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AHHOTanMs. B 1aHHON cTaThe paccMaTpHUBAIOTCS HEBPOJOTHYECKUE OCIOKHEHUS
rumnomaparupeos3a, B ocobenHoctu cuuapom @Dapa u cungpom Ju Jxopmxw.
[Toapo6HO aHATU3UPYIOTCS ITUOJIOTHSI U [TATOT'€HE3 3TUX COCTOSIHUM, 3aKIIFOUAIOIIHECS]
B XPOHMYECKOM THUIOKaJblieMun u rtuneppocharemun Ha ¢GoHe aepunuTa
MapaTUPEOUTHOTO TOPMOHA, BEAYIMIMX K  OKTOMWYECKOW  KalbIU(pUKAIIH
nepedpanbHbIX CTpYKTYp. Oco00€ BHUMaHKE YACNAETCS TePAeBTUYECKUM MTOAXO0AaM,
HalpaBJICHHbIM Ha HOPMAJIM3alMI0 OMOXMMHMUYECKUX TIOKa3aTesledl mnpenaparaMu
Kalblud W AaKTUBHBIX METabOJIMTOB BUTaMuHa D I mOpenoTBpalleHHs
MporpeccupoBaHus HeBposiorudeckoro aeduiura. [loquépkuBaercs 3HaUeHHUE paHHEH
JAArHOCTUKM W aJICKBaTHOM  IIOKM3HEHHOM  3aMECTUTEIIbHOM  TEpalnuu
TUIoNapaTupeo3a Kak  KIIOUYeBBIX  (AaKTOpOB  MNPOPUIAKTUKA  HEOOpaTUMBIX
HEBPOJIOTMUYECKUX OCJIOKHEHHI U YJIYYIIEHUS JOJTOCPOYHOrO0 MPOrHO3a JIJIst

IManruEHTOB.
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Abstract: This article discusses neurological complications of hypoparathyroidism,
especially Farah syndrome and Di Giorgi syndrome. The etiology and pathogenesis of
these conditions, consisting in chronic hypocalcemia and hyperphosphatemia against
the background of parathyroid hormone deficiency leading to ectopic calcification of
cerebral structures, are analyzed in detail. Special attention is paid to therapeutic
approaches aimed at normalizing biochemical parameters with calcium preparations
and active vitamin D metabolites to prevent the progression of neurological deficiency.
The importance of early diagnosis and adequate lifelong replacement therapy for
hypoparathyroidism is emphasized as key factors in preventing irreversible

neurological complications and improving the long-term prognosis for patients.
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['unonapatupeo3  sBISETCS  OTHOCUTEIBHO  PEIKUM  SHAOKPUHHBIM
3a00JIeBaHMEM, XapPaKTEPU3YIOMUMCSI HEIOCTATOYHON CEKpEIMel MapaTHpeoHTHOTO
ropmona (I1TT"), 9To mpuBOIUT K HAPYIIEHUSM KaTbIHii-PochopHOTO 0OMEHA, TTIPEKIE
BCETo K TUIOKaibIieMun U Tunepdocdaremun. Knmanueckne mposBICHUS JaHHOTO
COCTOSIHUSI ~ KpaifHe BapualOenbHBl, OT AaCHMITOMATHYECKOTO TEYCHHUS  JO0
KU3HEYTPOKAIOUINX COCTOSHUH, 3aTparuBasi MHOTOUHCICHHbIE CUCTEMbl OpraHU3Ma.
PacmipocTpaHeHHOCTh HEBPOJOTHYECKHX OCJIOXHEHHH, XOThb H HE SBISETCS
MOBCEMECTHOM, HO UX TSDKECTh, MOTEHIMATbHAs HEOOPATUMOCTh M 3HAYUTEIIbHOE
BJIMSTHHME Ha Ka4ECTBO JKU3HH MAIIMEHTOB JIENIal0T PAHHIOK JUATHOCTUKY U aJIEKBATHYIO
TEpanui0 KPUTUYECKH BaXKHBIMH. Hepemko STu MposIBICHUS TPEICTABISIIOT COOOM
JAMArHOCTUYECKUN BBI30B U TPEOYIOT KOMIUIEKCHOTO MTOIX0/1a B JICUEHUH, IO JUEPKUBAsT
OMMaCHOCTh TMO3JAHETO BBHISBICHUS W HEAJCKBATHOM KOPPEKIMH OCHOBHOTO
MeTaborueckoro HapyireHus. [1,8]

OnnuM u3 Hauboyiee W3BECTHBIX MPEIACTABUTENCH ATOM TPYMIbl SBISETCS
cuaapom dapa (CD), unm uaronaTUdeckas KajablUpUKaIUs O0a3albHBIX TaHTJINCB
(Idiopathic Basal Ganglia Calcification — IBGC). M3HadanbHO ONKMCAHHBIA Kak
uanonaTudeckoe cocrosiuue, CO B 3HAUUTETHLHON JI0JIE CIIy4aeB MPEACTABIIAECT COOOM
BTOPUYHOE SIBJICHUE, pa3BUBAlolIeecs] Ha (POHE PA3TUYHBIX CHCTEMHBIX HaPYIICHHIA.
Cpenu 3THONOTHYECKHX (DAKTOPOB, CHOCOOHBIX WHAYLUUPOBATH IepeOpabHbIC
KaJbIIU(PUKALMN, THIIONAPATAPEO3 SABJSETCS OJHOW M3 HauboJee XOPOIIO N3YICHHBIX
M, YTO OCOOCHHO BaXHO, MOTEHIMAIBLHO OOpPATHUMBIX B aCIEKTE MPEIOTBPALICHHS
MIPOTrPECCUPOBAHMS PUYUH. [5]

Pacmpoctpanennocth C®, 0COOCHHO €ro BTOPUYHBIX  (OPM, BEpOSITHO,
HEJOOIICHUBACTCS M3-32 BapHaOENbHOCTH KIMHUYECKOM KapTUHBI M 4acTo

