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Ileab 0630pa — NOBbIINIEHHE OCBEIOMIEHHOCTH METMIIMHCKHUX CTIENMATMCTOB 00 0COOEHHOCTSIX KIIMHUYECKO# KAPTHHDBI, BO3MOXKHOCTSX
JIMATHOCTHKH (B TOM YHCJIe MPEHATAJIBHOI) ¥ TEPANNH NAIMEHTOB C CHHAPOMOM Arnepa [Uisi I/ IbHEHIIero yIyJiieHus porHo3a v noBbl-
HIEHHS Ka4eCcTBa MX XKU3HH. AKPOne(aToCHHIAKTIINN — TPYNNA PEIKUX BPOKIEHHBIX CHHIPOMOB, XaPAKTEPH3YIOIMXCS HATHINEM
akpouedaanu, YepenHo-TMIeBbIX AHOMAJINIA, CHHAAKTIIMKA KucTeil U cron. [1o AaHHBIM JMTepaTyphl, HaNOOJee PACTPOCTPAHEHHAS
¢opma akpouedanocunnakTiiimu — cunapom Anepa (akpouedanocunnakrms [ tuna, Apert syndrome, MKbB-10 Q87.0, OMIM
101200), reHeTryeckoe 3a00.;1€BaHKE, HACJIEAYEMOE N0 AYTOCOMHO-IOMUHAHTHOMY THITy. CHHADPOM Anepa BbI3bIBAETCS MyTalHeii reHa
peuenTopa ¢akrTopa pocra ¢pudpodaacroB 2-ro Tuna (fibroblast growth factor receptor 2 — FGFR2), pacnio/i0}KeHHOT0 HAa JIMHHOM
mieye XpoMocombl 10, 4TO MPUBOJUT K YCHJIEHHI0 KOCTHOTO MeTa00/M3Ma M HAPYNIEHHI0 KOCTHOrO cuHTe3a. YacTora cHHIpoMa
Anepa cocrasisieT 0koJ10 15 ciryyaes Ha 1 muH xKuBopoxaeHHbIX. BriepBbie Yuton (Wheaton) B 1894 r. o001 00 310i naTosioruu,
a B 1906 r. ¢paniy3ckuii neauatp DxkeH Anept (Eugéne Apert) ony0/mkoBaj cepuio U3 9 KIMHHYECKUX CIIYYaeB C XapaKTepHOi TpH-
anoii cumnromoB. CHHIPOM Anepa XapaKTepu3yeTcsl KPAHHOCHHOCTO30M, JIBYCTOPOHHEH CUMMETPHYHOI CHHIAKTH/INEl KOHEYHOCTei
u mucMopduyecKuMy yepramu Jiuna. [unomniasus Bepxueil YeT0CTH M ONKOPOHAJIBHBII CHHOCTO3 — JIBA 3AMETHBIX YePeNmHO-TMIIEBbIX
nedekTa, KOTOpbie MPUBOAAT K IUIOCKOMY, YIJIyOJeHHOMY BUIY Ji0a M cpeaHeii yacti Juna. YacTo HAOMIOAAIOTCS THIIEPTETOPU3M
W Ype3MepHasi OPOUTAILHOCTb, HU3KO NMOCAXKEHHbIE YIIH, IUIOCKWI HOC M pacuieiMHa He0a. MoryT UMeTbCsl AHOMAJIMM Cep/IeYHO-
COCYIMCTO#, HEPBHO# M MOYENOJI0BOIi crcTeM. [[HArHOCTHKA 0a3UpyeTCs HA KJIMHUYECKHX KPUTEPHSIX U MOJIEKY/ISIPHO-TeHeTHIECKOM
TecTupoBaHuu. CyliecTByeT BO3MOKHOCTb PEHATAJILHOTO BbISIBIIEHHS] CHHIPOMA Amepa.

Karoueswvte caosa: demu, cumopom Anepa, kpanuocunocmo3s, axpouegpanrocunoakmuaus | muna, uearocmuo-auuesoi 0uzocmos,
CUHOAKMUAUSA, 2UNONAA3US CPEOHEl HACMU NUYA.

Ans untuposBauuns: Kantytuc C.C., CapkucsiH E.A., LLlymunos 1.B., Bopona J1.4., MpasocnasHas O.B., Jles4eHko J1.A., E.U. LllabenbHyiKkoBa,
CokosnoBa M.A., KpanvuskuH A.V. CuHapom Anepa: coBpeMeHHble acneKTbl AnarHoCTUKU 1 1edyeHuns. Poc BeCcTH nepuHaton v neguarp 2024,
69:(2): 107-116. DOI: 10.21508/1027-4065-2024-69-2-107-116

The purpose of this review is to raise awareness of medical professionals about the features of the clinical picture, the possibilities
of diagnosis (including prenatal) and therapy of patients with Apert syndrome to further improve the prognosis and improve the quality
of life. Acrocephalosyndactyly is a group of rare congenital syndromes characterized by the presence of acrocephaly, craniofacial
anomalies, syndactyly of the hands and feet. According to the literature, the most common form of acrocephalosyndactyly is Apert
syndrome (acrocephalosyndactyly type I, Apert syndrome, ICD 10 Q 87.0, OMIM 101200). This is a genetic disease inherited by an
autosomal dominant type. CA is caused by a mutation of the fibroblast growth factor receptor type 2 gene (FGFR2) located on the long
arm of chromosome 10, which leads to increased bone metabolism and impaired bone synthesis. The frequency of Apert syndrome is
about 15 cases per 1,000,000 live births. Wheaton first reported this pathology in 1894, and in 1906 the French pediatrician Eugene
Apert published a series of nine clinical cases with a characteristic triad of symptoms. Apert syndrome is characterized by craniosyn-
ostosis, bilateral symmetrical limb syndactyly and dysmorphic facial features. Hypoplasia of the upper jaw and bicoronal synostosis
are two noticeable craniofacial defects that lead to a flat, deepened appearance of the forehead and the middle part of the face.
Hypertelorism and excessive orbitality, low-set ears, flat nose and cleft palate are often found. Cardiovascular, neurological and gen-
itourinary abnormalities may be present. Diagnosis is based on clinical criteria and molecular genetic testing. There is a possibility
of prenatal detection of Apert syndrome.

