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Mmnogocpatasma — pegKoe HacieACcTBEHHOe nporpeccupyroujee 3abosieBaHne, Bbi3aBaHHoe MyTauuer B reHe ALPL,
Bc/eCTBME KOTOPOM yrHetaeTcsi akTMBHOCTb Le/IoYHON ¢ocoaTtasbl. M3-3a HapyleHus rnpolecca MUHepaanlaumm
KOCTHOM TKaHM B KJIMHUYECKOM KapTuHe rnpeobsiagatloT paxutornofobHble JecopmaLimn cKeneta, HO 3a4acTylo BO3HMKaT
W Apyrne CUCTEMHbIE MPOSIBIEHUS — HapyleHUe [bliXaHWsl, MopaxeHne MOYeBbIAENNTE/IbHON CUCTEMbI U HEBPOJIOrMYe-
CKWE paccCTpoycTBa. Y nayneHToB BbISIB/SIIOT CYA0POru, 3a€pKy GU3M4eCKOro 1 ncMxoMoTOPHOro pa3BuTus, Aepuumnt
BHUMaHMS, MbILLIEYHYIO C1ab0CTb, OGbLICTPYIO YyTOMJ/ISIEMOCTb, BHYTPUYEPENHYIO TMNEPTEH3UI0, CBS3aHHYl0 C Pa3BUTUEM
KpaHMOoCHMHOCTO30B. TsxKecTb runogpocparasnmy 3aBUCHUT OT BDEMEHU ee MaHudecTalmn: Hanbosblluasi CMEePTHOCTb Peru-
CTPUPYeETCS Npu nepuHaTasbHON U MHaHTUILHON popmMax 3aboseBaHUsl. [AMarHoCTMKa OCHOBaHa Ha BbISIBIEHWN XapaK-
TEPHbIX KIIMHUYECKMUX CUMITOMOB — 3a/lEPIKKM pocTa U pa3BUTUS, JepopMaLium cKeneta, 60ei B MblliLax M cycTaBax,
npexaeBpeMeHHOro BbinajgeHuns 3y60B. B 1abopaTopHbIX aHaim3ax OTC/IEXKMBAETCS CTOMKOE CHUXKEHME YPOBHS LLET0Y-
How ¢pocpaTasbl ¢ yyeToM BO3pacTa M rnosa naLlmeHTa; npu HU3KOoM aKTUBHOCTU pepMeHTa YPOBHU CyO6CTPaTOB LET0YHOMN
docpatasbl nupuagoKcaab-5-¢pocear B KpoBu U pochoataHonamMmHa B MoYe BCerga noBbllleHbl. Ha peHTreHorpammax
A/IMHHbIX TPY6YaTbiX KOCTeNH 0BHapyXMBaKTCS «A3bIKM» MPOCBET/IEHUS, MPOELMPYOLMECS] OT 30HbI pocTa B MeTapu3abl,
a Tak)Xe rMnomMuHepaan3dauyns, OCTeorneHus n gpyrue geopmauynn. Bee nauneHTsl ¢ nogo3peHnem Ha rurnopocoarasmnio
[0/IKHbI BbITb MPOKOHCY/IbTUPOBAHbI KIMHUYECKUM reHETUKOM U 06C/1eJ0BaHbl Ha BbisiBieHWe MyTaLmu B reHe ALPL.
Knro4deBble cnoBa: rnnogocoarasns, Cyqoporu, KoaHMOCMHOCTO3, Le/l04YHas ¢pocparasa.
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Neurological and Neurosurgical Aspects of Hypophosphatasia

Hypophosphatasia is a rare hereditary progressive disease caused by a mutation in ALPL gene and characterized by low activity of
alkaline phosphatase. Due to the disruption of the bone mineralization process, ricket-like deformations of the skeleton occur in
the clinic picture more frequently but other systemic manifestations can be also observed as respiratory insufficiency, urinary tract
damage, and neurological disorders. Seizures, delayed physical and psychomotor development, attention deficit disorder, muscle
weakness, fatigue, intracranial hypertension associated with the development of craniosynostosis are revealed in these patients. The
severity of the disease depends on age: the highest mortality is reported in younger patients, in perinatal and infantile forms of hypo-
phosphatasia. Diagnosis is based on the identification of specific clinical manifestations: retardation of growth and development,
skeletal deformities, pain in muscles and joints, premature tooth loss. In laboratory tests, a steady decrease in alkaline phosphatase
level is detected taking into account age and sex specification. If possible, alkaline phosphatase substrates are measured: levels of
pyridoxal-5-phosphate in the blood and phosphoethanolamine in urine are higher at low enzyme activity. Radiographs of long bones
typically reveal characteristic ‘tongues’ of lucency projecting from growth plates into metaphyses, hypomineralization, osteopenia,
various kinds of deformation. All patients with suspected hypophosphatasia should be consulted by a clinical geneticist and evaluated
to identify possible mutation in the ALPL gene.
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AKTYAJZIbHOCTb

