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Pesiome

CuHgpom Anepra (CA, akpouedanocuHpakTunma | Tuna, Apert syndrome, MKB-10 Q87.0,
OMIM 101200) siBnseTcs ogHou 13 popm akpouedanoCUHAAKTUIN U PeaKUM BPOXKAEH-
HbIM 3aboneBaHVeM, VMEKLLMM Ype3BblYaHO CneuuduUecknin MoneKynapHbIN Mexa-
Hu13M. CA — 3TO ayTOCOMHO-AOMUHAHTHOE 3aboneBaHre, 06yCIOBNEHHOe MyTaLMel reHa
peuenTopa dakTopa pocta rnbpobnactos-2 (FGFR2). bonbWwWMHCTBO MyTaLMiA BO3HMKAET
de novo 1 yaule B rameTax otua. leH cuHgpoma AnepTa IOKann3oBaH Ha AJIMHHOM nJeve
xpomocombl 10 B nokyce 10926. AkpouedanocnHaakTunua | Tuna xapakrepursyercs Kpa-
HWOCMHOCTO30M, MOPOKaMM Pa3BUTMA CPepHEen YacTu NUua, TAXKENON CUMHOAKTUINEN
KUCTEN M CTOM, a TaKXKe PasfMUYHbIMM aHOMANUAMMN KOXK, CKeNleTa 1 BHYTPEHHKX opra-
HoB. YacTtoTa coctaBnaeT ot 1 go 65 000-200 000 HOBOPOXKAEHHbIX, C CAMbIM BbICOKMM
YPOBHEM pacnpoCTpaHeHHOCTN cpefr a3nmaTCckoro HaceneHus, 6e3 pasnuuuin B 3abone-
BaeMoCT/ mexay nonamu. Bo Bcem mvpe nepBbiit 3af0KYMEHTUPOBAHHDIN Clyyal CUH-
npoma Anepta 6bin 3adumkcupoBaH B 1894 r. MNpobnemy neyeHuns NauMeHTOB C JaHHOW
naTosiormel Henb3a peLlnTb NPV NOMOLLY N30/IMPOBAHHON PaboTbl O[HOrO CNeLmanmcTa,
Haunyywre pesynbTaTbl AOCTUMAOTCA MPU 0O6beAVHEeHUM YCUNUIA Bpayel pasfnyHbIX
cneymnanbHocTen. HekoTopble MonekynapHble ocobeHHocT dopmupoBaHua CA He no-
NYYNIN HayYHOro OOBACHEHWA [0 HACTOALLEro BPEMEHM U HYXAATCA B AaNibHenLem
n3yyeHun. B paHHOWM cTaTbe Mbl MPMBOAMM OMUCaHME COBCTBEHHOro HabnpeHus
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pebeHKa ¢ cHAPOMOM AMepTa, y KOTOPOro TUMMUYHbIE YIIbTPa3ByKOBbIE MPU3HAKN AaH-
HOro CMHApPOMa 6blIM OOHapyKeHbl Ha cpoke 11 Hepenb 6epemeHHOCTU (MO pe3yrbTa-
Tam Y3W cuHpgaktunus Kucten u cton). MNocne poxaeHna obpallanu Ha cebsi BHYMaHWe
xapaktepHble ansa CA KIVHUYECKe OCOOEHHOCTU, YepenHO-MLEBbIE AaHOMaNUN U CUH-
JaKTUNnA KUcten n cton. MonekynapHo-reHeTnyeckoe nccieqoBaHue B COBOKYMNHOCTA
C BbllLenepeyYnciIeHHbIMY aHAMHECTMYECKUMM JaHHBIMU U XapaKTePHbIM CUMMTOMOKOM-
MIEKCOM MNOATBEPAUNN CUHAPOM AnepTa. [aHHbI AnarHO3 nauneHTy Obii YCTAaHOB/EH B
HeoHaTaslbHOM nepuoge.

KnioueBble cnoBa: akpouedanocmHaaktuama | Tmna, KpaHMOCMHOCTO3, NpeHaTasbHas
AVAarHoCTnKa, cMHapom AnepTa, CUHOAKTUANA
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Abstract

Apert syndrome (CA, acrocephalosyndactyly type |, Aperture syndrome, ICD-10 Q87.0,
OMIM 101200) is a form of acrocephalosyndactyly and a rare congenital disease with an
extremely specific molecular mechanism. CA is an autosomal dominant disease caused by
mutation of the fibroblast growth factor receptor-2 (FGFR2) gene. Most mutations occur
de novo and more often in the gametes of the father. The Apert syndrome gene is localized
on the long arm of chromosome 10, at the 10926 locus. Acrocephalosyndactyly type | is
characterized by craniosynostosis, malformations of the middle part of the face, severe
syndactyly of the hands and feet, as well as various abnormalities of the skin, skeleton
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and internal organs. The frequency ranges from 1 to 65,000-200,000 newborns, with the
highest prevalence among the Asian population, with no differences in incidence between
the sexes. Worldwide, the first documented case of Apert syndrome was recorded in 1894.
The problem of treating patients with this pathology cannot be solved by the isolated
work of one specialist, the best results are achieved by combining the efforts of doctors of
various specialties. Some molecular features of CA formation have not been scientifically
explained to date and need further study. In this article, we describe our own observation
of a child with Apert syndrome, in whom typical ultrasound signs of this syndrome were
detected at 11 weeks of pregnancy (according to the results of ultrasound syndactyly
of the hands and feet). After birth, the clinical features characteristic of SA, craniofacial
anomalies and syndactyly of the hands and feet attracted attention. A molecular genetic
study, combined with the above anamnestic data and a characteristic symptom complex,
confirmed the Apert syndrome. This diagnosis was made to the patient in the neonatal
period.

Keywords: type | acrocephalosyndactyly, craniosynostosis, prenatal diagnosis, Apert
syndrome, syndactyly

B BBEJAEHWE

AHOManbHble GOpPMbl Yepena M3BECTHbI C APEBHOCTU 1 ObIIM OnrcaHbl TMNnokpaTom
n faneHom. B 1851 r. Pygonbd BupxoB BrnepBble cBA3an aHOManbHble GOpMbl Yepena ¢
npexxgeBpeMeHHbIM cpalleHriemM yepenHbix WweoB [1]. CuHgpom AnepTa OTHOCUTCA K
CUHAPOMaJIbHBIM KPaHMOCUHOCTO3aM, MPeaCcTaBAALWUM cOb0l rpynny AUCKPAHWRA, Npy
KOTOPbIX pa3/inyHble MOPOKM PasBUTUA 1 occUdUKaLUN KOCTEN NNLEBOIO M MO3roBOro
yepena KOMOVHMPYIOTCA C aHOManuAMy Apyrvx opraHos [1, 2]. CA 6bin KNMUHUYECKN onu-
caH YntoHom (Wheaton) B 1894 r. Mo3gHee, B 1906 T., faHHbIN CUHAPOM 6bli1 NOAPO6HO
paccmoTpeH ppaHUy3CcKum neguatpom xeHom Aneptom (Eugéne Apert) Ha ocHoBe u1C-
cnefoBaHuA 9 KNMHMYECKUX HabnogeHui [2, 3]. CuHapomM AnepTa NMeeT 3HaUUTENbHYIO
KIMHUYeCKyto BaprabenbHocTb [4]. [laTOrHOMOHWYHbBIMY KNMHUYeCKUMY npr3Hakamy CA
ABNATCA YePENHO-MLEBON AM30CTO3 M CUMMETPUYHAA CUHOAKTUANA KUCTen 1n cton [5].
OuarHoctuka akpouedbanocuHaakTnnmm | Tmna ocHoBaHa Ha BbIABNEHUN KNACCUYECKMX
KINUHUYECKNX MPU3HAKOB N NAEHTUOUKALMM reTepOo3MroTHOro naToreHHoOro BapuaHTa
FGFR2 c nomoLblo MONeKynsapHO-reHeTuYeCcKoro TectupoBaHus [6, 7]. MpeHatanbHana gu-
arHOCTUKa CUHAPOMOB KPaHUOCUMHOCTO30B 3aTpyAHEHa 0 TPeTbero TpumecTpa. MHoruve
Cnyyam OCTaloTCA HeAMArHOCTMPOBaHHbIMM 1O POAOB UM AUAFHOCTUPYIOTCA Ha MO34HUX
Cpokax bepeMeHHOCTU, Koraa YepenHo-nuueBble gedpopmanny CTaHOBATCA bonee oyve-
BuAHbIMM [8, 9]. Cneunduueckoro neveHna CA Ha CErOAHALLIHWI IeHb He CYLLIeCTBYET, Of-
HaKo NanjnaTUBHbIE U CUMMTOMATUYECKUE MEPONPUATAA MOTYT 3HAUUTENIbHO 06NerunTb
COCTOAHNME NMaLMeHTa 1 YNyYLIUTb KayecTBO ero »usHu [10].