Key words: children, Apert syndrome, craniosynostosis, acrocephalosyndactyly type I, maxillofacial dysostosis, syndactyly, hypoplasia
of the middle part of the face.
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KJ]-)'aHI/IOCI/IHOCTO3 — 4YeperHo-JulieBas aHoOMa- HbIX. KpaHMOCMHOCTO3bI MOTYT OBITH WM30JUPOBaH-
WsT, TIPUBOIAIIAS K HAPYIICHUIO Pa3BUTHUSI MO3ra  HBIMU (HECUHIPOMATbHBIMM) WM BXOAMTH B COCTaB
1 aHoMayibHOI ¢opme depena [1]. O6mas 3aboiieBae- CUHAPOMOB MHOXECTBEHHBIX BPOKIECHHBIX aHOMAaJINIA
MocThb cocTtaBisier ot 1:2000 mo 1:3000 kuBOpOXKIEH- (cuHapoManbHble KpaHuocuHocTo3bl) [2]. Tlocnen-
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HUE TIPEJCTaBISIIOT OO0 HEOOJBIIIYIO TPYMIY PEIKUX
HAacCJIeACTBEHHBIX 3a00JIeBaHUI, KOTOPbIE XapaKTepu3y-
I0TCSI TPEXIEBPEMEHHBIM CpallleHMEeM UYepPETTHBIX IIIBOB,
COITPOBOXKIAIOTCS Ae(hOpMALIMSIMU KOCTE JTUIIa U 9acTO
COYETAIOTCS C TTOPOKAMU Pa3BUTUS KOHEYHOCTE 1/ WTN
oceBoro ckenera [3]. Cunmpom Amnépa (akpoluedano-
cunpaktuius | Tuma, Apert syndrome, MKB-10 Q87.0,
OMIM 101200) — ommH u3 HaumboJyiee pacrpocTpa-
HEHHBIX KPAaHUOCUHOCTO30B, Ha KOTOPBIN MPUXOIUTCS
4,5% BCex ciydyaeB KpaHMOCUMHOCTO30B [4]. Cumpom
Arniepa — HacyeayeMoe 1o ayTOCOMHO-IOMUHAHTHOMY
Tuny 3abojieBaHUEe, OOYCIOBJIEHHOE MyTallMeil TeHa
peuentopa ¢axrtopa pocTta ¢GuOpoOGIACTOB 2-TO THUITA
(FGFR2). BoablIMHCTBO MYTalluii BO3HUKAET de novo,
yaimie B rameTax otna. ['eH cmHapoma Anepa JT0KajJIn30-
BaH Ha JUIMHHOM Ijieye xpoMocoMbl 10, B tokyce 10q26
[5—7]. CunapoM xapaKTepu3yeTcss MHOTOLIOBHBIM Kpa-
HUOCWHOCTO30M, THUIIOIUIa3heil CpelHed 4JacTu JIMla,
aHOMAaJIbHBIM Pa3BUTHEM OCHOBAHWS Yepera U CUMMe-
TPUYHOW CUHIAKTUIMEH Bcex KoHeuHocTeil [5]. CuH-
IpoM ATlepa acCOUMUPOBAH C IIUPOKUM CITEKTPOM
BPOXKIEHHBIX aHOMAaJMii, 3aTparuBaloOlIUX TOJOBHOM
MO3T, ceplle, KOHEYHOCTH U IPYTHe OPTaHbl U CUCTEMBI
[5, 8—10]. YepermHo-nn1IeBble U3MEHEHUS TIPU YKa3aH-
HOM CHHIpPOME XapaKTepU3yIOTCs OalrHeoOpa3HbIM
YepernoM, OpOUTAIbHBIM TUIIEPTEIOPU3MOM, IK30pOU-
TU3MOM W IPYTMMU TIPU3HaKaMU KOCTHOTO HeI0pa3BU-
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B MOMOLLIb TPAKTUYECKOMY BPA4YY

TUS BepxHel 4yemtocTu. [lepedyunciieHHbIE MPOSIBICHUS
BO3HHUKAIOT B Pe3yJibTaTe MpPeXIeBPEMEHHOTO 3apacTa-
HUS LIBOB CBOJA M OCHOBAHUS 4yeperia — TMOJUKpaHU-
OCMHOCTO3a. B pesynbrare HapylleHUs] pocTa KOCTei
yepera M Jivila MTPOUCXOIUT yBeIUYEeHE BHYTpUUEper -
HOTO JIaBJICHUsI, YTO TpeOyeT CBOEBPEMEHHON XUPYPTU-
YeCKO KOPPEKIUM, HATPAaBIeHHOM Ha HOPMaTU3alliio
KpaHuolepedpanbHbix npornopuuit [11]. KomOuHupo-
BaHHBIE e(EeKThI, XapaKTepHbIE IIJIsi CUHApoMa Arepa,
4acTo MPUBOASAT K WHBAJIMUIHOCTHU, MO3TOMY BOMPOCHI
MUArHOCTUKHU, JIeYeHUS W peabuIuTaluMu TalleHTOB
MaHHOTO KOHTWMHIEHTA WMEIOT BaKHOE MEIMIIMHCKOE
U colMajbHOoe 3HaueHue [12].

Yacrora poxaeHMs] AeTeil ¢ CcUHIpoMoM Arepa
cocraBisieT oT 9,9 no 15,5 ciyyast Ha 1 MJIH XUBOPOX-
IeHHBIX [4]. CyliecTBYIOT 3HaUNTEJIbHbIE HAlIMOHATLHBIE
paznmuuusi B 3a00J1€Ba€MOCTH, C BBICOKOI pacrpocTpa-
HEHHOCTBIO CPEAW a3MaToOB M CaMOUW HU3KOW — Cpeaun
WCITaHIIEeB, 0e3 mpeodamanms moa [3, 13].

Atuonorus cuigpoma Anepa

CunapoM Ariepa HacjenyeTcsl o ayTOCOMHO-I0MU-
HAHTHOMY THUITy W BBI3BIBA€TCSI MyTallMeil reHa perern-
Topa ¢hakTopa pocra ¢hudbpoodsactoB 2-ro tuna (fibroblast
growth factor receptor 2 — FGFR2) |3, 9, 14, 15]. Hau6o-
Jiee 9acTo 3a00JIeBaHNe BBI3bIBAETCS OMHOM U3 IBYX MUC-
ceHc-myTtauuii reHa FGFR2: ¢.755C>G (p.Ser252Trp)
n ¢.758C>G (p.Pro253Arg), BoBJEKalOIIMX ABE CMEX-
Hble aMUHOKHCIIOTBI — 3aMeHa CeprHa Ha TpUNTodaH
B 252-M TIOJIOXKEHWM aMWHOKMCJIOTHOH 1IeNy M 3aMeHa
MpoJIMHA Ha apruHUH B 253-M TOJOXEHUMN COOTBET-
cTtBeHHO. CUHIAKTWINS KUCTE U CTOI B OOJIbIIIEH cTe-
TIEHU BbIpaXkeHa y MalueHTOB ¢ MyTauneil p.Pro253Arg.
HampotuB, pacmenuHsl HebGa 0ojee  XapaKTepHBI
JUTS TAlIMEHTOB ¢ MyTatueit p.Ser252Trp [9, 16].

Kaxnprit pebeHOK YesoBeKa C CHHAPOMOM Arliepa
nmeetr 50% IIaHC yHaclemoBaTh MAaTOT€HHBIH BapUaHT
FGFR2 [16]. CemeliHble cllydau — KpaliHSISI pEIKOCTb,
TaK Kak TMaleHThl ¢ CMHIPOMOM ATlepa MOYTH HUKOTIa
He BCTYNAlOT B OpaK M He OCTaBJISIOT IIOTOMCTBA B CBA3U
C 4acTOM colMaibHON HEaaalTUPOBAHHOCTBIO U3-3a ITPYy-
OBbIX KOCMETMYECKUX Ne(PEKTOB W 3amep>KKU TICUXUYE-
CKOTO pa3BUTHUSI. DTO OOBSCHSIET TO, YTO OOJBIIMHCTBO
3apEeruCTPUPOBAHHBIX ClTydaeB 3a00JIeBAHUST SIBIISIIOTCS
criopagnyeckumu [12, 16].

KnuHuyeckas kapTuHa

CuHapoM Anepa XapaKTepHu3yeTcst HATUIrueM MHOTO-
IIOBHOTO KPaHWOCWHOCTO3a, PETPY3UM CpPeTHEN 30HBI
VLA U CUHAAKTUIUM Kucteir u crom [15—18]. Boimre-
OMNMMCAaHHBIE KIIMHWYECKHUE TPOSIBICHUs TPeICTaBICHBI
Ha puc. 1—4 (rpuBeneHbl WJUTIOCTPALIMM KaK COOCTBEH-
HBIX KJIMHWYECKUX HAOIIONeHUI, TaK W U3 TTOCIETHUX
HWCTOYHUKOB JIUTEPATYPHI).

Yepenno-auyesas obaacme. Axkpouedanus («barieH-
HBII Yeper») — CJIEeNCTBUE PaHHEro CMHOCTO3a MHOTHX
mBoB yeperna (cM. puc. 1). Hanbosee yacto BoBieKaroTCsI
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Kanmymuc C.C. u coasm. CuHIpoM Ariepa: COBpeMEHHbIE aCTIEKThl ANATHOCTUKH M JICUSHUS.

