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Pesiome

CnHgpom Manddepa (CM, akpouedanocnHaakTunua tuna vV, Q87.0) — peakoe Hacneg-
CTBEHHOe 3ab0neBaHMe C LWNPOKNM CNEKTPOM KIIMHNYECKUX NPOABNEHUI, OTHOCALLeecs
K KpaHnocteHo3aM. Bctpeuaetcay 1 13 100 000 HOBOPOXKAEHHbIX, HE 3aBUCUT OT NMOJIOBOW
NPUHaANEXHOCTN AN HaUUOHanbHOCTW. [poABnAeTcA rmnepTenopmsmMom 1 NPonTo3oM
rnas, rmnonnasuern BepxHen YenioCTu, HapyLlweHneM Ccinyxa, aHOMasbHbIM Pa3BUTUEM KO-
HEUYHOCTEN 1, B TAXKENbIX CNyYasX, HapyLleHneM HeMPONCUXnMYeckoro passmTtna. CHuxe-
HUe MHTeNsIeKTa YacTo CBA3aHO C OTCPOYEHHOWN MOCTaHOBKOMW AmarHosa. lNpegyragato
poxaeHue pebeHka ¢ CIM BO3MOXHO nuLb B 50% cnyyaes, B OCTaslbHOM — 3TO pe3yfbTaTt
MyTauum de novo. Pelarowum gnarHoCTMYECKMM MeponpuATUEM ABAETCA NPOBeAeHNe
MOJIEKYNIAPHO-TEHETUYECKOro TeCTMPOBaHUA U BbiABreHe aedekTos B reHax FGFR1 n/
unn FGFR2. B MmpoBoW HayyHOW nnTepaTtype B HacToALlee Bpems HefoCTaTOUYHO nccre-
LoBaHUN, nocaAweHHbIX Cl1, ¢ yem cBA3aHbl TPYAHOCTM NOCTAaHOBKM ANarHo3a v fanbHem-
LWee BefleHMe NaLMeHTOB. JleueHre BKIOYAET B Ce6A XMPYPrUYecKyo KoppeKuuio cyLie-
CTBYIOLLNX MOPOKOB M KOHCEPBATMBHYIO Tepanmio HapyLUEHNA CO CTOPOHbI BHYTPEHHNX
opraHoB 1 cuctem. KauecTBo »mM3HM naumeHToB ¢ CI1 3aBUCUT OT CpoKa ANAarHOCTUKK 1
obecrneyeHns CBOeBPeMEHHON MeAULMHCKON NOMOLLM.

KnioueBble cnoBa: cHapom MNoaliddepa, KpaHNOCUHOCTO3, CUHAAKTUNNSA, TeHETUKA, de-
HOTMN
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Abstract

Pfeiffer syndrome (SP, acrocephalosyndactyly type V, Q87.0) is a rare hereditary disease
with a wide range of clinical manifestations related to craniostenosis. It occurs in 1 in
100,000 newborns, regardless of gender or nationality. It is manifested by hypertelorism
and proptosis of the eyes, hypoplasia of the upper jaw, hearing impairment, abnormal
development of the limbs and, in severe cases, a violation of neuropsychic development.
Decreased intelligence is often associated with delayed diagnosis. It is possible to predict
the birth of a child with SP only in 50% of cases, otherwise it is the result of a de novo
mutation. A crucial diagnostic measure is the conduct of molecular genetic testing and
the detection of defects in the FGFR1 and/or FGFR2 genes. Currently, there are not enough
studies on SP in the world scientific literature, which is why it is difficult to diagnose and
further manage patients. Treatment includes surgical correction of existing defects and
conservative therapy of organ lesions. The quality of life of patients with SP depends on
early diagnosis and provision of timely medical care.

