allMOHHBIMU TIpU3HA-
KaMu, BKJTIOYAIOIIMMM OKKJTIO3MOHHYIO THUApoliedannio
1 aHoManuio ApHoibaa-Kuapu, mo3Bosiniia paclieHUTh
KJIMHWYEeCKylo KapTuHy Kak [ldaitddepononobHbIit
CUHIPOM, HanboJsiee OJIM3KHUIA 110 (eHOTUITY K CUHIPOMY
Tlpatibdepa 1 Tuna.

HecMoTtpst Ha HayyHbIe HMCCIEIOBAaHUS U TEXHOJIO-
TMYecKHre JOCTUXEHUS, YJydllaroliue KIWHUYECKOe
BeleHUe JeTeil C KPaHWOCUHOCTO3aMM, 3TOT BPOX-
NEHHBIN TTOPOK Pa3BUTHUSI OCTAETCSl CIOXHBIM B Bele-
HUU Y JIeYeHUU KakK IJIsl MalMeHTOB, TaK U JJIsI MeIU-
LIMHCKUX paboTHUKOB. PaHHee crnenuann3anpoBaHHOE
MEIWIIMHCKOE BMeEIIaTeJlIbCTBO, HE OTJMYaroleecs
ot TakoBoro mnpu cuHapome I[ldaiipdepa n BkIIO-
yallllee HEWPOXUPYpPruuyeckoe JieueHue M Jarnapo-
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CKOTIMYECKYI0 KOPPEKIIMI0 THUIOPOCTeHO3a, a TaKXkKe
KOpPpPEKTHasT aHTHOMOTUKOTEpamnuss W TOAJepXKKa
SHTEPAJTbHOIO MUTAHUSI CITOCOOCTBOBAJIM CTaOMIM3a-
LI COCTOSTHUS OITMCHIBAEMOT0 pebeHKa U MpodrIak-
THKE BO3MOKHBIX OCITOKHEHUIA.

IMpoBeneHne TMOJHOZK30MHOTO CEKBEHUPOBAHMS
JIe30KCUPUOOHYKIIMHOBOW KHUCIOTHI Y HOBOPOXKIEH-
HBIX C HEYTOYHEHHOUW CUHIPOMAJIbHOW MaTOJOTUEM,
BKJIIOYasT KPaHMOCUHOCTO3bI HESICHOW OTUOJOTHMU,
TpeOyolIe WHTEHCUBHOM Tepamuu, SBISIETCS BaX-
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