Puc. 1. Denotun pedeHKa ¢ cCHHIpoMoM Anepa (a, 0): akpouedamms («oateH-
Hblii Yepen»), OpOUTAJIbHBII TUNePTeJUIOPU3M, 3anaBIlasi NepeHOCUIIa, KOPOT-
KMii HOC C YIJIOIIEHHO# CIMHKONM M ¢ IMPOKHAM KOHYHMKOM, ITy0OKHE HOCO-
ryOHbIe CKJIAJKH, POT TpanemueBuaHoi (hopmbl. (13 TMYHOrO apxmBa aBTOpOB
cTaTbi, (hororpacdum caeanHbl ¥ OO MKOBAHbI C COIJIACHS POIMTEJIEN.)

Fig. 1. Phenotype of a child with Apert syndrome (a, 6): acrocephaly (“tower skull”), orbital hypertellorism, sunken nose bridge, short
nose with flattened back and wide tip, deep nasolabial folds, trapezoidal mouth. (From the personal archive of the authors of the arti-
cle, the photos were taken and published with the consent of the parents).

cJenyiolne IBBI: KopoHapHEIH (okoio 100%), carut-
TabHBIN (85%), mamonoBumHbIA (81%) [16]. [Tpexnes-
peMEeHHOE 3apacTaHHWe OTHOTO WJIM HECKOJBKUX IITBOB
TIPETISITCTBYET POCTY KOCTEW UYeperia TepIeHIUKYISIPHO
MOpPaXXeHHBIM IIBaM M MPUBOIUT K KOMIIEHCATOPHOMY
pOCTy B TIapaJUIeIbHOM HAIpaBJICHWU, YTO OOYCIIOBIIH-
BaeT yepenHo-auieBoil fucMopdusm [9, 19]. ¥ mHorux
OTMEYaeTCs] MHOTOIIOBHBIN KPaHUOCWHOCTO3, WJIH TIaH-
CMHOCTO3, TPUBOMSNIMI K 4Yepery THUMa KIeBEPHOTO
nmcra [16, 18].

YepermHo-uIIeBbIe M3MEHEHWS TIPU CUHIpOMe Ariepa
XapaKTepU3yIOTCsl TUIEPTEIOPU3MOM, 3K30(DTATHBMOM
B pe3yibrate ChEeHOAITMOUIOMAKCWIISIPHOM TUITOTIIA-
3UW W YIUIONICHUS TJIa3HUIl, aHTUMOHTOJIOUIHBIM pa3-
pe3oM TiIa3HbIX Ienieit. [lepeHocuira yacto 3amaBIiras,
HOC KOPOTKHWI C YIUIOIIEHHOU CIMMHKOW W C IIUPOKUM
KOHUYMKOM, CO CTEHO30M WJIM aTpe3ueil XoaH, HOCOTyO-
Hble cKianku Tiaybokue [16, 18, 20]. ¥V GoabImmHCTBa
nereil ¢ cMHApoMoM Ariepa OOJBIION POTHUYOK CMe-
meH Bnepen Ha o0 [15]. HemopasBuTtue BepxHede-
JIIOCTHBIX CTPYKTYp TIPUBOAMT K HapyIIEHUIO TPUKYca
U TIOSBJIEHUIO OTHOCHUTEIBLHOTO TPOTHATHU3Ma HVKHEN
yemoctu [15]. PoT B cocTOSIHUM TIOKOSI UMEET Tparieim-
eBUIHYI0 (hopMy. XapaKTepHO BBICOKOE apKooOpaszHOe
Hebo, TBepaoe Hebo Kopoue, YeM B HopMe, MSITKOe He0Oo
IUTMHHEE U TOJIIIIe, BEPXHEUETIOCTHAS 3yOHAsT TyTa UMeeT
V-o6pasnyio popmy [16]. ¥ 76% maumeHTOB ¢ CUHIPO-
MOM Arepa MMeeTCsl pacilleinHa S3bIYKa WIN MSTKOTO
HebOa [3]. Perpy3usi cpemHeil 30HBI JiMIla MOXET ObITh
YMEPEHHOU U TSDKEJIOM, KOTIa BepTUKATLHOE ClaBIBa-

HUE CpelHEel 30HbI JIMlla MPOUCXOAUT B OOJbllIeil cTe-
neHu [21].

Koneunocmu u  cxenem. CUHIAKTWINUSL — KUCTEN
U CTOIl — OCHOBHOU MPU3HAK CUHAPOMA, MPAKTUUYECKU
BCerla OHa TMOJIHAs, 1IEHTPaJbHbIE TPU Majiblia MOJABEPT-
HyTHI cpaieHnio B 100 % ciygaeB (cM. puc. 4, a u 4, 6)
[15, 16, 21]. BonpInoii majen U MU3MHEI] TaKKe BOBJIE-
yeHbl B mpoluecc cpauieHusi. CTeneHb WX BOBJIEUEHUS
ornpenessieT Kjaccu@ukaluuio MopoKa IO  TIXKECTHU.
I1pu nerxoii crenenu (1-it TI) GOBIION Malel U YacThb
MM3UHIA OTIEJEHBl OT OCHOBHOWM Cpall€HHOW MaccChl.
Ilpu 2-m Ture GOJIBILION Mayiel] MOXeT ObITh MPUCOEIU-
HEH KOXHOM CKJIaJIKOl, HO MMeeT CBO HOroth. B ciy-
yasix, Korma OOJbIION MaJjiell CTOUT OTHAEeNbHO, KUCThb
HamoMUHaeT BapexXky. [Ipu TsoKesnoil cTenmeHu Hapy-
IIEHU CpacTaloTCsl BCe Majbllbl U UMEETCSl €IUHbII
HOroth (3-fi TUIT), KUCTb B OTUX CIydyasiX HAlOMMHAET
konbiTo [11]. HacTo BcTpeuaercss CUHOHUXUS (CIUSIHUE
>2 Horreii) co Il mo IV nmanbubl. CUHIAKTWINS NAJIbLIEB
HOT MOXET 3aTparMBaTh TPpU OOKOBBIX Majblld, Mabllbl
11—V wnu Bce nanbuwt [11, 15]. Kak npaBuio, BepxHsisi
KOHEYHOCTb ITOpakaeTcst CUIbHee, YeM HYDKHs [ 15, 16].

VY nereit ¢ cuHApoMoM Armepa MOTYT HaOJOIAThCS
nporpeccupytonie nedopmaiiuu CTOMbl, MPUBOASIIME
K OoM U 3aTpynHeHusiM npu xonboe. Co BpeMeHeM Tiep-
Basl TJTIOCHEBAsI KOCTb CTAHOBUTCSI OTHOCUTENbHO KOPOT-
KOH, 4TO TPUBOAUT K CMEIIEHUIO OIMOPHON (YHKIUU
MEePBOi MTIOCHEBOI KOCTH Ha BTOPYIO, a OOJIbILINE MAJTbIIbI
HOT CTAHOBSITCSI Bce 00Jiee KOPOTKUMMU U YIJI0BaTbIMU [22].

VY nauuveHToB ¢ JaHHOM MaToJ0ruelt eCTh TeHACHUUS
K TPOrPEeCCUPYIOIIEMY CpPAIllEHUI0 KOCTEN B HECKOJIb-
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B MOMOLLIb TPAKTUYECKOMY BPA4YY

Puc. 2. KomnbioTepabie Tomorpammsl (KT) pedenka ¢ cuaapomom Amepa [5].

a — Ha 3D-KT mmpoko pacnpocTpaHeHHbI METONMYECKHIA OB W MepeIHHil POJHIYOK, OMKOPOHAJIBHBI CHHOCTO03, HA0I0AaeTCs
THNONJIA3HSA CpenHeii yacTu Juna; 6 — Ha akcuaiabHoii KT aBycroponHuii 9k30()TaibM, BTOPHYHBINA N0 OTHOLIEHHIO K HETJTy0OKHM
opouTam; B — akcuaibHoe T2-B3BenieHHOe H300paXKeHHe BEHTPUKYJIOMEraiui U reHepan30BaHHOrO YMeHbIleHHs 00beMa 0eJioro
BeIEeCTBa; I — caruTtajibHoe T1-B3BemeHHOe N300paKeHne yBenueHnsi 00KOBBIX JKeJIYI0YKOB U OTHOCHTEIbHO HOPMAJILHOTO Pa3-
mepa 111 u IV xenynoukoB. OTveuaercs audgy3Hoe HCTOHUYECHHE MO30IHCTOrO TeJa.