B LIEJTb PABOTHI

JeMoHcTpaLmsa 0cOBEHHOCTEN KIMHNYECKOWN KapTUHbI (BPOXKAEHHbBIX aHOMAnNii pas-
BUTUA, KaK KPaHMaNbHbIX, TaK U SKCTPaKpaHWanbHbIX) 1 AMArHOCTMKM CMHAPOMa AnepTa
Ha nprmepe coBCTBEHHOTO KIIMHMYECKOro HabnogeHus.
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B KJIMHWUYECKOE HABJTIOAEHWE

HeBouka b. oT maTepu 34 neT C OTArOLWEHHbIM COMATUYECKUM (MONNHO3, rMnoTupe-
03 (MefIKaMeHTO3HO KOMMEHCUPOBAH)) M TMHEKONOTMYECKUM (CUHAPOM MOMMKUCTO3HbIX
ANYHMKOB) aHaMHe3oM. OT nepBoi 6GepeMeHHOCTH, NpoTeKaBLlel Ha ¢poHe HOBOW KO-
poHasupycHol nHbekumm (COVID-19) ¢ nosbilweHMeM TemrepaTypbl Tena fo ¢ebpusnb-
HbIX Undp B | TPUMECTpE, recTalMOHHbIM caxapHbiM Anabetom (FCH) co Il TpumecTpa ¢
nposegeHneM nHcynuHotepanuu. B Il Tpumectpe oTmeyanocb mHorosogue, B 36-37
Hefenb rectauMoHHaA apTepuanbHasa runepTeHsusa (cTaymoHapHoe neyenue), OPBN.
Ha cpoke rectaumm 11 Hegenb No faHHbIM Y3 BbiABNEeHa CUHOAKTUANA KACTEN U CTOM.
Mo pe3synbTraTam NpoBefeHHOW MHBA3WBHOW AMArHOCTUKM Ha 36-N Hepene rectauumn —
Kapuotun 46 XX. PUCK XPOMOCOMHbIX aHOManuii HU3KKIA. PebeHOK OT MepBbIX CPOu-
HbIX POAOB MyTem onepaLmmn KecapeBa ceyeHua B 40 Hefenb. Macca Tena npu poxzae-
HuM coctasnana 3020 r, gnvHa 49 cm, oueHKka no wkane APGAR 8/8 6annos. o wkKane
INTERGROWTH-21% dpur3nueckoe pa3Butme pedeHka Oblo rapMOHUYHbIM, COOTBETCTBYH0-
MM CPOKY rectaumn. MaTb 1 oTeL, COCTOANN B HepoACTBEHHOM bpake. MNpodeccroHanb-
Hble BPe4HOCTV OTCYTCTBOBASIM.

Mpu poxpeHWn OeBouyKa 3akpuyana rnocie TakTuiabHOW ctumynauun. Mpy 3oHAK-
pOBaHUU XenyfKa 6bl10 NoNyYeHO He6GOSbLIOE KONMYECTBO OKOMOMIOAHbIX BOJ, OKpa-
LUIEHHbIX MeKOHMEeM. B HeBponornyeckom craTyce OTMeYasocb YMEPEHHOEe CHUXKeHue
MbILLEYHOrO TOHYCa, pedriekcbl Bbi3blIBANNCh, HO ObICTPO UCTOLWANNCh. Ha BTopble cyTKu
XM3HU ObINO OTMEYeHO HapacTaHye CUMNTOMOB UHQEKLMOHHOIO TOKCMKO3a, AblXaTenb-
HOW He[OCTaTOYHOCTU, NIENKOLUMTO3 CO CABMIOM BJIEBO MO N1abopaTopHbIM AaHHbIM, No-
BbllweHne CPb fo 33 mr/n, Npu3Haky NHEBMOHUM MO AaHHbIM peHTreHorpaduy opraHos
rpynHon knetku. MpoBoaunack aHTMb6aKTepranbHasa Tepanua C NONoXnUTeNbHbIM dddek-
TOM, NMHEBMOHWA pa3peLiniach KIMHNUYECKM 1 PEHTFEHONOMMYeCcKU, nabopaTopHble Mno-
KasaTenu HopManu3oBanncb Ha 12-e CyTKM XK13HW. B Bo3pacTe 13 CyTOK uM3HU pebeHOoK
6b11 NepeBefieH B NPOGUbHbIV CTalMOHapP ANA AafibHENLero BbIXaXnBaHUsA, yTOYHEH A
[MarHo3a, onpefeneHuns TakTukn neyeHns. ObLuee coCToAHMe NpY NOCTYNSIEHNN pacLie-
HVBaNOCh Kak cpefHel CTeNeHM TAXKECTM 3a CUET HANINYMA BPOXLEHHON CUHAPOMANTbHOM
naTosiorMn B BuAe KOPOHAPHOIo KPaHMOCMHOCTO3a Ha poHe conyTCTBYlOLLe NaTono-
run. Mpy 0CMOTPe OTMeYanocb PacxoXeHne KOCTel Yepena no carmttasibHOMY LBY JO
1,5 cm, no nobHomy wey Ao 1,5 cm, nam6gosuaHomy 0,5 cm. DeHoTUNMYECKe 0CObeH-
HocTu: fedopmauma Yepena 3a cYeT CUHOCTO3a KOPOHAPHbIX LWBOB C 2 CTOPOH, 6paxu-
uedanua, runonnasna opobuT 1 cpepHen TpeTn N1La, 3anasLuasn NepeHoCuLa, KIoBoBua-
HbI HOC, MMKPOTHATUA, HU3KO PAaCMOIOXEHHbIe YLHbIe pakoBUHbI (puc. 1), apKoBMaHOE
HEGO, MoNHaA CUHIAKTUNA KACTeN 1 cTon (puc. 2, 3). MpucyTcTBOBaNM HeBponornyeckne
NPU3HaKM CUHAPOMA YrHeTeHUs (peakuma Ha OCMOTP MUHMUMAaNbHOW ABUraTeNIbHOM akTU-
BaLmel), prkcauma B3opa oTcyTcTBOBasa. COXpaHANMUCb NPU3HaKN CUHAPOMA «BAOrO»
pebeHKa: rmnoToHns 1 runopednekcuns. Pepnekcbl HOBOPOXKAEHHOIO Bbi3blBaNIMCh He-
CTOVIKME; XBaTaTeNbHbI, TaAOHHO-POTOBOW ObI/IM BblpaXkeHbl cflabo.