0eCCUMITOMHOIO T€YEHUSI Ha paHHUX cTaauax. OJIHAKO MO MEpe MPOrPeCCUPOBAHUS
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KaJdblU(pUKALUU M €€ paclpOCTPAHEHUs] Ha (PYHKIMOHAIbHO 3HAYMMBIE 30HBI
rojoBHoro wmo3ra, C® cnocobeH TPUBOAUTH K  Pa3BUTHIO  TSDKEJBIX,
MHBAIUM3UPYIOIIMX HEBPOJIOTMUYECKMX W HEHPONCUXMATPUUECKUX HapYLICHUH,
3HAYUTENIPHO YXYJIIAIOIIUX KAa4eCTBO MHU3HM NAUUEHTOB. CIIOKHOCTb JICUEHMS
oOycioBieHa HEOOpPaTUMOCTBIO YK€ C(HOPMHUPOBABIIUXCS KaJIbIIU(PUKATOB, YTO
TOBOPUT O HEOOXOJMMOCTH paHHEW JUarHOCTMKM M arpecCUBHON KOPPEKIHUU
OCHOBHOTO MeTabonmnueckoro aedekra. OnacHOCTh JAHHOTO COCTOSIHUSI 3aKITI0YACTCS
HE TOJILKO B POTPECCUPOBAHUH HEBPOJIOTHUECKOT0 Ie(hUIINTa, HO U B TOTEHLIUATbHBIX
pPUCKaX, CBSI3aHHBIX C OCHOBHBIM 3a00J€BaHUEM (TUIIOKAIBLIMEMHUYECKUE KpU3bI,
apUTMHUH), a TaKXe B CJIOKHOCTH IU(EepeHINaTbHON TUarHOCTHKH, TpeOyromiei
UCKJIIOYEHUS IPYTUX, B TOM YHUCIIE )KU3HEYTPOKAIOIINX, COCTOSIHUM.

[lepBrle ynoMuHaHusi O LEpeOPaTbHBIX KalbIU(UKALNUIX, HE CBSA3aHHBIX C
uH(pEKIUIMH WM TpaBMaMu, natupyrorcs HauasoMm XX Beka. B 1930 rony nemenxwuii
HespoJsor u ncuxuatp Kapn Teomop Papa (Karl Theodor Fahr) onucan o6mmupHbIie,
CUMMETPUYHBIEC OTJIOXKEHUS KLU B COCYIaX TOJOBHOTO MO3ra, IPEUMYIIIECTBEHHO
B 0a3ajbHBIX TaHMVIMAX, Yy [AIUEHTa C MPOTrPECCUPYIOIIEH HEBPOJIOTUYECKOM
cuMInToMaTukoi. Ero paGoThkl jieriv B OCHOBY KoHueniuu "6ose3nu dapa', kotopas
BIIOCTICACTBUU Oblla pacummpeHa 10 '"cuHapoma @apa', 0XBaTBHIBAIOIIETO Kak
UNONATHYECKUE, TaK M BTOPHUYHBIC (DOPMBI KanblIMPHUKAIIMN 0a3adbHBIX TAaHTIUEB U
APYTUX CTPYKTYyp Mo3ra. CBsizb MeXAYy UepeOpaibHbIMH KalbLIU(PUKAUAMU U
HapyLIEHUSIMH  KaJbI[M€BOTO OOMEHAa, B YAaCTHOCTM THIONApaTHpPEO30M, cTaja
OYEBUIHOM IO MEPE PA3BUTHS SHAOKPUHOJIIOTUU U METOJIOB HEUPOBHU3yanu3aluu. [6]

Passutne cunapoma @apa npu runonapaTupeos3e TECHO CBA3aHO C HapyIIeHHEM
romeocraza kajbiusi U (docdara. ebuuur mnapatupeougnoro ropmona (IITT)
MPUBOJUT K:

1. I'unokanableMUH - CHUKEHHE peadCcopOIUM KallbliMs B MOYEUHBIX KaHalbLaX U
YMEHBIIEHUE €r0 BEICBOOOXKACHUS U3 KOCTEH.

2. 'unepdocdaremun - ysenudeHnue peadcopOuuu pocdara B moYedHbIX KaHATBIAX.
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3. Camxenutro npoaykiuu 1,25-guruapokcuButamuHa D (kanprutpuona) - [T
SBJISICTCSI KJTFOYEBBIM PETYJISTOPOM aKTUBHOCTH |-anmb(da-THApOKCHUIIa3bl B TOYKAX,
(dbepMeHTa, OTBETCTBEHHOT'O 3a 00pa3oBaHUE aKTUBHOM (popmbl BUTaMuHa D, kKoTopas
He0oO0XoarMa J1JIsl BCAChIBAHUSI KAJbIUS B KUILICUHUKE.

OCHOBHBIE MEXaHM3MBI, BEOyIIHME K IepeOpambHON  KaIbIU(pUKAIIH:
npousBeaeHue kanbiusa U pochara (Ca x P product): XpoHndeckas THIOKaIbIIAEMUS
B coueTaHuu c runepdocharemMueii MPUBOAUT K 3HAYUTEILHOMY YBEIMUYCHHUIO
npousBeneHUs Kaublusd W ¢dochara B CHIBOPOTKE KpoBHW. IIlpu mpeBBHIIICHUH
OMpENEICHHOr0  IMOpora  HACBIMICHMS, COJIM  Kaiublus  (MPEeUMYIIECTBEHHO
rugpokcuanatut — Cal0(PO4)6(OH)2) HaumHaiOT BBINNANATh B OCaJOK B MSTKHUX
TKaHSX, BKJIIOYasi COCYJIUCTYIO CTEHKY U MHTEPCTUIIMAIBHOE IPOCTPAHCTBO FOJIOBHOTO
Mo3ra. [7]

[ToBbIIeHHAsT TMPOHUITAEMOCTH TremMaTodHIedannaeckoro Oaprepa (I'9b):
Kanprudukanuss wHambonee BbIpakeHa B 00JacTIX Mo3ra ¢ OOWJIBHOM
BaCKYJISIpU3AIMEH W/ WK C TIOBBIIEHHOM npoHuIiaeMocThio ' Ob. bazanbHbie ranriumy,
TajaMyc U MO3KEUOK SIBJIIFOTCS 00JaCTSIMU C BBICOKMM METa00IMYECKUM 000POTOM U
crieu(pUYECKUMU  OCOOCHHOCTSIMH MHUKPOCOCYJIUCTOTO pyclia, 4YTO JieJlaeT UuX
0COOEHHO YS3BUMBIMU K U3MEHEHUIO HOHHOTO COCTaBa M OCAXKICHUIO KaJIbIHsL. [2]