Mnodocdartasua (FOP) asnsercs HacneaCTBEHHbIM
mMeTabonnyecknum 3a6oneBaHUeM, NPU KOTOPOM B pe3ysibTa-
Te MyTauuu B reHe ALPL HapywaeTcsi akTUBHOCTb hepmeH-
Ta — TKaHeBOW HecneuuduryecKkon LenodyHonm docdarassbl
(LL®) [1]. KnuHnyeckne nposiBaeHus 3aboneBaHus pasHo-
obpasHbl (puc. 1): nopaxalTca MHOrMe CUCTEMbl U opra-
Hbl, B GOMbIUMHCTBE c/ly4aeB npeo6najaloT HapylleHue
MUHepanM3auumn KOCTHOM TKaHW C pa3BUTUEM OCTEOMNEHUN/
0CTE0onopo3a Co CKIOHHOCTLIO K nepenomam, gebopmMaLmm
KOCTEeW U nopakeHuve 3y604entoCTHOM CUCTEeMbl C NoTepewn
3y60B [1]. egnaTtpaMm Manon3BECTHO, HYTO B KJIMHUYECKOM
KapTuHe runodocdara3nmn, 0COOGEHHO NpPU NepuHaTanbHON
N MHbaHTUAbHOM dopMax, BeAyWwUMn MOryT CTaTb HEBPOJIO-
rMYECKME HapyLIEHUS, YTO 3aTPYAHSET AMArHOCTUKY M CBO-
eBpeMeHHOe Havyano nevyexus [2].

Puc. 1. JnarHoctnuyeckut anroputm runopocdarasum
Fig. 1. Diagnostic algorithm for hypophosphatasia

CYAOPOI'A

MaToreHes pas3BuTUa cygopor npu runodocdatasum
cBA3aH ¢ yyactvem WP B meTabonname ButamuHa Bg.
OaHum m3 cybeTpaToB LD gBnserca nupuaoKcanb-5-
dochaT — aKTMBHbIA METAboNUT BUTaMUHa Bg 1 BaHewn-
WM KODEPMEHT AN CMHTE3A Pas3/IMYHbIX TPAHCMUTTEPOB
HEPBHOW CUCTEMBI.

B Hopme LL® oTwennaer oT uMpKynmpyowero B Kpose-
HOCHOM pyclie nupuaoKcanb-5-docdata docdaTtHyto rpyn-
ny, B pe3ynbraTe 4ero o6pasyeTcs 60/iee KOMNaKTHas Mose-
Kyna nupuaoKcans, Kotopasi cnocobHa MpPoHWKaTb Yepes
rematosHuedannyecknin 6apbep. B uutonnasme Knetok
HEPBHOW CMUCTEMbI MPOWUCXOAUT O6paTHOE MpUcoeanHeHue
docodaTta M BocCTaHOBNEHME NUPUIOKCANS A0 NMPUAOKCab-
5-docdara, rae oH UrpaeT posib KopakTopa 6o5ee 4em ansg
100 anoaHaumos [3]. Mpu runodocdaTtadum B peaynbrate
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° MONEKynspHO-reHeTuyecKoe nccneaoBaHue ansa BbiaBAeHUS MyTauun B reHe ALPL
° onpejesieHne ypoBHA cyb6cTpaToB: docdoaTaHoNaMmMHa B MOYe, MMpUAOKCanb-5-dpochaTta B KpOBU

[lonofHUTESIbHbIE BO3MOXHbIE UCCIe0BaHWUS 419 NOATBEPHKAEHWUS AMarHosa:

pumedaHme. * — auanasoH HOPManbHbIX 3HAYEHWI 3aBUCHT OT BO3pacTa M nofa nauueHTa. ** — ans noaTBEPKAEHUS CTOMKOrO CHUXEHHS!
aKTUBHOCTM LWEeNoYHOM docdaTasbl TpeGyeTcs Kak MUHUMYM 2 U3MEPEHUs ¢ MHTepBanom 2 Hel. MBJ1 — UCKyccTBEHHas BEHTUIALMS NErKUX

Note. * — range of normal values depends on the age and sex of a patient. ** — at least 2 measurements with an interval of 2 weeks are
required to confirm a persistent decrease in alkaline phosphatase activity. UBJ1 — artificial ventilation.