Keywords: Pfeiffer syndrome, craniosynostosis, syndactyly, genetics, phenotype

W BBEJEHWE

KpaHNoCrmHOCTO3 — npexaeBpemMeHHOE CcpaLleHmne OJHOIO UM HECKONbKUX YepenHbIX
weoB [1]. i3onnposaHHO BCTpeuaeTca B 1 ciyyae Ha 1400 HoBoOpoXKaeHHbIX [2, 3]. MHOXe-
CTBEHHbIe CHOCTO3bl BXOAAT B rpynny CMHAPOMOB, A1 KOTOPbIX XapaKTepHO He TOJNbKO
paHHee 3aKpbITre LWBOB, HO U MOPOKY Pa3BUTUA ApYrx opraHoB [4]. CuHapom MNoandde-
pa (Pfeiffer syndrome, Q87.0), unu akpouedanocuHgaktunms V Tmna, OTHOCUTCA K OLHON
13 pa3HOBUAHOCTEN JaHHOW rPYNMbl M XapakTepusyeTca YepenHo-n1LUeBomn gucnnasnen
couyeTaHnn co ckeneTHbiMn aedopmauusamm [5] 1 cuntaeTca Hanbonee TaxkenbiM peHoTH-
NOM CUHAPOMAIbHOIO KpaHMocnHocTo3a [6]. CI HacneayeTca ayTOCOMHO-AOMUHAHTHbBIM
Cnocobom unu pasBuBaETCA Kak pe3ynbtaT myTaumin de novo. Bnepsble natonorus 6bina
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onucaHa B 1964 rogy HemeuKknm neguatpom Pynonbdom Moaniddepom (Rudolf Pfeiffer).
Bpau Habnogan cembio 13 TpexX MOKOJIEHNI, B KOTOPOW Y BOCbMW YenoBeK OTMeYanunch
NPU3HaKMN KPaHNOCMHOCTO3a, HapyLIeHNA CTPOEHUA KOCTEN KOHEYHOCTEl B BUAE LIMPO-
KMX 60MbLUNX NaNbLEB M YaCTUYHON CUHAAKTUAMK KUCTEN 1 cTon [7]. Mo coBpemMeHHbIM
nuTepaTtypHbiM gaHHbiM, CI xapakTepusyeTca WUPOKMM CMEKTPOM CKeSIEeTHbIX OTKJIOHe-
HUI, NPOABAAIOWMNXCA YXe B HeoHaTaslbHOM nepuoge. Kpome KpaHMOCMHOCTO3a YacTo
HabniopatoTca: 3K30hTaNbm, MUKPOrHaTUA (y3Kaa BEPXHAA YenoCTb), HapylleHne pocTa
1 pa3BUTUA 3yOO0B, MOBbIWEHNE BHYTPUYEPENHOrO AaBNeHNA 13-3a NPeXAeBPeMeHHOro
CpalleHuns KocTel yepena, kocornasue [8]. InAa faHHOro CMHAPOMA XapaKTEPHbI Hannyme
KOPOTKUX cpeaHuX GanaHr u HenonHasa CMHAAKTUANA NanbLeB pyK 1 Hor. [Tpn HEKOTOPbIX
dopmax 3aboneBaHUA 13-3a aHOMaNUIN HapY>KHOTO CNYXOBOrO MPOX0ofa U CPpefHero yxa
[ANarHoCTUpYeTCA ryxoTa, HapyLeHne peun 1 nHTenneKkTyanbHoro pa3sutua [9-12]. Ka-
YeCTBO AanbHENLLEN XN3HM NaLMeHTa U NPOrHO3 3aboNieBaHNA 3aBUCUT OT paHHeln ana-
FHOCTUKM U OT BpemMeHW Havana nedexna [9, 11-13].

B S[MMOEMNONIOINA

Cunpgpom MNdanddepa Bctpeuaetca y 1 u3 100 000 HoBopoxAeHHbIX [5]. 3aHMMmaeT
BTOpOE MeCTO B MM1pPE MO PacnpoCTPaHEHHOCTW U3 FPYMMbl CMHAPOMOB akpoLedanocuH-
JaKTUnmm nocne cuHapoma Anepa [5, 14]. YactoTa He 3aBUCKT OT pachl, HaLMOHaNbHOCTH
nnonal7,9l.

B [MATOIEHE3

BblaenstoT HecKonbKo NpMUnH Bo3HKHOBeHMA CI1 [9]. Yalye Bcero ero passutue o6-
ycnosneHo fedektamm B reHax FGFR1 n FGFR2, koTopble OTBeYaloT 3a 3KCMpeccuio pe-
uentopoB dakTopa pocta ¢p1MbpobnacTos, yuacTByoLWMX B TpaHCHOPMaLUM CTBONOBbLIX
KNneToK B 0cTeobnacTbl BO Bpemsa ambpuroreHesa [15]. MyTaumsa B 3TUX reHax npuBOAUT
K AnutenbHom nepefave 6eKOBbIX CUTHANOB, B pe3yfbTaTe Yero NPoUCXOAUT NPeXaeB-
pemMeHHoe cpalleHne KOCTeln Yepena 1 HenpasuiibHOe pa3BuTre KoHeyHocTen [5]. B 3a-
BMCUMOCTW OT TOrO, B KaKoM reHe npousowna myTaumd, Cl nogpasgensaerca Ha 3 Tuna.
Tun 1 BbI3bIBaeTcA MyTauuamm nmbo B FGFR1, nubo B FGFR2, cuutaetca ¢peHoTnnmyeckn
Hanbonee 6naronpuATHLIM. Tunbl 2 1 3 — MyTauuA B reHe FGFR2, B cpaBHeHuUn c Tunom 1 -
TAXenoe TeueHue [16, 17]. B otgenbHylo natoreHeTuyeckyto rpynny sbigenstoT Cl1, npuun-
HoW KoToporo ABnsAeTca MyTauuma de novo. PUcK ee BO3HMKHOBEHWA NOBbILWAETCA Y fieTeN,
POXAEHHbIX B CEMbe, re BO3pacT oTua ctapLue 35 net [17, 18].