Knunnueckue mnposisaenuss Cungpoma @apa (C®D) npu runomapatupeose
OTJIMYAIOTCA HWCKIIIOUUTENILHON BapuabelbHOCTBI0, TPOCTUPASCh OT JIATEHTHOTO
TEUEHHUS JO0 TSHKENbIX, TPOTPECCUPYIONIUX HEBPOJOTMUYECKUX HAPYIICHUMN, IPU I3TOM
CHEKTp CHUMIITOMOB HamNpsMyI 3aBUCUT OT JIOKAJIW3aluu, o0beMa M TEMIIOB
pactpocTpaHeHusT KaibIU(pUKAIUH, a TaKkKe OT BBIPAXCHHOCTH W JUIMTEIHHOCTH
COMYTCTBYIOLIEH TUnoKaibliieMuu. Cpeld BCEro MHOIrooOpas3usi JBUTaTEIbHbIE
PAcCTPONCTBA BBICTYIAIOT HAMOOJEE YaCTHIMA M TATOTHOMOHHYHBIMU CUMITTOMAaMHU.
OHM MOryT TPOSIBISTHCS CUHAPOMOM MapKUHCOHHM3MA, XapaKTePU3YIOLIUMCS
OpaauKUHEe3uen, PUTHIHOCTHIO, TPEMOPOM TIOKOS  (peke MOCTYypalibHbIM),

IIOCTYPAJIBHOM HEYCTOMYMBOCTBIO M THUIIOMHMHEH, YacTO JAEMOHCTPUPYIOLIUM

AHeBHuK Haykn | www.dnevniknauki.ru | CM 3J1 Ne ®C 77-68405 ISSN 2541-8327




2026
. . Ne4
SJIEKTPOHHBIM HAYYHBIN XXYPHAIJI « IHEBHUK HAYKI»

PE3UCTEHTHOCTh K  CTaHIapTHOM  jaodamuHepruyeckod Ttepanuu. Hepenko
HaOII0AaeTCs AUCTOHUS, KOTOpasi MOKET ObITh (DOKATBHOM, TaKOH Kak Oyedapocmnazm
WK OpOMaHANOYIIsIpHAsT AUCTOHUS, CTIACTUYECKasi KPUBOLIES, a TAK)KEe CETMEHTapHOU
WIM Jlaxe TeHepaan30BaHHOU. K CHekTpy runepkuHe30B OTHOCSTCS XOpes, aTeTos,
0amn3M 1 TUKH. MO3KeUKOBas aTaKCUs pa3BUBAETCS NP MOPAKEHUU 3yOUaThIX sJIep,
TOTJla KaK aTaKCHsI MOKET UMETh JPYyrue MPUUUHBI; TAKXKE MPUCYTCTBYET TPEMOP, KaK
MOCTYPaJbHBIM, TaK U MHTEHIMOHHBIN, U CHNACTUYHOCTh. [lopaxkenue OynbOapHBIX
HEHTPOB WM JKCTpalMpaMHIHble HapyUIEHUs MOTYT NPUBOAUTH K AuCaruud u
nuzaptpun. [lomMuMoO  JBUTATENbHBIX, IIMPOKO TMPEACTABIECHbl KOTHUTHUBHBIE
HApyIICHMs, OXBATHIBAIOIIUME CIEKTP OT JIETKUX PACCTPOICTB BHUMAaHMUS,
UCIIOJIHUTENbHBIX (DYHKIMI M MaMsITH 10 NPOrpecCHpYyIOUIed AEMEHIUU, YacTo C
(GpOHTANBHBIM TMOAKOPKOBBIM HATTEPHOM, MPOSIBISIIOIMIMMCS amnaThel, CHUXKEHHEM
WHUIMATUBBl W 3aMENJICHHeM TIICHUXOMOTOPHBIX TmpoueccoB. [lcuxuyeckue
paccTpoMcTBa  BKJIIOYAIOT  JICIPECCHUI0,  TPEBOXKHBIE  COCTOSIHMS,  amnaTHIo,
pa3apaKUTENbHOCTh, 00CECCHBHO-KOMITYJIbCUBHBIE PACCTPOMCTBA, a TAKKE MCHUXO3HI,
XapaKTEepU3YyIOIIMeCs TALTIONUHALIMAMYU, OpeIoM U NapaHOUIHBIMU UJESIMU, BILIOThH
70 UBMEHEHHS JTMYHOCTU. DMUJIENTUYECKUE MPUIAIKU, OyJb TO reHepaln30BaHHbIC
TOHHKO-KJIOHMYECKHe Wi (hOKadbHbIe C BTOPHUYHOM reHepanu3anuedl wiu 0e3 Hee,
TaK)Ke SIBJISIOTCS YaCThIM MPOSIBJICHUEM, TPUUEM MX YaCTOTa U TUIl KOPPEIUPYIOT C
pPaclpoOCTPAaHEHHOCTHIO KOPTHKAJIBHBIX W CYOKOPTHUKAJIBHBIX KaJdbIU(pUKALUH.
CeHCOpHBIC HApYIICHHs, TaKWE KaK TMapecTe3sud W OHEMEHHE, MOTYT OBITh
0OyCJIOBJIEHBI KaK TUIOKAJIBIIMEMHEH, TaK U TOPAKEHUEM LIEHTPATbHBIX MTPOBOIALIUX
nyteii. Hapsimy ¢ 3tum, HaOmOgaloTcss W JApYyrHe€ CHCTEMHBIE MPOSBICHUS
TUIONApaTUPen3a, HEMOCPEACTBEHHO CBSI3aHHBbIE C TUMOKaubliemueil. Cpenu HUX
TETaHUSI C XapaKTepHBIMH CHUMIITOMaMH XBocTeka M Tpycco, KapnornegalabHbIM
Cra3MoM, JIAPUHTOCIa3MOM U OpoHXocma3MoM. JIBYCTOpPOHHAS cyOKamncyssipHas
KaTapakTa MpEeJCTaBisieT  co0OM  pacmpocTpaHeHHOEe  O(TaTbMOJIOTHYECKOE

