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AHHOTauums. B ctaTbe npvBeaeH KNMHWYECKMI criyqanm ¢ cuHgpoMoMm Anepta y pebexka 2 net. CuHapom Anep-
Ta SBNSETCS ayTOCOMHO-AOMMHAHTHbLIM HacneACTBEHHbIM KPaHMOCMHOCTO30M, pa3BMBalLLMMCHA BCNeACTBUE na-
TOreHHoro BapuaHTta reHa FGFR2, 4To npuBoAuT K AeduumnTy BHYTPUKIETOYHBIX CUrHanoB, KOTOpble perynupyoT
ambpuroreHes, Bbi3biBas NPeXAeBPEMEHHYIO racTpynauuio, aHoManun MnnaHTaunm, HapyleHne anutenuansHo-
Me3eHXUManbHbIX B3auMogenCcTBuin, 06ycnoBnmBas TSKeCTb COCTOSIHUSA NauMeHToB. B cTaTtbe npogemMoHCTpupoBaH
KOMMIEKCHbIN NOAXOA K BEAEHUIO M HabniogeHuo Takoro nauueHTta ¢ NpuBreYeHneM CrneLmannucToB pasnmyHoro
npodumns.

KntoueBble cnosa: cuHgpom Anepta, deHoTUnMyeckne ocobeHHOCTM, PenpoayKTUBHBIA CTaTyc, daktop pocTa ¢ubpobnactos 2,
KpaHMOCHHOCTO3
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Abstract. The article presents a clinical case of Apert syndrome in a 2-year-old child. Apert syndrome is an auto-
somal dominant hereditary craniosynostosis that develops due to the pathogenic variant of the FGFR2 gene, which
leads to a deficiency of intracellular signals that regulate embryogenesis, causing premature gastrulation, implantation
abnormalities, violation of epithelial-mesenchymal interactions, which determines the severity of the patient’s condi-
tion. The article demonstrates an integrated approach to the management and observation of such a patient with the
involvement of specialists of various profiles.
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BBepeHue. AkpouedanocnHgaktunus | Tuna, unu
cvHgpom Anepta, — 9To pegkas cdopma akpouedano-
CUHOAKTMNAUN, KOTOpasi NpeacTaBnsaeT cobor BpOXaAEH-
HY0 MaTONOrunio, XapakTepusayLLycs KpaHNOCUHOCTO-
30M, TMMNonnasnen NuMUEeBoro Yepena n CUHOAKTUINEN
KOHe4HocTel. CUHOPOM Ha3BaH B YeCTb (hpaHLly3CKOro
neguaTtpa dxeHa AnepTa, KoTopbi Bnepsble B 1906 .
onucan 9 yenosek ¢ NogobHbIMW XapakTepucTUKamm
[1, 2].

Oetn ¢ cuHgpomom AnepTta MOryT CTankmBaTbCs C
pPSAOM TPYOHOCTEW, CBA3AHHbIX C HOPMarbHbIM pa3Bu-
TMeM. BaxHO yunTbiBaTb BO3MOXHOCTb BO3HUKHOBEHMS
COnyTCTBYOLMX 3a60NeBaHN N OCITOXHEHWI, KOTOPbIE
MOTyT OKa3blBaTb BMVSHWE HA PENPOOYKTUBHYH (DYHK-
LMIO 1, KaK CreacTBme, OCNOXHATL MPOLECC B3POCNEHMS
M MONMOBOrO CO3pEBaHUsi OeTell C TakMM CUHOPOMOM.
MocnegHun sBnsieTca pegkum 3aboneBaHveM WU, MO
OLIeHKaM 3KCMepToB, BcTpevaercs y 1 Ha 65 TbiC. HO-
BOpoOXAeHHbIX. CuHapom AnepTa OTHOCMTCH K OOHOMY
13 4 TUNOB KPAHMOCMHOCTO3a U COCTaBMSIET NPUMEPHO
4,5% oT BCex criyyaeB MpexaeBpeMEHHOrO cpalleHus
yepenHbIX LWBOB: NpubnuautensHo 15 Ha 1 MNH HOBO-
poXaeHHbIX. Puck passutus 3aboneBaHusi 3Ha4MTENb-
HO yBENMMYMBAETCH C BO3PacTOM OTLA U, Kak cYMTaeTcs,
obecneynBaeT CENEKTUBHOE NMPEVMMYLLECTBO B MYXCKMX
crnepmaTtoroHmarnbHbIX KneTkax [3].

