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Cpeny HacJieJICTBEHHbIX MATOJIOIHIA 0COOYIO IPYNIY COCTABJSIOT CHHAPOMAJIbHbIE KPAHMOCHMHOCTO3bl. OMH M3 HUX — CHHIPOM
Kpy3ona — Hacliexyemasi o ayTOCOMHO-JIOMHHAHTHOMY THIY NATOJIOIHS MEPBUYHOTO HAPYINEHHS CPALIEHUS YePeNHbIX HIBOB,
KOTOpasi BcTpevyaercs ¢ yacToroii 1: 60 Thic. HOBOPOXKIEHHBIX. 3a00/1€BaHNE BeJIeT 32 CO00¥ LeJIblii PsAl HAPYIIEHHt: IK30()TAIBM,
OPTOTHATHYECKHE MPOOJIeMbl, HAPYIIEHNE 3PEHNs, CJIyXa, IbIXaHHs, OTCTABAHME B HEPONCHMXUYeCKOM pa3Butuu. Pa3Butue cuH-
npoma Kpy3ona cBsizaHo ¢ Myranueii B rene peentopa akropa pocra ¢pudpoodaacros 2-ro tuna (FGFR2). B coBpemeHHoii mean-
[{HEe TAKXKe M3BECTEH BAPUAHT cuHApoMa Kpy3oHa ¢ 4epHbIM aKaHTO30M, Pa3BUTHE KOTOPOro CBA3aHO ¢ MyTanueii B rene FGFR3.
CxozkecTb KIMHIYECKHX NPOosiBieHnii cunapoma Kpy3oHa ¢ ipyruMu CHHIPOMAJILHBIME KPAHHOCHHOCTO3aMH, A TAKIKE MEXKITY ABYMSI
BapuaHTamu cunapoma Kpy3oHna npuBoauT K BO3HMKHOBEHHIO CJI0XKHOCTeil B () (epeHIMaTbHO-AUarHOCTHYeCKOM noucke. Ocae-
JIOMJIEHHOCTD O TIOJIHOI KJIMHIYECKOW KapTHHE 3TOr0 CHHIPOMA NMOBBINIAET BO3MOKHOCTb CBOEBPEMEHHOIl TMATHOCTHKY, JIeYeHHs,
NPeOTBPALIEHNS TSIKEIbIX OCJI0KHEHHIi U MOBbILIEHNS] KA4eCTBA XKU3HU NanuenTaM ¢ cunapomom Kpysona. B HacTosimeii cratbe
MPUBOUTCS ONMMCAHKE IBYX KIMHMYECKHUX CIyyaeB ¢ MyTauusvu B renax FGFR2 u FGFR3.

Karoueevte caosa: demu, cunopom Kpysona, Kpanuocunocmos, 3K30Qpmanvm, cunepmenopusm, MUKPOSHAmMus 6epxHell 4eaocmu, 2eH
FGFR2, een FGFR3.

Ansa untupoBanus: Cokonosa M.A., CapkucsiH E.A., LLlymunos [1.B., BopoHa J1.[., Jles4eHko J1.A., VwytuHa (O.J1., LLlabenbHukosa E.U.,
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Syndromic craniosynostosis is a special group of hereditary pathologies. One of the syndromic craniosynostoses is Crouzon syndrome,
an autosomal dominant pathology of the primary violation of the fusion of cranial sutures. It occurs with a frequency of 1:60,000
newborns. The disease leads to a number of secondary complications, such as exophthalmos, orthognathic problems, impaired vision,
hearing, breathing, lag in neuropsychic development. The development of Crouzon syndrome is associated with a missense mutation
in the fibroblast growth factor receptor-2 (FGFR2) gene. In modern medicine, a variant of Crouzon syndrome with black acanthosis
is also known, the development of which is associated with a mutation in the FGFR3 gene. The similarity of clinical manifestations
as with others syndromic craniosynostoses, also between 2 variants of Crouzon syndrome, leads to difficulties in differential diagnostic
search. Knowledge and awareness of the full clinical presentation of this syndrome makes it possible to timely diagnose and treat, pre-
vent possible severe complications and improve the quality of life of patients with Crouzon syndrome. This article describes 2 clinical
cases with mutations in the FGFR2 and FGFR3 genes.

Key words: children, Crouzon syndrome, craniosynostosis, exophthalmos, hypertelorism, maxillary micrognathia, FGFR2 gene, FGFR3 gene.
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BIlepBble ormmcad B 1912 r. ¢dpaHIy3cKMM BpayoM

CyLueCTByeT MHOKECTBO HACJEACTBEHHBIX 3a00-
OkraBom KpyszoHom (Octave Crouzon) Tmocjie ToOro,

JIEBAaHUA, TPEOYIOIIMX KOMIUIEKCHOIO IIOAX0mIa

C yJacTHeM pa3IMYHBbIX Bpadeil-CreluaInucToB B ava-
THOCTHMKE, JieueHUW W peabunutaiuu. Cpeau TaKux
3a00J1eBaHUI 0COOYIO TPYIITY COCTABIISIOT CUHAPOMATTb-
Hble KpaHuocuHocTossl [1]. Cunapom Kpysona (Crou-
zon syndrome, d4epermHo-JIULEBON au30cTo3 Kpy3oHa,
«ronyraitHasi» 6onesHb, MKbBb 10 — Q75.1) — Hacnen-
CTBEHHBII CUHAPOM, OCHOBHBIM TPOSBIEHUEM KOTO-
pOTO CITY>KUT KPaHUOCUHOCTO3, MPUBOIAIINI K Iedop-
MalMsIM MO3TOBOTO M JuIleBoro 4epena [2]. Cunmpom

KaK OH BBISIBWI Yy CBOMX Ial[MEHTOB TaK Ha3bIBaeMBbIii
YepermHo-JNIIeBOi au3octo3. bmaromapst Tpymam yude-
HOTO OblJIa OMMcaHa XapaKTepHas Tpuaaa: aechopMaiuu
yeperia, JIMIEBbIe aHOMAIUM M 3K30(TaabM. Briocmen-
CTBUM B HAyYHOM MEIUIIMHCKOM JIUTEpaType CUHIPOM
CTaJI U3BECTEH IOJI ero MMeHeM [2—4].