PebeHKy 6bl10 NPOBEAEHO KOMMIEKCHOE KINMHKKO-N1abopaTopHOe 1 UHCTPYMEHTasb-
Hoe ob6cnefoBaHuve. Mo AaHHbIM HelpocoHorpadryeckoro UccnefoBaHna BU3yanusu-
POBaNNCb 3XO-NMPU3HAKM Aunataumm GOKOBbIX Kenynoukos. o pesynbratam 3XoKap-
puorpadum — oTKpbITOe OBaslbHOE OKHO (2 MM), HebGosbLIaA aHEBPU3Ma Mexnpencepa-
HoM neperopogku (L-tun), gononHuTenbHasa xopAa B NeBoMm enygouke. [Npn ocmoTpe
Bpayva-HeBponora pednekcbl neproga HOBOPOXAEHHOCTM BbI3blIBA/INCH C HapyLleHnem
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Puc. 1. ®eHotun y seBoukn b. c cungpomom Anepra (aepopmauns yepena 3a cHeT CMHOCTO3a
KOPOHapPHbIX WBOB C 2 CTOPOH, 6paxuuedanna, 60nbLIOI POAHNYOK CMELLEeH Knepeau Ha 1106,
runonnasua op6uT n cpepHeil TpeTN N1La, 3anaBLuas NepeHocuLa, KNIBOBUAHDIN HOC, MUKPOTrHaTHA,
HN3KO PacnosioXKeHHble YlHble PaKOBUHbI)

Fig. 1. The phenotype of the girl B. with Apert syndrome (deformation of the skull due to synostosis

of coronary sutures on both sides, brachycephaly, a large fontanel shifted anteriorly to the forehead,
hypoplasia of the orbits and the middle third of the face, sunken bridge of the nose, beak-shaped nose,
micrognathia, low-lying auricles)

Puc. 2. CunpakTunma cron y pebetka b.
Fig. 2. Syndactyly of the feet in child B.

«Mepunatpus BoctouHan EBpona», 2024, Tom 12, N2 3 467



Oco6eHHOCTY KNMHNYECKOW KapTUHbI 1 ANArHOCTUKY CUHAPOMa ArepTa y HOBOPOXKAEHHbIX AeTeil:
KNnHNYeckoe HabnoaeHve

Puc. 3. CuHgaKTUANA Knucten y pebeHka b.
Fig. 3. Syndactyly of the hands in child B.

peanu3aummn KUCTEBbIX M CTOMHBIX ABUraTeNbHbIX CErMEHTOB Ha doHe cnHaakTunun. Od-
Ta/IbMOJIOrMyeckoe 06C/iefoBaHME MOKa3ano OTCYTCTBUE KAKUX-IMOO MaToNOrMyeckmx
W3MEHEeHWI, B TOM Ynciie B 061acTi rnasHoro AHa. 1o gaHHbIM pacluMPEeHHOro HeoHa-
TaJIbHOTO CKPVIHUHTA NaTONIOrK He BbiABIEHO. AyANONOrMyecKnii TeCcT NporgeH ¢ obenx
CTOPOH.

B MrKpobronornyeckmx noceBax U3 pasHbix JIOKYCOB Obli BbIsiBNEH 30/10TUCTbIN CTa-
dunokokk. IHK repnec-supycoB pasHbix rpynmn He BbifBEHO. [IpoBoannack KoppeKLuus
N3MEeHEeHWI B ra30BOM KUCJIOTHO-OCHOBHOM CTaTyce, MHY3MOHHas Tepanus, aHTnbakTe-
puanbHas Tepanus C y4eTOM YyBCTBUTENIbHOCTY BblAeNIEHHON MUKPOGIOpbI.

[lleBouka Oblna KOHCYNbTMPOBaHa reHeTUKoM. MNpoBeaeHe MONEKYNAPHO-reHeTnYe-
CKOTro nccnefoBaHnA BbiABUIO MyTaumn B reHe FGFR2, koTopoe B COBOKYMHOCTH C BblLUe-
nepeyncneHHbIMM aHaMHEeCTUYECKMIY AaHHbIMK, XapaKTepHbIM CUMATOMOKOMMIEKCOM
(KpaHMOCMHOCTO3, MOPOKM Pa3BUTUA CPelHen YacTu Nnua, TAaxKenaa CUHOAKTUAUA PYK 1
HOr) NoATBEPANIIO Hanune cnHgpomMa Anepra.

Hannune cnHapomasnbHbIX KPaHMOCTO30B B CEMENHOM aHaMHe3e poauTenu oTpuua-
nun. PebeHoK 6bin BbinvcaH AoMO. Ha MOMEHT BbINUCKN GU3NYECKOe 1 HEPBHO-MCUXMYe-
CKoe pa3BuTre pebeHKa COOTBETCTBOBAO BO3PAcTy. bblio pekomeHaoBaHO HabnofgeHne
negmaTpa, HeBPOJIOra, OTOPUHONAPUHIONOrA, YeNOCTHO-NNLEBOro X1pypra, Hempoxu-
pypra B NOAUKAVHUKE U CNELan3npPOBaHHbIX YUpPEXAEHNAX N0 MECTY »KUTENbCTBaA.