CuHgpoM AnepTa mmeeT ayTOCOMHO-AOMWHaHTHBIN
TWN HacneaoBaHWs C MOSTHOW NEHEeTPaHTHOCTbLIO, HO Ba-
prabenbHon akcnpeccuen (B 6ONbLUMHCTBE CrlyYaeB OH
BO3HWKAET CMOHTAHHO BCreACTBME HOBbIX MyTauuii 1 3a-
poabiweBoro Mo3avumama). OgHako natoreHes peakux
crnyyaeB peuuamea y 300pOBbIX poauTenen 4o cux nop
OCTaETCs HESICHBIM.

3aboneBaHue pa3BnBaEeTCA B pesyrnsrate MUCCEHC-My-
Taummn FGFR2 (fibroblast growth factor receptor 2) — reHa
peuenTopa daktopa pocta ¢ubpobnactoB 2 B Xpo-
mocomMe 10926, ¢ 3ameHon amuHokucnot S252W unu
P253R.10g. B HacTtosilee Bpemsi B MEOULMHCKON Nnun-
Tepatype 3apeructpuposaHo 6onee 300 criyyaes nato-
reHHoro BapuaHta FGFR2 [4-6].

KnuHunyeckne ocobGeHHOCTM [JaHHOrO CuUHApoMa
BKIMIOYAT criegylolime (eHoTUNMYeckne nposiene-
HWS: KPaHWOCUHOCTO3, rMNonasnsa nuueBoro vyepena u
CUMMETPUYHAsS CUHAAKTUNNST HMKHUX U BEPXHUX KOHEY-
HocTew [6]. MpusHakn rmneptenopmnsma (LUMPOKO pac-
CTaBMEHHbIE Mnasa), NponTo3uca (BbiMyYeHHbIE rMa3a)
N kocornasve (ctpabuam) ABRAAKOTCA YepTamy nvua,
0BHapy>XeHHbIMU B HEKOTOPbIX KpaHWocMHocTo3ax. Cy-
LeCTBYIOT U Apyrve gedopMauumn nuueBOro 4epena,
obHapy>XeHHble NMpu cMHOpoMe AnepTta 1 OpYyrux KpaHu-
OCMHOCTO3aX, TakuMe Kak akpouedanusa (koHycoobpas-
HbI Yepen), NPONTO3, BbICTyNaroLWmMn nob, runepreno-
pY3M, HaKIMOHEHHbIE BHU3 Ma3HbIe LLENn 1 ynoLweHHas
CMnHKa Hoca. 3y00o4entoCTHblE MOPaXeHUs BKYanu
CKYYeHHOCTb 3y00B, BblICOKOE AyroobpasHoe HEDGO, y3-
koe HEBO M ncesgopaclienvHbl. MoryT Habnopatbes
naToniormm Co CTOPOHbI BHYTPEHHMX OpPraHoB W Apyrve
aHoManuu ckeneTa, TakMe KaK LUEWNHbIN CMOHOMIOAEs.
Bo3amoxHa TakKke yMCTBEHHasi OTCTanoCTb Ferkon u
ymepeHHon cteneHun [4]. OcobeHHOCTU CTPOeHUst Ku-
CTU — KOPOTKUN, pagnanbHO UCKPUBMEHHbIN 1-i naneL,
CrnoxHasa cvHgakTunus 2, 3 u 4-n chanaHr nanbues 1
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cumdpanaHrnam (BpoXXaeHHas pUrMaHOCTb NanbueB
n3-3a HECrNnoCOBGHOCTN KOCTU MOSHOCTLI0 OTAEMUTh-
Csl, KaKk 9T0 0ObIYHO MPONCXOOUT BO BPEMSI BHYTPUY-
TpobHOro pa3suTus nNnoaa).

Llenb — Ha NpuMepe KIMMHUYECKOoro cryyas npesa-
CTaBUTb CITOXXHOCTU AWAarHOCTUKW, IEYEHUS U Ha-
ontogeHus pebeHka ¢ cuHgpoMom Anepra.