OCJIOKHCHHUC XpOHPI‘-ICCKOﬁ THUITOKAJIbIITUCMHU. I[epMaTOJ'IOFI/I‘-ICCKI/Ie HN3MCHCHUA
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IPOSIBJISIIOTCS. CYXOCTBIO KOXKH, JIOMKOCTbIO HOTTEH W BblmazeHueM Bosioc. [lpu
MaHU(ECTaIlK THUIONApaTUpPeo3a B AETCTBE MOTYT Pa3BUBATHCS CTOMATOJIOTHYECKHUE
aHOMaJIUM, TaKWe KaK THUIOIUIa3usl dSMad M HApYIICHHE Pa3BUTHS KOpHEW 3yOOB.
CepaeyHo-cOCyIUCThIE HAapyUIEHUs BKIOUaroT yayuHeHnue uHrepaia QT na OKIT,
94TO yBenMuMBaeT puck aputmuii thma Torsades de Pointes, u, B peakux ciaydasx,
TUNOKATBIIMEMUYECKYIO KapJAMOMUOMNATHIO. BaXHO NOMYEpPKHYTh, 4YTO CTEMEHb
BBIPOKEHHOCTH KaJbITU(UKAINH, BBISIBIIEMBIX MPU HEUPOBU3YAIH3aIlMU, HE BCETAa
CTPOTO KOPPEIUPYET C TSHKECThIO KIMHUYECKUX TMPOSIBICHUN; TakK, HEKOTOpHIE
NAlMEHThl C OOMIMPHBIMU KaJIbLIM(PUKALUSIMU MOTYT OCTaBaTbCsi OTHOCHUTEIBHO
ACUMIITOMHBIMH, TOTJa KaK Yy JPYTrdX C MEHEEe BBIPAKCHHBIMA H3MCHCHUSIMHU
HaOJII01aeTCs 3HAUNTEIbHAS cCUMITTOMaTHKa. [4,9]

Jlnarnoctuka mpecTaBiIsieT co00i KOMIUIEKCHBIN MOIXO0J], BKIIOYAIOUINI Kak
THIATENBHYIO JTA0OPATOPHYIO OIIEHKY MeTabosm3ma Kamblmsi U (ocdara, Tak u
BBICOKOMH(OPMATUBHBIE HEWPOBU3YATH3AMOHHBIE METO/IBI.

JlaGopatopHble UCCIEOBaHMs HAmNpaBlie€Hbl HAa TMOATBEPXKICHHE AMAarHo3a
TUIONApaTUpPen3a, YTO BKIKOYAET OMNpeAesieHne YpPOBHSA Kanblug U ¢ocdarta B
CBIBOPOTKE KpOBU. TUMTMYHBIMU MPU3HAKAMH SIBISIIOTCS CHUXKEHHBIA YPOBEHb OOIIETo
(menee 2.1 MMOJIB/JT) W/WIIM WMOHM3UPOBAHHOTO Kanbius (meHee 1.1 mmoib/i) B
COYETaHUU C TOBBIIIICHHBIM cojiepkanueM docdara (6omnee 1.45 mmon/n). KitroueBbim
JAUArHOCTUYECKUM KPUTEPUEM THUIONAPATHPE03a CIY>KUT HU3KUN WM HEONPABIAHHO
HOPMAaJIbHBI ypOBeHb NapatupeougHoro ropmona (ITTI'), KoTopslii B KOHTEKCTE
TUNOKaIbIIMEMUU 00BIYHO cocTaBiisieT Huke 10-15 nr/mi. BaxkHO Takke OllEHUBATh
KOHIEHTPALMIO MarHus B CHIBOPOTKE KPOBH, MOCKOJIbKY TMIOMarHUEMHsI MOXKET Kak
OBITh MPUYUHON (HYHKIIMOHATIBHOTO THIONAPaTUPEO3a, TaK U SIBISATHCS €r0 CIEICTBUEM
WIH COMYTCTBYIOIIMM HapymieHueM. [ uCKIoYeHHs] MOUYeYHOW HEeIOCTAaTOYHOCTH
KaK IpUYuHbI runepdochareMuu u Apyrux MeTaboIMYeCKUX HapyIIeHU He0OX0IMMO
UCCJIeIOBATh YPOBHU KPEaTMHUHA W MOYEBMHBI, MPU 3TOM AKTUBHOCTH IIEIOYHOM

docdarazpl 00bIYHO OCTaeTcss B mpemenax HopMmbl. OleHkKa craryca BuUTamMuHa D
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BKiroyaeT omnpenenenne 25(OH)D  (kambumanosia), KOTOPBIH MOXET OBbITh
HOPMAaJbHBIM WJIM CHUWXKEHHBIM, Torja Kak yposeHb 1,25(OH)2D (kanbuutpuosia)
3aKOHOMEpHO cHMkeH Bcaeacteue nedurura IITI. HccnemoBanue cyToyHOM
DKCKpPELUMH KajblHsg C MOYOM, KAaK IPABUWJIO, BBISABISIET CHUKEHHUE, OJHAKO IMpHU
WHTEHCHUBHOU TE€paIy MperapaTaMy KaabIUs U aKTUBHBIMUA METa00TMTaMU BUTAMIHA
D wmoxer HaOmoAaTbCsi MapaJoOKCaJbHOE TMOBBIIIEHUE, YTO CO3JAa€T PHUCK
He(pPOKaAIbLIMHO3A.