CHWXXeHUs akTuBHOCTK LD nupunaokcans-5-dpocdar He cno-
CoBeH MpoHMKaTb Yepes3 remaTtoaHuedannyecknun 6apboep,
4TO MPUBOAUT K AeduuUnUTy BUTaMuHa Bg B LieHTpanbHoM
HEPBHOW CUCTEME U YTHETEHUIO CMHTE3a psda Helnpomeana-
TOPOB, B YaCTHOCTM raMMa-aMMHOMAaCASHOM KMCNOTbl. ATOT
naToreHeTUYeCKUn MexaHu3M SIEXUT B OCHOBE pa3BUTUS
NUPULOKCUMH3ABUCHUMBbIX CYAOPOr y MauneHToB ¢ runodocda-
Ta3unen [4]. Kak npaBuno, cyaopory pasBnBatoTcs B Te4eHUE
nepBblX AHEN XKM3HU, XapaKTepHbl AN Hanbonee TAKenblX
dopm PP — nepuHaTaNbHON U UHOAHTUIBHOW, MPU ITOM
CTaHAapTHas NPOTMBOCYAOPOXKHas Tepanus HeahpdeKTUs-
Ha [5]. B nuTepaType onucaHbl 2 cnyyasi, Koraa cyaoporu
npu MPd passuancb 4O NOSBAEHUS HapyLIEHWA CO CTOPO-
Hbl KOCTHOM cucTeMbl [5, B6]. PUKcUpyOTCH TOHUYEecKue un/
WK KNOHWYECKME CYAOPOrn, MUOKIOHUYECKNE KOHBYIbCUMU
W anunenTuyeckme crnasmbl. Mokasatenu obuiero aHannaa
KPOBM M BUOXMMHUYECKME NapaMeTpbl (ANEKTPOANUTBI, FIOKO-
3a, aMMMaK) MoryT 6biTb B HOPME, 3@ UCK/IIOYEHMEM HU3KOWM
akTuBHoOCTK LL®D. MapKepbl 6aKkTepnanbHON UM BUPYCHOM
MHDEKLMN B KPOBU, MOYE U LiepebpocnHanbHOM XKUAKOCTH
He BbIABNAIOTCA. Ha anexkTpoaHuedanorpamme yalle BCero
perncTpupyetca MynbTMdOKanbHas aKTUBHOCTb MO TUNy
runcaputmum [7, 8J.

Pa3BuTHe anunenTMyecKuMx MNPUCTYNOB Yy NaLMeHTOB
¢ ®D nporHocTMYecKM ABNSETCA KpanHe Hebnaronpw-
ATHBIM MPU3HAKOM: TaK, A0 MNOSBIEHUSA crneunduyecKomn
Tepanuu BCe MauueHTbl norMbann B Bo3pacTte Ao 18 mec
HWU3HU [2].

MMpMAOKCHMH3aBUCHMMbIE CYAOPOrM XapaKTepHbl ANs pagda
3aboneBaHnit, 06YCIOB/IEHHbIX MOHOrEeHHbIM AebeKToM, —
neduunTa aHTUKBUTWUHA, CeMeNHon runepdocdarasuu,
nupuaokcanbdocharsaBUCUMON ANUNENTUPOPMHON IHLE-
danonatuu, runepnponmHemun Il Tuna mn runodocdarasum
[9]. OgHaKo, B €BA3K C yHMBEpPCaibHbIM MOAXOAOM K /eye-
HUIO — KyNMPOBaHWIO NPUCTYNOB BBEAEHWEM BbICOKMX A03
NMUPUAOKCHMHA — 3TUONOrMS NOLOGHbLIX CYLOPOr Y AeTen paH-
Hero Bo3pacTa 3a4acTylo He NoABEepPraeTcs aHannay, Y4To He
Nno3BoSISET BEPUPULMPOBATL OKOHYATENbHbIN AMarHo3.

M3BecTHO, 4yTo LD, nommmo yyvactus B metabonname
BUTamMWHa Bg B roNIOBHOM MO3re U CUMHTE3€ HEMpOMeAu-
aTopoB, OTBEYaeT 3a MNPOoLEeCcC MWENUHU3ALUK HEPBHbIX
BOJIOKOH M CTabuau3auum CUHaNCoB, a TaK)Ke BOBfieYyeHa
B MPOLLECCbl aHa3POBHOr0 MMMKONM3a, pa3B1BaloLMecs npu
FTMNOKCUKU FONIOBHOIO MO3ra, OKasblBasi BIMSHWE Ha MeTa-
6011M3M afgeHo3nHTpudocdaTta [10]. Takas BaxHas pofb
P B pazButun U GYHKLMOHUPOBAHWM HEPBHOM CUCTEMBI
MOXET OOBbACHATL BbICOKYIO YACTOTYy MOpaxKeHWs HepPBHOM
cucTeMbl Yy naumeHToB ¢ runodocdarta3men, Korga akTme-
HOCTb depmeHTa yrHeTeHa. [lpM 3TOM HEBPOIOrMYyeCcKue
nposiBJeHUA He o6najaloT Kakom-Mbo crneundruyHoCTbio
M 4acTo BCTPeYaloTCs B NPaKTUKe AETCKOro HeBposora: ato
Cyaoporu, 3agepyka GU3n4yecKoro n NCMXoMOTOPHOro pas-
BUTKA, AeDULMT BHUMaHUSA, MbllleyHas cnabocTb, ObicTpas
YyTOMASEMOCTb, BHYTpUYepenHas runepTeH3us u gpyrue
HapyLWeHUs.

[nqa 6onee rnyboKoro noHMmaHusa natoreHesa runodoc-
daTtasum 1, B HaCTHOCTH, Pa3BMUTUS OCIOKHEHUI CO CTOPOHbI
HEpPBHOW cUcTeMbl TpebyeTcs fanbHenwee nlyvyeHume ponu
LLld B opraHname yenoseka.