B KJIMHUYECKWE NMPOABJIEHWA

Y nauneHTOB NPOMCXOAMNT NpeXaeBpeMeHHOoe CpaLleHne KOPOHapHOro, NAM6a0BN -
HOrO, @ MHOrJa W CaruTTaNbHbIX WBOB, YTO MPVBOAUT K Pa3BUTMIO FMaBHOMO MpU3HaKa
CMN - acummeTpuyHoi popme yepena [16]. BollweonrcaHHble KNMHUYECKNE NPOABEHMA
MO>KHO yBUAETb Ha puc. 1, 2 (NprBeaeHbl ANKCTPaLMK U3 NOCNERHUX IUTePaTYPHbIX NC-
TOYHMKOB M HaWMWX KNUHUYecKux HabnogeHun). OcHoBHble NposaBneHusa 3aboneBaHuA
3aBUWCAT OT ero KNMHuYeckoro nogruna. Tak, bpaxuuedanna (13-3a GUKOPOHAPHOrO CUHO-
CTO3a), TMMNOona3ua BePXHel YeniocTu, rMnepTeNioprsm rnas, aHomanum 3y6os, Lmpokme
6onblume nanbLbl PyK 1 HOr, BaprabenbHasa bpaxvaakTnunua, CUHAAKTUANA U HOPMaib-
HbI MHTenneKT xapakTtepusytot CI1 1-ro Tuna. MNpoasneHna 2-ro Tmna — yepen B dopme
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NNCTa KeBepa, KOTOPbI 0ObIYHO coueTaeTca ¢ ruapouedanmen, MPOnTo30M 1 aHKUO-
30M JIOKTEBbIX CYCTaBoB [6]. [0 JaHHbIM PEHTIeHONOrMYECKOro NCCefoBaHmna Yepena B
ABYX NPOEKUMAX 0O6HaPYKMBAETCA: TMMNONa3na BEPXHEUYENIOCTHbIX KOCTel, u3MeHeHune
¢$OpMbI rasHNL, KPaHNMOCTEHO3 YepenHbIX WBOB 1 yCUNEHVEe PUCYHKA NabLEBbIX BAAB-
NeHnI (CyxeHune WBa, cKneposmposaHue). Mpu NomMoLLM KOMMboTEPHON ToMorpadum ¢
TPEeXMEePHOIN PEKOHCTPYKLMEN FONOBHOMO MO3ra (puc. 3, 4 — faHHble IMTepaTypbl 1 Ha-
Lero HabsloAeHVs) MOXXHO BbIABUTb: OTCYTCTBME BM3Yanun3aLm LBOB, MOPOKM Pa3BUTUA

C D

Puc. 1. ®eHoTun pebeHka 1,5 mecaya xusHu c cuigpomom MNoaiidpdepa [1]: A, B - 6paxunedanus,
runonnasuA cpepHelt YacTn nnua, rmneprenopusm rnas; C, D - wnpokune 6onblune nanbubl pyK U Hor,
OTKNIOHeHUe 60nbluoro nanbua