B OBCYXIOEHWE

KpaHMoCcMHOCTO3 - npouecc npexaeBPeMeHHOro CpalleHUs OLHOro WU He-
CKOJIbKMX YeperHbiX LIBOB, BbI3bIBAKOLWMIA YepernHo-nuLeBble aHoManun. B 6onblumH-
cTBe cnyyaeB (85%) KpaHMOCMHOCTO3 NPOABAAETCA B BuAe CNOpagnyeckon aHomanmm
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(HecMHApPOManbHbIM KPaHNOCMHOCTO3), @ B OCTanbHbIX cny4dasx (15%) B coctaBe CMHAPO-
MOB (CMHAPOMAaNbHbIN KpaHnocmHocTo3) [11]. K Hanbonee yacto accounmMpPOoBaHHbBIM C
KPaHWOCMHOCTO30M CMHAPOMaM OTHOCATCA cMHApoMbl AnepTa, Kpy3oHa, MNdanddepa,
KapneHTtepa n Cetpe - YoT3eHa. CHApOMasbHble KpaHNOCMHOCTO3bl YaCTO HOCAT CNopa-
LVYeCKnIi xapaKTep 1 ABNAIOTCA pe3ynbTaToM de Novo ayTOCOMHO-AOMUHAHTHbIX My TaLuii
C yyacTtem peuentopoB pakTopa pocta ¢pubpobnactos (FGFR) n renos TWIST. O6wmmun
NpPuU3HaKaMu 3TUX COCTOAHWI ABNATCA aHOMasMM OCHOBaHWA Yepena, rMnonnasus cpep-
Hel YacTu niua 1 aHoManumn KoHeyHoctel [12]. CuHapom AnepTa, nnmn akpouedanocmH-
paktunua | Tna (CA, akpouedanocungaktunus | Tuna, Apert syndrome, MKB-10 Q87.0,
OMIM 101200), ABNAeTCA pPefKUM reHeTMyecknM 3aboneBaHreM, XapaKTepu3yoLWwmnmca
KPaHNOCMHOCTO30M, YepenHOo-N1LeBON AncMopdunen n CUMMETPUYHON CUHAAKTUANEN
pyk 1 Hor [4]. Ha gonto CA npuxoguntca ot 4 o 5% Bcex CMHAPOMOB KPaHMOCMHOCTO308B
[4, 2, 13]. YacToTa CA oueHuBaeTtca B 1 cnyyae Ha Kaxpable 65 000-200 000 xunsopoxae-
HWIA, C OAMHAKOBOW YaCTOTON Mopa)aeT Kak ManbynKoB, Tak 1 ieBouek. MIHTepecHo, uto
y a31aToB YacToTa BCTPEYaeMOCT! caMad BbicoKas — 22,3 Ha 1 MSIH KUBOPOXKAEHUN, a
Yy UCNaHLeB, HaNnpOTMB, camasa HM3KaA — 7,6 Ha 1 MAH XueopoxkaeHui [13, 14]. Kaxabin
pebeHok yenoseka ¢ CA nmeet 50% LWaHC yHacnefoBaTb NaToreHHbIn BapuaHT FGFR2 [7].
HacneposaHvie CA NponcxoamT No ayTOCOMHO-AOMUHAHTHOMY TUMY 1 Bbi3bIBAETCA MyTa-
Luen reHa peuenTtopa ¢akTopa pocta pubpobdnacTos 2-ro Tmna (fibroblast growth factor
receptor 2 — FGFR2), pacnono»eHHoro Ha g/IMHHOM niieye XxpoMocombl 10. BonbWNHCTBO
MyTaLuii BO3HMKaeT de Novo 1 yalle B raMeTax OTLa, a PUCK UX NOABIIEHNA YBeNMYMBaeT-
CA nponopumoHanbHo Bo3pacTty poautens [14]. Cemencteo pakTopos pocta prbpodna-
cToB (FGF), cocTosLlee 13 18 CTPYKTYPHO CBA3aHHbIX 6EKOB, rpaeT LieHTpanbHyo ponb
B pocTe 1 anddepeHUnpoBKe ME3EHXNMASIbHBIX 1 HEMPO3KTOAEPMANbHbIX KneToK. FGFR
COCTOAT 13 4 TUPO3MHKIMHA3, KOTopble CBA3bIBalOT FGF 1 urpatoT cywecTBeHHyto posb B
nepepaye curHana. FGFR perynupyioT cpalyeHve yepernHbiX WBOB Ha MaKpoCKomnmye-
ckom ypoBHe [12]. feH FGFR2 coctonT 13 20 3k30HOB. B 3K30He 7 reHa 06Hapy»keHbl 2 Ya-
CTble MyTauuu, npusogALme K cuHapomy Anepra: S252W (3ameHa cepuHa Ha TpuntodaH
B 252-m nonoxeHuun) n P253R (3ameHa NponnHa Ha aprmHUH B 253-M NONOXKEHNN amMU-
HOKMCNOTHOW Lienu), KoTopble BCTpeyatoTca B 71 1 26% cnyyaeB 3aboneBaHnA COOTBET-
cTBeHHO. Kpome Toro, npu CA BO3HUKaeT aHOManbHasa aKkcnpeccus reHa KGFR, pacnono-
»eHHOoro Ha 10-11 XpoOMOCOMe, laHHbIV reH KoAMPYeT NocnefoBaTeNbHOCTb 6enka, ABNAto-
Leroca peLenTopom K pakTopy pocTa KepaTounToB. Pe3ynbTaTom aHOManbHOM SKcnpec-
CUW 3TOrO reHa CTaHOBATCA dpeHoTUNMYecKme HapylleHnsa GopPMUPOBaAHNA KOHEYHOCTel
(cuHpakTunua) [10].

MNpepctaBneHHoe HabnogeHe NHTePECHO Kak Cllyyall pefko BCTPeYatoLerocsa CuUH-
opoma akpouedanocnHaakTunum | Tmna, NOLTBEPXKAEHHOIO pe3ynbTaTamMmy MONeKynap-
HO-reHeTNYeCcKoro NccnefoBaHus.

Hannune cneunduryeckux uyepenHo-nULEBbIX XapaKTePUCTUK U aHOManUM KUCTU
W CTOMbI MO3BOJIAET B GONbLIMHCTBE C/lyYaeB 3anofo3puTb AnarHo3 cuHgpom Anepra.
B 1abn. 1 npmBeneHa cpaBHUTENbHAA XapaKTepUCTUKa KIIMHNYECKMX 0COOeHHOCTel Ha-
6ntofaemoro pebeHka 1 faHHbIX MypoBow nuTepatypbl o CA [7, 10, 15-171.

Du3rKanbHbIE OCMOTP UTPAET CyLLECTBEHHYO POJib B ANArHOCTUKE CUHApoMa. Y na-
LMeHTOB C akpouedanocuHgaktunment | Tmna Hanbonee yacTo BCTpeyaeTcsa Nporpeccu-
pYIOLMIA CUHOCTO3 HECKOMbKMX KOCTel (Mporpeccupylowmnii KpaHMOCMHOCTO3, CMOHAN-
nopes LeHbIX MO3BOHKOB, KOCTEN PYK M HOT, 3anACTbA U npeantocHbl). CoO CTOPOHbI
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Ta6nuua 1

CpaBHMTeNIbHaA XapaKTepucTnKa nposBneHuii cnHapoma Anepra y Habniogaemoro pe6eHka b. n
AaHHbIX Hay4HoW nuTepatypbl [7, 10, 15-17]

Table 1

Comparative characteristics of the manifestations of Apert syndrome in the observed patient B. and
scientific literature data [7, 10, 15-17]

Xapakre-
pucTnKa

lNMposaBneHnsa cnHapoma Anepra 1 YacToTa UX BCTpeya-
€MOCTW NO AaHHbIM Hay4YHOW INTepaTypbl

KnuHnyeckue npossneHns y
pe6eHka b.

YepenHo-
nmuesas
obnactb

Hanbonee yacTo BcTpeyaeTcs KOPOHAPHbIV KpaHUOCH-
HOCTO3, MPMBOAALLNIA K akpouedanuu, bpaxuuedanun,
Typpu-6paxuuedpaniu. Yacto BoBneKaloTcA cnepyolmne
LUBbI: KOPOHAPHbIN (0kono 100%), carmTTanbHbIN (85%),
naméaosuaHbIn (81%).

AHOManua yepena B BuAe TPWINCTHKA PErMcTpupyeTca
npubnusutenbHo y 4% MnaAeHLeB.

Y 60MbLWIMHCTBA AeTe 60MbLON POAHNYOK CMELLAETCA
Knepenm Ha no6. XapakTepHa rinonnasusa cpegHemn 4actm
NILA, MAOCKMI UK BbICTYMAIOLMIA 106, INY6OKMe KOXKHble
CKNagKu Hag 6poBaMY, MeNKne rasHuLbl, rnepTeno-
PYi3M, aHTUMOHTONTOUAHBIN Pa3pes rnas, MasieHbK1I HOC
C YMIOLWEHHOW CMIMHKOW U WNPOKM KOHUYMKOM, BEPXHAA
MUKPOMHATWSA, HU3KO MOCaXEeHb! YLLIHblE PaKOBYHbI

KopoHapHbI KpaHNOCUHOCTO3,
pacxoxpeHune KocTel yepena no
caruTTanbHOMy LUBY [0

1,5 cm, no no6Homy By o 1,5 cm,
naméposugHomy 0,5 cm. lepop-
MaLus Yepena 3a cYeT CMHOCTO3a
KOPOHapPHbIX WWBOB C 2 CTOPOH,
6paxuuedanuns, 60nbLLION POJHU-
YOK CMeLLEeH Knepeam Ha nob, rm-
nomnnasus opouT 1 CpeaHen Tpetn
n1La, 3anaBLuas nepeHocunua,
KITIOBOBUAHDIN HOC, MMKPOFHaTUA,
HW3KO PaCronoXeHHble yLIHble
PaKoBVHbI

Cromartono-
rmyeckme
aHoManum

AreHesua 3y60B 11 MOMYTHEHMA 3Manu BCTpeyatoTca bonee
yemy 40% peten.

