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Pestome. CuHapom AnepTta — 3T0 peikoe reHeTM4eckoe 3abosieBaHme, Co4eTatoLLlee B Ce6e KPaHNOCTEHO3 (paHHee cpacTaHme KOcTel
yepena) U CUHLAKTUANIO (cpacTaHue nanbles). B HacTosALlee BpemMs ANArHOCTUPYETCH BHYTPUYTPOGHO C MOMOLLBI YN1bTPa3BYKOBOI0
MeTOAa UCCNef0BaHus, NOATBEPXKAAETCH C MOMOLLBI FEHETUYECKOro aHanusa (mytauus FGFRZ). Cneumduyeckoro neYeHns CuH-
ApomMa AnepTa B HacTosLLee BPEMS He CYLLeCTBYET, 0HAKO ManinaTuBHbIE U CUMNTOMATUYECKNE MEPOTIPUATUS MOTYT 3HAYUTENIbHO
06J1er41Tb COCTOSAHME 6OJIBHOrO U YNYYLLMTL KA4€CTBO €ro XXW3HW. HacTo BbINOMHAEMON NaNNNATUBHON XMPYPriuyeckoi onepauuei
npu cuHapome AnepTa IBNSETCA BMeLLATeIbCTBO AN pPa3fieNieHns CPOCLINXCA NanbLes Ha pyKax u Horax. BaxkHas ponb nepen Takum
OnepaTuBHbIM BMELLATENbCTBOM OTBOAUTCSA PEHTreHorpaduu, Kotopas Tak)Ke no3B0oNsSeT NOATBEPANTL MHOXKECTBEHHbIE aHOMANUN

KWUCTEN 1 CTOM.

Knioyesble cnosa: cuHapom AnepTa, npeHatanbHas JUarHoCcTuKa, peHTreHorpadus

RADIATION METHODS FOR DIAGNOSING APERT SYNDROME
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Abstract. Apert syndrome is a rare genetic disorder that combines craniostenosis (early fusion of the skull bones) and syndactyly
(fusion of the fingers). Currently, it is diagnosed in utero using ultrasound and confirmed using genetic analysis (FGFR2 mutation). There
is currently no specific treatment for Apert syndrome, but palliative and symptomatic measures can significantly alleviate the patient’s
condition and improve his quality of life. A frequently performed palliative surgery for Apert syndrome is to separate fused fingers and
toes. An important role before such surgical intervention is played by radiography, which also makes it possible to confirm multiple

anomalies of the hands and feet.
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BBEOEHUE

Cungpom Anepra — 9T0 peakas ¢popma CHHIPO-
MaJIbHOT'0 KPAaHUOCHHOCTO3a (aKpoiiealioCUHIaKTH-
TWs), BBI3BaHHAS MYTAllUSIMHU B T€HAX, KOAUPYIOIIHUX
penentop 2 akropa pocrta pudpodmactoB (FGFR?2).
YacTtoTa poXIeHUs OETEH ¢ CHHApPOMOM ATepTa, Mo
JIaHHBIM PAa3HBbIX aBTOPOB, COCTABIISIET B CpPEAHEM
1:160 000 >xnBOpOXKIEHHBIX, IPUYEM Hallle BCTpeda-
eTcs y JeTell MOXHWIbIX ponurteneil. B oreuecTBeH-