Fig. 2. Computed tomography (CT) of a child with Apert syndrome [5].

a — 3D CT image demonstrates a widely patent metopic suture and anterior fontanelle, along with bicoronal synostosis. Midface hy-
poplasia is also observed; 6 — axial CT image shows bilateral exophthalmos secondary to shallow orbits; B — axial T2-weighted image
demonstrates ventriculomegaly and generalized reduction of white matter bulk; r — sagittal T1-weighted image shows enlargement
of the lateral ventricles and relatively normal size of the third and fourth ventricles. Diffuse thinning of the corpus callosum is noted.

KX MecTax (Hampumep, MpOTrpecCHUpYIONINi KpaHUO-
CUHOCTO3, CpalleHHWe IIEeNHBIX MO3BOHKOB, KOCTEW PYK
U HOT, 3aTsICThs M MPEIIUTIOCHBI). CIUSHUS IIEWHBIX
ITO3BOHKOB OOHapyXuBaloTcs y 68% mromeir ¢ CUHAPO-
MoM Ariepa, valte Beero ¢ BopineuyeHneM C,—C, . AHoMa-
JIUM IIEHOTO OTIejIa MO3BOHOYHUKA BKITIOUYAIOT aT/jaH-
TOAKCUAIbHBIN TTONBBIBUX (7%) M CKPBITYIO paclIeuHY
nosponounuka C, (7%) [15].

Cpean CTOMATOJOTUYECKMX aHOMAJIWiA areHe3ust
3y0OB M TIOMyTHEHUE BMajii BCTpevaloTcs Gojiee ueM
y 40% neteii ¢ cuHIpoMoMm Armepa. PacmpocTpaHeHbI
SKTOMMYECKHE TTPOPE3bIBAHMS TIEPBBIX MOJISIPOB BEPXHEI
YemocTh. JIpyrue opTONOHTHYECKUE TTPOSIBIIEHUST BKITIO-
YaloT 3aIePKKY MPOPE3bIBAHUST 3y00B, OTCYTCTBHUE 3yOOB,
HX CKYYeHHOCTh M aHOMAaJIbHbIE OKKJTFO3UOHHBIE COOTHO-
meHus [23].

Ogmanvmonoeuueckue anomaruu. Hepenko BceTpe-
YaloTCSI TIepBUYHBIE O(TATBMOJOTUYECKHE aHOMAJIUN:
kocornazue (60%), anusomerponus (19%). BropuuHbie
odTaTbMOIOTMUECKIE TTPOSIBJIEHHUsI, KOTOPbIE MOTYT pa3-
BUThCS C Te€YEHUEM BPEeMEHHU, BKITIOUYAIOT SKCITO3UIINOH -

HYIO KepaToraTHIo 1 pyblieBaHre poroBullbl (8%), aTpo-
¢uto 3putenbHOTO HepBa (8%) [15, 24].

Ilomeps cayxa/anomaruu enympenrneeo yxa. Ilotepst
ciayXxa y TIAalMeHTOB C CHHAPOMOM Allepa BCTpeva-
etcst yacto (80%) M OOBIUHO SIBNISIETCSI KOHAYKTHBHOM,
BBI3BAHHOM 3a00JIeBaHMEM CPEIHETO yXa, aHOMAIUSIMU
KOCTOYEK M CTEHO30M WJIM aTpe3ueil Hapy>KHOTO CITyXO-
Boro mpoxona [25]. AHOMaJuu TOJTYKPYXXHBIX KaHaJIOB
o6HapyxuBaoTca y 70% 6oybHbIX [15].

Brympennue opeanvt u cucmemst. OTIICAaHBI TIOPOKH pa3-
BUTHUSI Tpaxeu B BHIE OTCYTCTBUS MEMOpPAHO3HOI 4YacTh
¢ hhopMUPOBAHUEM 3aMKHYTBIX XPSIIIEBBIX KOJIEII, UTO P~
BOIUT K OOpa3’0BaHUIO 3aMKHYTON XpSIIEBOIl TpPYOKH.
JlaHHbIe HapyllleHUs], KaK W Apyrue HazohapUHreaTbHbIe
1 opodaprHTeaTbHble Mab(hOopMali, MOTYT TPUBO-
IIATH K TsDKeJIoMY pecrimpaTopHoMy auctpeccy [3]. Okomo
10—20% manumeHTOB ¢ CHHIPOMOM ATiepa MMEIOT CTPYKTYp-
Hble aHOMAIMU Cepila; Haubosiee paclpoCTpaHEHHbIE —
HIeeKT MEXCKENTYTOUYKOBOM TMePEeropoIK W aopTaibHbBIE
nopoku [15, 17, 21]. Cpenu Xenyn0o4HO-KUIIEYHBIX aHO-
MaJlnii HanboJjiee YacTo BCTpevyaeTcsl Majibporanusi. EcTh
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Kanmymuc C.C. u coasm. CuHIpoM Ariepa: COBpeMEHHbIE aCTIEKThl ANATHOCTUKH M JICUSHUS.

Puc. 3. Komnbrorepubie Tomorpammsl (KT) u peHTreHorpamma pedenka ¢ cunapomom Anepa [5].

a — MO30JIMCTOE TeJI0, COCTOSIIEE U3 YeThIpeX 0CHOBHbIX cerMeHToB (G, B, S). CToa01KHu cBona (IJIMHHAS CTpPeJIKA) MPOXOAAT Me/IH-
AJIbHO M CXOIATCSA 10 CPeHei IMHUM, YyTh HIDKe Nepeleiika Mo30aucToro Tejia; 0, B — 3D-KT neMoHCTpHpYIOT HIMPOKO pacnpocTpa-
HEeHHbIe METONMYECKHE U CATUTTAJIbHbIE BB, A TAKXKE OMKOPOHAJIbHBINA CUHOCTO3. ['MNomia3us cpe/Heii 4acTi JIMIA ¢ HENTyOOKUMI
opouTaMm; T — HA aKCHAIBHOM T2-B3BelIeHHOM M300pazKeHNH BUIHA MAPAJUIE/bHAS KOH(MUrypanus OOKOBBIX JKeJTyI09KOB, HAPSITY
¢ JIeTKO#i KoJbnonedanmeii; 1 — cpenunHoe carutraibHoe T1-B3BemenHoe n300pazkeHne MOATBEPKIAET NMOJTHOE OTCYTCTBHE MO30JIH~
CTOrO TeJIa ¥ NOSICHOi M3BWIMHBIL. XAPAKTEPHbIil «CIULEe00pa3Hblil> BHA 00OPO3] HA MeINAILHON MOBEPXHOCTH NMOJIYHIAPHS TOJIOBHOTO
MO03ra; € — Ha PEHTIeHOrpaMMe NPaBoii PYKH BHIHbI CHHAAKTHJINS MATKMX TKaHeil u cpauienue Kocreil IV u V nacTHbIX KocTeid.

Fig. 3. Computed tomography of a child with Apert syndrome [5]: a. The corpus callosum comprises of four main segments, the ros-
trum (short arrow), genu (G), body (B), and splenium (S), all of which are expected to be formed by 20 weeks of gestation. Columns
of the fornix (long arrow) run medially and meet in the midline, just beneath the isthmus of the corpus callosum. 6, 8. 3D CT images
demonstrate widely patent metopic and sagittal sutures, along with bicoronal synostosis. Midface hypoplasia is also noted with shallow
orbits. r. Axial T2-weighted image shows parallel configuration of the lateral ventricles along with mild colpocephaly. 1. Midline sagit-
tal T1-weighted image confirms the complete absence of corpus callosum and cingulate gyrus. Characteristic “spoke-like” appearance
of the sulci on the medial surface of the cerebral hemisphere. e. Plain radiograph of the right hand shows soft tissue syndactyly and

osseous fusion of the fourth and fifth metacarpals.