Fig. 1. Phenotype of a child of 1.5 months of life, with Pfeiffer syndrome [1]: A, B - brachycephaly,
hypoplasia of the middle part of the face, hypertelorism of the eyes; C, D - wide thumbs and toes,
deviation of the big toe
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MO3ra, aTpe3uto X0aH, yBennueHne xenygoukosoin cuctembl [9, 19]. MNpu 2-m Tune CI ume-
I0TCA TaKXKe NCUXMYECKNe, HEBPONOrMyeckrie HapyLleHus, C NIOXUM NPOrHO30M 1 YaCToN
paHHeln cmepTbio nauneHToB [6]. KnuHuyeckne npusHaku Cl 3-ro Tna aHanornyHbl Tem,
KOTOpble HabnogaoTcA Npu 2-m TuMe, 3a UCKNoYeHnem gedopmannn Yepena B BUAE nu-
cTa knesepa [5]. MNopaxeHne KOHeYHOCTeN NpU 4aHHOW NATONIOrMK Yalle BCero CBoguT-
CA K pacLUMpPEHNIO NEPBbLIX ManbLEB KACTEN W CTOM, YaCTUYHOW CUHAAKTUAMK. [lononHu-
TenbHo CI1 MoXeT BKNouaTb B ce6A aHOManuu pa3BUTUA KONIEHHOrO CycTaBa U KOCTel
Ta3a. PeHTreHonornyeckn MoxeT ObITb BbIABIIEHO 3aKpbITe CYCTaBHOW LLENN — aHKMMO3.
OTANYMTENbHON 0COBEHHOCTBIO 3a60NeBaHUA ABMAETCA COXPaHHbLIA MHTENNEKT, HO €ro
pa3BuUTME 3aBUCUT OT CBOEBPeMeHHOro nedeHus [10]. Ecnu natonoruna He o6Hapy»<eHa B
HeoHaTaslbHOM neprofe, MOryT pa3BrBaTbCA CeayioLiie HEBPONIOrMYecKre HapyLeHNA:
YMCTBEHHasA OTCTaNoCTb, TPYAHOCTU B 06yueHunn, cygoporu [20]. CUHOCTO3 WBOB Yepena
CTaHOBUTCA NPUYNHON AedopmaLiv roNoBbI 1 NNLA, NOBbILLEHUA BHYTPUYEPENHOTO AaB-
NEHWA N COMYTCTBYIOLMX STOMY MPU3HAKOB. XapaKkTepHbl odTaibMOIornyeckmne Hapylue-
HUA: 3K30$TaNbM, rMNepPTeNIopPU3M rnas, Kocornasme, atpodus 3puTesibHoro Hepea [21].
YacTo BCTpeyatowmecs pecnmpaTtopHble NaTonormm, CBA3aHHbIe C rMnonnasnein cpegHen
yacTu nnua, MOryT NPUBOANTb K XPOHUYECKOWN FMMOBEHTUNALMM, TMMTOKCUK, KOTOpPbIe AB-
NATCA OAHON U3 NPUYNH CMEPTM NALMEHTOB, B TOM YUMCSIE U B PAaHHEM HEOHATaSIbHOM re-
puoge [22]. OtgenbHasa ponb npu cuHapome MNdpanddepa oTBOANTCA HaPYLLEHMAM CNyXa,
KoTopble BCTpeyatoTca B 50% cnyyaes. [py npoBefieHNY ayanonorniyeckoro CKpUH1Hra y
HOBOPOXAEHHOrO BbIABMAIOTCA M3MEHEHMA OToaKycTnyeckon amuccun [8, 23]. Mpn ocmo-
TPpe Hapy»HbI CIIYXOBOW MPOX0f MOXeT ObITb 3HaUMTeNIbHO Cy»KeH, a 6apabaHHas nepe-
MOHKa He BM3yanu3npoBaTbca. Ha KomnbioTepHoW Tomorpadurm BbIABAAIOTCA criefyowne
NPU3HaKN: KOCTHaA aTpe3nsa HapyXKHbIX CJTYXOBbIX MPOXOAOB, rnnonnasua 6apabaHHbIX
nonocter U aHTpyma. TyroyxocTb, Bbi3BaHHaA Aedopmaumen HapyXHOro n cpegHero
yXa, NPMBOAUT K HEJOCTaTOUHOMY PeYeBOMY Pa3BUTUIO U, BTOPUYHO, K 3amelieHHOMY
pa3sutuio nHTennekta [8]. Cnegyet OTMETUTb, UTO KIMHUYECKME NPU3HAKM MOTYT ObiTb

Puc. 2. ®eHoTun pe6eHKa 2 mecsALeB Xu13HN c cuHapomom lMNepaiidpdpepa (M3 nmyHoro apxrsa aBTOpoB
ctatbm, poTorpadus caenaHa u ony6nMKoBaHa C cornacusa poguTenein)

Fig. 2. Phenotype of a child of 2 months of life, with Pfeiffer syndrome (from the personal archive

of the authors of the article, photo taken and published with parental consent)
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Puc. 3. KomnblotepHasa Tomorpadus pebeHka 1,5 mecaua xusHu ¢ cuigpomom MNeaindpdepa,
NNANICTPUpYIoLAn NaHCMHOCTO3 [1]

Fig. 3. Computed tomography of a child of 1.5 months of life, with Pfeiffer syndrome, illustrating
paninostosis [1]

Puc. 4. KomnblotepHasa Tomorpadus pe6eHKka 2 mecaALeB XXU3HMN ¢ cuHgpomom lMNaiidpdepa (v3 nuuHoro
apxuBa aBTOpPOB CTaTbW)

Fig. 4. Computed tomography of a child of 2 months of life, with Pfeiffer syndrome (from the personal
archive of the authors of the article)

[OCTAaTOYHO BapuabenbHbIMU Jaxe B npedeniax ogHon cembu. Paznuuus konebnotca ot
BHELLIHE HOPMAJIbHOTO Yepena 1 KOHEYHOCTEN [0 XapaKTepHoN bpaxuuedanim n aHoma-
NI NanbueB. Takas 0COBEHHOCTb 3HAUMTENBHO 3aTPYLAHSET ANArHOCTUKY, ocobeHHo CI1
1-ro Tvna (c Hanbosnee 61ArONPUATHLIMU KITMHUYECKMU NPOABAeHUAMM) [24].
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B [MPEHATAJIbHAA QUATHOCTUNKA