B KoHTEeKkCcTe MHCTPYMEHTAIbHOW AMArHOCTHKHU, "30JI0TBIM CTaHAapTOM' st
BBISIBJICHUSI LEepeOpaIbHBIX KalbUU(PUKAUUNA CIYKUT KOMIIBIOTEpHAsi ToMmorpadus
(KT) ronoBHoro wmo3ra. Ha KT xapakrepHplMM NOpHU3HAKaMH  SIBJISIOTCS
OunarepanbHble, CUMMETPUYHbIC, BBICOKOIUIOTHBIC (TUIEPACHCHBIE) OTIOXEHHS B
TUMAYHBIX 00JIACTAX, TAKUX KaK Oa3ajgbHbIe TaHHH (T100yC MaTUAYC, MyTaMeH,
XBOCTaTOE SIAPO), TajlaMyC, 3yOdaTble sIpa MO3KEYKa, a Takke B KOpe u
cyOkopTukaibHoM OesnoM BemiecTBe. KT mo3BoisieT ¢ BHICOKOW TOYHOCTHIO OLICHUTD
JTOKAJIM3aIUI0, pa3Mep U paclpoOCTPAHEHHOCTh KaJblIMHATOB. MarHUTHO-pe30HaHCHAs
tomorpacdus (MPT) roloBHOro Mo3ra, XoTsi U MEHEe UyBCTBUTENbHA J1JIs1 BBISIBJICHUS
MENKUX Kanbludukaiuii no cpaBHenuto ¢ KT, npenocTaBiseT HeHHYI0 HHPOPMALIUIO.
Kanprugukaunu nHa MPT moryt umeTs BapuaGenbHbIi CUTHA: THIIOMHTEHCUBHBINA Ha
T1- u T2-B3BelIEHHBIX H300paKeHUsIX (OCOOEHHO TPHU HAIUYUU (EepPpPOMATHUTHBIX
npuMecell) WM TUNepuHTEHCUBHBIA Ha T1-B3BemeHHbIX wu3o0pakeHusx. MPT
0COOEHHO TOJIe3HA JIJIsT HCKITIOUEHUS IPYTUX BHYTPUUEPETTHBIX MOPAKCHUM, TAKIX KaK
OIMYyXOJIM, COCYIUCThIEe MalibpOpMallMd WM TOCHEACTBUS WHCYJIbTA, a TaKXKe IS
OINICHKM  COMYTCTBYIOINIMX HW3MEHEHWH B  O€loM  BemecTBe  (Hampumep,
MUKpoaHrHomnatuu). Mcnonb3oBaHue MOCIEAOBATENIbHOCTEN, YYBCTBUTEIBHBIX K
oTioxeHusM MetaiioB, Takux kak Gradient Echo (GRE) u Susceptibility-Weighted
Imaging (SWI), MOokXeT 3HAUUTETHHO MOBBICUTH BBHISBISIEMOCTh KajbIlU(UKAIIUN Ha
MPT. [Ins 0ObEKTUBHOM OIICHKHM CTETNEHU W XapaKTepa KOTHUTUBHBIX HApPYIICHUH,

BKJIOYasi MaMAThb, BHUMaHUE, UCTIOJHUTENIbHBIE (PYHKIHH M CKOPOCTh 0OpabOTKH
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uH(popMaIm, MIPOBOJIUTCS HEHPOTICUXOJIOTHYECKOE TECTUPOBAHHUE.
Onexrposunedanorpadus (331°) mokazaHa npu HATUYUU CYJOPOKHBIX MPHUIIAIKOB
TSl UX BepuuKalum, Kiaccupukanuu u AudpdepeHunuaibHON TMarHOCTUKU, U MOXKET
BBISIBJISITh 3aMeJIeHHe (POHOBOM aKTUBHOCTH WM SMHIECNTU(GOPMHYIO aKTHUBHOCTD.
[5.7]

Huddepenunanshas quarsoctuka CD, 0cOOEHHO B KOHTEKCTE UX BTOPUYHBIX
dbopM, SBIAETCS KPUTUYECKH BAKHBIM M MHOTOTPAHHBIM MPOIIECCOM, TPEOYIOMINM
TIIATENBHOTO PACCMOTPEHHUSI IIUPOKOrO CIEKTPA COCTOSIHMM, KOTOpbIE MOTYT
OPOSBISITHCS  KaK  BHYTPUUEPENHBIMH  KaJIbLIMPUKALMUSIMH, TaK W CXOXKeEH
HEBPOJIOTUYECKOW CHUMOTOMATHKOW. B dmcime wHambosiee 3HAYMMBIX TMPUYHH,
OPUBOASIIKUX K GOPMUPOBAHUIO LIEPEOPATIbHBIX KaJdblU(UKAIUH, CIEIYET OTMETUTD
MEPBUYHYIO CEMEWHYI0 KanbIuKauio rojoBHoro mosra (Primary Familial Brain
Calcification, PFBC), panee u3BecTHyto kak uauomnaruyeckas Oonesnp dapa. Ito
IFeHETUYECKH JIETEPMUHUPOBAHHOE 3a00JIeBaHUE C ayTOCOMHO-JOMUHAHTHBIM WM
PEIIECCUBHBIM THUIIOM HACIEAOBaHUSA, KOTOPOE MOXKET OBbITh HEOTIHMYUMO OT
BropuyHOoro C® 1o KIMHUYECKUM ¢ PAJAMOJOTUYECKUM MpPHU3HAKaM, OJHAKO
KITIF0UeBbIM AU hepeHInanbHO-TUarHOCTUYECKUM KPUTEPUEM CITY>KUT OTCYTCTBHE
COMYTCTBYIOIIUX META0OIMYECKUX HApyIIEHUH, YTO AUKTYeT He0oOXOIUMOCTb
F€HETUYECKOro TtectupoBaHus Ha Mmyrtamuu B reHax SLC20A2, XPR1, PDGFB,
PDGFRB u npyrux. [3,4]

3HaYUMOM ATHOJOTHYECKONW KaTeropuei BBICTYHAIOT MH(EKIUH LEHTPATbHOM
HepBHoi cucteMbl (IIHC), kak BHyTpuyTpoOHBbIe (BbI3BaHHBIE Toxoplasma gondii,
[IUTOMETAJIOBUPYCOM, BUPYCOM IIPOCTOro reprieca), Tak u npuodbpereHusie (BY-
acCCOLIMMPOBAaHHbIE HWH(MEKIMU, TOKCOKApO3, HEUPOUUCTUIEPKO3, Opyuesies).
Kanprugukanuy npu 3TUX COCTOSHUSIX HEPEIKO XapaKTEPU3YIOTCS aCHMMETPHYHBIM
pacupenesieHueM, MEPUBEHTPUKYISIPHOM —JIOKaIM3alWeld, MOTYT COYETaThCsl C
KHCTO3HBIMU U3MEHEHUSIMH U MTPU3HAKAMHU BOCHAUTEIBHOTO Tipoliecca. CocyaucThie