BhIsIBIIEHBI TeHETUUECKUE U MOJIEKYJISIPHBIE TTIPUYNHBI
pa3Butus 3aboneBanus [2]. Cunnpom Kpy3ona Haciemy-
eTCsl 10 ayTOCOMHO-IOMUHAHTHOMY THITY U BBI3bIBAETCSI
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MYTaLlMSIMU B TeHe pelienTopa pakropa pocta hudpobdia-
ctoB 2-ro tuna (FGFR2), KOTOPbIii CBSI3aH C XPOMOCOM-
HBIM JIoKycoM 10g25—10g26 [5, 6]. Cunapom Kpyszona
¢ yuepHbIM akaHTOo30M (CAN, MKB 10 — Q75.1) B HacTo-
siiee BpeMsl paccMaTpuBaeTcsl Kak OTaesibHoe 3abosie-
BaHUE, BBI3BAHHOE BBICOKOCTICHM(DUIHON MyTalvei
peuentopa FGFR3, u otnuyaetcs ot cuHapoma KpyszoHa
JIOTIOJTHUTENIBHBIM HAJIMYMEM aHOMaJUil KOXH — TOJ-
CTOM, TEMHOM, OapXaTUCTON KOXei B CKiIankax Teja
(acanthosis nigricans), aHOMaJIbHOI JepMaTOrIU(PUKON
nanbleB [7]. B otmuaune ot cunapoma Kpy3ona Hanmmame
YEpHOTO akKaHTOo3a O00JieryaeT pPaHHIOW JIMArHOCTUKY,
HO WHOT/JA XapaKTepHble KOXHBbIE TPOSBICHUS MOTYT
otcytcTBoBaTh [7]. Cunapom KpysoHa ¢ yepHbIM akaH-
TO30M BeTpevaeTcst y 1 u3 60 Thic. HOBOPOXIEHHBIX [2].
DTO BTOpPOI IO PACMPOCTPAaHEHHOCTU CUHIPOM Kpa-
HUOCHHOCTO30B, YCTYMAIOIIMK T10 YacTOTe CHUHIPOMY
Mionke. Cunrtaercss HauboJiee JeTKoi 1 0JaronpusiTHON
dopMoii cpenun Bcex KpaHUOCMHOCTO30B [2, §8]. IlaTomo-
TUST C OMMHAKOBOI BEPOSITHOCTBIO TTOpaXkaeT KaK Majlb-
YMKOB, TaK 1 JIeBOYEK [2].

OOBIUHBINM (PU3UKATBHBIN OCMOTP JIeJIaeT BO3MOXHBIM
OOHapyXeHHe XapaKTepHBIX KIMHUYECKUX TPOSIBICHUIA
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cunapoma Kpysona. HaubGosnee yacrto BcTpeuatorcst Opa-
xutiepanusi (yMeHbIIEHUE pa3MepoB ueperna B IepeaHe-
3aHEM HarpaBJIeHUM), TUIEePTETOPU3M, DK30(hTaIbEM,
VIUTOIIEHHBI J100, KPIOYKOBATHI HOC W THMIOIUIA3US
BepxHell uemtocth. [lepednciieHHBIE CHMMIITOMBI OOpa-
3YIOT MEAUILIMHCKOE TOHSITUE «KPY30HOUTHOE JINLO» [2].
Ilpu cunnpome KpyszoHna Opaxutiedanusi CIyKUT Hau-
6ojee pacnpoCTpaHEHHBIM TPOSIBICHUEM aedopMa-
LIMM Yeperna, BCIEACTBUE CpallleHUsT KOPOHAPHOTO IIIBa.
OnHako HepelKu TpUroHouedamust (KWIeBUIHAS, Tpey-
rojbHast negopmaius yepena), ckadouedanuss (yMEHb-
IIEHWEe TOMEePeYHOro M KOMIIEHCATOPHOE YBEJIUYEHME
nepenHe3aaHero pa3Mepa yepera, JaabeBuaHas aeopma-
1mst), akpouedanust (BbITSIHyTasi O6airHeoOpa3Hasi (popma
yepena) [9, 10]. MukporHaTusi BepXHei 4etoCcTh 4acTo
MPUBOANT K Pa3BUTHIO MporHaTUU. [UMorasus BepxHeit
YeToCTH HanboJiee BhIpaXkeHa B TIPEIUETIOCTHOM 001acTh
1 OOBIYHO BBI3BIBAET CKYYeHHOCTH 3y0oB [6, 11]. Takoe
HeIOopa3BUTHE CpEeIHEM YacTW JIMIA YacTO TPUBOIUT
K (DYHKIIMOHATBHBIM 1 3CTETUYECKUM TIPOOieMaM, BKITIO-
yast HeaZleKBaTHOe CMBIKaHUe BEK M BTOPUUHBIN KEpaTuT,
HEBPOJIOTUYECKYIO TUCHYHKIINIO, OOCTPYKIIMIO BEpX-
HUX JbIXaTeJbHBIX IyTel, ¢ YacThIMU pPECTTUPATOPHBIMU
MHDEKIMSIMH, a TaKXe altHO? BO CHE, JIESTOUHOE Cepalle,
TMOBPEXICHUS TOJJOBHOTO MO3Ta, CEPO3HBIN OTUT U OPTOT-
HaTuyeckue mpooOsieMbl. [J1a3HOe $SI0JIOKO, BBIXOMSIIEE
3a TIpelesTbl HEeTJTyOOKOM TJIa3HUIIBI, TaKXKe TOIBEPKEHO
PUCKY TpaBMUPOBAHUSI, HEPEIKO BCTPEUaeTCsl KOCorasue
[5, 8]. [ToMuMO TIepeYnCIIEHHBIX ITATOJIOTUH, Y TTAIIMEHTOB
¢ cuHapoMoM Kpy3oHa MOTYT BCTpedaThesl pacIleTMHBI
BepxHeit ryObl 1 Heba, Tak Kak reHbl FGF—FGFR npuHu-
MaloT yJacThe B IreHe3e HEOHBIX CTpYKTyp. B 5% ciydaeB
TeHeTUJeCcKre MyTalluM B TeHHBIX rpymnmax FGF moryt
CMOCOOCTBOBATh PA3BUTUIO aHOMAaIUI uestocteit [12].

BakHas metanb, Ha KOTOPYIO ClienyeT 0OpaTUTh BHU-
MaHUe, — 3TO HOPMaJIbHbIe KUCTU W CTYITHU y TIAlIMEeH-
TOB ¢ cMHApOoMOM Kpy3oHa, 4TO OT/IMYaeT MX OT Iaru-
€HTOB C CMHIpPOMOM Ariepra (aHaJIOTUYHBIM, HO OoJiee
TSDKETBIM CHHAPOMOM KPaHMOCUHOCTO3a, TP KOTOPOM
HabJomaeTcss BhIpakeHHAsT CUHIAKTUINAS KOHEYHOCTE)
[13—15]. Cunnpom Ildaitpdepa — apyroit KpaHMoCHU-
HOCTO3, XapaKTepU3YIOIIUICS KOPOTKUMU INMHPOKUMU
GOJIBIITMMH TTAaJTblIAMH Ha HOTaX B OTJIMYUE OT paHee YIo-
MSIHYTBIX HOPMAJIbHBIX TIAJIbIIEB Y MAIlMEHTOB ¢ CUHAPO-
mom Kpysona [8, 16—18].