CTpemuTenbHoe pa3BUTUE YNBTPa3BYyKOBbIX TEXHOMOMMIA CAENano BO3MOXHbIM 3amno-
pno3putb cuHapom MNoanddepa yxe Ha 3Tane BHYTpUYyTPOOGHOro pa3sutus. Bnepsble 310
npowusowwno B 1996 rogy. Hanbonee yacto npeHaTanbHO BbIABNAETCA aHOMasbHas dopma
yepena nnoga (72,2% cnyvaes), NnponTo3 u runeptenopusm (44,4%), NOPOKN pasBUTKA
6onblumx nanbLes pykK (33,3%) u Hor (38,9%) [25, 26]. K coxxaneHuio, KauecTBeHHbIX Y3U-
CHUMKOB B MMeloLLelicA TMTepaType 1 HalleM IMYHOM apX1Be He HalaeHo. [lnarHoctuka
B OCHOBHOM NPOBOAMWTCA B KOHLIE BTOPOro WK Havase TPeTbero TpPUMeCTPa, HO OLieHKa
CTPOEHNVA MIoAa BO3MOXHA YXKe B KOHLe nepBoro Tpumectpa. OnucaH ciyvai nosbile-
HWUA NPO3PAYHOCTY 3aTbIIKa, YTONLEHUSA 3aTbISIOYHbIX CKNAaoK U BEHTPUKYIOMeranmuum y
nnopaa Ha 12-1 Hegene rectaunn. Ha 22-i Hegene rectaummy 6bia MOATBEPXKAEH CUHAPOM
MNdanddepa [25]. [JaHHble ynbTpa3ByKOBble HAXOAKN MOTYT 6blTb 0OYCNIOBNEHBI aHOMaslb-
HbIM HaKOMMEeHNEeM XXNAKOCTY B 3afiHE AMKe B pe3yfbTaTe MOPOKOB Pa3BUTUA KPOBEHOC-
HbIX 1 nUMdaTNUecKnx cocyfos [25, 27]. B HacTosawwee Bpema 3anogo3putb CIM MOXHO no
cnefyolWnM ynbTPa3BYKOBbIM Npu3Hakam: bpaxuuedanus, akpouedanumsa, KpaHUOCUHO-
CTO3, rMNepTenopm3M, MasieHbKNN HOC 1 HU3KasA NepeHoCMUa, CUHAAKTUINS, LWMPOKNIA
60nbLUO Nanew 1 6onbluol nanew Horu [5, 28]. Ho faxe npu coBpeMeHHbIX TEXHONOTAX
C TOYHOCTbIO YCTAHOBUTb AMArHO3 Ha PaHHUX CPOKax bepeMeHHOCTU JOCTaTOYHO TPYAHO.
3TO NPOUCXOANT M3-3a LUMPOKOW BapuMabenbHOCTU KIMHUYECKUX MPU3HAKOB, KOTOpbIe
MOTYT 6bITb CBA3aHbI U C ApYrumn coctoaHuAmMmY [29]. NMpu nogo3speHun Ha CIM no pesynb-
TaTaM YNbTPa3ByKOBOIO CKPUHMHIA PEKOMEHAOBAaHO BbiMOSIHEHVE 3ab0opa MyMNOBUHHOW
KPOBW C NOMOLLbIO KOopAoLeHTe3a ¢ nocneaytollein MonekynapHon gmarHoctukon OHK
nnopa [25]. Ho B HacTosilee BpeMsa AaHHOE UCCefoBaHVe He SBAETCA eAUHCTBEHHbIM.
LLinpokoe pacnpocTpaHeHne HabupaeT HeMHBA3MBHbIN NpeHaTanbHbl TecT (HAMMT), ko-
TOpPbI ABNAETCA Hanbonee NPeanoUYTUTENbHbBIM B CBA3W C HU3KMM PUCKOM A1A MaTepu 1
nnopaa (Heo6xoanMm ToNbKO 3ab60p BEHO3HON KPOBY 6epeMeHHON xeHLWwnHbI) [30]. leHeTu-
yeckre aHOManuv Nnofa BbIABNAT NyTeM nccnepoBaHua 6ecknetouHon AHK nnauex-
Tbl B KpoBu matepu [31]. MpoBeneHne ob6cnefoBaHUA BO3MOXHO YXKe B MEPBOM TpUMe-
CTpe, a ero To4HOCTb cocTaBnAeT 99%. CI HeT B cnucke ctaHgapTHow naHenn HAMT [30].
OfHaKo ecTb faHHble 0 TOM, YTo B nabopatopun «Hatepa» (Natera Inc., CLLIA) 6bina pas-
paboTaHa ocobas naHenb HEMHBA3WBHOMO NpeHaTanbHoro Tecta — Vistara, npuHUMN aen-
CTBUA KOTOPOW HE OTAINYAETCA OT CTaHAAPTHOW, HO C ee NOMOLLbIO MOXKHO BbISIBUTb YiKe
25 ayTOCOMHO-JOMUHAHTHbIX 3aboneBaHuUin, B TOM uncne n cuigpom Moanddepa. K co-
XaneHu1o, B HacTosALLee Bpems MPaKTUYECKN HET JOCTOBEPHbIX NINTEPaTYPHbIX MCTOYHM-
KOB, MOATBEPXKAAOLMNX 3TU AaHHble. [peHaTanbHas AnarHoCT1Ka UrPaeT KIYeByio porb
B NJIAHMPOBaHMM Cnocoba pofopaspeLleHns, Hanbonee 6naronpusaTHOro aAna pebeHka n
MaTepw, a TakxKe AN oka3aHuA NOSIHOro o6beMa Heobxoanmon NoMoLLM pebeHKy cpasy
nocne poxgexusa [2].