KPAHUOCHUHOCTO3bI

XapaKTepHOM 4epTon MNepuHaTtanbHOM U MHOAHTUSIb-
HoM ¢dopm runodocodatasnm ABNAETCHA BO3HUKHOBEHUE
KpaHnocnHocTo30B (KC) — npexaeBpeMeHHOro 3akpbiTus
OAHOrO0 1 6osiee YepenHblx WBOB. YacToTa BCTpeyaeMoCcTm
KC npu runodocdarasunun, no pasHbiM AaHHbIM, COCTaB-
naet o 40%. KpaHMOCMHOCTO3bl BO3HWKAIOT NPU UHaAH-

Puc. 2. 3-D KomnbloTepHaa ToMorpadusi: MHOXKEeCTBEHHbIE
nedeKTbl KOCTen Yyepenay nauueHTa ¢ runodocdartasunen

Fig. 2. 3-D computed tomography: multiple defects of the skull
bones in a patient with hypophosphatasia

TUNbHOW W aeTcKon dopmax 60ne3Hn [11-15] u Hocat
BTOPUYHbIA XxapakTep. lNatomopdonorns pasBuTUa Kpa-
HMOCUHOCTO30B MNpu rmnopocdarasnm 4o KOHLA He fICHa.
MpeanonoxuTenbHoO npouecc GopMUPOBAHUS MOXKET ObiTb
CBfi3aH C HapyweHueM obMeHa Kanbuus. OcHoBa dbopmu-
poBaHua KC — HapylweHue Kanblmn-dpocdopHoro ob6mMeHa
n popMupoBaHua KocTen yvepena. pu runodpocdarasunm
HapyllaeTcs yTUAM3aUMs KalbLMS KOCTHOM TKaHblo, Kak
cneacTBMe, BO3HUKAET rUMepKanbLMeMUs, YTO KMHMYe-
CKM MPOSBNSETCS 04araMm SKTOMMYECKOM KanbUNDUKaLMK.
Yaule Bcero ctpagatoT NoYkn (HePppoKaabLIMHO3), HO o4aru
MOTyT OblTb 1I060ON NOKanuM3auuu. HakonneHuve Kanbuua
MOXEeT MpoMcXoaWTb B TOM YMC/ie B LWBaAx 4yepena, 4to
BbI3blBAET UX NpPEXAEeBPEMEHHOE 3aKkpbiTue. Mpu CHUKe-
HWUW aKTUBHOCTM TKaAHEBOW HecneundUyecKomn WenovyHon
docdaTasdbl HapylaeTcs MUHEpPanM3aLnsa KocTen yepena
(puc. 2), popmMpoBaHME KPUCTaNNOB rMAapoOKcHManaTuTa
C nocneaylouen natonornyeckon duKcaumen 4YepernHbix
WwBoB. [16]. B cBA3K ¢ 9TUM B 6GOJIbLIMHCTBE OMUCAHHbIX
cnydaes KC npu runodocdartasdvun cCuibHO BapbupoBas
BO3pacT pebeHKa K MOMEHTY BbISIBEHUS NaTONOMMK LLBOB.
Pexe cneundunyeckne ana KC gedbopmaumm yepena otme-
YaloTCH C POXKAEHUS, CPEAHNI BO3PACT BbIIBIEHNS MATONO-
rmm — 37 mec [13, 14, 17].

KC npu runodocdatasnmn otan4valoTcs psaomM OCOBEH-

HOCTeMN:

° HecneundUYHOCTbIO MOpaXKeHusa: MaHudecTaunsa 3abo-
NeBaHUS MOXET MpPOSBUTbLCA CUMHOCTO3WPOBAHUEM
N060ro YepenHoro LWBea;

° MPOrpeameHTHbIM TevyeHuem 3abofieBaHus: Aaxe npu
MaHudecTaumMmM ¢ OJHOro YepernHoro LBa oTMedvaeTcs
nocTeneHHoe 3aKkpbiTve 2 1 60nee WBOB BNAOTb 40 Op-
MWUPOBaHUS NaHKPaHUOCUHOCTO3a;

° BapuabenbHOCTbIO KJIMHUYECKUX NPOSBNEHU: GYHKLUMK-
OHa/IbHbIM WMCXOAOM KPaHMOCWMHOCTO3a SIBNAETCS Kpa-
HMOCTEHO3 C GOPMUPOBAHMEM KpaHuoLepebpanbHOM
avcnponopumun. BospacTtatollee npu aToM BHyTpHUyepen-
HOe AaB/ieHWE BbI3bIBAET IMMNEPTEH3UOHHBLIN CUHAPOM,
CUHAPOM Masion 3aJHen 4epernHonm FAMKKM C MCXOAO0M
B aHomManuio Knapwu | tnna;