PanHss nuarHoCcTMKa — BaXKHBINA (aKTOp CBOEBpe-
MEHHOI OpraHu3aluu JJe4YeOHBIX MEPOTIPUSTHI TS TIpe-
JMOTBPAILIEHUST XapaKTePHBIX HEOJIarompUsTHBIX UCXOI0B
cuHapoma Kpyszona [2]. OOBIYHO NMArHoO3 <«CHUHAPOM
Kpy3oHa» cTaBUTCSI B HEOHATATLHOM U/VJIK PAaHHEM JIeT-
CKOM BO3pacTe, B HEKOTOPBIX CIydasiX KIMHUYeCcKas Kap-
TUHA TIPOSIBJISIETCS TI033Ke UM IWAarHo3 CTaBUTCS B OoJee
crapuieM Bo3pacte [2].

Xupyprudyeckoe jedeHue MpU3HAHO METOIOM BhIOOpa
IJIT TTalMeHTOB ¢ cuHapoMoM Kpysona. OHO mo3BoJisieT
BBITTOJIHUTh KOPPEKILIHIO JIMIEBOTO 4Yepera W TJIa3HUIL
C LIEJTbIO ONTUMHU3AIMU MO3TOBOTO KPOBOTOKA, TMPEIOT-
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BpallleHUsT TOCIENCTBUIA TTOBBIIIEHHOTO BHYTpUYeper-
HOTO JIaBJIEHUSI, CIETIOTH MU YMCTBEHHOI oTcTanoctu [19].

B craThe mpuBemeHO omMMcaHME OBYX KIMHUYECKUX
CUHAPOMOB Cc Myrauusmu B reHax FGFR2 u FGFR3
M IUarHOCTUPOBAHHBIX B pa3Hble TEPUOABI JIETCTBA.
Lleab paboTel — HeMOHCTpALIMsSI OCOOEHHOCTEN KIMHU-
YeCKUX TpOsIBIeHUii cuHapoma Kpy3oHa M cHHIpoma
Kpy3oHa ¢ yepHBIM aKaHTO30M, OCOOEHHOCTE TUarHo-
CTUYECKMX U JIEYeOHBIX MEPOTIPUSITHUI, a TAaKXKe CpaBHE-
HUE MOJTYYeHHBIX JaHHBIX ¢ UICTOYHUKAMU JINTEPATyPHI.

Kmunnueckuii ciayyaii 1. IeBouka A. B Bo3pacrte 7 jier
B m1aHoBoM Tiopsinke noctynuia B [BY3 «HITL crietum-
aJTM3UPOBAHHONW MeEIUILIMHCKON Tomornu netsiMm JI3M»
¢ XayobaMU Ha 3aTpyITHEHHOE HOCOBOE IbIXaHMS B CBSI3U
C VICKPUBIIEHUEM HOCOBOI MIepeTOpOIKY, THYCaBbIif OTTE-
HOK ToJI0ca, 9K30(PTabM, OTEK BeK M TTOKpACHEHHE TJ1a3.

W3 anaMHe3a XU3HU U3BECTHO, YTO PEOEHOK POIUIICS
OT 3mopoBoii Matepu. [lanHasg OepeMEeHHOCTbL BTOpas
IO CYeTy, MpoTeKaja ¢ OCTPOi pecrMpaToOpHO BUPYC-
HoIl MH(ekuMeir B I TpuMecTpe M 3aBeplIniach BTO-
PBIMU CBOEBPEMEHHBIMU CaMOTIPOU3BOILHBIMU POITAMM
(40 Hem). Macca Tena mpu poxaeHun 3600 r, mIMHa
56 cMm, oueHKa o mkaie Anrap 7/8 6amnos. 1o Ta6mu-
mam INTERGROWTH-21% pocT u Macca tena pebeHKa
MpU  POXIEHUU COOTBETCTBOBAIM BO3PACTHBIM HOP-
MaM. JIMarHo3 «KpaHWMOCWHOCTO3a CUHOCTO3HAas JIOOHAsT
rarnonedarnst crpaBa» ObUT TTOCTaBIIEH B HEOHTAJIb-
HOM TIEpHOJie, OTIepaTUBHOE JiedeHNe He TPOBOIUIIOCH.
Hanuyne cuHApoMaabHBIX KPaHUOCTO30B B CEMEMHOM
aHaMHe3€e POIUTENIN OTPULIAITH.

Ipu ocMOTpe HEWPONCHXUUECKOE Pa3BUTHE COOT-
BETCTBOBAJIO Bo3pacTy. OTMeuanuch HapylleHWe KOH-
¢urypanuy yepena o TUMY CUHOCTO3HON JIOOHOM Tiia-
rvoleanu  crpaBa  (TMMOATBEPXKAECHHOE Pe3yIbTaTOM
KOMIIBIOTEpHOI ToMOTpadum), CriaxkeHHOCTb U aedop-
Malus JOOHOI 00acT B BUAE YIUIOIIEHUS, CMEIeHHe
JIOOHOTO Oyrpa BBepX M Hapyxy. HaOmomamnuch yMeHb-
IeHNe, YKOPOUYeHUE 1 TTOIbeM BEpXHETO Kpast TJIa3HMIIbI,
CMelleHe YIITHOM paKOBUHBI BITEpea M BHU3 TI0 OTHOIIE-
HMIO K KOHTpaJaTepaJbHOIl CTOPOHE, CIpaBa OTMEYaioCh
KOMTIIEHCAaTOpPHOE BBIOYXaHUe JJOOHO-BUCOUYHOM OOJIACTH.

PeGenky ObLIO BBITIOJTHEHO OIEpaTHBHOE BMeElla-
TEJTBCTBO B 00beMe KPaHUOIUTACTUKHM ¢ (hUKCaLIelt TUTa-
HOBBIMM MUHUITIACTUHAMU. BTOpPBIM 3Tamom ornepaTus-
HOTO JIeYeHUWsST OBLIO yHaJeHue MeTaTIOKOHCTPYKIIUU
yepe3 6 Mec. BbutM BBHISIBIEHBI U O(TaTBMOJIOTUYECKIE
MPOOJIEMBI: KOHBIOHKTUBUT, 9PO3UST POTOBUIIBI MTPABOTO
rmaza, 9k3o¢TaabM. PekoMmeHnmoBaHa Omedapopadust
I TpOMPUIAKTUKKA KCepo3a, KepaTUTa, BTOPUYHBIX
MHOEKIMOHHBIX OCIOXHEHUN W TTOTepU 3pEHUS B TajTb-
HEWIIEM.