YacTo BCTpeyaloTca sKTonmyeckme npopesbiBaHnA BEPX-
HeYenoCTHbIX NepBbIX MOMAPOB.

[lpyrvie opTofOHTNYECKIE OCOBEHHOCTY BKIIOYAIOT NO3A-
Hee npope3sbiBaHue 3y60B, OTCYTCTBME 3y6OB, CKyUeH-
HOCTb 3y60B, aHOMaIV MONOXKEHUA OTAENbHbIX 3y60B,
nonatoob6pasHble pe3Libl, HernpaBWIbHbIN NMPUKYC.
Bbicokoe apkoobpasHoe HEGO, paclenviHa MArkoro Héba
1 A3blYKa B 76% cnyyaeB. Bonuba nacTb 4acTo NpmucyTCTBY-
et npu CA

Bblcokoe apkoobpasHoe HEOGO

KoHeuHocTn
1 ckenet

CVHIAKTUAVA KUCTe 1 CTON NpakTUYecKy Bceraa nosnHas,
LeHTpanbHble 3 NanbLa NofABeprHyThl cpaLieHnto B 100%
cnyyvaeB. bonbLIo Nanew 1 MU3NHEL, TaKXXe BOBJIEYEHbI

B MPOLEeCC cpaLleHna. YacTo BCTpeYanTca CUHAAKTUANN
(cnuaHue =2 HorTen) co |l no IV naneu.

[pyrvie aHOManun KOHEYHOCTel, KOTOpble BCTPeYaloTcA
pexe, BKMIOYAIOT: CUHOCTO3 NyY€eBOW 1 NieYeBoi KOCTel,
npeakcnanbHyo N/Mnv NOCTakCUanbHyO NOANAAKTUNNIO
KUCTeW 1/unwm CTon, WMPOKYIO ANCTanbHyo GpanaHry 60mb-
Woro nanbua.

CnuaHWsA WenHbIX NO3BOHKOB OGHApY»KMBatoTcA y 68%
nogen, yawe Bcero ¢ BoBneyeHnem CV-CVI. AHomanum
LWEHOTo OTAEsNa MO3BOHOYHMKA BKIIHOUAIOT aT/IaHTOAKC K-
anbHbIv NoaBbIBKX (7%) 1 C1 spina bifida occulta (7%)

MonHaa CcMHOAKTUNNS KUCTEN 1
cTon

OpraHbl
3peHus

MepBuUYHbIE 0dTaNbMONOrMYECK/ e aHOMaNMK: Kocornasue
(60%), aHoManus pedpakumm (34%), aHnzometponus (19%).
BTopuryHble opTanbMonornyeckue NpusHaku, KOTopble
MOTYT Pa3BUTbCA CO BPEMEHEM, BKITKOUAIOT SKCMO3NLIMOH-
HyI0 KepaTonaTuio 1 pybLieBaHie porosuLbl (8%), atpoduio
3pUTENIbHOrO HepBa (8%)

OpraHbl
cayxa

MoTepsa cnyxa BcTpeyaeTca yacTo (80%) 1, Kak mpasBuno,
ABNAETCA KOHAYKTUBHOW, BbI3BaHHOI 3aboneBaHemM
cpefHero yxa, aHOManvAMU CIyXOBbIX KOCTOYEK, CTEHO-
30M WSIN aTpe3nen HapyKHOro C/TyXOBOrO NPOXoAa.
AHOManuM NosyKpy»>KHbIX KaHanoB 06HapyXnBatoTCA y
70% nayneHTOB
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OKoHuaHue Tabnuubl 1
fipemHbIi opamMmHanbHbI CTeHO3 HabnogaeTca y 93%
NauneHToB.
LleH- Y 60% ntopeit HabnoaaeTcs HeMporpeccnpytoLas BEHTPY-
TPanbHas Kynomeranus, y 6-13% — rugpouedanus. OX0-NpU3HaKku gunataymm 6o-
HZ BHas CTpYKTypHble MOPOKYM Pa3BUTKA FOJIOBHOTO MO3ra: KOBbIX K€JTyJOUYKOB MO AaHHbIM
cmETema aHOManuMM Mo30ancToro Tena (23%), oTcyTcTBYE septum HelpocoHorpadryeckoro nc-
(LIHO) pellucidum (17%), manbdopmarya Kuapu | n/vnm Hisko cnepoBaHuA
|pacnonoXeHHble MUHAANHBI MO3XeuKa (17%), apaxHou-
IanbHas K/CTa 3afiHell YepernHoi AMKY (7%), numbrnyeckne
NOPOKWN Pa3BUTMISA, XPOHMYECKas rpblka MUHAANNH (2%)
. OTKpbITOE OBasIbHOE OKHO (2 MM
MpumepHo 10-20% feten ¢ CA MMeloT CTPYKTYPHble P ( )
CeppeyHo- Hebosbluas aHEBPM3Ma MeXNpea-
aHOManMM ceppua, K Hanbonee pacnpocTpaHeHHbIM o
cocypucrtas . ceppaHou neperopogku (L-tvn),
OTHOCATCA AedeKT MeXxKeny[oUKOBON NeperopoaKy 1
cmcTema [ONONHUTENbHAA XOPAa B IEBOM
aopTanbHble MOPOKU
xKenypouke
[Obixa- AHOMasbHble XPALLY TPaxen, TPpaxeonmLLeBOAHbIN CBULL,
TenbHan neroyHas annasus, oTCyTCTBUE CPefiHel JONU NIerkoro, -
cucTema OTCYTCTBYIOLWME MEXA0MEBble 60po3bl
Kenynou- Hanb6onee yacTo BcTpeyaeTca manbpoTauus. Munopo-
HO-KK- CTEeHO03, aTpe3ua NULLEBOAA, SKTONUA 3aAHEFO NPOX0Aa, _
LweyHas YacTMYHas aTpe3ns UM HeJOPa3BUTUE XKENTYHOTO My3blps
cncrema BcTpeyatotcay 1,5%
AHOManNMUM MOYenosIoBon cUCTeMbl (MOMMKUCTO3 NOYEK,
Mpu3HaKM KannkosKTasmm ¢ obenx
Mouenono- | fo6aBoYHble MOYEYHbIe SIOXaHKK, r’MapoHedpPo3, CTEHO3
. CTOPOH MO JaHHbIM YNbTPa3ByKO-
BasA CUCTeMa | LK/ MOYEBOro Ny3blps, KPUMNTOPXM3M) BbIABAIOTCA Y
o BOrO UCCelOBaHMA NMOYeK
9,6%
MMnepruapos ABNAeTCA xapakTepHo YepTon CMHAPOMA
Anepra.
Koxa 1 ee YacTo HabniogaoTcA O6WMpPHbIE YrpeBble BbICbINaHUA Ha
NpUgaTKY nuue, rpyau, CriviHe 1 nieyax. Y HEKOTOPbIX NaLeHToB TMneprugpos
P |Pa3BKBaIOTCA Ype3MepHOe CMOPLUVBAHMNE KOXM 1163,
ANCTPOodUA HOrTEN, OTMEYAETCA FTMMONUIMEHTALNA KOXIN
1 BONoC