° MPOrpeccuUpylolinM TEYEHUEM: B psige clydyaeB OTMe-
yaeTtca MaHudecTauma KC nocne KoOpoTKoro nepuoga
HEBPOJIOrMYECKOM CUMMTOMATUKM.
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[oBops 60nee NOAPOGHO O NMEPEYUCTIEHHBLIX OCOOBEHHO-
CTSX, CTOUT OTMETUTb, YTO O6LLEE KONMYECTBO BbISIBJEHHbIX
KC npu runodpocdatasmm HeboONbWOE M OrpaHM4MBaeTCs
HECKONbKMMHK cepusiMu. B o4HOM M3 HabAogeHUn onucaHo
20 nauueHToB, y 7 13 Hux BbigBneH KC. Y ogHoro naumeH-
Ta aBTOpbl YKasdblBaAu Ha BHYTpuyTpobHOe passuTne KC
¢ dopmnpoBaHneM xapaKTepHon gedopmaumm Yepena. Ewe
y ABOMX NALMEHTOB CUHOCTO3 CarnTTanbHOro WBa Obl/1 BEPU-
duumpoBaH B 1 1 3 MEC KM3HU COOTBETCTBEHHO. B ocTanb-
HblX cnyvasx KC 6bin BbiIBNIEH KyAa B 60/ee No34HEM BO3-
pacte — 13-49 Mec ¥ HOCUN XapaKTep MOpaKeHus ABYX
YyepenHbiX WBOoB. Y 5 U3 aTUX NauMeHTOB pa3BuaIachb KpaHWo-
uepebpanbHas AuMcnponopuus, 4to notpeboBano Xupyp-
rM4EeCcKoW KoppeKuuun. CTOUT OTMETUTb, 4TO B ABYX Clyyasx
NPOBOAMSIUCE MHOXECTBEHHbIE OMepaTUBHbIE BMellaTesb-
CTBa, 4TO 6blNI0 CBA3AHO C NOCTEMEHHLIM BOB/IEYEHUEM BCE
66nbluero Yucna YepenHolx Weos, GopMUPOBaHMEM aHOMa-
nmun Knapw | Tuna ¢ cooTBETCTBYIOWEN KIMHUYECKOM KapTu-
HOW. Ha faHHbIM MOMEHT Nepuoj HabtoaeHns COCTaBNSAET OT
28 mec 10 18 neT. Y 4 13 7 nauMeHTOB y»e CMHOCTO3MpPOBa-
Hbl carnTTanbHbliM, KOPOHAPHbLIA U NAMOA0BUAHbLIV LWBbI, YTO
TaK»Ke roBOPUT O MPOrpeccupylolleM TedeHnn 3abonesaHus
BHE 3aBMCMMOCTM OT MPOBOAMMOM OMepaTUBHOM KOPpEK-
umun [13]. B nuTepatype onucaHbl ciydyau BbisiBneHuss KC
[axe HecMoTps Ha npoBefeHne pepMeHTO3aMeCTUTENbHOM
Tepanun npenapatom acdoTaza anbda, 4TO MOXKET ObiTb
CBSI3aHO B TOM 4YMCNe C OTCYTCTBMEM pPaHHEMN AWarHOCTUKHK
KC (a0 Havana nevyeHus), NO34HUM Havyanom dbepmeHTo3a-
MEeCTUTENIbHOM Tepanuu, CA0KHOCTAMM Nogoéopa NOAAEPHKHM-
BaloLen Tepannun — Ha3Ha4YeHWEM KanbLMTOHMHA, BbICOKMX
03 BUTamuHa D 1 npenapaToB KanbLus, YTO MOXKET TOSIbKO
YXYALWKWTb NposBneHns runopocdatasum [12, 18].

ABTOpamu Apyron cepuu onucbiBawoTcs 4 nauueHTa
B Bo3pacTe oT 8 10 66 mec (cpeaHuit Bo3pacT 35 mec). Hu
B OLHOM CepuM He yKasblBaeTcs Ha GopmMupoBaHWe che-
umduyeckon ana KC nepopmaumm vyepena. Tem He MeHee
K/IMHMYECKas KapTuHa 3aboneBaHuns nNpeacTaBaseTCcs Kpa-
HuouepebpanbHOM AUCNPONOPLMEN C TUNEPTEH3UOHHBLIM
cuHapomom. Manbdopmauns Kuapu | Tuna B 310N cepuu
BblsiBfieHa Yy O4HOro naumeHTa. Kak v B npeablayuem Habnto-
[EeHWK, y naLmMeHToB 605ee cTaplero Bo3pacrta oTMeyaeTcs
nopa)KeHMe HEeCKOSIbKMX YepenHbix weoB: y 1 — 3 wWwBa,
y 3 — 2. BceM nauueHTam B 3TON CEpPUN BbINOSHANUCH Kpa-
HUOKOppUrupylowme onepauum [14].

Bo Bcex onucaHHbIX Cay4yasax BeaywuMm NPosiBAEHUEM
KpaHuoLepebpanbHOM AMCMNPONOPLMM ABASACA TMNEPTEH-
3UOHHbIN CUHAPOM. TpK ero pazBUTUM NOSBASIOTCS Kanobbl
Ha YacTble MHTEHCUBHbIE FONI0BHbIE 60K, PBOTY Ha BbICOTE
roNoBHOM 60K, NCUXONaTUYECKME HapylweHusa (3ageprKKa
Pa3BUTUS, CHUKEHWE KOTHUTUBHbLIX OYHKLMK, arpeccus-
HOCTb M 3MOLMOHaNbHaa NnabunbHOCTb). Cneumduyecknm
NPU3HAKOM BHYTPUYEPENHOM MMNEPTEH3UN ABASETCH OTEK
[IMCcKa 3puTtenbHoro Hepsa [13, 14, 17].