MHdopMmpoBaHue cornacue ot 3akOHHbIX npea-
cTaBuUTENEN MauUEHTKM Ha NyOnukaumio AaHHbIX U3
ncTopmm GoNesHN NosyyYeHo.

OnucaHue knNUHUYeckoro cny4as. Nauunentka X.
2 net ¢ cuHgpomom Anepta. »Kanobbl (co crnos ma-
TEepW) Ha HU3KUIA POCT U NIOXYK NpubaBKy B Bece.
Mpu oLeHKe aHaMHe3a onpeneneHo, 4To pebeHokK co
MHOXECTBEHHbIMU BPOXAEHHBIMU MOPOKaMn pa3Bu-
TUS: YepenHo-NMLEBLIM AUCMOP(U3MOM, HEMOSTHOM
pacLLEenuHon TBEPAOrO U MSrkoro Héba, nonuaakTu-
nuen obenx CTOM, TOTanbHOW CUHOAKTUIIMEWN BCEX
KoHeyHocTen. CuHapom AnepTa yCTaHOBIEH KIUHU-
Yecku. [leBoyka ot | 6epeMeHHOCTU Ha hoHe 3po3nm
LerKn maTku, | CpodHbIX podoB, Ta3oBOro npeane-
»aHus nnoga. CemenHbli aHamHe3 — 6e3 0CoOBeHHO-
cten. OueHka no wkane Anrap — 6/7 6annos. [leBo4-
Ka poaunacb ¢ maccon tena 3110 r, AnuHon — 54 cm,
OKPY>XKHOCTbIO rofoBbl — 37 CM, OKPYXXHOCTbIO rpyamn —
32 cm. C poxaeHusi COCTOSIHME CPEedHEN CTeneHu
TSHKECTU. JHTepanbHoe MuMTaHue MOSIOKOM 4epes
HasoracTpanbHbIi 30HA. MNpyBKUTa BakLMHON Tybep-
KyrnesHon Ang wagswen nepBUYHONn MMMYHU3aUmUm
(BLK-M). MpodmnakTnyeckne npuBMBKM — cornac-
HO HaLMOHaNbHOMY KaneHaapto.

Mpun ocMoTpe oueHeHo u3nyeckoe pasBuTue
pebeHka: poct — 79,5 cm (SDS -2,63 c.0.), macca
Tena — 8,8 kr, uHgekc macchl Tena — 13,9 kr/m?
(SDS -1,39 c.0.), ponybepTaTHOE NONOBOE pasBuUTHE.
M3 ocobeHHoCTeN (eHoTUna: HWU3KOPOCNOCTb, Ye-
penHo-nNMUeBon ANCMOPdU3M («KyKONbHOE» NuL0),
HenornHasi pacLiennHa TBepaoro 1 Msarkoro Héba, no-
nupaktunua obenx cTomn, ToTanbHas CUHAAKTUNUA
BCEX KOHEYHOCTEN (PUCYHOK).