COOOILEHUST O IUCTATbHOM CTEHO3€ THUIIEeBOAA, CTEHO3e
MPUBPATHUKA, aTPe3W TUIINEBOAA UM OKTOIMUU 3aTHETO
npoxona [21]. AHOMaIMK1 MOYETIOJIOBOTO TPAKTAa BBISIBIISIOT
vy 9,6% neteii ¢ cuHIpOMOM Allepa, Jallle BCero ruipoHed-
pO3 MM KpunTopxusm [12, 15].

Koxwca u ee npudamku. Cpenu nepMaToIOTHUECKUX
npobieM YacTo HaOoaaloTcsl OOLIMPHBIE YrpeBbIe
BBICHITIAHMS Ha JIULIE, TPYIU, CIIMHE U TIjiedax. Y HeKOo-
TOPBIX TMAIIMEHTOB Pa3BUBAIOTCS Upe3MEPHOE CMOPIIH-
BaHUeE KOXU J10a, TUCTPO(Us HOTTEl, OTMEUaeTCsT TUTIO-
MUTMEHTAINS KOXHU U Boyioc [12].

llenmpanvnas uepenas cucmema. TlpudIU3UTENBHO
60% moneit ¢ CMHIPOMOM Arepa MMEIOT HENpOrpeccu-
PYIOILLYIO BEHTpUKYyJIoMeraanio u 6—13% — rugpoueda-
mto [15, 21]. CTpyKTypHBIE IOPOKH Pa3BUTHSI TOJIOBHOTO
MoO3ra TIpU CHHIpoMe Ariepa BKIIIOYAIOT aHOMAaJIUU MO30-
jqmctoro tena (23%), OTCYTCTBUE TIPO3pAavyHON Iepero-

ponku (17%), anomamuio Kuapu I u/viam HU3KO pacriono-
>KEHHbIe MUHIATMHBI Mo3keuka (17%), mayTUHHYIO KUCTY
3amHeit yeperrHoit sMku (7%), TUMOMYecKue TIOPOKU pas3-
BUTHSI, XDPOHUYECKYIO IpbIKY MUHAAINH (2%) [21].

Y OonblIMHCTBA NeTell OTMedaeTcsl HOpPMallbHBIN
uHTtesuekT [15, 21]. K Bo3aMoXHBIM (hakTOpam, CBsI3aH-
HBIM C TIOBBIIIEHHBIM PUCKOM YMCTBEHHOI OTCTAJIOCTH,
OTHOCSITCS OTCpPOYKa TEPBON KPaHUAIKTOMUU 1O TOMIO-
BaJIOTO BO3pacTa, HaJW4Me CTPYKTYPHBIX IMMOPOKOB pa3-
BUTHS TOJIOBHOTO Mo3ra [15]. ¥V neTeit ¢ MHOTOIIIOBHBIM
KPaHUOCHHOCTO30M paHHEee XMPYPruuecKoe BMeIaTe b-
CTBO C 1IeJbIO YCTPaHEHMS TMOBBIIIEHHOTO BHYTpUYeE-
PETTHOTO JaBJIeHUs MOXET MPEAOTBPAaTUTh YMCTBEHHYIO
OTCTaNOCTh [26].

VY moneii ¢ cuHaIpOoMOM ATiepa MOTYT ObITh 3aTPOHYThI
apTUKYJISIINST, PpE30HAHC, pa3BUTUE pevu, TPOLIecC MpU-
eMa IUIIK U TJI0TaHue. XapaKTepHO HapylIeHne OOIIei
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B MOMOLLIb NMTPAKTUY OMY BPA4YY

Puc. 4. CunpakTuims kucreii (a) u cron (0) y pedenka ¢ cunapomom Anepa. (M3 a1uyHOro apxusa aBTopoB cTaThi, oTorpadumn

caeJIaHbl U Ol'lyﬁ.l'll/lKOBaHl)l C coriacusa pOIlPITeJ'Ieﬁ.)

Fig. 4. Syndactyly of the hands (a) and feet (0) in a child with Apert syndrome. (From the personal archive of the authors of the article,

photos were taken and published with parental consent.)

U MEeJIKOW MOTOpUKH. JleTn ¢ cuHapoMoM Ariepa MCTIbI-
THIBAIOT TPYIHOCTU C MCIIOJIb30BAaHUEM PYK JUISI TaKUX
¢byHK1UMII, KaK KOpMJIeHUe, yXoi 3a coOoli, oJeBaHue
¥ michMo [15].

OwarHocTtuka cuHapoma Anepa

Ilpenamanvnoe mecmupoganue. JInsi TpeHaTaTIbHOMN
JMUAarHOCTUKHU MCTIONB3YIOTCS pa3IMuHble METOIBI BU3Y-
aju3aluy, BKIIOYAsT YJIbTPa3BYKOBOE MCCIIeAOBaHNUE,
MarHUTHO-PE30HAHCHYIO TOMOTpaduio M TeHEeTUYECKOoe
tectTupoBaHue [9]. OOBIYHOTO YIBTPa3BYKOBOTO UCCIIEIO-
BaHUS TUTOAA JOCTATOYHO TSI OepeMEHHOCTE HU3KOTO
pucka [9, 27]. DxorpaduvyecKkuM MapKepoM CUUTAETCS
YBEJIMUEHKWE TOJIIMHBI BOPOTHMKOBOTO IPOCTPAHCTBA
B I TpumecTpe GepemeHHocTH. Ha coBpeMeHHOM 3Tarie
B IMAarHOCTUKE aHOMAJWI JINIIa U KOHEUHOCTEH Tpu-
MEHSIETCST TpeXMepHOe YJIbTPa3ByKOBOE WCCIIeI0BaHUE
B TTIOBEPXHOCTHOM PEXHME, KOTOPOE TTO3BOJISIET YCTAHO-
BUTH AuarHos [9, 17].

IMpeHaTanbHass MAaTHUTHO-PE30HAHCHAsT TOMOTpadust
YaCTO MCITOJIb3YeTCs IS TOUHOM AMATHOCTUKU TIPEIITO-
JlaraeMbIX CHHAPOMOB KPaHMOCWMHOCTO3a. Pe3ynbTathi,
OOHapyXMBaeMble C TTOMOIIbI0 MATHUTHO-PE30HAHCHOM
ToMoTrpacu, MOTYT BKJIIOYATh areHe3ui0 MO30JMCTOTO
Tesa, TUApoLehaTnio, BHI3bIBAIONIIYIO YBETUYeHNE O1Ta-
pUETabHOTO OHWaMeTpa, WU 4Yeperl TUIa KJIEBEPHOTO
sqmcta (cm. puc. 2, 3) [5].

MoneKyasipHO-TeHETUIECKOE MUCCIIeNOBAHUE TTOKA3aHO
TpY 6epeMEHHOCTH BLICOKOTO pHCKa C CEMEHBIM aHAMHe-
30M, 3HAYUMBIM UISI KpaHUOCHMHOCTO30B [9, 27]. B 1 Tpu-
MeCTpe TPUMEHSIOTCS HEWHBA3WBHBIE METOIbI, TaKHe

Kak ucnonb3oBanue oeckierounoir JIHK mroma, comep-
JKalleicss B MAaTepUHCKOM KPOBH, JJIST OLIEHKU M3BECTHBIX
MAaTOTeHHBIX TeHHBIX MyTalluil. AMHUOILIEHTE3 U OMOTICHST
BOPCUH XOpWOHA — WHBA3WBHbBIE MPOLEAYPHI, TPaTUIIU-
OHHO HCITOJIb3yeMble TSI TPeHaTaJIbHOTO CKPUHMHTA.