HOIl nuTeparype AaHHAs IaTOJOrus YIOMHHAETCs
KpaliHe penko. J[MarHocTuka JaHHOIO CUHApOMa 0
POXKJIEHHs 3aTpy/lHEHa, €ro MpU3HAKU Ha YJIbTpa3-
BykoBoM wuccienoBanun (Y3UW) cranoarcs Ooinee
3ameTHbBIMU ToNbko B III Tpmmectpe OGepemeHHO-
ctd. J[MarHo3 cTaBUTCS C MOMOIIbIO T'€HETUUYECKOTO
aHanu3a, mpu kotopom mytanus FGFR2, Ser252Trp
u Pro253Arg nonrBepxnaaer auarHo3. OH XxapakTe-
pu3yeTcsi MHOTOIIOBHBIM KPaHHMOCHHOCTO30M, THUIIO-
IJ1a3Uell cpelHed YacTu JIUUa, aHOMallueil pa3BUTHUS
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OCHOBAHHUS Yepena U CUHAAKTHINECH BEPXHUX U HUXK-
HUX KOHeuHocTed. CUHIpOM AnepTa cBsI3aH ¢ LIUPO-
KHUM CIIEKTPOM aHOMaJluil IEHTPaJIbHON HEPBHOU CH-
cremsl (LIHC), 9T0, BO3MOXKHO, SBJISCTCS MPUUYNHOU
4acTOr0 BO3HUKHOBEHHS YMCTBEHHOW OTCTAJIOCTH Y
nanuenToB. Oty anoManuu [HHC moxHO pa3nenutsb
Ha T€, KOTOpBIE SBJISIOTCS MEPBHYHBIMU TOPOKAMH
pa3BUTHA, U T€, KOTOPHIE BO3HUKAIOT BTOPUYHO O
OTHONICHHUIO K KOCTHOH aedopmanuu. lepopmanuun
KHCTEH M CTOIl CO3/al0T 0COObIE MPOOIEMBI C TOUKH
3pEHUS MOBCETHEBHOMN JEATEIBHOCTH y TAIUEHTOB C
cuHJpoMOM Arnepra. BepxHue KOHEUHOCTH ITUX I1a-
IIUEHTOB OOBIYHO KOPPEKTHUPYIOTCS XUPYPTHICCKUM
myTeM JUIsl yaydineHus: (GyHKIIMH PYKH IyTeM yCcTpa-
HEHUS CUHIAKTUIMUA HIM YaCTUYHOM aMIyTalluH.
CTpyKTypa CTOIBI B IIEIOM COBMECTHMA C OOBIYHOM
00yBw10. JlIsi ymameHus THUIIEPTPOPUPOBAHHON KO-
CTH B 30HAaX HArpy3KH, YTOOBI YMEHBIITUTD TaBJICHHUE,
MO0Ka3aHO IUIAHOBOE OIEPaTHBHOE BMEIIATEIbCTBO
[1-3]. PenTreHonoruueckuif METOA SIBJISICTCS OCHOB-
HBIM METOJIOM THAarHOCTHUKHU B IIEJISIX KOHTPOIS pe-
3yJIBTATOB XUPYPTHUECKOTO JICUCHUS Ha Pa3THIHBIX
ero dTamnax " INTAHUPOBAHUS JaTbHEHIITUX OTIEPATUB-
HBIX BMEIIATENIbCTB JIJI YIYUILICHHUS KaueCTBA KU3HU
MaIKUeHTOB.

KNUHUYECKWUNA CIYYAHN

[ManmenT — manpuuk, 4 roma, HaOMOANCS IO Me-
CTy JKHTENbCTBA C JMATHO30M: JIPYTHE BPOXKJICHHEIC
nedopmaruy yepena, JHIa W YEIIOCTH, OWKOpOHap-
HBIIl CHHOCTO3, CHHIpPOM ArepTa (MOATBEPKICH MO-

JIEKYISIPHO-TEHETHYECKUM MeTozioM). Pomutenu oOpa-
TUJIKCH 32 HAIIPaBJICHUEM Ha ONEPATUBHOE JICUCHUE.

Hesposioruueckuii cratyc: cCo3HaHHUE SCHOE, KOH-
TaKTEH, aKTUBCH, BBIPAXKCHHAS BPOXKJICHHAS neopMa-
uus Kocteit uepemna. [maszusie menu D>S, cxonsieecs
KOCOIJIa3ue, HEMpaBUIbHbIN MPUKYC. MBbILICUHBIN TO-
HyC TUCTOHWYEH, BHIIIE CIIPaBa, CYXOXKHUIbHBIE ped-
nmekcel D>S. HaBblkm caMOO0OCITy)KHBaHUS B CTaIHH
¢dopmupoBanus. DyHKINIO Ta30BBIX OPraHOB KOHTPO-
nupyert. Juarnos: cunapom Anepra. PesugyansHo-op-
raanueckoe nopaxenne [[HC. 3anepikka ncuxopeue-
BOI'O U MOTOPHOT'O Pa3BUTHSI.

B 2021 rony, B Bo3pacte 2 jeT, MpOBEJEHO orepa-
TUBHOC JICUCHHE IO OTBEICHUIO U yCTPAHCHHUIO KITH-
HOJAaKTWIMK | manbiieB 00euX KUCTEH, OCTEOTOMHS
cpameHusi HorreBbix ¢ananr II[-IV mampueB obenx
kucteit (puc. 1).