BHYTPEHHMX OPraHoOB Y YacTu AeTell AUarHoCTUPYIOTCA: CTPYKTYpPHble aHOManuy cepaua
(20-10%), aHOoManuM mouyenonoBon cuctembl (9,6%) 1 XenyooYHO-KMLLIEYHOro TpakTa
(1,5%) [15]. B nuTepaType yNnoMmHalOTCA NaToNoOrMyeckme U3MeHeHnsa AblxaTeNlbHON Cu-
CTEeMbI, MOXET HabIo4aTbCs MHOFOYPOBHEBas OOCTPYKLMSA AblXaTeNbHbIX MyTe, KoTopas
yacTo 06yC/IOBNIEHA CYKEHMEM HOCOBBIX XO4OB UMM aHOManuamu Tpaxeu. Mpwv Henposu-
3yanu3auum y 60/bLUMHCTBA NALVEHTOB BCTPEYAETCS HEMPOrpeccupyioLlas BEHTPUKYIIO-
meranua [7]. Ona geteii ¢ CA xapakTepHbl KOXHble NPOABEHNA B BUAe rmneprugposa,
YacTo HabnAATCA OOLWMPHbIE yrpeBble BbicbiNaHus [10]. YMCTBEHHOe Hepopa3BUTUE
pa3Hol CTEMEHN BbIPAXKEHHOCTU MOXET Habnogatbca npu AaHHOM cuHapome. CambiM
pacnpoCcTpaHeHHbIM OOBbACHEHMEM YMCTBEHHOW OTCTANIOCTV ABNAETCA MOBbILIEHNE BHY-
TpUYepEenHOro AaBneHns, BO3HMKaloLee Npu paHHeM CMHOCTO3MPOBaHMM LWBOB Yepena.
[pyrvie aBTOpbl NPUYMHON CYMTAIOT MOPOKM PA3BUTKA FONIOBHOIO MO3ra. TpeTbnm paKkTo-
POM, BIAIOLWMM Ha YPOBEHb UHTENNIEKTA, CYMTAIOT COLMANbHYIO cpeay, B KOTOPOW pacTeT
pebeHok [14].

OunarHo3 cvHapoma AnepTa yCTaHaB/IMBaeTCA y pebeHKa C KnacCUYeCcKUMU KAHU-
YeCcKMMM NPOABNEHMAMN (MHOTOLIOBHbIV KPaHMOCMHOCTO3, FTMMOMNasna cpeaHen yactm
N1ua, aHOManbHOEe pa3BUTUE OCHOBAHUA yepena N CUMMETPUYHaA CUHOAKTUAMA BCEX
KOHEYHOCTEeN) 1 NOATBEPKAAETCA NPpU uaeHTUdMKaLMM reTepo3nUroTHOro NaToreHHoro
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BapunaHTa FGFR2 c nomoLblo MmonekynapHo-reHeTnyeckoro tectuposanuma [6, 7, 10]. Kor-
na deHoTMNMyeckne faHHble cooTBeTCTBYIOT CA, NOAXOAbl K MONEKYNAPHO-TEHETUYECKO-
My TECTMPOBAHMIO MOTYT BK/tOUYaTb TECTUPOBaHME 1 reHa Uan NCnonb3oBaHue MynbTU-
reHHoun naHenwu [7]. Mpn OTCYTCTBUMN YETKMX KIMHMYECKMX NPU3HAKOB CMHAPOMa AnepTa
ona puddepeHunanbHOro AnarHosa ¢ ApyrvMy reHeTMYeCcKMM KpaHMOCMHOCTO3aMu pe-
KOMeHAyeTCA NCMOoMb30BaTb METOAbl SK30MHOIo/reHOMHOro cekBeHnposaHma AHK [15].

bonblwoe 3HaueHre MmeeT npeHaTtanbHaA AmarHocTuka. Micnonb3yoTt Y3U, marHut-
Ho-pe3oHaHcHyto Tomorpaduio (MPT) 1 reHeTuyeckoe TectmposaHue [18]. MpeHaTtanb-
Hasa gnarHoctnka CA ocHoBaHa Ha Bu3yanu3auuy aHomanuii Gopmbl yepena, aHomasnmi
N1La, OTCYTCTBMA OTUET/IMBBIX 1 Pa3fieNbHbIX ABVXEHUI NanbLeB pyK 1 Hor. CUMMeTpury-
HasA CUHZAKTUIVA, NN «PYKU-BAPEXKKM», MPU3HaHa HafeXHbIM MHAMKAaTOPOM CUHAPOMA
AnepTa npwu ynbTpa3ByKOBOM CKaHWPOBaHWMW. 3TOT CMMMNTOM 0CO00 3HauMM, Korga Habnto-
[laeTCA BMeCTe C aHoMasbHol dopmol yepena. MPT moxkeT 6bITb Mone3Ha s OLEeHKN ac-
COLMMPOBAHHbIX BHYTPUYEpPEenHbIX COCTOAHUI, TaKNX Kak BEHTPUKYNOMeranus, areHe3mns
MO30/I1CTOro Tena 1 aHoManuu neperopogku [1, 19]. CnegyeT oTMETUTb, UTO MOPOKM pas-
BUTWA CepAevyHO-COCYANCTON UM LeHTPaNbHOM HEPBHOW CMCTEMDI, Takne Kak gedeKTbl
MeXnpefcepAHON UM MeX>KelyfouKOBOI NeperopoaKn, BEHTPUKYIOMeranua nuin are-
He3nA MO30IMCTOro TeNla, COOTBETCTBEHHO, MOTYT ObITb BU3Yann3rMpoBaHbl Y HEKOTOPbIX
nnogos ¢ CA o TOro, Kak OyayT BbisiBfIeHbl MTAaTOFTHOMOHWYHbIE U3MEHEHWA cKeneTa. Takum
obpa3zom, HecmoTpA Ha To, uto CA xapakTepusyeTtca cneunduryecknm Habopom NOPoKoB
pa3BUTKA, reTepPOreHHOCTb KINMHUYECKOWN KapTuHbI 1 TPYAHOCTY B €0 paHHeM BbiABIe-
HUWN CABUIalOT CPOKM NMOCTaHOBKU AnarHosa [8].

CvHgpom AnepTta EMOHCTPUPYET CyLeCcTBEHHOe COoBMaieHne C KINMHUYECKUMU Xa-
paKkTepucTmkamu, HabniogaemMbiM1 NPU JPYrmx CUHAPOMax KpaHnocmHocto3a. C yuetom
CXOXKECTN KNUHUYECKUX NPOABMIEHUN NpoBefeH WNpoKknin anddepeHumanbHo-gmarHo-
CTUYECKN NMOUCK. B Tabn. 2 npuBefeHbl OTANYUTENbHbIE XapPaKTEPUCTUKNA CUHLPOMOB
KpaHunocmHocTto3a FGFR[7, 10, 14, 20].