Ha ocHoBaHMM XapaKTepHOTO CHUMIITOMOKOMITIEKCa
(nedopMariiysi yeperia, aHOMaJuK JUla U 3K30(pTaibM)
U TIPOBEIEHHOTO MOJIEKYISIPHO-TEHETUIECKOTO HCCe-
IoBaHUS B TreHeTmdecKoil jabopatopum ['BY3 «HIIL]
CHENUAM3UPOBAHHON MEAUIIMHCKON TIOMOIIN JETIM
A3M» (B 9-m sk30He reHa FGFR2 oOHapyxXeHa Iato-

KJINMHUYECKUE CJTYHAU

renHast mytamus c. 1127A>G, p.Tyr376Cys) nocraBieH
nuarHo3: cuHnpoM Kpysona. PebGeHoK BbInvcaH TOMOIA.
Ha MoMeHT BBITUCKM (DU3UYECKOEe M HEHPOTICUXUYE-
CcKOoe pa3BUTHE pebeHKa 7 JIeT COOTBETCTBOBAJO BO3-
pacty. bblio pekomeHIOBaHO HaOJOIeHUE TMenuaTpa,
HeBpoJIora, OTOPUHOJIAPUHTOJIOTA, YeTIOCTHO-JTUIIEBOTO
XUpYypra, HepoXupypra B MOJUKIUHUKE W CTICIINATN3 -
POBAHHBIX YUPEKICHUSIX IO MECTY KUTEIbCTBA.

Knunnyeckuii coyvaii 2. JleBouka b. B Bo3pacte 2 cyT
KM3HU rocnutanu3upoBaHa B I'BY3 «HIIL crenu-
aTM3UPOBAHHON MEIUUMHCKONW momornu aetsMm JI3M»
C TpenBapuTEebHBIM IHMAarHO30M: cuHapoM Kpy3oHa
IUJIS1 1OOOCeIOBaHUS U JICUESHUSI.

PeGeHok ot Marepu ¢ OTSTONIEHHBIM COMAaTH-
YeCKMM aHaMHe30M (XpOHMYECKUI THUeJIOHeDPUT).
HanHas 6epemeHHOCTb BrOopasi. B I tpumMecrpe mpore-
KaJla ¢ OCTpPOil pecrupaTOpPHO BUPYCHOM MHOpEKIINEH
0e3 mombeMa TemIiepaTyphl Tejga. Ha cpoke recranuu
28 Hem TMArHOCTUPOBAH BPOXKIECHHBIN MOPOK Pa3BUTHS
ioga — KpaHMOCUHOCTO3. PeOEHOK OT BTOPBIX CBOEB-
PEMEHHBIX CaMOITPOM3BOJBLHBIX POMOB Ha 39-it Hemelne
recTalliu B 3aJHEM BHUIE 3aTbUIOYHOTO TMpeIJIeXKaHMSI.
Macca Ttena HoBopoxaeHHoro 3200 r, miuHa 52 cM,
OKPYXXHOCTb TOJIOBBI 35 CM, OKPYXXHOCTb Ipynu 32 cMm,
olleHKa 1o mkaie Anrap 7/8 6amioB. dusnyeckoe pas-
BUTHE COOTBETCTBOBAIO 50-My TEPUEHTWIIO TaOIUIIbI
INTERGROWTH-21%. [1Ipu poxaeHnu NMeJINCh Hapac-
TalolIre TPU3HAKKU IbIXaTeIbHBIX PACCTPONCTB B BUIE
BTSDKEHUST YCTYIMMUUBBIX MECT TPYAHOU KJIETKH U CTPUIO-
po3HoTO nbixaHus. HocoBoe abixaHue ObUIO 3aTPpyaIHEHO.
B cBA3M ¢ HECOCTOATETBLHOCTHIO BHEIIHETO JIBIXaHMS
OCYILIECTBJIEHbI MHTYOAIMsI Tpaxeu U MepeBoj pedeHKa
Ha TIPUHYIUTETbHYIO MCKYCCTBEHHYIO BEHTWIISILIAIO JIeT-
kux (MBJI) B Tpurrepubix pexxumax. [1pu yabTpasByko-
BOM HCCJIEIOBAHWM TIOATBEPXKIEHO HAJIMUKME CMHOCTO3a
KOpPOHApHBLIX M JIAaMOOOBMIHBIX IIBOB (akporedains).
CornacHO ceMelfHOMY aHaMHe3y CHUHAPOMAaJIbHBIX Kpa-
HUOCTO30B HE BCTPEUasocCh.

Ilpy mocTyruieHUM B OTAEJEHME peaHUMaluu
W WHTEHCUBHOM Tepanmuu HaydHO-TIpaKTU4YeCKOTO IIeH-
Tpa CHENUAIU3UPOBAHHON MEIUIIMHCKOW  TTOMOIIMN
NIeTssM  o0lllee COCTOSIHME TIallMeHTa OlIeHWBaJIoCh
Kak Tspkesoe. Ornpenensiiuch HEBPOJIOTUYECKUE TPU-
3HAKW CUHIPOMa YTHeTeHUs (peakius Ha OCMOTp MUHU-
MaJIbHOW JBUTaTeNbHOW akTuBauueit). HaOmonanach
JMHUCTOHMSI MBIIIIEUHOTO TOHYCA: €0 TTOBBIIIIEHUE B pa3ru-
0aTesiX BEpXHUX KOHEYHOCTEe! 1 ociabjieHue B HUKHUX.
Ha Gonesble pasapaxkuTrean peakiivs xaoTuyHast. Ouk-
camusi B3opa OTcyTcTBOBajia. OTMevasoch HapylleHUe
JIoTaHUsl. AYyCKYJIbTaTUBHO BBICIYIIMBAIOCh HEOOJIBIIIOE
KOJINYECTBO MPOBOIHBIX BJIAXKHBIX XPUITOB Ha (DOHE MPO-
nmosokatoreiics anmmapatHoit UBJI. Ormeuanucs MHOXe-
CTBEHHBIE BPOXKIECHHBIE TOPOKMU DPAa3BUTHS: OallleHHas
¢dopma ueperna ¢ BBITSIHYTOI JIOOHO-TEMEHHOI 4YacThiO,
KOpOTKasl Iesl, TUIepTeJIOpu3M, 3K30(TalbM, HU3-
KOpACTIOJIOKEHHbIE  YITHBIE PAKOBUHBI, BPOXKIECHHAS
Y30CTb HOCOBBIX XOJIOB C MOJ03PEHNEM Ha aTpe3uio X0aH
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(4acTryHasi OMHOCTOPOHHSISI aTpe3usl X0aH, He TPedylo-
mast XMPypruaecKoil KOPPEKIINM), TUTIOTIa3Usl CpeaHe i
YacTH JIMIIa, KOPOTKasl IIMPOKas CIMHKA HOCa C yTOJI-
IMEHHBIMU HO3IPSIMU W PACIIUPEHHBIM OCHOBaHUEM
Hoca, aHoMallbHas nepmatornuduka. [lo naHHbBIM Heil-
pocoHorpaduu OTMeYalach BbIpaKE€HHAsl IUJaTalUs
TIePeTHUX POTOB OOKOBBIX KETyMOYKOB. JmarHocTHpo-
BaHO COIYTCTBYIOIEE OPraHNYECKOe MOPaKEHUE MPOBO-
ISIIAX TyTel 3pUTETHHOTO aHATM3aTopa.