B 2022 rony, B Bo3pacTe 3 JeT, MPOBEAEHO OIe-
paTUBHOE JIEYCHUE TO YCTPAHCHUIO CHUHIAKTUINU
IV-V mnanbueB 00enx KHUCTEW, BBIAEIECHL V ITaJIbIIbI
obenx kucterd. B 2023 roxy B Bo3pacte 4 neT mpoBee-
HO ONEPAaTUBHOE JICUCHHUE MO YCTPAHEHUIO CUHIIAKTH-
ymu I1-11I manbieB 00eux KUCTEH.

[Ipu ocmoTpe BpPaYOM-OPTONEIOM OTPAHUUCHO
crubaHue W poTalnus B IUIEYEBBIX cycTaBax. [IpaBas
kuctb — BoIeaeHs! I, 11, V maneuel, -1V — npen-
CTaBJICHBI €IMHBIM KOHITIOMEPATOM, OTMEUYAETCS Bapyc-
Hoe uckpusienue ocu I nansua. JleBas KUCTh — BbIIE-
sensl [, I1, V nansuel, [HI-IV — npeacraBineHbl €quHbIM
KOHIJIOMEPATOM, OTMeYaeTcs BapycHas aehopMarius
I u II mamprieB. OTCYTCTBYET CErMEHTAIMs TaJbIIECB
cror. Jlmarnos: cunzapom Amepra. JIByCTOpOHHSAA

o

Puc. 1. JIBycroponnsis cunaaktuiaus II-V naabsues odenx kucrei (a, 6)
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cungaktunus I1I-1V nmansies kocteili. MHOXECTBEH-
Hbl€ aHOMAJIMU PAa3BUTHUSI MAJIBIEB CTOII.

Ha penTreHorpamMmax KUCTE€H B NpSIMON MPOEK-
U — 0e3 KOCTHO-TPAaBMAaTUUECKUX W KOCTHO-Je-
CTPYKTUBHBIX U3MeHeHUU. Onpenensercs AByCTOPOH-
Hag cunaaktunus [11-IV naneues. C 1ByX cTOpOH BH-

3yalIu3upPYOTCS sApa 0CCU(DUKAIINH TPATICIIHEBUIHBIX
Koctel (puc. 2).

Ha pentrenorpamMmmax cTomn B IpsiMOM MPOEKIUUA —
0e3 KOCTHO-TPaBMAaTHYECKUX M KOCTHO-IECTPYKTHB-
HbIX u3MeHeHui. Onpejensercs aepopmanus U cpa-
wenue [ u Il ninrocHeBbIX KOCTEH cneBa. Onpenensercs

o

a

o

Puc. 3. MHoxecTBeHHbIe AHOMAJIUM PAa3BUTHUS NAJIbIEB cTON (&, 0)
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yasoenwue Il mIocHEBO# KOCTH cripaBa co CpaiieHueM
B IIPOKCHMaJIbHOM OTJIeJIe C JOIOIHUTEIBHON KOHIIe-
Boi (hbamanroii (HemopasButa). OCHOBHBIC (araHTH
[ manpiieB 06eux ctom aedhopMUPOBAHBI, THIIEPILIA3H-
poBassbl (puc. 3).

OBCYXAEHKE

Jedopmarium, xapakTepHbie Jisi CHHIpoMa Ariep-
Ta, MOTYT OBITH OOHapykeHbl Ha Y3U yxe Ha 19-ii He-
Jene OepeMEHHOCTH, XOTs OOJBIIMHCTBO CIIydacB
CTAHOBATCS BUAUMBIMU TONbKO K III Tpumectpy. OHu
BKITIOYAIOT B Ce0s OTCYTCTBHE COHOIPO3PAYHBIX MPO-
CTPaHCTB B 00J1aCTH BEHEUHBIX IIIBOB, a TAK)KE HEmpe-
PBIBHYIO CTPYKTYPY U€pENHbIX MJIACTHH, YTO YKa3bIBa-
€T Ha TOJIHOE 3aKphITHE 000MX BEHEUHBIX LIBOB. Me-
ra)kKeIyIOYKH, areHe3Hsl MO3OJUCTOrO Tella W 3aJHel
YEPEerHOM IMKH TaKKe MOTYT ObITh OOHAPYKEHBI MPH
cuniapome Arnepra. Peako mMoryT ObiTh 0OHapy»KEeHBI
COITYTCTBYIOIIUE CEPJIEYHO-COCYAUCTHIE, MOYEINOJIO-
BBIE W JKEIYTOYHO-KUIIEYHbIE AHOMAJINH, a TAKIKE CITU-
STHUS Tell 103BOHKOB. Kpome Toro, cuHapom Anepra
BCEIJla COIMPOBOXKIAETCS CHUMMETPUYHOM CHHIAKTH-
JUel, 9TO B COUETAaHUU C aHOMAJIMSAMHU KOCTeHl yepena
OTJIIMYAET €r0 OT JPYrMX KpaHHOCTEeHO30B [4, 6]. «30-
JIOTBIM CTaHAAPTOM» B JUATHOCTUKE KPAHHOCHUHOCTO-
3a IPU3HAHA KOMIIBIOTEpHAasi ToMorpadusi BBICOKOTO
pa3pelleHns C TPEXMEPHOU PEKOHCTPYKLUEN yeperna.