MockonbKy cMMNTOMbI CMHAPOMa AnepTa AeMOHCTPUpPYOT 6onbliylo Bapuabenb-
HOCTb, TpebyeTcA MyNbTUANCLMUMIMHAPHBIA NOAXOA K AMarHoOCTUKe W fieyeHunto 3abone-
BaHMA. HeobxogMmo npurBneyeHne crnefyowmnx Bpaven-cneunanncToB: HeNMpoxXupypra,
NNacTMyYeckoro U PeKoHCTPYKTMBHOIO XMpypra, optoneda, OTOpMHONapuHronora, od-
TasfbMosiora, ncmMxmaTpa, HeBposiora, HeoHaTonora, negunaTpa u reHetnka [17]. Xvpypru-
yeckoe JfleyeHne HanpaBNeHo Ha yBennyeHne obbema yepena v KOppPekUno CUHAAKTU-
nun [21]. NleueHne CA ocTaeTcs ogHOM 13 Hanboree CNOXKHbIX 061acTel YepenHo-nuLe-
BoW xupyprum. Cpokm onepauny 1 Heo6XoAMMOCTb JOMOSTHUTENbHBIX HENPOXMpPYpriye-
CKMX BMeLLIATeNIbCTB, TaKMX KakK LIYHTMPOBaHWe, ABNATCA TeMon anckyccuin [22]. bopbba
C BHYTpUYepenHow runepTeH3nen nrpaeT LeHTPasbHYo POJb B NanNaTUBHOM JleUeHnn
CA[10]

B HacToAlee Bpema m3yyaeTca BAMAHME FeHHOW Tepanuu Ha npefoTeBpalieHue/
yMeHblleHne ocnoxHeHun CA. PacteT MHTepec K WHIMOMPOBAHWIO MONEKYNAPHbIX
nyTen, y4yacTBYyLWMX B Pa3BUTUN KpaHuocruHocTo3a npu CA. HecmoTpAa Ha TO, UTO Ha
LaHHbIN MOMEHT XMMUYeCKne UHIMOUTOpbl curHanbHoro Nyt FGFR gocTynHbl TONbKO B
nabopatopusax, N3BECTHO, UTO OHM BOCCTaHAB/IMBAOT HOPMalbHYiO Nepeaayvy CMrHanoB
FGFR v npegoTBpaLlatoT cBA3aHHbIe C HUMK AedeKTbl cKeneTa. Heobxoanmbl fganbHenwmne
nccnenoBaHuA 1 paspaboTka 3G eKTUBHBIX METOLOB PAHHErO flieueHUs 1 NPOPUIAKTUKN
CYHLPOMOB KpaHMocrMHocTo3a [16].
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Ta6nuua 2

OTAnunTeNbHble XapaKTepUCTUKN CMHAPOoMoB KpaHnocuHoctosa FGFR[7, 10, 14, 20]

Table 2

Distinctive characteristics of craniosynostosis syndromes FGFR [7, 10, 14, 20]

YepenHo-nuue-

HeBponoruye- rme
KpaHunocuHo- | Bbie n OcobeHHOCTN P Apy
CnHapom . CKue 0cobeH- XapaKTepHble
cTo3 AbiXxaTenbHble KOHeYHoCTen
HOCTU nposABneHns
nposABneHns
Petpy3usa cpeg- YmcTBeHHasA oT-
HeW 30HbI NNua, MsrkoTkaHHasa | ctanocTb (~50%).
. CpalyeHua
CrHppomM MHOrowoBHbIN | 3K30dTanbm, N KOCTHaA CrabunbHas BeH- HO3BOHKOB
AnepTa KPaHWOCWHO- | paclyenHa Héba, | CMHOAKTWUAWA C | TPUKySIoMeranus (acTo C5-C6)
Apert CTO3, BKJIKOYalo- | cToMaTosiornye- nonuaaktunuen | (>50%). MMnepruapos :
syndrome LN BEHEYHbIE | CKMe aHOManuu. | nanbLes pyK Knapwm |, otcyTtcTBrE pruApos,
M aKHe, ANCTPoO-
(OMIM 101200) | webl MHoroypoBHeBas | 1 Hor nnu 6e3 npo3payHou nepe- dwA HorTeli
06CTPYKUMA Abl- | HEee, CUHOHUXMA | FOPOLKU, areHe3us
XaTesbHbIX MyTewn MO30SIMCTOro Tena
BapuriabenbHasn
CuHapom .
KpysoHa BapuabenbHbii | peTpy3us cpeg- CpalueHusa
MHOTOLLOBHBIN | HEl 30HbI NNLa Tmgpouedanus, NO3BOHKOB B
Crouzon O6bluHO HOpMa o
syndrome KPaHWOCKHO- | 1 3K30Tanbm, Kunapwm | 25% cnyyaes
cT03 06CTPyKUVMSA Abl- vawe C2-C3
(OMIM 123500) PYKUWA A (Hawy )
XaTesbHbIX MyTew
Petpy3us cpeg-
. | Hel 30HbI Nnua
MHoOroLwoBHbIN Ha, Lnpokne
CrHgpom 3k30¢TanbM. + cpalleHus
M KpaHWOCWHO- MeAnanbHO mppouedanua
Nanddepa MHoroypoBHeBas B NNOKTAX U
. CTO3, HEKOTO- OTK/IOHEHHble Kunapwm I.
Pfeiffer 06CTPyKUVMSA Abl- KONeHsAX
pble ¢ uepenom . | 6onblme nanb- | YMCTBeHHas OT- o
syndrome B BUAE Knesep- XaTenbHbIX MyTei. L4bl HOT. CTanocTh + KpecTLoBbI
(OMIM 101600) P Bocnpuumunmsbl : npugaTok
HOro fincTa Bpaxugaktunvsa
K LleHTpanbHoMy
arnHo3 BO CHe
BepxHeuentocT- Bbpaxunpaktu- TyroyxocTb,
CrHapoM Koahmocuno- | HaA Tvnonnasus, | nus, KoxHas NopoKM cepa-
KapneHnTtepa cfos (MHOrO- 06CTPYyKTMBHOE CUHAAKTUANA 3apepxKa nHTen- | ua, rmnonna-
Carpenter LIOBHBIA. vawe | AMHO? CHa, nanbLeB pyK U | NeKTyanbHOro 3UA HapY>KHbIX
syndrome KODOHa 'Hbl% runepTenopusMm, | Hor, nonnpak- pa3BuTuA MosIoBbIX
(OMIM 201000) poHap rNa3HoM 3K300- TUANA BCerga OpraHos,
Tanbm npeakcuanbHas oXupeHne
BepxHeuentocT-
Huskas ne-
HaA runonnasus,
- peaHAA NHUA
HEGO C BbICOKUM | YacTuuHasn
CunHppom Ce- | KpaHnocuHo- pocTa Bonoc,
CBOLOM, Frunep- CUHAAKTUANA
Tpe — YoT3eHa | CTO3 OfjHOCTO- XapaKkTepHoe
M Tenopusm, ony- 2-3 nanbues, BonbwnHcTBO
Saethre - POHHWI UK yx0 (ManeHb-
.| LWeHwve rnasHbIx yABOEHHasn C HOpManbHbIM
Chotzen [IBYCTOPOHHUIA - Kan yluHasA
. wenen, acumMme- | auCTanbHaa ¢a- | UHTENNIEKTOM
syndrome KOPOHapHbIN TpuA uepena u flaHra NepBoro pakoBuHa ¢
(OMIM 101400) BblCTynatoLiemn
nmua, nanbLa cTonbl .
HOXKOW), Mno-
06CTPYyKTMBHOE
TepA cnyxa
arnHo3 cHa
CnHapom BbipakeHHas .

AP . p Bbicokun
Bepe — CtuBeH- | MHOrOLWOBHbIN | peTpy3una cpef- OBEHb HEO-
COHa V3BWW- | KPAHMOCUHO- | Hell 30Hbl iMua C yp .