MN3BECTHbI TP OCHOBHbIE MPUYMHBI MOBbILWEHNS BHYTPH-
4yepenHoro gasneHus npu GopMmMpoBaHUM KPAaHMOCUHOCTO-
3ay nauuneHToB ¢ MPdP:

* ¢dopmMHUpoBaHne KpaHuouepebpanbHOW AMCNPONOPLUK
3a cyeT orpaHMyeHuns pocta vyepena npu KC;
° HapylweHue JTMKBOPOAMHAMMUKM 3a cHeT ManbdopmMaLmm

Kunapu;
® CTEHO3 OTBEPCTUA OCHOBaHWS Yepena 3a cyeT yTon-

WEeHNS KOCTHOM TKaHW, YTO MOXKET Bbi3blBaTb Hapylle-

HWE OTTOKa KPOBM U NPUBOAWUTb K BEHO3HOM runep-

TEH3UW.

Ha paHHbIM MOMEHT CyLLleCTBYET HECKOMbKO MPUHLMK-
nuanbHblX METOA0B KoppeKuun KC — manovHBasuBHble
CYTYP3IKTOMUU, OTKPbITblE PEKOHCTPYKTUBHbIE BMellaTeNb-

CTBa ¥ AUCTPaAKLMOHHbBIN OCcTeoreHes. YynTbiBas nporpeau-
E€HTHbIN XapaKTep Te4eHnsa U NO34HUI BO3pacT MaHubecTa-
UMK 3aboneBaHusi, ManoOMHBa3MBHbIE METOAbl KOPPEKLMM
KC npv paHHOM natonoruun aBastoTcsd HeaPpdEKTUBHbLIMMU.
MpK BbINOMIHEHWM OTKPbITbIX PEKOHCTPYKTUBHbLIX BMela-
TENbCTB HEOOXOAMMO y4MTbIBaTb MMeEKoLWMecs y nauneHTa
npo6neMbl GOPMMPOBAHUSA KOCTHOW TKaHW, B 4aCTHOCTU
BO3HWKHOBEHWE YYacTKOB ruapoKcuanatuta B 06nacTu
nponudepaunn octeobnactoB. MegneHHas occudukaums
nedeKToB Yepena, HeM36eKHO BO3HMKAIOLWMX NOCe BbINoJ-
HEeHUS 3DODEKTUBHOM KPaHUOKOPPEKLMU, MOMKET BbI3bl-
BaTb 3Ha4YUTENbHble TPYAHOCTU. TaKKe BaKHbIM aCneKToMm
SBNIIETCA BO3MOXHOE pa3BUTUE CTEHO3a HE BOBNEYEHHbIX
paHee B NaTONOrMYEeCKUIM NPOLIECC WBOB, YTO MOXET NOTpe-
6oBaTb NOBTOPHOIo onepaTtMBHOro neveHus [13]. YuntoiBas
BbllenepeyncneHHble GaKTopbl, OAHUM U3 NEPCNEKTUBHbIX
METOLOB fle4eHUss KpaHuouepebpanbHOM AMCNPONOPLMM
y nauueHToB ¢ ®D aBnaetca KpaHuanbHas AUCTPaKLMS.
HecoMHEHHbIM ee MpenMyLLecTBOM SBASETCA OCTeoreHes
B 06nacTu pacTsKeHus n obecrneyeHmne HaubonbLIEero npm-
pocTa MHTpaKpaHuanbHOro o6bema.

Takum o06pas3om, naumneHTbl ¢ FPD AoMKHBI NONYYUTb
KOHCYNbTauMio HEBPOJIOra, a Npu BbIIBAIEHWUM NOBbILLEHHOIO
BHYTPUYEPENHOro AaBiEHWS JOMKHbI ObiTb HamnpasB/eHbl
K HEMpOXMPYpPry € LeNblo pelleHns Bompoca O TaKTuKe
BeJEHUS M BOSMOXHOM OnepaTMBHOM BMelaTtenbcTee. Ha
[LaHHbI MOMEHT HEpPELLEHHbIM OCTaeTCs BOMPOC O CPOKax
BbIMO/IHEHUS OMEPaTMBHOIO BMellaTeNbCTBa, YTO TaKXke
ABNAeTCa NpeaMeTOM JanbHENILNX UCCNefoBaHUN.

[AnarHocTuka KpaHMOCUHOCTO30B

MepBUYHBIM 3BEHOM AMArHOCTUKK ABASAIOTCS NegnaTpbl
n HeBponorun. Npu BO3HUKHOBEHWN MOLO3PEHUI HA HaNu-
4yue y nauueHTa NOBbIWEHHOro BHYTPUYEPENHOro AaBle-
HUS LenecoobpasHbl BbINOJAHEHME NO6Oro JOCTYNHOro
MeTo[a HEMPOBMU3yanm3aLmun, a TakKe KOHCYNbTauns Hewn-
poxupypra.

[lo HacTosLEro MOMEHTa «30/10TbIM CTaHAaPTOM» B Ana-
FHOCTUKE MOPaXKEHMM YepenHbiX LBOB ABASETCA KOMMbiO-
TepHaa Tomorpadusa. OHa MNO3BOASET HE TONbKO TOYHO
BEPUDULMPOBATL MOPAXKEHHbIN WOB, HO U OLEHUTb Apyrue
npu3Hakn GopmupytoLLencs KpaHuoLepebpanbHOM AUCPO-
nopLMK (MCTOHYEHME KOCTEN Yepena, PUCYHOK «MasbLeBbIX
BAaBNeHum»). MHPopmaTUBHBLIM MPU BbIMOJIHEHUU KOMIMbIO-
TepHoW Tomorpadum ABASeTCS BbiBAeHME KanbuubuKauum
y4acTKOB TBEPAOM MO3roBov 060/104KM, YTO TaKKe NaTorHo-
MOHMWYHO ans runodocdatasum [17].