3a00JieBaHUsl TOJOBHOTO MO3ra, TaKHe KaK apTEepHOBEHO3HBIE Majb(popMalui,
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AQHEBPU3MBI, KABEPHO3HBIE AHI'MOMBI, XPOHUYECKUE I€MATOMbl U MOCTUIIEMUYECKUE
pyOIIOBBIE M3MEHEHUS, TAK)KE€ CIHOCOOHBI MPUBOAMTH K JIOKAJIBHBIM KaJIbLIMHAIUU.
OTaenbHOr0 BHHUMAHMS 3aCIyKMBAKOT OIYXOJM TOJIOBHOIO MO3Td, B YaCTHOCTH
OJIUTOZICH/IPOTJIMOMBI, KpPaHUO(ApUHTUOMBI M MEHUHTMOMBI, KOTOpbIE IO CBOEH
NpUPOJIe CKIOHHBI K Kanblupukamuu. Penko, HO BHyTpuyepernHbie Kauablupukam
MOT'YT aCCOLIMUPOBATHCS C CUHAPOMAMHU, CBA3AHHBIMU ¢ XPOMOCOMHBIMUA aHOMAJIUSIMU
(manpumep, cunapoM JlayHa), a Takke C HEKOTOPBIMH MHUTOXOHJAPUAIbHBIMU

3aboneBanusiMu (Hanmpumep, cuaapom MELAS).

Cpenu apyrux MeTaboJIMYecKuX HapylIeHHu, TpeOyromux auddepeHuanbHon
JTUArHOCTUKH, BBIJICIISIOT MICEBJIOTUIIONIAPATUPEO3 (cCompoOBOXKTAIOIIHUICS
pesucrentHocthio Kk IITIY), mnceBmo-nceBporunonaparupeo3 (mpu  KOTOPOM
METa0O0JMYECKUE HAPYIICHUs] MOTYT OTCYTCTBOBATb), XPOHUYECKYIO TOYEYHYIO
HEJ0CTaTOYHOCTh C PAa3BUTHEM YPEMHUYECKOH sHIIeDanonaTuu U TunepBUTaMmuHo3 D.
Penaxoe renernyeckoe 3aboneBanue, cuuapom Aiikapau-I'yreepeca (Aicardi-Goutiéres
syndrome), posiBisieTcst sHIIepanonaTiel, kKanbludukanusaMu 0a3aabHbIX TaHTIINEB,
aeiikonucTpoueld M TMOBBILIEHHBIM  YpOBHEM  uHTepdepoHa-ambpa B
1epeOpPOCIMHANBHON KUAKOCTU. SITPOreHHONW MNPUYMHON KalbLU(DUKAIMN MOXKET
ObITh JTyueBas Tepanus TOJOBHOro Mmo3ra. HakoHeln, mnpu BBISBICHUH MEJIKUX
KaJbI[MHATOB HEOOXOAMMO HCKIIOYaTh (U3MOJIOTMYECKHE KalblUu(pUKALUA B
IMIMIIKOBUJAHON >KeJie3e, COCYAMCTBIX CIUIETEHMSIX, ceprie OOJIbIIOTO MO3ra U, B
cTapileid BO3pacTHOW rpymme, B Oa3alibHbIX TaHTIUSAX, KOTOpbIE, KaK IMPaBUIIO, HE

UMEIOT KJIMHUYECKOro 3HaucHus. [3]

[TomumoO TpUyYUH COOCTBEHHO KajbIU(pHUKALUK, KpaliHe Ba)XHO MPOBOAUTH
mupdepennnanuio CO OT HEBPOJOTHUECKHUX 3a00JeBaHUM, MaHU(ECTUPYIOIIUX
CXOXEH CUMIITOMaTUKOM, HO IPU OTCYTCTBHM XapaKTEPHBIX KaJbLUHATOB. B 3Ty
rpynmy BXoAsaT Oose3Hb IlapkuHCOHA M aTUMHYHBIE MAPKUHCOHUYECKUE CUHIPOMBI
(MynbTHCHCTEMHAss  aTpodus, MPOrPECCUPYIOIUN  HAAbAJIEPHbIA  Hapaiuy,

KOpTI/IKO6a?>aJ'IBHa}I ,Z[CFCHCpaHI/I}I), rac pfmaromee 3HA4YCHHUC HMMECT OTCYTCTBHC
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NaTOJOTMYECKUX KaJbUM(UKaMi Ha KOMIBIOTEpHOM Tomorpaduu. bone3Hs
['enTuHrTOHA W JIpyrue xopew AudQepeHuupyroTcs Ha OCHOBAaHUM T'€HETUYECKOTO
aHaMHe3a W OTCYTCTBUs LiepeOpanbHbIX Kajbludukanui. IlpoBoautcs Ttaxoke
UCKJIIOYEHHE JIPYyruX NpUYUH JEMEHLMM, TakuX Kak Oosie3Hb Aublrenmepa,
COCyAMCTasl IEMEHIUS W JOOHO-BHCOYHAs JAE€MEHLHUA. B ciydasx snmuientTudeckux
NpUNAJKOB HeoOxoauma auddepeHnnanbHas TUAarHOCTUKA € SMMWICHICUEH ApYyrou
sthuosiornd. HakoHel, mpu OTCYTCTBUM HEBPOJIOTMYECKOW CHMITOMATUKH H
KanpuUKAIUKA CleqyeT MCKIYaTh TMCUXMYECKHE pPAaCCTPOMCTBA, BKIIOYAsS
JENPECCUI0, INU30(PPEHUI0 U OUTIOJIIPHOE PACCTPOMCTBO.

CoBpeMeHHbIl  moaxox kK JedeHuto  C®D,  acCOLMUPOBAHHBIX  C
TUIONAPATUPEO30M, SIBIISIETCS KOMIUIEKCHBIM M BKIJIIOUAET B Ce€0sl KOPPEKLHIO
OCHOBHOTO METAa0O0JIMYECKOTO HapyIICHUs, LEJICHANPABICHHOE CUMITOMATHYECKOE
yIOpaBlI€HUE HEBPOJIOTUYECKUMHU TMPOSIBICHUAMH U aKTHUBHBIE pPeaOMINTAIMOHHBIC

MEPOIPUSATHS.