BBumy Hammuus BpPOXIEHHOTO KpPaHUOCWHOCTO3a
¢ opmupoBaHueM medopManiyd depera U pa3BUTHEM
OTHOCUTENIbHOTO NeUINTa BHYTPUUEPEITHOTO TIPO-
CTpaHCTBA B IUIAHOBOM TMOpPSIIKE ObUIO TMPOBENEHO
YEPETHO-JUIIEBOE OMNEePaTUBHOE MOCOOUE, HaIpaBJieH-
HO€ Ha MO3TalHOe YCTpaHeHUEe BPOXAEHHOU nedop-
Manuu ueperia. [IpoBemeHbI TBYCTOPOHHSIS JTWHEWHAsI
KPaHUOTOMMSI, TEMEHHO-3aThIJIOUHAS KPaHUOIKTOMUSI.
ITo naHHBIM MOBTOPHOI HelipocoHorpaduu, mocie one-
PATWBHOTO JICYEHWS] OTMEJaslach JWJIATAIMS TIePeTHUX
pPOTOB OOKOBBIX KEJYTOYKOB C TOJIOKUTEILHON IMHA-
MUKOH (B CpaBHEHWU C TIPEIOTIEPAITMOHHBIM HCCIIEN0-
BaHMEM), TAaKKe BU3YaIM3UPOBAHBI TUTPOMBI TEMEHHBIX
obJacteil, 60sbllle BbIpA)KEHHBIE CITpaBa.

CUHIPOMATBHBIN XapaKTep KPaHWOCWMHOCTO3a TOM-
tBepawio nposeneHHoe B [BY3 «HIIL cnenumanusupo-
BaHHOW MeIUUMHCKOW momortu netsm JI3M» monexy-
JISPHO-TEHETUYECKOe MCCieloBaHue: B 9-M 9K30HE reHa
FGFR3 obnapyxeHa naTtoreHHast mytauus ¢. 1172C>A,
p.Ala391Glu.

Ha ocHOBaHWM (hUBHKATBHOTO OCMOTPA, HHCTPYMEH-
TaJIBHBIX ¥ MOJICKYJISIPHO-TEHETUIECKUX WCCIIeTOBAHUN
chopMUpPOBAHO 3aKIIOYEHUE: MHOXECTBEHHbIE MOPOKU

Hughopmuposannoe coenacue.

Aemopul noayuunU UHPOPMUPOBAHHbIE CO2AACUSL 3AKOHHbIX
npedcmasumeneil NayueHmMog Ha onyoauKoeaHue
UHGOPpMAYUU O HUX 8 MEOUYUHCKOM U30AHUU,

KORUU KOMOPbIX HAX00AMCS 8 PeOaKyull.

pa3BuTusi, cuHApoM Kpy3oHa ¢ YepHBIM aKaHTO30M,
MHOXECTBEHHBII KPAHMOCUHOCTO3, BPOXIEHHAsI KOM-
MEeHCUpOBaHHAas Tuapoliedanusi, aHOMaJlbHas IepMa-
tornuduka. B pesynaprare onepaiuu Obul yaaaeH CUHO-
CTO3UPOBAHHBII CArMTTATbHBIN 1110B Yeperna, BbIMOJHEHA
KpaHUOIJIACTUKA, OblJIa YCTpaHeHa KOMITPECCUST TOJIOB-
HOTO MO3ra, CO3[aHbl YCJIOBUS [UISl NalbHENILEro CBO-
0OOHOrO pocTa U pa3BUTUSI TOJIOBHOTO MO3ra (CM. PUCY-
HOK). YMepeHHble CcyOaypaibHble TUTPOMBI C JIBYX
CTOPOH HOCWJIM KOMIIEHCATOPHbII XapakTep, ObLIU TpaH-
3UTOPHBIMU B pE3yJbTaTe yBEJWYeHHUsI o0beMa veperna.
Ha nanHoMm aTane Helipoxupypruyeckoe jeueHue 3aBep-
meHo. Ha MOMEHT BBIMUCKU Y peOeHKa B BO3pacTe 2 Mec
B HEBPOJIOTMYECKOM CTaTyce B JUHAMUKE OTMEYaaoch
HapacTaHue OOIIeil NBUTATeIbHONW M 3MOIMOHAIbHON
AKTUMBHOCTHU, YJIy4YlllEHUE MbIIIEUHOTO TOHYyCa, yBeJUve-
HUE Tepuona OOIPCTBOBAHUSI, COXPAHSIMCH MPU3HAKU
CUHIPOMA BEreTaTUBHOW AUCHYHKIUM CMEIIAHHOTO
reHes3a, MbllIeyHast TUCTOHUS, Tunopediekcus.

PexoMeHnnoBaHo HabJOAeHME TIenMaTpa, HEBPOJIOTa,
OTOPUHOJIAPUHTOJIOTA, YEJIIOCTHO-JIMIIEBOTO XUPYpra,
Helpoxupypra B MOJIUKIUHUKE W CHELUUATU3UPOBAH-
HBIX YUPEXACHUIX MO MECTY XUTeabcTBa. Cpeaun peko-
MEHIALMI OLEHKA YBEJUYEHUS] OKPY>KHOCTU TOJIOBBI
U HelipocoHorpadust B AMHAMUKE C 1IeJIbI0 CBOEBPEMEH -
HOro OOHapyXeHusi MPU3HAKOB HapacTalollleil TUApO-
nedanuu.

0GcyxpeHue

KpaHunocuHocTo3bl — oOOUIMpHAs TpyIna MaToJio-
TMU TIPEXIEBPEMEHHOTO CpAllEHUs] YEpPEerHbIX IIBOB.
Cunapom Kpy3oHa — suilib OfHA U3 CUHIPOMAJIbHBIX

- TN

» -.. .
Pucynox. ®enorun pedenka b. ¢ cunapomom Kpy3oHa ¢ yepHbsIM akaHTo30M B 1,5 Mec Ku3HH 10 onepanuu (a) nocie onepamuu (0).
Figure. Phenotype of a babies B. with Crouzon syndrome with acanthosis nigricans in 1.5 months of life before surgery (a) and after
surgery (0).

Informed consent.

The authors have received informed consent from the legal
representatives of patients to publish information about them
in a medical publication, copies of which

are in the editorial office.

Domoepaghuu nposedenvi u 0nYOAUK08AHBL C Pa3peuleHus: pooumeneil.
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HaCJIeICTBEHHBIX (hopM. BaXHbBI Kak paHHSAS ITMarHO-
CTHKA, TaK W MPaBWIbHBIN MOAXOA B IMbdepeHInaTb-
HOI TMarHOCTUKeE TIpY JaHHOM 3abojieBaHuM. B Tabm. 1
U 2 TIpUBEIEHbI OCHOBHBIE AUddepeHInaTbHO-IMarHo-
CTUYECKMEe OCOOCHHOCTH HaOII0AaeMbIX AETeil, CXOICTBA
U OTJINYUS OT JaHHBIX, TIPUBEACHHBIX B MUPOBOII Hayy-
HOM JIuTepaType.