Puck mis cubcoB npobaHia 3aBUCUT OT TEHETUYECKOTO
craTtyca ponutenieii mipodaHa. Eciu 6o1eH ponurens mpo-
GaHzia, puck mist cudcos cocrapisieT 50%. Ecinu poqurenu
3MOPOBBI U/WITN Y TIPOOaHIA €CTh N3BECTHBIN MATOTeHHBII
BapuaHT FGFRZ2, KOTOpbIii HE MOXeT ObITb OOHapy>KeH
B sietikouuTtapHoit JIHK Hu ogHOTO 13 ponuTeseit, BeposiT-
HOCTh BO3HUKHOBEHMS 3a00J1eBaHUST Y CMOCOB HECKOJIBKO
BBIIIE, YeM B OOIIEH TIOMyJISIIANA, M3-32 BO3MOXHOCTH
MO3anII3Ma POIUTETLCKON 3apOIbIIIeBOM TMHUH [15].

OcHosHble HanpasaeHus: NOCMHAMAAbHOU OUACHOCMUK.
JlnarHo3 cuHapoma Ariepa ycTaHaBJIMBAaeTCsl y peOeHKa
¢ KJTACCUYECKUMU KITMHUYECKUMM TPOSIBJICHUSIMA (MHO-
TOIIOBHBIN KPaHMOCUHOCTO3, PETPY3Usl CpelHei 4acTu
JINIIA M CHHIAKTUIUS) U TIOATBEPKIACTCS TTPU MISHTUDW-
Kalli TeTepO3UTOTHOTO maToreHHoro BapuaHta FGFR2
C TIOMOIIIBIO MOJIEKYJISIPHO-TEHETUYECKOTO TECTUPOBAHUS
1 (PeHOTUTTMYECKHX TTPU3HAKOB, COOTBETCTBYIOIINX CHH-
npomy Anepa [27—29]. B ciyyae ecnu peHOTUTTMUECKHUE
JTaHHBIE COOTBETCTBYIOT, MOAXOABI K MOJIEKYJISIPHO-TeHe-
TUYECKOMY TECTMPOBAHUIO MOTYT BKIIIOYaTh TECTUPO-
BaHWE OIHOTO TeHa WM MCIOJb30BaHWE MYJIBTUTEHHOM
maHeau. B OTCyTCTBUE YeTKMX KIMHUYECKUX MPU3HAKOB
cuHgpoMa Amnepa migd auddepeHINAIBHOTO IHarHo3a
C IPYTUMU TeHETMYECKMMM KPaHUOCUHOCTO3aMHU PEKO-
MEHJYeTCST UCITOIb30BaTh METOIBI 9K30MHOTO/TEeHOMHOTO
cekBeHupoBanus JJTHK [15].
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OunddepeHumanbHaga guarHocTmka

CunHzpoM Armepa JeMOHCTPUPYET CYLIECTBEHHOE
COBITAJIEHNE C KIMHWYECKUMU XapaKTePUCTUKAMU,
HaOII0MaeMBIMKA TIPU IPYTUX CHHIPOMAX KPaHMOCUHO-
crosza. Hammume criennpuyecKux YepermHO-TUIEBBIX
XapaKTEPUCTUK M aHOMAJIWA KUCTEN M CTOIT TTO3BOJISET
B OOJIBIIMHCTBE CIIyYaeB MOCTABUTh KJIMHUYECKUIA TAar-

HOo3 [15]. Ha ocHOBaHuM paHee IPOBEAEHHBIX HAYIHBIX
pabot cocraBiieHa Tabnuia nuddepeHInaIbHON aua-
rHoctuku (tabm. 1) [15, 21].

JleyeGHble MeponpuaATUS

Cnenuduyeckoro JiedeHUs CHUHIpoma  Arepa
B HACTOSIIEE BPEMSI HE CYIIECTBYET, OJHAKO MaJJIU-
aTUBHBIE M CUMIITOMATUYECKUE MEPOIIPUSITUSI MOTYT

Tabauya 1. OTIMYUTE bHBIE XAPAKTEPUCTHKN CHHAPOMA Aniepa OT APYTHUX CHHIAPOMAJIBHBIX KPAHHOCHHOCTO30B [15, 21]
Table 1. Distinctive characteristics of Apert Syndrome from other syndromic craniosynostoses

CuHapom O01mMe NPU3HAKKM C CHHAPOMOM Arnepa Hecnenuduyeckue 11 CHHIApoMA Anepa NpU3HAKH
KpaHnocrnHOCTO3 (MHOTOIIIOBHBINM, Yaliie
BCEro KOPOHAPHBbIIA), BEpXHEUETIOCTHAs
TUITOTIIA3KS, TpaXeaJTbHbIM XPSIIEBOM
. KaB, TUTIEPTEJIOPU3M, IJIa3HOM 9K30(D- Anomanus Kuapu I Bctpedaercs varie
Cunpgpowm Idaiiddepa 1, pykas, P p ’ @ pi 1 BCTD -
2. 3 THHOB TaJIbM, OTE€K JUCKA 3pUTEILHOIO HEPBa, npu cuHapome [ldaiiddepa, mmpokue meau-
9

(OMIM 101600)

Cunnpom Kpysona (OMIM
123500)

CuHmpom
AnTim—bukciepa, cBsi3aH-
Hbullt ¢ FGFR2

(OMIM 207410)

Cunapom bepe—CtuBeH-
CoHa
(OMIM 123790)

Cunapom JIxkekcoHa—
Beiicca
(OMIM 123150)

Cunnpom Cerpe—Yor3zeHa
(OMIM 101400)

Cunnpom KaprieHtepa
(OMIM 201000)

Cunnpom MioHke
(OMIM 602849)

KOCOTJIa3ue, OMyIleHNe I1a3HbIX MIeJei,
aTpe3usl CIYXOBBIX IIPOXOI0B, KOHIYKTHUB-
Hasl TYyTOYXOCTb, TUIpOLehansT, CTUSTHUS
LIEITHOTO OT/Ie/Ia TO3BOHOYHUKA, 00CTPYK-
TUBHOE aITHOD BO CHE

KpaHnocrHOCTO3 (MHOTOIIIOBHBIH, Yalile
BCETO KOPOHAPHBIIA), BEPXHEUETIOCTHAS
TUTIOTIIA3USI, TPaXeaTbHBIM XPSIIIEBOI
PYKaB, TUTIEPTEIOPU3M, IJIa3HOM 3K30(D-
TaJIbM, OTEK JIMCKA 3pUTEIbHOTO HEepBa,
KOcorJIa3ue, aTpe3ust CIIyXOBbIX TTPOXOIOB,
KOHIYKTHBHAsI TYTOYXOCTh, Tuapoiiedaus,
CJIMSIHUSI LIEMHOTO OT/es1a TO3BOHOYHNMKA,
00CTPYKTUBHOE aITHOD CHa

KpaHnocrnHoCTO3 (BeHEYHBII 1 TaMO10-
BUIIHBII), I1a3HOM 9K30(TaJIbM, OIYILEHUE
[JIA3HBIX 1LEJIEH, JIyYeraeueBoii CHHOCTO3

KpaHnunocuHocTo3 (HauboJjee pacrnpocTpa-
HEH KOPOHAPHBIN), TUIOIIa3Us CpenHen
30HBI JTU1IA

Kpanunocunocro3 (Hanbosee pacpocTpa-
HEH KOPOHAPHBIIT), BEpXHEUETIOCTHAS
TUIIOILIA3KsI, 0OCTPYKTMBHOE aITHOd CHa,
TUTIEPTEIOPU3M, TIIA3HOM SK30(DTaATBM,
Kocorjasue