C nomouIpl0 peHTreHOJOTNYECKOr0 METoJia yikKe Yy
MaJICHBKUX JA€TeH MOXHO OOHApy>KUTb CHHOCTO3 KO-
CTeil ueperna B 00JaCTH BEHEUYHOT'O WIIM CTPEJIOBUIHO-
ro mBa [5]. B manpHelmeM MOXHO ONpeaenuTh Xa-
pakTepHyto Ijs cUHIpoMma Amepra nedopManuio ye-
penHOi KOpOOKH, MOPOKH Pa3BUTHA KOCTEH JIHIIEBOTO
yeperna, aHOMaJIMU MT03BOHKOB U JPyTHE HapyILIEHHUs,
BKJTIOYAs] CHHAAKTHIUIO [7].

Bwmecte ¢ Tem Y31 mBOB uepena npu MOA03pEHUN
Ha KPaHHMOCHMHOCTO3 OOJiafiaeT psSAOM MPEUMYIIECTB
nepea OpYyrdMH METOAaMHU: BBICOKas HMH(OpMaTuB-
HOCTb, IIUPOKasg JOCTYMHOCTb, SKOHOMUYHOCTB, IIPO-
CTOTa U CKOPOCTH BBITMIOIHEHHSA, OTCYTCTBHE CEIAINH
MayeHTa 1, YT0 0COOEHHO Ba)XXHO, HE HECET JTy4YeBOU
Harpys3Ku.

B HacTosimee Bpemst K JISUEHHIO aHOMaJIMH PYK H CTOI
IIPY CHHAPOME ATiepTa CTau MOAXOANUTh KOMILIEKCHO, C
TIOTTBITKAMH MaKCHMH3UPOBATh KOHEUHBIH pPe3ynbTaT W
MHHUMH3HPOBATh 00I1ee KOIIMUECTBO OIEpPaIInii.

[Ipodunaktuka cuagpoMa Anepra BOSMOKHA TOJb-
KO B KadeCTBE NPEHATalIbHOM IUArHOCTUKH, KOTOpas
MOXET MPOU3BOAUTHCS KaK yIBTPAa3ByKOBBIMH METOA-
MH, TaK 1 MyTeM MOJIEKYJISIPHO-T€HETHYECKOTO aHaN3a.

IIpy mnaHUpOBaHUU ONEPATHBHOIO JEYEHUS CHH-
JAKTUJIMH KIHOUYEBBIM METOJJOM IHarHOCTUKH OCTAaeTCst
PEHTTEHOJIOTUYECKUH.

AOMONHUTENBbHAA UHOOPMALIUA

Bxuian aBropoB. Bece aBTOpbl BHECH CYIIECTBEH-
HBIH BKJIaJ B pa3pabOTKy KOHILIEINH, IPOBEICHNE UC-
CJIEJIOBAHMS U MOJATOTOBKY CTaTbU, MPOWIH U 0J100pH-
71 QUHATBHYIO BEPCHUIO Tiepe MyOnuKauen.

KoHnguukT uHTepecoB. ABTOpPHI JEKIAPUPYIOT
OTCYTCTBUE SIBHBIX M NOTCHLHUAIbHBIX KOH(DIUKTOB
WHTEPECOB, CBSI3aHHBIX C MyOIUKAIlMed HACTOSIICH
CTaThU.

Hcrounuk puHancupoBanus. ABTOPHI 3asBISIOT
00 OTCyTCTBHM BHENIHETO (PMHAHCHPOBAHUS MPH MPO-
BEJICHUH MCCIIEIOBAHUS.

HNudopmupoBanHoe coriacue Ha NMyOJMKALUIO.
ABTOpBI MOJTYYWJIM MHUCBMEHHOE COITIACHE 3aKOHHBIX
MpeACTaBUTENICH TalleHTa Ha ITyOIMKALUI0 MEIULIMH-
CKUX JJaHHBIX.
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