OcobeHHOCTH heHoTMNa NaumeHTkn X.: «KyKOnbHOe» Nuuo,
HMU3KOPOCMNOCTb, CUHAAKTUMUNSA BEPXHUX KOHEYHOCTEN
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Mo pesynsratam nabopaTopHoOW AMAarHOCTUKX MnaTo-
Nornmn He BbISBNEHO. Mpy BbINONHEHUN PEHTIEHOrPaMMbI
KACTEW BbISIBNIEHA aHoManusi pasBuTUsS obeux KUcTen,
BPOXAEHHAsA CUMOpPaxmaakTUINA KUCTEN 1 CTOM, COCTOSA-
HVe Mocre onepaTMBHOIO feYeHns (YCTpaHeHe CuHOak-
TMnMn 1-2-ro nanbues, OTBEAEHWE U NPOTMBOMOCTaBIe-
Hue 1-ro nanbua npason knctu). Mpu HeripocoHorpadum:
nerkoe NoBbILIEHNE NEPUBEHTPUKYISPHON 3XOMMOTHOCTH
B NOOGHO-TEMEHHO-3aTbINOYHbIX 0bnacTax 6e3 [aHHbIX,
CBUAETENLCTBYOLMX O BPOXAEHHbLIX MOPOKaxX pasBUTUs
LEHTPanbHON HEPBHOW CUCTEMbI. PbIXIible MOMHOKPOB-
Hble crnneTeHusi. BblpaxeHHas accumerpuyHasa GuBeH-
TpyKynogunataums 3a CHeT 3aTblIOYHbIX W BMCOYHBIX
poroB OOKOBbIX eny4oykoB (HerlpocoHorpaduyeckuii
KOHTpOmnb — 6e3 oTpuLaTenbHON ANHAMUKA B CPaBHEHUN
C npegplaylwmMm uccnepgosaHnem). MynstucnupansHas
KOMMbOTEPHAs TOMOrpadmsi rofoBHOMO Mo3ra — cybapax-
HouAarnbHOe KPOBOU3MNMSHWE MO XO4Y HameTa MO3Xeyka
1 3a4HUX OTAEnax BEPXHEro carmTTanbHOro CUHyca, BHy-
TPWXenyaodkoBoe KposouanusaHue | ctenenun. lMpusHa-
KM CMHOCTO3a nateparibHblX OTAENOB BEHEYHOro LwBea C
2 CTOPOH 1 NsiMOOoBMAHOrO LWBa crieBa. [logo3peHne Ha
CUHYC-TpoM003. [1nga ncknoyeHs Tpombo3a BbINOMHEHa
MynbTUCNMpanbHast KOMMbIOTEPHAs ToMorpaduns — aH-
rnorpadus, No pesynsratam KOTOPOW naTtonoruu He o6-
HapyxeHo. Mo JaHHbIM KOMMMEKCHOro ynbTpasByKOBOMO
NCCreaoBaHNs OpraHoB OpPIOLLHOM MOMOCTM NaTonorum
He BbIsiBNEeHO. Pe3ynsrartbl KapuoTMnMpoBaHWS nokasanu
HOpManbHbIN XeHckui kapuoTtun (XX).

MaumeHTka X. Gbina KOHCyNMbTMpPOBaHa crneuuanu-
cTamu. 3akniodeHne odranbmonora: «3agepxka pas-
BUTUSI 3pUTENbHBIX (DYHKUMIA (LEHTPanbHOro reHesa).
CoppyxecTBeHHOe  anbTepHupylolee  pacxopsiie-
ecs Kocorrasme C HernoCTOSiHHbIM YrroM AeBuaLuni.
OU-cTeHO03 HOCOCMNE3HOro kaHana». 3akniyeHve Tpas-
martonora-opTonefa: «BpoxgeHHbIn MOABLIBUX TOMOB-
Kv ny4eBon kocTu cnpasa. Oucnnasmsa TazobegpeHHbIX
cycTaBoB». 3akntodeHne Hesponora: «MblweyHas ru-
MOTOHUS, KOHTPaKTypbl B Ta300eApeHHbIX CycTaBax».
YuntbiBasg HU3KMA MMMYHHBIN cTaTyc pebeHka, Gbina
npoBedeHa KOHcynbTauus  Bpada-pTusuarpa, no-
CKOMbKY pebeHOK BXoguT B rpynny pucka 3abonesaHusi
TyOepKkynesom W NOOBEPXEH 3HAYMTENbHOMY PUCKY
nHdMUMpoBaHusa MukobakTepuamn Tybepkynesa [7].
Mo pe3ynsTatam NpoBeaeHHOro 06cneoBaHnsa AaHHbIX,
nogTeepxaatowmnx Tybepkynes opraHoB [AblXxaHus, He
nonyyeHo. [Ins nckno4eHnsa nokanbHow opmbl Ty6ep-
Kynesa peKkoMeHOO0BaH CKPUHUWHT 2 pasa B rof (go 8-net-
Hero Bo3pacTa noctaHoBka npobbl ManTy ¢ 2 TE, ¢ 8 no
17 net BKNtouUTENBLHO — Npoba ¢ annepreHom Tybepky-
nNe3HbIM peKOMBMHaHTHBIM, ¢ 15 neT — gnarHocTuyeckas
dntooporpadus).