CylLeCcTBEHHBIM MWHYCOM PEHTIEHONOMMYECKUX METO-
[OB AMarHOCTMKM sBNsSieTcs nydYyeBas Harpyska. C uenbio
€€ yMEeHblUeHUs naumMeHTam paHHero Bo3pacrta BO3MOXHO
BbINOSIHEHWE HeWpocoHorpadumn ¢ BU3yanusauuen yepen-
HbIX WBOB M onpefjeneHMeM fuacrtada Mexay KOCTAMM
yepena. puM HEBO3MOXHOCTM BM3yanu3auun 4epenHoro
WwBa NM60 BbIABAEHUN 3HAYMTEBHON aCUMMETPUU MEXAY
napHbIMM WBaMK PEKOMEHAOBaHa KOHCyNbTauus Hewnpo-
xupypra. HaumeHee uHbopmaTuBHbIM npu KC meTogom
HenpoBM3yannMsaumm SBNSETCS MarHUTHO-pe30oHaHcHas
Tomorpadus, KoTopas He NO3BONSET BbIABUTb NOPAXKEHHbIN
OB, HO C NOMOLLbIO KOTOPOM MOXHO OLEHWUTb MONOXKEHUE
MUHAQIMKOB MO3Xe4YKa OTHOCUTENIbHO 60MbLIOro 3aTbl10Y-
HOrO OTBEPCTUS, COMyTCTBYIOLWME HapyeHWUs JIMKBOPOAM-
HaMKUKK, gedopmMaLmio TMKBOPOCOAEPKALLMX NPOCTPaHCTB
(KenyaoykM mosra, LMCTEPHbl OCHOBaHWS Yepena U cy6-
apaxHoupanbHble NPOCTPaHCTBa). HemanoBaXKHbIM KpuTe-
pUEM OLLEHKM KIIMHMYECKOIO COCTOSHMSA NauneHTa aBnseTcs
HenpoodPTanbMONOrMYECKU CTaTyC — BbISIBEHWE OTeKa
[AWCKa 3pUTENbHOro HepBa.



CNnoXXHOCTU B AMarHoctuke runodpocoarasumm

B cooTBeTCTBMKU C MeXAYHaAPOAHbIMMU U POCCUUCKUMU
KJIMHUYECKMMW PEKOMEHAAUMSAMU NO BEAEHWIO NMaLMEHTOB
¢ MPd, HannumMe KNMHUYECKUX NMpPoaBIEeHU 3abGoneBaHus
B COYETAHMMU CO CTOMKUM CHUKEHUEM aKTUBHOCTU LLD aBns-
eTcsl 4OCTaTOYHbIM OCHOBaHMEM A5l MOCTAHOBKMU AMarHo3a
[19, 20].

[ToBCEMECTHOM M KpanHe Ba)XHOW nNpobiemMon ocTaeTcs
OTCYTCTBME OCBEOMJIEHHOCTU Bpayem, 4TO aKTUBHOCTb LD
3aBUCUT OT BO3pacTa U nona naumeHTa. BaxkHo obpauiaTb
BHMMaHWE He TOJIbKO Ha BEPXHIOK, HO M Ha HUXKHIOW rpa-
HULY HOPMbI, KOTOpPas TEM Bbllle, YEM aKTUBHEE NpoLecChl
pocTa pebeHKa 1 HaKOMJIEHUs KOCTHOM Maccbl [21]. 3agaya
KNMHUYECKUX NabopaTopuit — KanmbpoBKa GMOXMMUYECKMX
aHann3aTopOoB AM1F NPEeA0CTaBNEHUS KOPPEKTHbIX 3HAYEHU
AKTMBHOCTM pepMeHTa OTHOCUTENIbHO BEPXHMX U HUMKHMX
rpaHuL, HOpMbl. TONIBKO MpW 3TOM YC/I0BUW Bpay CMOXKET
a[EKBATHO OLIEHWTb 3HaYyeHWe akTuBHocTM LD n 3anogo-
3pUTb AMarHo3 runopocdartasum npu nposegeHnn andode-
peHuManbHOM AMarHOCTUKH.

YpoBeHb aKTuBHOCTM LIP nogBepxeH KonebGaHUsm
N MOXET 3HAYUTENIbHO MEHATLCA — KaK B CTOPOHY NOBbILIE-
HUSA (CMHAPOM XonecTasa, alMMEHTapHbIN paxuT, 601e3Hb
Mepxeta, runodocharteMUYECKUN paxuT, 3aKMBNEHUE
nepenomMoB), TaK 1 MOHUXKEHNS (OHKONOrM4Yeckmne 3abonesa-
HUS, MHTOKCUKaLMS BUTaMUHOM D, neyeHune riioKOKOPTUKO-
ctepongamu, 6uchocdoHaTammn, XMpypruyeckmne onepawmu,
rosiogaHue v np.) [15]. 419 KOPPEKTHOM OLEHKW 3HAYEHMUS
Heo6xoanumMo n3mepsTb LLP B auHaMuke — He MeHee 2 pa3
C UHTepBanom 1-2 Hegn.