Ilpu mnocraHoBke nuarHosa «cuHiapoMm KpyszoHa»
CEMEWHBIN aHaMHe3 — TIEPBbI MYHKT, Ha KOTOPBINA
JieyalllMii Bpay JOJDKeH 0o0paTuTh BHUMaHue [2]. Brto
O0YCJIOBJIEHO  ayTOCOMHO-JIOMWHAHTHOW  MOJEJbIO
HacjienoBaHusl JaHHOTO cuHapoma. OlleHKa CHUHIpoMa
Kpy3oHa OTHOCHTETLHO TIPOCTa NP HAJTMYUU TTOT0OHOM
MaToJIOTUM B POJOCIOBHOM, TMOCKOJbKY XapaKTepHbIC
pe3ynbTaThl (PUBUKAIBHOTO O0CIeIOBaHUS TOATBEPK-
naioT nuarHo3 [2]. Y mpencraBieHHBIX HAMU ITallMEHTOB
JIaHHBIE O CEMEHOM HacJieOBaHUU TaHHOTO CUHApPOMA
OTCYTCTBYIOT.

KJINMHUYECKUE CJTYHAU

BropeiM 111aroM B olieHKE TMAIIMEHTOB ¢ aHOMaJIbHOM
¢dopmoii yepemna SIBISIETCS KJIMHUYECKOe o0cieoBaHUE,
MpU KOTOPOM MOTYT OBITh IMAarHOCTUPOBAHBI IMOYTH BCE
¢opMbI KPaHMOCUHOCTO30B [2]. ¥V manueHTku A., 7 ner,
uMesach Kiaccuuyeckasi CHUMIITOMaTh4yeckash KapTHUHa
cuHapoma Kpy3oHa: HapylieHre KOHUrypaiu yepera,
9K30(pTasbM, HapylieHue (GopM M pa3MepoB IpaBOM
IJIa3HUIIbI, 3aTPyTHEHWE HOCOBOTO [bIXaHUsI 3a CYeT
WCKPUBJIEHUSI HOCOBOM Tieperopoaku. [To naHHBIM uTe-
paTypbsl u3MeHeHue (opMbl ueperia yaille pa3BUBaeTCs
o TuIty Opaxunedanani, oOqHAKO Y TTallMeHTKU A. muar-
HOCTMpOBaH 0oJjiee peaKuii BapuaHT JIOOHOW TMpaBoi
ruiarvoleainy 3a CYeT MPEXIEBPEMEHHOTO CpallleHUsI
JieBoro KkopoHapHoro 1mBa |9, 20]. Y pe6enka b., 1,5 mec,
MOMUMO KJIaCCUUYECKUX «JTULEBBIX» aHOMaJIUN U AbIXa-
TeJbHBIX HapylIeHWI, UMejach aHOMaJibHasl IepMaTo-
mMduKa TajiblieB, YTO COOTBETCTBYET XapaKTePHbBIM
nposiBieHusIM cuHiapoma Kpy3oHa ¢ yepHBIM aKaHTO-

Tabauya 1. CpaBHHTEIbHAS XapaKTEPHCTHKA TeHeTHYECKHX 1 (heHOTHIMMYECKNX XapaKTepUCTHK pedeHKa A., MIMEIOIero CHHIPOM

Kpy3ona, ¢ nanapiMu Hay4aHo# JutepaTypsi [1, 5—8, 16, 20]

Table 1. Comparative characteristics of the genetic and phenotypic characteristics of child A. having Crouzon syndrome with

the data of scientific literature [1, 5—8, 16, 20]

JlanHble aHAM3A JIATEPATYPbI

PeGenok A.

Cxoxcrsa

Hanuune ayrocoMHO-TOMUHAHTHOM MyTaluu B reHe FGFR-2

«Kpy3oHoumHoe 1110» — TMIePTea0pU3M, 9K30(TaIbM, YIUIOMIEHHBIH 100, KPIOYKOBATHII HOC M TUITOILIa3MsT BEpXHEN

YEIIOCTU
HOpMaJ'[])HOC Pa3BUTHE KOHEYHOCTEMN

OTCyTCTBYE KOXKHBIX MPOSIBICHUI

Pazmnuns

M3menenue opmMbl ueperna o Tuiy opaxuuedaiiu

OOCTPYKILIMST BEpXHUX bIXaTEIbHBIX MTyTEl BCIEACTBUE TUTO-
TJIa3UM BEPXHEU YETIOCTH U aTPE3UU XOaH

Hanuuue HeBpOIOTUYECKOM AUCHYHKIIMN

JloGHas mnaruonedanus cripaBa

3arpyaHeHe HOCOBOIO JAbIXaHMsI 38 CUET MCKPUBJIEHMSI
HOCOBOI1 ITEPErOPOIKU

OTCyTCTBUE HEBPOJIOTUYECKOM AUCHYHKIIUN

Tabauya 2. CpaBHHTEIbHAS XapaKTEPHCTHKA TeHETHYECKUX M (DEHOTHIIHYECKHX XapaKTepUCTHK pedeHka b., umMewmero cuuapom
Kpy3ona ¢ 4epHbIM aKaHT030M, C TAHHBIMH HAy4HOI JuTepaTypsl [1, 5—8, 16, 20]
Table 2. Comparative characteristics of the genetic and phenotypic characteristics of child B. having Crouzon syndrome with black

acanthosis [1, 5-8, 16, 20]

JlaHHbIe aHATN3A JUTEPATYPBI

Pebenok b.

CxoncrBa

Hanuune ayrocoMHO-T1OMUHAHTHOI MyTaiiuu B reHe FGFR3

«prl’»OHOI/IHHOC JIMIO» — TUIIEPTCIIOPU3M, 3K30(1)TaJ'ILM, TUIIOILIa3usd BCpXHeﬁ YECIIOCTH

O6CprKHI/I$I BEPXHUX NbIXaTCJIbHbIX HyTCﬁ BCJIEACTBUEC TMITIOITIa3UN BCpXHCfI YEJIFOCTU C YACTUYHOW OHHOCTOPOHHCﬁ aTpe-

3Uel X0aH, He TPeOYIoIel XUPYyPrUIecKoil KOPPEeKIINU
Hanuawne HeBponornueckoit nuchyHKIUN

HopMaanoe Pa3sBUTUC KOHEYHOCTEN

Pazmmuns

M3meHeHune opMbl yepera mo TUIy opaxuiedaniu

Hanuuwne koxxHOro nposiBjieHus: — acanthosis nigricans

Akporniedanus (aHOMaJIbHas BBITSIHyTas OalrHeoOpa3Has
¢dopmMma yepena)

OrcyrcrBue acanthosis nigricans. Hanuuue aHomManbHOM
JiepMaTOrIMDUKI
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30M [7]. OnHako Mpu 3TOM HaAOJIOAETCs TTOJIHOE OTCYT-
CTBHE€ OCHOBHOIO KOXHOIO MpPOSIBICHUS — acanthosis
nigricans, 4To 3aTpyIHSIET TOUHYIO MOCTAHOBKY TpeliBa-
PUTEIBLHOTO AMArHo3a.