O6cyxpaeHue. TaxecTb cuHopoma Anepta MOXeT
ObITb OLleHeHa Ha OCHOBe AedhopmMauuii NULEBOTo Yepe-
na, KOTopble MOFYT NMPUBECTM K OCIIOXKHEHUSIM CO CTOPO-
Hbl CepAEeYHO-COCYANCTON, MOYEMNOrOBON U LIeHTpanbHON
HepBHOM cucTeMm. [pyrumum cMHOpOMamu, CBA3aHHbIMU C
CUHOAKTUNNEN, ABNAKTCA criegyowme: cuHgpom Kop-
Hernun ge JlaHre (Mukpo-, 6paxuuedanusi, MUKporeHus),
Paccena — CwunbBepa (HU3KMA POCT, CUMHAAKTUNNS),
Cwvmuta — Jlemnn — Onuua (Mukpouedanus, yMCTBEH-
Hasi OTCTanocTb, MOPOKM cepaua, Nerkux, noyek, nu-
LLleBapuTENbHOW CUCTEMBbI, MOMOBbLIX OpraHoB), XonT —
Opama (crHapom hoKoMenmu, AMCNNasnsg CoeanHNTENb-
HOW TKaHW, aHOManumn BepXHMUX KOHe4YHocTew), HopmaH —
PobepTtca (rmnonnasmsa Mo3xeuka, runnokamMna, cTeona
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Mo3ra, Mukpouedanus, rmneptenopusm, numdenema),
Ppelizepa (kpuntodTansm, NOPOKM Pa3BUTUS MOMOBbLIX
opraHoB, noyek), Tpuuepa KonnuHsa (rpybble gedekTol
nueBoro Yepena, konoboma Bek, TYroyxoCTb) ¥ CUHOPOM
Harepa (HWXHEYenwCcTHOM  Ou30CTO3, aHomanuu
pa3BUTUSI BEPXHUX KOHevHocTen) [8]. Takke cvHOPOM
Anepta nposiBnsetcs Aedekramm ckereta, OfHaKo,
B CUIy CXOXECTM KIMHUYECKUX MPU3HAKOB, 3a4acTyto
BO3HMKaeT HeobxoammocTb anddepeHumansHON guar-
HOCTUKN C ApPYrMMW CUHOPOMalibHbIMU KPaHMOCUHOC-
TO3amMu, BepnULMPOBaTbL KOTOPblIE BO3MOXHO TOMbKO
npu KOMMIIEKCHOM O6cnefoBaHvm, BKIOYaKOLWEM Mos-
HOreHOMHO€E CeKkBeHupoBaHue ak3oma [9].
3akntoueHue. YunTbiBasi reHETUYECKyro npupoady
cvHgpoma AnepTa, cnegyet npoBecTu bonee rnybokue
ncenenoBaHud, YTobbl MOHATh, Kak OH MOXET OTPa3nTbCS
Ha Oyaywmx noKoneHusax. 3TO MOMOXET BbIABUTb
noTeHUMarnbHbIe PUCKM M NMPeafioxnTb COOTBETCTBYOLLMNE
Mepbl MOAAEPXKKN AN TaknX AeTen n ux cemen. PaHHas
npeHaTanbHas AnarHocTuka, ocobeHHo Tsxkenbix opM
3aboneBaHuin, O4YeHb BaxHa ANsl KOHCYNbTMPOBAHUS
poauTener OTHOCUTEMbHO MIIOXOr0 MNPOrHo3a 3Tux
Cny4aeB C cepbe3HbiMU nocneacTeuaMn. KomnnekcHblin
noaoxod K W3y4YeHuto, B TOM 4YMCMe PenpoayKTMBHOMO
acnekta geten c akpouedanocuHaaktunuven | Ttuna,
ABNSAETCS KPUTUYECKN BaXKHbIM ANA  YryyleHUs KX
KayecTBa XWU3HW U OOCTMXKEHUS ONTUMAarnbHbIX pesyrib-
TaToB B 06MacTy 30paBOOXpaHEHNs.
Bknapg aBTOpPOB. Bce aBTOpbI coenanm
9KBMBAIEHTHbIN BKNaz B NOArOTOBKY Nybnvkaumm.
KoHdnukTt wuHTepecoB. ABTOpbl 3aaBnsAlT 06
OTCYTCTBMU KOH(NMKTa UHTEPECOB.
MHdopmupoBaHHoe cornacue Ha nyGnukauumio.
ABTOpbI NOMYYMIN MUCbMEHHOE COrnacue 3akKOHHbIX
npeacTaBuTenen NaumeHTKM Ha aHanus3 v nyonukaumio
MeONLMHCKUX AaHHbIX 1 doTorpadui.
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