HecmMoTps Ha TO, YTO CHUXKEHMEe aKTMBHOCTKU LD aBna-
eTcs 0653aTeNlbHbIM YCIOBUEM AN15 Pa3BUTHS 3a60/1eBaHUS,
B peanbHOM KJIMHWUYECKOW MPaKTUKE He Bceraa npociexu-
BaeTCA 4YeTKas Koppensauus Mexay CTEeNeHbld CHUKEHMS
aKTMBHOCTM LD M TAKECTblO KAMHUMYECKUX MPOSiBNEHUM
[do.

Mpy WMHTEepnpeTaumMm HU3KOM akTMBHOCTM LD BarkHO
COMoCTaBNsATb €e C APYrMMKM CMMMNTOMaMu — TEeMMOBOM
3aePKKOM NCUXOPEYEBOro 1 GU3N4ECKOro pa3BuTUS, Cyao-
poramu (0CO6EHHO GapMaKOPE3UCTEHTHbIMMU) U APYrMMHU
HapyLWeHUAMU HEPBHOW CUCTEMbI M MOPAXKEHWEM KOCTen
(paxmMTOonoao6HbIMKU AedOpPMaLUAMM).

[Ons [ONOAHUTENbHOrO NOATBEPXKAEHUA AMarHosa
BCEM MaLuMeHTaM NPOBOAAT reHETUYECKOE UcchieoBaHne
ONS BbiiBNeHUs myTauuu B reHe ALPL. Ha faHHbIi MOMEHT
onucaHo 6onee 350 myTauumn, U UX HACNO NO MEPE BbiISB-
NleHnss M o6CcnefoBaHUs HOBbLIX MALMEHTOB C KaXAbiM
rogom pactet [22]. [pu 3TOM He y BCex NauneHTOB yaa-
eTcs 06HapyXuTb MyTauuio B reHe ALPL ¢ npuMeHeHHeMm
CTaHAapTHOro mMeTofa CeKBEeHMpoBaHUA. B Takon cuty-
auMn ONns YyTOYHEHWUS AMarHo3a MOXET O6biTb MOKa3aHo
npoBeaeHne MOSHO3K30MHOIO CEKBEHWPOBaHWA. ITOT
MeToa MmeeT 66blWwylo MHGOPMATUBHOCTb B CPaBHEHWM
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NcTopryeckn usyyvenne MpdP npoBoamMnochb ¢ NosuLmm
HapylleHUa MUHepanuM3aLnmn KOCTHOM TKaHW, @ OCHOBHbLIM
OCNIOXHeHWem 3ab6oneBaHns Obl10 NMPUHATO cYMTaTb Nopa-
eHWe onopHo-ABUraTenbHoro annapara. lNpu ganbHenwem
n3yyeHmn ponu LLLP B opraHnM3me yenoBeKa U HaKOMIEHUN
onblTa HabnaeHWs nauueHToB ¢ PP ctann oveBUAHbDI
[Ipyrue cMcTeMHble NPosiB/ieHNs 3ab60neBaHus, B TOM Yucne
HEBPONOrMYyeCcKme, KOTOPbIE PEFUCTPUPYIOT NPUMEPHO Y 25%
nauuveHtToB ¢ PP B negnaTpuyeckon nonynaumm. Takum
o6pa3oM, AMarHocTMka W nocneayloliee BefeHWe 3TUX
nauneHToB ABNSETCS 3agadvyen MynbTUANCUUNIMHAPHOWN.

Kaxabi naumeHT ¢ PP, conpoBoxaatoLLencs HEBPO-
JNIOTMYECKUMU NPOSBAEHUAMM, AOMKEH OblTb MPOKOHCYNbTHU-
poBaH Mo MoKa3aHuAM NMPOoPUIbHLIMK cneumanucTamm —
HEBPOIOrOM, 3MWIENTONIONOM, KAMHUYECKUM TEHETUKOM,
NCUXONOroM, OKY/IMCTOM, HEMPOXMPYProm. B 3aBncuMoCTH
OT BbISIBJIEHHbIX HAPYLIEHWA NPOBOAMTCA MHAWMBUAYANbHbIN
BbIOOP TAaKTUKM BEAEHUs, a UMEHHO Ha3Ha4yeHWe cneuu-
duyecKkon Tepanuu, pelieHue Bonpoca 06 onepaTtvBHOM
Nle4yeHnun, HeobxoaMMOCTU MHULMaLUMKM bepMeHTO3amMecTu-
TeNbHOW Tepanuu.

B cnyyae 3artpyaHeHWi nNpu MNOCTaHOBKE AMArHo3a
1 BbIGOpa MeToAa NeYeHUs pelleHns A0MKHbl MPUHUMATbLCS
BpayYe6HbIM KOHCUINYMOM.

UCTOYHUK ®UHAHCUPOBAHUA
He ykazaH.
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