BaxwHeiiiiee 3BeHO B IMAarHoCTUKE — MOJIEKY-
JIIPHO-TEHETUYECKOe TEeCTUPOBAaHME, HaIpaBJIeHHOE
Ha BbISIBJICHUE TTATOTEHHBIX MyTallUii (B JTaHHOM CJIy4ae
B reHax FGFR2 w FGFR3). FGFR oTHOcuTcS K rpyrie
TpaHCMEMOpaHHBIX OEJIKOBBIX peLEeNnTOpoB (akTopa
pocta ¢ubpoOJIaCTOB, OTBETCTBEHHBLIX 3a UX nudde-
PEHILMPOBKY BO BpPeMsI SMOPUOJOTMYECKOTO Pa3BUTHUS
[21, 22]. Myrauuu B reHax FGFR2 w FGFR3 npusBo-
ST K 3aIlyCcKy 1IeJIOTO KacKajaa Tepenadyu CHUTHaJIoB,
ycuyieHU0 (yHKIMU OCTe00JIaCTOB M TIOC/IEeNYIOIeMy
ycKopeHuto ux nuddepeHIUpoBKH [23]. UMeHHO 3TOT
Mpolecc paclieHUBaeTcs Kak BeAylluid (aktop, yda-
CTBYOIIUN B TPEXIEBPEMEHHOM CpallleHUU IIBOB.
Ilo nmaHHBIM MOJIEKYISIPHO-TEHETUYECKOTO MCClie-
IOBaHUS y MauueHTKH A. B 9-M sk30He reHa FGFR-2
oOHapyXeHa TMaTOreHHasi MyTalusi B Te€TepPO3UTOT-
HOM COCTOSIHUM, YTO COOTBETCTBYET KJIAaCCUYECKOMY
cunnpomy Kpysona, a y manmeHtku b. — maroreH-
Hast MyTauus B 9-m sk3oHe reHa FGFR-3, uto coot-
BeTCTBYeT cuHapomy Kpy3oHa ¢ 4yepHBIM aKaHTO30M.
IToMuMoO maHHBIX, XapaKTepusylomux cuHapom Kpy-
30Ha, B HAYYHOI MEIUIIMHCKOM JINTepaType MOSIBUIUCH
JNIaHHBbIEe O TEHHO-WHXEHEPHBIX Tperaparax, WHTUOU-
pytomux 3¢ ekt Myrauun B cucreMe reHa FGFR. Ho,
K COXaJIeHU!o, MpernapaThl TMPO3MHKWHA3bI TTOKA MPO-
TECTUPOBAHBI TOJILKO Ha KMBOTHHBIX [24].

BaxxHo oTMeTUTh HEOOXOAMMOCTH WCIIOJIb30Ba-
HUS WHCTPYMEHTAJbHBIX METOJOB  MCCIEAOBAHUS
Mpu TIOCTaHOBKE JauarHo3a. B crienmanu3upoBaHHBIX
VUPEXKIEHUSIX MOTYT OBITh MCIIOJB30BaHbI MpeHATab-
HOE TeHEeTHYeCKOe TeCTUPOBAHME U YIJIyOJIGHHOE YJib-
TPa3BYKOBOE MCCJIeAOBaHUE TUIO/A B LIEJSIX BBISIBJICHUS
KpaHuocuHocTo3a. Kpome TOoro, misi TpeHaTalbHOM
MMATHOCTUKU MOTYT OBITh BBHITTOJTHEHBI aMHHUOIIEHTE3
1 3a60p BopcuHOK xopuroHa [20]. CinenyeT moquepKHYTh,
YTO TIPU HAJIMYUU BBICOKOTO pHUCKa Tepelayl CUHIpoMa
Kpy3oHa nmotoMcTBy (60JIEeH OIUMH U3 POAUTENIE) UMe-
€TCS BO3MOXHOCTh MCIOJIb30BaHUSI BCITIOMOTATEJIbHBIX
PETIPONYKTUBHBIX TEXHOJIOTHUI ¢ TEHETUYECKUM TECTH-
pOBaHMEM Ha caMbIX pAaHHUX CTaAUSIX Pa3BUTUST S9MOPU-
oHa. B Takowm ciyyae ucuye3HeT HeOOXOMUMOCTD pellie-
HUS CJIOXHOTO BOIpOca O MpepbiBaHUU OepeMEeHHOCTH
(TIp TIOpakeHWM TUIOAA) W XMPYPTUUYECKOM JIeYCHUU
MpU TIPOJIOHTUPOBAHUU OepeMeHHOCTU. B ciydae mpo-
JIOHTUPOBaHUSI OEPEMEHHOCTHU C TTIOMOIIIBIO YJIbTPa3By-
KOBOTO HCCJIeIOBaHUSI MOXXHO BU3yalM3MpOBaTh XapaK-
TepHYIO IUCMOP(OJOTUIO TOJEHUW U CleJaThb BBIBOJ
0 HaJIUYMK TPEXIeBPEeMEHHOIO cpalleHus mBoB [19].
VYabTpa3dByKoBble TIpU3HAKM KPaHUOCUHOCTO3a CJie-
nytomue: 1) TmoTepsi TUIMO3XOTEHHOUW BOJIOKHUCTOM
LIEeJIM MEXIy TUIEePIXOTeHHbIMU TUIAaCTUHKAMU Tela;
2) HempaBWJIbHBIN, YTOJIIIEHHBI BHYTPEHHU I IIIOBHBIN
Kpaii; 3) moTepst CKOIIEHHOTO Kpasi; 4) aCUMMETPpUYHbIC

pomgHUYKM [9]. YBenmueHne MMUPUHBI YePEITHBIX IITBOB
MOXET CBUAETEBCTBOBATH O BO3MOXHOM ITOBBIIIEHUN
BHYTPUYEPETTHOTO AaBJICHUS — OCHOBHOM OCJIOKHEHUH
KpaHMocuUHOCcTO3a [9].