KpannocrnHocTO3 (0MHOCTOPOHHMIA

WJIM IBYyCTOPOHHUI KOPOHAPHBI), BEPX-
HEYeJIOCTHAs TUTTOTUIAa3usT, OOCTPYKTHB-
HOE alTHO® CHa, HeOO C BHICOKMM CBOJIOM,
TUIIEPTEIOPU3M, OITYIIEHHUE TJIa3HbIX
ieJieii, moreps ciryxa

KpannocrnHOCTO3 (MHOTOIIIOBHBIN, Yalie
BCETr0 KOPOHAPHBIIT), BEPXHEUETIOCTHASI
TUIOILIa3Usl, OOCTPYKTHMBHOE alHOd CHa,
TUIIEPTEIOPU3M, TJIA3HOM 9K30(TaIbM

KpaHnocrnHocTO3 (01HOCTOPOHHMI

WJTY IBYCTOPOHHUI KOPOHAPHBII), JIeTKast

TUIIOILIa3Ks BEPXHEN YETI0CTH, OIYIIEHIE
[JIa3HBIX ILEJIeH, CAUSIHUS IIEHHOTO OTaea
IMO3BOHOYHUKA

aJTbHO OTKJIOHEHHBIE OOJIBININE TTAJIBIIBI HOT,
OpaxXuIaKTUIUS

Anomanus Kuapu [ Bctpedaercs vaiie, peTpy-
3Us1 CPEIHEl 30HbI JTHIIa 6€3 BEPTUKAILHOTO
yaapa

Hwu3zko mocaxkeHHbIe, OTTOMBIPEHHBIE VI,
MeIVaIbHBII U3TUO JTIOKTEBOM KOCTH, NCKPHB-
JIeHue OeApeHHBIX KOCTeil, KOHTPAKTYPhI
MPOKCUMAJIbHBIX MEX(aTaHTOBBIX CYCTaBOB,
MepeIOMbI, AHOMAJINH JKEHCKHUX TTOJIOBBIX
OpraHoB, MPU3HAKK BPOXIEHHOM rUIepIia-
3UM HAAITOYCYHNKOB

HaranbHbie 3yObl, MUJIOPOCTEHO3, MOPILIMHU-
CTBIE JIAIOHU U TTOAOLIBBI, IIMPOKO PaACIIPO-
CTpaHEHHBIN cutis gyrata, YepHbI aKaHTO3

CpatnieHue MpearIioCHeBON U TUTIOCHEBOIM
KOCTEH, IMPOKKUE U MEAUAIBHO OTKJIOHEHHBIE
I manbIter HOT, KOpoTKUe | TUTIoOCHEBBIE KOCTH,
IIMPOKKE MPOKCUMATbHBIE (hajaHTU

AcuMMeTpusI JT1la, HU3KasT TIEPeIHST JTMHUST
pocTa BOJIOC, XapaKTepHOoe yXO (MaJleHbKast
YIIIHAsI pAKOBWHA C BBICTYITAOIIIEI HOXKKOI1),
YaCcTUYHAs CUHAAKTUIUS 2—3 TajIblEeB, YIBO-
€HHas JUCTalIbHas (hajlaHTa MepBOro Mmajblia
CTOITBI

Bpaxunaktunms 6e3 CMHIAKTUINT

HeiipocencopHasi Tyroyxoctb, OpaxuaakTh-
JIWSI, 3aTSICTHO-Tap3aJIbHOE CPaIlleHNe, Malb-
cerperanusi KOCTeil 3amsicThbsi, KOHUIEeCKUe
anudu3bI
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3HAYUTEJBbHO OOJIETYUTH COCTOSTHUE MallMeHTa U yJIyd-
IIATh KAYeCTBO €T0 XW3HU. BeneHne cCMHIAPOMATbHOTO
KPaHMOCUHOCTO3a ONTUMU3HUPYETCS MEKIUCIUTUIIN -
HapHBIM noaxomoM [9]. B coctraB MHOrompoduibHON
Opurambl, OCYIIECTBIISTIONIEN YXOI 32 peOEHKOM C CHH-
JIpOMOM ATiepa, JOJKHBI BXOIWTh: TMeauaTp, TIacTh-
YeCcKHWe W PEeKOHCTPYKTUBHBIE XUPYPIU, HEHPOXUPYPT,
OpTOMen, TeHEeTHK, O(TaIbMOJOT, OTOJIAPUHTOJIOT,
ypoJor, HedpoJIoT, CTOMATOJIOT, IepMaToJIoT, CIelu-
aJIUCT MO0 KOPMJIEHMIO, ayIHMOJIOT, JIOTOTEN, TCUXOJIOT
n 1op. [15].

Xupypeuueckoe neuenue. C  1EIbIO  KOPPEKIIUU
YepeTHO-JTUIIEBbIX U3MEHEHUI TPOBOAIT PEKOHCTPYK-
TUBHBIE omepalu. Bo3pacT mx MpoBeleHUsT OCTaeTcs
JMUCKYCCUOHHBIM, HO TIPEAMOYTUTEbHEE BMeIIaTeIbCTBA
B MaKCMMAaJbHO paHHEM BO3pacTe, YTO MO3BOJISIET 0bec-
MeYNTh HOpPMaJIbHOE pa3BUTHE U (PYHKIIMOHUPOBAHUE
Mo3ra. B crapiieM Bo3pacTe opTomneanuecKue TeXHOJO-
MY HampaBlieHbl Ha yJaydilleHUue KauyecTBa XWU3HU, pac-
mupeHue chep camoodceykuBaHust bosbHoro [17].

Xupypruyeckrue METOObI JIEYCHUS]  HampaBJICHBI
Ha yBeJMYeHUe oObeMa deperia U KOPPEeKIUIo CUHIAK-
tiaun [16]. MHOTOIIOBHBIA KPAaHMOCWHOCTO3 CJIEeIyeT
JIEYUTh XUPYPTUIECKUM TTyTeM Ha TMEePBOM TOIY XKU3HMU.

B MOMOLLIb TPAKTUYECKOMY BPA4YY

KonkpeTtHOe Bpewms orpesesieTcss aHaTOMUeil pedeHKa,
PUCKOM TIOBBIIIEHUSI BHYTPUYEPEITHOTO  JaBJICHUS
u cocTtossHMeM abixaHus. KpaHuoractuka 3akiova-
eTcsl B OCBOOOXIEHHWM CPOCIIMXCS IIBOB, MU3MEHEHUU
MOJIOXKEHUSI U PEKOHCTPYKIIMKM CBOAA 4eperna ¢ Lesblo
MPEeNOTBPAIlEHNsT TTOBBLIIIEHNUSI BHYTPUUEPEITHOTO 1aB-
JIeHUsI M YMEHBILIECHUs TIPOTPECCUPYIOIIEro aHOMaslb-
HOTO YepermHO-JIMIIeBOTO pa3BUTHs. B HacTositiee Bpemst
WCTTIOJIB3YIOTCS HECKOJIBKO METOIO0B, B TOM YMCJIE HIO0-
CKOTIMYeCKasl CTPUIT-KPAaHUIKTOMMUSI, IIPOABIKEHIE
MyTeM 3agHell DUCTpaKUMW U TpagullMOHHAs KpaHWO-
iactuka [15].