OCHOBHOHM 11€JIbI0 METAa0OJIMYECKOM Tepaluu TUIIONapaTupeo3a sBISETCS
NOJJEp>)KaHUE YPOBHS KajbIMsl CHIBOPOTKH B HIDKHEM HOPMAaJIbHOM MIIM CJIETKa
cyoHOopManbHOM Auanaszone (2.0-2.2 MMoJb/1) 1 HOpMaAIbHOTO YpoBHS docdara. ITo
MO3BOJIIET MUHMMM3UPOBaATh npousBereHue Ca x P, 4To KpUTHYECKH BaXKHO IS
MPEeIOTBPALCHHS JATbHENUIIIEr0 MPOTrPECCUPOBAHUS LIEpeOpaIbHOM KanbU(UKALIUN U
METa0OIMYECKUX OCJIO)KHEHHH. B cxemy JiedeHMs TpaJWLMOHHO BKJIKOYAETCA
HEPOPATIBLHBIN MPUEM COJIEH KaJlbLiMs, TAKUX KaK KapOOHAT KaJbLus, HUTPAT KaJIbLIUs
WIM TJOIOKOHAT KajblUs, JO3MPOBKA KOTOPBIX TIIATEJBHO MOJOUPAIOTCA
MH/IMBU1yaJIbHO O] CTPOrMM JIa0OpaTOpHBIM KOHTpoJieM. [lapamiensHo Ha3HavaroTCs
aKTUBHbIE MeTa0ONUThl BUTaMMHAa D, mnpeumymiecTBeHHO Kanmpiutpuon (1,25-
OUTHAPOKCUBUTAMUH D) nnm anbdakaiblu0i1, KOTOpblE ClIOCOOCTBYIOT OBBIIIEHHIO
a0bcopOlMM Kajbllds B KHUIIEYHUKE W PeryJupyroT QocdartHpli 0OMEH B J03ax,
JOCTATOYHBIX JJIsl TOJAEPKaHMUSI LEJeBBIX YpPOBHEW Kambpiusi u (ocdara. [Ins

CHVOKCHHA OKCKPCIHMM KaJblUsg C MOYOM U NpCAOTBPAICHNUA TaKHUX YaCTbIX
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OCJIOXKHEHUH JUIUTENbHON Tepanuy KaJblUeM U BUTAMHUHOM D, Kak runepKanbuypus,
He(pOIUTHA3 WM HEPPOKATBIUHO3, MOTYT OBITh HCIIOJB30BAHBI THA3HUIHbIC
IUYPETUKH, HApUMep THAPOXJIOpPOTHa3ua. B HEKOTOpBIX CTpaHax, B YACTHOCTH B
CIA, nns Je4eHUsT XPOHUYECKOTO THIIONApaTHPeO3a, IUIOXO KOHTPOIUPYEMOTO
CTaHJIAPTHOM Tepamnuen, oJ00pEeHO MPUMEHEHHE PEKOMOMHAHTHOTO YEJIOBEYECKOTO
napatupeousHoro ropmona (rhPTH), Takoro kak TepumapaTuj WM HaTamnapaTui.
OTOT MOAX0] MO3BOJSET OoJiee PUZNOIOTUYHO PETYIUPOBATH KalbIeBO-()ochOpHBIit
OoOMEH, CHW)XaThb J03bl KaJbI[Usl W aKTHBHBIX MeTabONMMTOB BUTamMuHa D, a Taxxke
YMEHBIIATh TUNepKanpiuypuio. OAHAKO €ro BIMSHHE Ha YK€ CYIIECTBYIOIIUE
nepeOpasibHble KanblU(UKALUKA U UX PErpPecCUIo MOKa HEJOCTaTOUYHO HM3Y4YEHO, XOTS
TEOPETUYECKH OH MOXET IpEeOoTBpaliaTh UX JAajbHelIIee nporpeccupoBanue. [lpu
BbIpaXEHHOW runepdocdareMun, pPe3UCTEHTHONM K JAPYTUM MepaMm, MOTYT ObITh
Ha3Ha4yeHbl (ocdaTcBsI3bIBAIONINE IIPEnapaThl, TAKHE KaK ceBeIamMep WiId KapOoHaAT
JaHTaHa, Ui CHUOKEHHUs abcopOumu (ocdaTtoB U3 KemyTOoUHO-KUIIEYHOTO TPaKTa.
KpaiiHe BayKHBIM 3JIEMEHTOM BEJEHUS SBIISECTCS PErYJISIPHBII MOHUTOPHHT — KaX/ble
3-6 MecsleB WIM dYalle MpU KOPPEeKIMH Tepanud — YpPOBHS OOIIero Hu
MOHU3MPOBAHHOTO Kamblus, (ocdaTta, MarHus, MNapaTUPEOUTIHOTO TOPMOHA,

KpEaTHHUHA U CYTOYHOU IKCKPEIUU KAIbIHUs C MOYOH. [5]

CUMIITOMAaTUYECKOE JICUCHHE HEBPOJOTHUECKHX OCJIOKHEHHI HaIpaBIeHO Ha
yIIydIlIEHUE KaueCTBa )KM3HH MalueHToB. [Ipyu ABUraTebHBIX HAPYIICHUSIX, TAKUX KaK
NapKUHCOHU3M, HWCIIONB3YIOTCS JIEBOJOMA-COACPKAIIME TpenapaTbl W arOHHUCTHI
10(haMUHOBBIX PELENTOPOB, XOTA UX 3(P(HEKTUBHOCTH MOXKET OBITH BapuaOeIbHON U
4acTO OTPaHMUYEHHOW; MHOT/Ia TPUMEHSIOTCS aMaHTaauH win nHruouropsr MAO-B.
JIUCTOHWUYECKHE TMPOSBICHUS MOTYT KYHHPOBaThCS  AHTHXOJIWHEPTUYCCKUMHU
npenapaTamu, TAKUMU Kak TpUreKCu(GEeHUANI, UiIu OeH3011a3ennHaMu (KJIOHa3enam),
a ipu okanbHBIX PopMax rddexkTuBHa O0TyIMHOTEpanus. JJisi KOHTPOJISI XOPEH MU
aTeTo3a NPHUMEHAIOTCS TeTpaOeHa3WH ¢ HEWPOJENTHKH, IMOCIEeTHHE — C