B [TOCTHATAJIbHAA AUATHOCTUNKA

YCTaHOBUTL NpefBapUTENbHbIN fMarHO3 BO3MOXHO Y HOBOPOXKAEHHOIO MPpUW Hanmumm
XapaKTepHoro ¢peHoTUMNa, BbISBNAEMOro npu ¢pusrkanbHom ocmoTpe [2]. M3 obwnx knn-
HMYeCKNX UCCNeaoBaHMin OCHOBOMOMAraowWwmymM Ana nauMeHToB ¢ KPaHMOCMHOCTO3aMM
ABNAETCA KOMMbloTepHas Tomorpadus, KoTopas MOMOraeT yTOUHUTb CUHOCTO3UPOBaHKE
LUBOB, OMNpefenUTb 0COOEHHOCTMN IMLEBOTO CKeNeTa 1 MOPOKW Pa3BUTWSA FOSIOBHOMO MO3-
ra. Takxe NpoBoANTCA peHTreHorpaduueckoe NccefoBaHie KOHEYHOCTEN, BbIABASOLLEE
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n3meHeHve Gopmbl KocTen 6onbLInX NanbLeB pyk 1 Hor [5]. B nabopaTopHbIx nccneposa-
HUAX cnepyeT obpallaTh BHUMaHKeE Ha M3MeHeHUs WwenoyHoi docdatasbl, KoTopan obbly-
HO OTpaaeT akTMBHOCTb ocTeobnacTtos. Y getei ¢ Cl1 gaHHbIN NoKasaTteslb 3HaUUTENbHO
npesbllwaeT HopMmy [32]. Touky B noaTBepxaeHUn guarHosa Cl1 ctaBuT npoBedeHue morse-
KynApHO-reHeTMYeCcKoro nccnejoBaHus. B cnyyasx, korga nocsie ocMoTpa HeoHaTonora u
reHeTKa NoyTh He OCTaeTCA COMHEHUN B JMarHo3e, 4OCTaTOYHO NPOBEAEHMUA NPAMOro

OnddepeHynanbHan auarHocTuKa 3aboneBaHuii, CONPOBOXKAAIOLWNXCA KPaHUOCMHOCTO30M
Differential diagnosis of diseases accompanied by craniosynostosis

. CuHgpom CnHgpom
KnuHunueckuin | CuHgpom CuHgpom CuHgpom CuHgpom Ap AP
npusHak Naiipdepa |Anepa KpysoHa MioHke R (S TR