IloMumMO  XUPYpPruyeckKoro JieYeHMUs I1aTOJOTUU
KoCTell yepera, TalMeHTaM C CUHIAKTWINEH KucCTei
W CTOI TMPOBOIUTCS XUPYPrUUECKoe JeUeHUe MablieB
KoHeuHocTel [16]. CuHIakTWINS pyK TpeOyeT paHHEro
JIEYEHUSI, TaK KaK Ba)KHO BOCCTAHOBUTb MEJIKYI0 MOTO-
PUKY KUCTHU, HEOOXOOUMYIO KakK JUIsSi CaMOOOCITyXUBa-
HUS, TaK U 119 popmupoBanust nHtewiekra. [lpu cun-
MAKTUIUU 1-TO ¥ 2-TO TUIOB, TIPU KOTOPOIl OOJIBIION
najiel] He BKJIIOYEH B OOIIYIO CPOCIIYIOCS Maccy, Jieye-
HUEe HayMHAIoT ¢ 2—3 JIeT, KOrjJa MOXHO MCIOJIb30BaTh
CBOOOZHBIE KOXHBIE JIOCKYTHI TIpU (OPMUPOBAHUU
MEXITATbLEBLIX TTpoMexXyTKoB. Ilpm 3-m tmie gedop-

Tab6auya 2. IIpuHOANBI Tepanuy KJIMHUYECKUX MPosiBJIeHnii cuHapoMa Anepa [15, 21]
Table 2. Principles of therapy of clinical manifestations of Apert Syndrome

IIposiBnenne ITpuHuMn JeyeHust KommenTapwmii
Kocormnasue nomKHO J1e4nuThes y ohTaabMo- . .
AMOJIMONUS CIIY>KUT OCHOBHOM NMPUYUHOM
Kocornasue JIora, MMEIOIIETO OIBIT BhIpABHUBAaHUS TJ1a3

y JIETEN C KPaHMOCUHOCTO30M

YcraHoBKa TUMIAHOCTOMUYECKUX pr6OK

TToteps cnyxa

OcBe1OMJIIEHHOCTD O IMTOTEHIIMAIbHOM Hapyuie-
HUU ITPOXOAMMOCTHU AbIXaTCJIbHBIX HyTefI

OOCTpyKIIMS JbIXa-
TEJIbHBIX MyTeN

TPaxeoTOMMSI

YacTo moMoraroT Xupypruyecke BMeareib-
cTBa (aI€HIKTOMMUSI, OTIepallii Ha HOCOBBIX
NIBIXaTETbHBIX Y TSIX, TPAXEOCTOMUS)

ATIIHO® BO CHe

HMHorna TpedyeTcst IOMOJHUTEIbHOE CHA0Xe-
HUE KUCJIOPOJOM Yepe3 HOCOBYIO KaHIOJIO

Tun n CPOKHU ITPOBEACHUA OII€pallun 3aBUCAT

CiryXoBBI€ anmapaThl, 3ByKOBBIE TIPOIIECCOPBI
KOCTHOM TIPOBOMMOCTH, TUMITAHOILIACTUKA
1 BOCCTaHOBJICHME aTPE3UH/CTEHO3a CITyXa

BpemeHHBIE MepHBI 110 00XOIY 0OCTPYKIIUU
ITBIXaTeJIbHBIX IMyTeli: yCTaHOBKA HOCOBBIX CTEH-
TOB, SHIOTpaxeaJbHask MHTYOAIsI,

HapyIIeHUsT 3peHUS

[pu HATMIMY XPOHNYIECKOTO BHITIOTA B CPEJI-
HEM yXxe

OnTtumusanus ciyxa OyaeT CrmocoocTBOBaTh
Pa3BUTUIO PEYU U OOLIEHUS

Creuudnyeckoe BO3IeiCTBIE Ha JbIXaTeJIbHbIE
ITyTY TIpA CUHAPOMe ATiepa OyIeT 3aBUCETh
OT YPOBHSI U TSIXKECTH 0O0CTPYKIINK

[ManueHTaM, HYXIAIOIIKUMCS B TPAXEOTOMUM,
TaKKe MOXET MOTPEOOBATHCST BEHTUISLIUS
C TIOJIOKUTEIBHBIM JaBJIEHUEM [UTsI HOpMaJIn3a-
LAY TA3000MEHA U JOCTYKEHUS HOPMATIbHOTO
CHa U pocra

H3z6erarpb ucnonszoanuss CPAP/BiPAP
IUTSL IUTUTEJIHOTO JIUSHUST alTHO3 BO CHE,
TOCKOJIbKY aBJIeHUE Ha CPEIHION0 YaCTh JIULA
YCYTYOJISIET PETPY3UIO CPEIHEI YacTh Tula

VMeHBIIIEHHE alTHO3 BO CHE U YJIyUIlIeHE Kaue-
CTBa CHA MOTYT YJIy4IIUTh O0Oy4eHUE, KOTHM-
THUBHbBIE CIIOCOOHOCTH U ITOBEIEHIE

OO611as1 1eJb: YAYYIIUTh QYHKIIUIO KUCTU
U CTOTIBI C HAMMEHBIIIMM KOJIMIECTBOM OIlepa-

M cTerneHu neUIUTa MITKIMX TKaHe AN%05¢

CUHIAKTUIINS OT HAJINYMS CUHIAKTIAY OOJIBIIOTO TaIblia

OMOLIMOHAIbHAS IlcuxoconmanbHas olieHKa W IMOAIePKKa

U MTOBeAeHYECKAs TMICUXAYECKOTO 30POBbs HA MPOTSKEHUHU BCETO -
aJanTanus JIETCTBA
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Kanmymuc C.C. u coasm. CuHIpoM Ariepa: COBpeMEHHbIE aCTIEKThl ANATHOCTUKH M JICUSHUS.

MalluM cHavaja MPOBOMUTCS pas3iesieHne CUHIAKTWIMU
I manbua. JleueHne HaUMHAIOT C BO3pacTa OJHOTO TOja,
YTOOBI KaK MOXHO paHbIIle BOCCTAHOBUTDH OJHY U3 BaX-
Hedmmx (YHKIMNA KUCTH, CBSI3aHHYIO C TIPOTHMBOIIO-
CTaBJIeHMEeM OOJIbIIIOrO Tajblia, — (YHKINUIO 3axBaTa
u ynepxanus. [lonHoe Bo3BpalieHue (yHKIIMU MaJbIIEB
HEBO3MOXHO M3-3a Pe3KOI TMITOIJIACTUYHOCTU KOCTHO-
CYCTaBHOTO U MbIIIIEYHO-CBSI30UHOTO arlapaToB KUCTEeH,
OIHAKO pPYKH MOTYyT (YHKIIMOHMPOBATh, TIO3BOJISISI
pebeHKY UrpaTh, pyucoBaTh, paboTaTh [11].

lennas mepanus u ee nepcnekmugn.. B mocnenHue
Tobl B MCCJIEOBAHUSX, TOCBSIIEHHBIX T€HHON Tepa-
MUY CUHAPOMOB KPAaHUOCUHOCTO3a, TOCTUTHYT OOJIbIION
Mporpecc, B HECKOJbKUX MCCIIENOBAHUSIX M3ydyaloch €e
BJIIMSIHME Ha MpenoTBpalleHue/yMeHbIIIeHue OCJIOXHEe-
Huii cuHapoMa Arnepa [4]. PacteT nHTepec K MHrMOMpo-
BaHMIO MOJIEKYJISIDHBIX ITyTe#, y4aCTBYIOIINX B pa3BUTUU
JTAaHHOTO KpaHMOCWMHOCTO3a. HeoOXommMbl maibpHeme
uccienoBaHus U pa3paboTka 3(GEKTUBHBIX METOIOB
paHHETO BMelIaTeIbcTBa 1 mpoduinaktuku [9]. B ta6a. 2
MpeACTaBIeHbl TTPUHIIUITBI Teparii HEKOTOPBIX KIMHU-
YeCKMX TPOSIBIICHUI y MallMeHTOB ¢ CUHAPOMOM Arepa
Ha OCHOBaHUM JaHHBIX JuTepatypsl [15, 21].

MporHo3 npu cuiapome Anepa

Hecmotpsi Ha OorpaHMYeHHOCTh CUMIMTOMATUYECKON
Tepanuu MPOTHO3 JUISl KWU3HU OJIArONPUSITHBIA: MpPO-
JOJDKUTETbHOCTh XU3HU 10 60 met [17]. ITo maHHBIM
T. Wenger (2020) [21], ecTb coobI1lleHUSsI O MHOTOMOKO-
JIEHUECKHUX ceMbsix ¢ cuHapomamu KpysoHa u Amnepa.
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