VY nanuentku b. B Il TpumecTpe npu recraiimoHHOM
Bo3pacTe 28 Hed NP YIBTPA3BYKOBOM MCCIIEIOBAHUU
JMUarHOCTUPOBAH KPaHWOCWHOCTO3 M TIOCE POXICHUS
TEM e METOIOM TIOATBEPXIECHO HaJUuKhe CHMHOCTO3a
KOpPOHApHBIX W JIAMOITOBUIHBIX IIBOB. Y MAllMEHTKH A.
B OuarHoctnke cuHmpoma KpysoHa Oblla TpuMeHeHa
KOMITbIOTEpHAsT TOMOTpadusi, MO pe3yJbTaTy KOTOPOii
MOATBEPKIEHA TIPABOCTOPOHHSIST JIOOHAsT CUHOCTO3-
Hasg Tutarnoniedanus. uarHoctudeckasi BuU3yaau3a-
UsT HeoOXomuMa ISl YCTAHOBJIGHUST CPOCIIETOCS IIIBa
M OLIEHKM COIYTCTBYIOIIMX OedopMaluii dyepera, BHY-
TPUYEPEITHOM TATOJIOTUM W APYTUX OcioxHeHui. Tpe-
SKIEBPEMEHHO CPOCIIUIACS IIIOB Ha OOBIYHON PEHTTEHO-
rpadum 4yeperna WA MPU KOMITBIOTEPHON TOMOTrpadpuu
BU3YaJM3UPYETCs KaK MepUOCTAIbHBIN CKIIEPO3, TUHEN -
HOCTb, YMEHbIIIEHHasI 3y0YaTOCTh, KOCTHBIE TMTePEMBIYKU
WA TIOJTHOE OTCYTCTBME IBa. B TSDKENBIX Citydasx
HaOTI0Ma0TC BTOPUYHBIE TIPU3HAKU TTOBBIIIEHHOTO
BHYTPMUEPEITHOTO NaBJICHWS, HalpuMep TaK Ha3bIBa-
eMBIli MEIHBINl OTTEHOK — pe3yJIbTaT MHOXKECTBEHHOM
PEHTIeHOIIPOCBETHOCTH KOCTel yepera [9].

ITpu cunapome Kpy3oHa, Kak 1 TIpu BceX KPaHUOCH -
HOCTO3aX, Pa3BUBAIOTCS TICUXOMOTOpPHbBIE HapYyIIEHUS.
Ho ux yactora mpu cunimpome KpysoHa kosebirercs
oT 35 10 50% u oHM MMEIOT CpaBHUTEIBHO OoJjice Gia-
ronpusiTHbie ucxonsbl [25]. B knuHuvyeckom ciaydae Nol
MpU HAJTUYUU KIACCUYECKOW KIMHUYECKOW CUMIITO-
MaTUKM HEUPONCUXWYeCKre HapylleHus y pebeHKa
He BBIIBIIEHB. B kimmHmyeckoMm ciydae Ne2 K MOMEHTY
orepali y TallMeHTa ObUla KOHCTaTMpOBaHa BbIpa-
>KeHHast HeBpOJIOTUYeCcKash CUMIITOMAaThKa (OTJTyIIeHHOe
CO3HAHME, NMCTOHMS MBIIIEYHOTO TOHYyCa, HapylleHHe
[JIOTaHUs, TUApoledanns ¢ pacIIMpeHUeM TIePeTHUX
POTOB OOKOBBIX KETYI0YKOB).

PanHss  xupyprudeckass —KoppeKnusi  aeheKTOB
Ha TepBOM TOIY XXM3HU (4TO M OBLIO CHETaHO B KJIWHU-
yeckoM cirydae Ne2), Kak MpaBujio, CBOAUT K MUHUMYMY
KOTHUTUBHBIE HapYIIeHUsI, TO3BOJISIET TPEIOTBPATUTh
OOCTPYKIIMIO IBIXaTeJbHBIX IyTel, HapylleHUe 3peHUs
W TIPUBOAMT K XOPOIIUM MPOTHOCTMUYECKUM pe3yJibTa-
tam [2]. B ximHmyeckom ciaydae Nel wmimocTpupyercst
KJIACCUYECKUI TOATAHBINA MOIXOI K XUPYPTAYECKOMY
JIEYEHNI0 KPAaHMOCUHOCTO30B. BOJBIIMHCTBO YeperTHo-
JIULIEBBIX XUPYPTOB B HACTOSIIEE BpeMs CUYUTAIOT,
YTO OMHOILIOBHBIM KPAHUOCUHOCTO3 MOXET OBITh YCTpa-
HEH TOJILKO OTHOW oTepalueii, B TO BpeMsl Kak Ipu Kpa-
HUOCUMHOCTO3aX C HECKOJbKMMHU IIBaMM TpebyeTcs
MOSTAIMHBIN TMOAXOH, YTOOBI B TIpoIlecCe KOPPEKIIUU
COOTBETCTBOBATH TEMITAM POCTa JINIIEBOTO Yepera. Ecim
CKOPPEKTUPOBATh aHOMAJIUW Pa3BUTHS CBOIA, TO B TajTb-
He¥llIeM y MallMeHTOB ¢ cuHApoMoM Kpy3oHa OynyT HOp-
MaJIbHO Pa3BUBAThCsl KOTHUTWMBHBIE (DYHKILIMU, 3peHHE
u cayx [2, 16].
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3aksovyeHue

Cungpom Kpy3oHa — HacnencTBeHHas IaTOJIOTHS,
TpeOyroliass BpaueOHOM HACTOPOXKEHHOCTH C aHTeHa-
TaJbHOTO Tlepuona pa3BuTusi pedbeHka. Hepeako 3abo-
JleBaHWe MaHU(ECTUPYeT B HEOHATaJbHOM TIEpPHUOJIE.
HMmeroTcst cnydyau Gosee mo3aHel nuarHoctuku. PanHee
Havajo 0ojee XapaKTepHO JUTS TSKETbIX (DOpM KpaHU-
ocrHOCTO30B. [loJMIOXKUTETbHBIN CeMeHbII aHaMHe3
IMOMoOTaeT MOCTaHOBKe nuarHo3a. OmHako 3abojieBaHNe
HepeIKO pa3BUBaeTCs B pe3yibTaTe MyTaluil de novo,
" pebeHOK ¢ cuHapoMoM Kpy3oHa MOXeT OBITh TTepBLIM
U eIVMHCTBEHHBIM B CEMbE TPU 3IOPOBBIX POIUTENSX,
OpaTbsIX U cecTpax.

He Bcernma 3abosieBaHue MpOTEKaeT TOJBKO C Kiac-
cnueckumu cumnroMamu. [lpu cunmpome Kpysona,
Hapsay ¢ Opaxuiedanuneii, MOTYT BBISIBISITbCS U IPY-
rMe BapuaHTHl neopMalvii dyepera, a IpU CUHAPOME
Kpy3oHa ¢ YepHBIM aKaHTO30M KOXHBIE TPOSBICHUS
MOTYT TIPOSIBIISITHCS TOJIBKO B BUJIE HApYIIeHU aepMa-
tornmuduku. Hamnume xapakTepHBIX YeperHBbIX IaTo-
JIOTUIA, Hapsily C OPYTMMU BPOXAEHHBIMU TMOPOKaMU
Pa3BUTUST U/VJIM CTUTMAMM IU33MOpUOTEHE3a, CIYXUT
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