P P P 24 Yor3eHa Bericca
KpaHunocuHo- v v v v v v
cT03
Yepen
B dopme nucra | v 4 - - - -
Kneeepa
CI/IH,EI,aKTVIJ‘II/Ifl v v _ v v v
KOHEeYHoCTel
LLinpokne
nanbLpbl pyK v 4 - 4 - v
1 Hor
[vnepteno- v v v _ _
pu3m rnas
MponTo3 v v v - v -
Kocornaswue v v 4 4 -
CHuXeHune v v v _ _
cnyxa
OTKnoHeHune
60nblnx Nanb- | v v - - - v
LeB pyK 1 Hor
OTcyTcTBUE OtcyTcTBUE
BM3yanu3a- BM3yanusa- OtcyTcTBUE OTcyTcTBME
Mpwr3Haky, LN LWBOB, LN LWBOB, BU3yanumsa- BU3yanu3a-
BbIfIBAiAeMble C | MOPOKM pa3- | NOPOKM pa3- | umun weoB, | OTCyTCTBME | LUK WBOB, OTcyTcTBUE
NMOMOLLbIO KOM- | BUTVA MO3ra, | BUTUA MO3ra, | paclimpe- BU3yanu3a- | Menkue BU3yanu3auum
nbloTEPHON aTpesns X0aH, | aTpe3us X0aH, | Hue Xeny- LMK LWIBOB op6uTbI, Bbl- | LUBOB
ToMorpadum paclwmpeHmne | pacluMpeHne | JOYKOBOW cTynatouee
KENyJouKo- | XKenyAouyKo- | CUCTeMbI yxo
BOW CUCTEMbI | BO CUCTEMbI
MoryT no- Mopoku cepa-
Y p X Mopokun
MopaxeHne pakaTtbcA Lia 1 COCYAOB,
AKaHTOKepa- pa3BuTUs
Opyrux opra- | Tpaxes, noy- | MoYekK, nog- . |- -
.| TopepmuA cepaua
HOB 1 CUCTEM | Ku, ceppaLe, XKenynouHom (peaKo)
KULIEYHUK xenesbl P
OTHOCK- OTHOCK- OTHOCUTENb-
OTHocuTenb- | OTHOCUTENb- OTHocuTenb-
TenbHO 6na- | TenbHO 6na- | Ho 6naro-
Ho 6raronpu- | HO 6naronpu- . . . Ho 6naronpu-
o o FONPUATHBIN | FONMPUATHBIN | TPUATHBIN o
ATHBIN gNA ATHBIN gNA ATHBIN AnA
MporHos ONAKNU3HW | ANAKU3HW | AN XKNU3HU
XKM3HW Npr KM3HW Npr XKN3HM Npr
npwv CBOEB- | NPV CBOEB- | NP CBOEB-
CBOEBpPEMEH- | CBOEBPEMEH- CBOEBPEMEH-
pPEMEHHOM | PEMEHHOM | peMeHHOM
HOM JIeYeHNN | HOM NleYeHUn HOM fleyeHunn
neyeHnn neyeHnn neyeHnn

MNpumeyaHue: * KoxxHoe 3aboneBaHue, XapakTepusywuieeca NoOTEMHEHNEM YHACTKOB KOXW.

502

"Pediatrics. Eastern Europe", 2023, Volume 11, Number 4




0630pbl 1 NeKuun .
Reviews and Lectures

CEeKBEHUPOBaHUA 3K30Ma, B X0fie KOTOPOTrO aHaNM3NpPYTCA NPaKTUYECKM BCE FeHbl Yeso-
Beka, B ToM uncne n FGFR1, FGFR2. Y 6onee cnoXHbIX B niaHe ANAarHOCTUKN NaLUEHTOB C
MHOeCTBEHHbIMV aHOMaNUAMK A PYrX OpraHoB U CUCTEM NPOBOANTCA KapMOTMNNPOBa-
Hue unu FISH pns panbHenwero anarHoctnyeckoro noncka [5, 9, 16, 33].

B JNOOEPEHUMNANBHAA OMATHOCTUKA

OcHoBHoOI guddepeHLmanbHbIi AnarHo3 NPOBOAUTCA C APYTUMU KPaHMOCUHOCTO3-
HbIMW CMHAPOMaMM, TaKUMU Kak cnHapom Anepa, Kpy3soHa, MioHke, CeTpe — YoT3eHa n
I>xekcoHa — Belicca [9, 16]. Hamu 6bina coctaBneHa Tabnmua npr3HaKkoB, CNOCOGHbIX Mo-
MOUb B NpoBefeHnn gnddepeHLmanbHO-AMarHOCTUUYECKOrO MOMCKa Mexay yKa3aHHbIMY
natonoruamu (cm. Tabnuuy) [5, 16, 34-371.

W JIEYEHWE

Cneumnduueckan Tepanua B HacTosAlee BpeMa oTcyTcTeyeT [9]. Ho neueHne cnHppo-
MasibHbIX $OpPM KpaHMOCMHOCTO3a, B TOM uncne u CI1, [OCTUIIO 3HaUUTENbHOrO yCnexa,
6naropgapa MynbTUANCLUNIMHAPHOMY NOAX0AY C yYacT1eM MIacTUYeCKUX XUPYpPros, Hell-
POXVPYProB, HEBPOJIOroB, NeAnaTPoB 1 reHeTUKoB [37]. Ana npefoTBpaLleHNA TAXenbiX
OCJIOXKHEHMWI 1 YNYULEHNA KayecTBa XU3HW NaLMeHTOB NPUMEHAIOT Kak KOHCepBaTuB-
Hble, TaK 1 Xupypruyeckme metogpl [9]. OCHOBHbIMU acrneKkTaMu ABAAIOTCA: obecneyeHne
LEKOMNPEeCCUN rofIOBHOMO MO3ra, CHUKEHME BHYTPUYEPENHOro AaBNEHUA, yCTPaHeHne
pedopmauum nuua. ITo AOCTUrAeTCA NyTeM XUPYPrUYEeCKo PeKOHCTPYKLNM KOCTel Ye-
pena [5]. Onepauus, Kak NPaBuUo, BKJOYAET B Ce06s HECKOSIbKO 3TanoBs, NepBbI N3 KOTO-
pbIX BO3MOXEH Y>Ke B NepBble Hefenu »*usHu [2]. [osTomy Kaxgbiii Bpay JoNxeH ObiTb
HaleneH Ha paHHee BbiABJIEHME FreHeTnYecko natonornn. CHayana NnpoBoAAaT pacceye-
HMe CMHOCTO30B, a Janee OCYLeCTBAAT KpaHumonnactuky [5, 37]. Takxe onepatusHoe
BMELLATENIbCTBO NPOBOAAT B OTHOLIEHWUW CUHAAKTUANN 1 APYrX MOPOKOB Pa3BUTHA, NpU
nX Hanuuuwm [9].