YMCTBEHHasA OTCTa- | HaTanbHON
CTan Koxa CTO3, Yepen 3K30dpTaNbMOM, o
.. noctb (100%). CMepTHOCTUN
Beare - KneBepHOro pacuienviHa Héba. | Hopma )
Tmppouedanua. Cutis gyrata.
Stevenson nuctay HatanbHble 3y6bl. é
. Knapw | YepHbin
cutis gyrata 6onblWwnHCTBa | MHOroypoBHeBas AKAHTO3
syndrome nayueHToB 06CTpYyKLUWA Abl- oC TM'3M
(OMIM 123790) XaTenbHbIX MyTein pcy
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Oco6eHHOCTY KNMHNYECKOW KapTUHbI 1 ANArHOCTUKY CUHAPOMa ArepTa y HOBOPOXKAEHHbIX AeTeil:
KNnHNYeckoe HabnoaeHve

OKoHuYaHue Tabnuubl 2

Kpy30H c
Py BapuabenbHas
YepHbIM aKaH- .
BapuviabenbHbliii | peTpy3usa cpeg-
TO30M . . Tmgpouedanus, .
MHOTOLUOBHbI | HEI 30HbI UL YepHblin
Crouzon Hopma Knapw |
; .| KPaHMOCUHO- | 1 3K30¢Tanbm, aKaHTo3
with acanthosis
- cT03 06CTPYKLUMA fbl-
nigricans XaTesIbHbIX NyTel
(OMIM 612247) Y
Lnpokne mean-
anbHble OTKNO-
CrHgpom HeHUs 6oNbLUNX
[I>KeKcoHa — JK30¢Tanbm, nanbLeB CTOMbI,
o MHorowoBs- BonbwmnHcTBO
Beinca o MHOTOYpOBHEBas | CUHAAKTUINA HA X-06pa3Hble
.| HbI KpaHWO- C HOpMaJsibHbIM
Jackson — Weiss o6CTpyKUMA Abl- | 2/3, cpallyeHne Horm
CMHOCTO3 . VHTENNEKTOM
syndrome XaTenbHbIX NyTei | IpeAnCHbI 1/
(OMIM 123150) VNV NJTIOCHBbI.
HopmanbHble
pykn
3afepxKa pas-
CuHapom BUTUA pebeHKa
YHu- unu 6u- BapuabenbHas Bpaxugaktnnusa
Miokke KOPOHApPHbIN eg 31A U 3§nﬂcﬁ|ble n | (66%).
Muenke K gHMOSVIHO- ’3)K3(’))(T)TanbM cpep- | npegnnocHe- YMcTBEHHaA OT- N
syndrome c?os (85%) Hel 30HbI nmug Bze cpalleHus cranocts (36%).
(OMIM 602849) P CIIBr* (24%).
Cypoporu (20%)
MponTto3 npun
M3onmpoBaH- P P
9 6VIKOPOHapPHOM Co BpemeHem
HbIl KOpoHap- | OgHo- nnn 6u-
. N KpaHUOCUHO- MOFYT Pa3BUTbCA
HbI CUHOCTO3 | KOPOHaPHbIIA
cTo3e. Hopma NpU3HaKkn CUHAPO- | —
Isolated KpaHNOCWHO-
BapuabenbHas Ma Kpy3oHa nnu
coronal cros eTpy3usa cpef- MioHke
synostosis PETRY PeA
Hel 30Hbl Nnua

Mpumeyanue: * CABI - cuHapom aedrumta BHMMaHUa/runepaktneHocTn; ADHD - attention-deficit / hyperactivity disorder.

MporHo3 Ana »KW3HW, Kak MNpaBuio, 61aronpusTHbIA (MPOAOKUTENBHOCTD »KMU3HU
no 60 net) [23]. CBOEBPeMEHHO MpPOJSIEUEHHbIE AETU MOFYT pPaccynTbiBaTb Ha 6Gonee
Nerky ajanTtauuio B obwecTBe. MUHUMaNbHbIA KOMMEKC MOCTeonepaLuoHHOro
HabniofeHWs BKMOYaeT B ceba: perynspHble (He pexe 1 pa3a B 6 MecsLeB) OCMOTPbI
onepupylowWwnx Xnpypros, HeBposnora, odpranbmonora, neguatpa [10]. JonrocpoyHoe
HabnoaeHe HEOOXOAMMO ANl CHUXKEHUA PUCKA Pa3BUTUS OCIIOMKHEHWI, CBSA3AHHbIX C
KPaHNOCMHOCTO30M, TaKMX KakK KOCOr/a3une, anHo3 BO CHe 1 NMOBbILLEHHOE BHYTprYepenHoe
naBneHue [16].

B Hawem cnyyae nofo3peHne Ha TUMUYHbIE MOPOKW Pa3BUTUA PYK U HOT (Ha CPOKe
rectaummn 11 Hegenb No AaHHbIM Y3W BbiABNEHa CUHAAKTUNNA KUCTEN U CTOM) NPUBENO
K CBOEBPEMEHHOW ANAarHoCTnKke cuHapoma AnepTa. [JaHHbI ciyyar NogYepKuBaeT 0Co-
6yt0 BaXXHOCTb KBanmouumpoBaHHoro nposefaeHus Y3U nnopa. CemMenHbl aHaMHe3, Kak
NpaBuio, He UMEeeT 3HaUYeHUs], GONbLUMHCTBO CllyyaeB CMHAPOMA AnepTa HOCAT Cropa-
OVNYECKUI XapaKTep. 3HaHWe BCeX KNuHuYeckux npossneHuii CA nosBonsieT BblOpaTbh
NpPaBWbHYIO0 TaKTUKY BeAeHNA NaLMeHTOB B Npej- 1 nocsaieonepaunoHHOM neproge, no-
MOraeT onpefennTb Kpyr CreuuanucToB U UCCefoBaHUN, HEOOXOAUMBIX st obcnefo-
BaHWA NaLNEHTOB.
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KnuHnyeckuii cnyyvam .
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B 3AKJ/TIOYEHUE

CuHgpom AnepTa AeMOHCTPUPYET GONbLUYIO KIIMHUYECKYIo BaprabenbHOCTb. Hecmo-
TPA Ha XapaKTepHOe MHOrOCUCTEMHOE MOPAXKeHMe, BKIIIOUaloLee KPaHMOCMHOCTO3, No-
paXkeHNa KOHEUYHOCTEN 1 YeSTIoCTHO-NMLEBOIN 061acTy, BPOXKAEHHbIE MOPOKM Pa3BUTUA
OpraHoB 3peHVs U CJyXa, CepaLa, MOYEnoNioBON CMCTEMbI, BCTPEUAKOTCA KINHNYECKNE
NpPOosIBNEHNA TONbKO B Brae 6paxmouedanuv u NOMHOW CUHAAKTMAMK. Paznuuune KnvHu-
yecKknx NposABneHU onpeaenseT HeobXoaMMOoCTb WKPOKoro anddepeHumnanbHo-gmna-
rHOCTMYECKOrO MOWCKa Cpean HacneAcTBEHHbIX KPaHUMOCMHOCTO30B. B cTaTtbe noguep-
KHYTa BaXXHOCTb paHHEl AUAarHOCTUKN, BKIOYAIOLEN aHaNN3 KIVHUYECKNX CUMMITOMOB,
pe3ynbTaToB MOMEKYNIAPHO-TEHETUUECKOrO UCCNefOBaHUA 11 METOLOB MpeHaTasbHOM
BM3yanvsauuu. BegeHme cMHLPOManbHOro KpaHMOCMHOCTO3a ONTUMMN3NPYETCS MEXIMNC-
LUMNIVHaPHbIM NOAX0A0M. Pe3ynbsTaToM TaKoro KOMMIEKCHOTO MOAX0LA CTaHOBUTCS YNyy-
LIeHVe KauecTBa XXM3HW NaLMEHTOB, CHXEHME PUCKa Pa3BUTUSA OCSTIOKHEHWI, CBA3aHHbIX
C KPaHMOCUHOCTO30M.
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