B [TPOOUJTAKTUKA

OcHoBHasA ponb 0TBOAUTCA NPeHaTanbHOWN AnarHocTrKe. [Npu BbIABNEHNN NPU3HAKOB,
nofo3puTesibHbIX B OTHOLWEHUN cnHgpoma Manddepa no aaHHbIM Y3N-CKpUHMHIA, He-
06xoanMo MeanKo-TeHeTMUYeCKoe KOHCYbTUPOBaHue poauteneii. B cnyyae poxaeHus B
cembe pebeHka ¢ Cl1 BeKTOp NpodunakTMyecknx MeponpuaTuin nepeHanpasBnaeTca Ha
npegoTBpaLLeHre OCNIOXKHEHUI 1 BKtOYaeT B ceba perynapHble (He pexe 1 pa3a B 6 Me-
cALEeB) OCMOTpPbI NegumaTpa u xupypra. Takxke npu ganbHenwem nnaHMpoBaHun 6epemeH-
HOCTU peKoMeHoBaHa KOHCYNbTaL WA reHeTrKa, NockonbKy puck nepegaun Cl 8 ogHom
cembe coctaBnaeT 50% [9, 16, 371.

B [MPOIHO3

MNaumeHTbl ¢ CIN MMeoT HEOAHO3HAYHbIN NPOrHO3, KOTOPbIV 3aBUCUT OT TuMa 3abone-
BaHuA. [epBbiil TN OTHOCKTENbHO 6naronpuaTeH. OObIYHO Y TaKUX JeTel COXPaHHbIN UH-
TeNnnekKT, uto obreryaer Ux coumanmsauuio. lopaxxkeHnsa BHyTPEHHMUX OPraHOB MUHMab-
Hbl NN OTCYTCTBYIOT, MO3TOMY MO NPOJONIKUTENIbHOCTY XM3HM NaumeHTbl ¢ CMM 1-ro Tvna
He OTNINYaITCA OT HaceneHus B Lenom [5, 16]. HamHoro cnoxHee cuTyauma y naumeHToB
€O 2-M 1 3-M TUNOM cMHApPOMa. [pr OTCYTCTBMU CBOEBPEMEHHO ANArHOCTUKM U leYeH s
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CMepTb OT Pa3BMBLLUXCA OCIIOKHEHWUI HACTyMaeT B paHHeM AeTCcKoM Bo3pacTte. OCHOB-
Hble ee MPUUYMHBI: aCNMPaLMOHHas NMHEBMOHNA, OOCTPYKTUBHOE anHo3 BO CHe, rmapoLie-
danus [5].

B 3AKJTIOMEHUE

Mo pacnpocTpaHeHHOCTW Cpeaun CUHAPOMaNbHbIX GOPM KPaHNMOCMHOCTO3a CUHAPOM
MNdanddepa ycrynaet nuwb cuHapomy Anepa. B 60nbWMHCTBE CilyyaeB AeTh POXAaoTcA
XM3HECNocobHbIMKY, C NOTEHLUMANbHO COXPaHHbIM MHTENIEKTOM, NOTEPA KOTOPOro npo-
WCXOAUT NPY HECBOEBPEMEHHO OKa3aHHOM NoMoLLU. ITOT dakT HEOBXOAUMO YUUTbIBATb
npu nposeaeHun auddepeHumnanbHoro noucka. K coxaneHuio, gaHHbix o CM HemHoro,
NMO3TOMY OCBEJOMIIEHHOCTb MeIULMHCKNX PabOTHNKOB, HECMOTPA Ha XapaKTepHble KNu-
HUYeCcKme NpoABeHNA, 0CTaeTCA HeBbICOKOW. TaknM obpa3om, pa3paboTka crneLmanbHo-
ro nnaHa rno BbIABNEHWUIO AieTel C KPaHNOCUHOCTO3aMU Ha 3Tane BHYTPUYTPoOHOro pas-
BMTWA OYEHb BaXKHa. DTO MOXET MOMOUb B NMOATOTOBKE CEMbU K POXKAEHUIO pebeHKa 1 co-
CTaBNIEHNN CXeMbl HEO6XOAMMOTO NleueHns 1 peabunuTaumn ¢ Lenblo NpefoTBpaLleHuns
paHHeln AeTCKON CMePTHOCTN.
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