OCTOPO’KHOCTBIO H3-3a MOTCHIHMAIBHBIX MMOO0YHBIX 3¢ ¢dekToB. CHnacTUYHOCTDH
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Kynupyercs 0akaoQpeHOM WM TU3aHUAMHOM. JleueHue SMuiencuu npeaycMarpruBaet
WMHAUBUAYAIbHBIN OJ00P aHTHANUICITUYECKUX PENapaToB B 3aBUCUMOCTH OT TUIA
OpUMAAKOB M dBJEKTpodHIedanorpapuuyeckux  JHaHHbIX. [Ipm  ncuxudeckux
pacctpoiictBax  HazHauawoTcss — aHtuaenpeccantel  (CMO3C), aHKCHOJIUTHKU
(OeH3zoamnazenuHbl, C y4€TOM PUCKA 3aBUCUMOCTH), HOPMOTUMHUKUA WU ATHUIIMYHBIC
AHTUINICUXOTUKM C MHUHUMAJIbHBIM JKCTpAlMpaMUAHBIM MPOpUIeM MOOOYHBIX
s dexron. Crenuduaeckoro JieueHUsT KOTHUTUBHBIX HAPYIICHUA, WHIYITHPOBAHHBIX
C®, He CyIIEeCTBYET; MOTYT MPUMEHSITHCS 00IIMEe MOIXO0Abl K BEACHHUIO MAIIUEHTOB C
JE€MEHIIMEN, TakKhue KakK HMHTUOUTOpPHI XOJUHACTEpa3bl WM MEMAHTHH, HO UX
spdexktuBHocTy pu CD He gokazana. [lpum aucdarum wm Au3apTpuM MOKa3aHa
jJoroneanyeckas Koppekuus. B ciyyae 3HaUMMOTrOo CHMKEHHUS 3PEHHSI, BHI3BAHHOTO
KaTapakTOW, MPHUMEHSIETCS XUPYPrUYecKoe JieueHHe (IKCTPAKIMS KaTapakThl).
KommnekcHass peabunutamnusi, BKIOYaromas (U3UOTEPANui0, HPrOTEPANHi0 |
JIOTONEAMIO, AOTOJTHEHHAs TICUXO0JIOTHYECKON TOIIEPIKKOM, UTPAET KIIIOYEBYIO POJb B

yIy4IIeHNU (PYHKIIMOHATBHOTO CTaTyca U KauecTBa KU3HU MalueHTOB. [5,7]

Baxxno momuepkHyTh, dYTO yke chopMUpOBaBIIHECS —IlepeOpasibHbIe
KanpU(UKALKUY, KaKk MPaBUJIO, HE PErpeccUpyroT Jaxe Ha (oHe aJeKBATHOW H
JUINTEIbHOM KOPpPEKUMU MeTadoJnyeckux HapyuieHuil. OcHOBHasi Lielb BCEl
IIPOBOAMMOM  TEpalmuu — IPEJOTBPATUTh  JaJbHEWIIEE IPOrPECCUPOBAHUE
KaJbLU(PUKALUU U MAaKCUMaJIbHO 3(P(PEKTUBHO CMATYUTH CYIIECTBYIOLINE CUMIITOMBI,

TEM CaMbIM YylIydllas IIpOrdHos3 u (I)YHKLII/IOHaJ'IBHOC COCTOSAHHUEC MMallMCHTA.

[TpodunakTuka sABISETCS MHOTOACHEKTHOM WM 3aKJIIOYAeTCs B paHHEH
JAMArHOCTUKE U aJJIeKBATHOM, HETIPEPHIBHOM YIPABIEHUU OCHOBHBIM META00INYECKUM
HapymieHneM. KpaiiHe BakHO CBOEBPEMEHHO BBISBIATH U A(P(EKTUBHO JICUUTH
TUNONApaTupeo3, Oyap TO MOCIEONEPALUOHHBINA, AYTOMMMYHHBIH, T€HETUYECKU
OOyCIIOBJICHHBIN WU uauonaruyeckuid. KiroueBbIM acmekToM Mpo(UIaKTHYeCKOn
CTpaTeruy sBISETCA MOJAJEpPKAaHWE DOyKalbLIMEMUU U HOpMO(pocHaTeMHUH, UTO

AOCTUTACTCA MOCPEACTBOM PEryJsIpHOro M THIATCIBHOI'O MOHHUTOPHHIA YPOBHSA
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Kajblus, (ocdaTta M MApaTUPEOUTHOTO TOPMOHA B CBHIBOPOTKE KPOBHM, a TAKKE
KOPPEKIMU 103 MPErnapaToB KalblMs U aKTUBHBIX MeTaboiauToB BUTamuHa D. Lennb
TEpanuy 3aKJI0YaeTCs B OAJECPKAHUU KOHIICHTPALUN KaJblUs B HU3KOHOPMAJILHOM
auanasoHe, a ¢ocdara — B HOPMaIbHOM, YTO IIO3BOJIIET MHMHHUMHU3HPOBAThH
npousBeneHrne Kanplusg U (ochata B CHIBOPOTKE KPOBH M TMPEJOTBPATHUTH €r0
HOBBILIEHHE, SBJISAIOLIEECS] OCHOBHBIM (PaKTOPOM pHUCKa Kanbludukanuu. Kpome toro,
NEepPUOANYECKOe TMPOBEICHUE KOMIBIOTEPHOM TOMOrpaduu TOJOBHOTO MO3ra
PEKOMEHIyeTCsl U1 MAalWEeHTOB C JUIMTEIbHBIM aHAaMHE30M TMIIONapaTHpeo3a,
OCOOEHHO  IpU  MOSBICHUM  HECNEUU(PUUECKON  HEBPOJIOTMUYECKONM  WIH
HEHWPONCUXUATPUUECKON CHUMIITOMAaTUKH. OTO IIO3BOJISIET OCYIIECTBIIATH pPAHHEE
BBISIBJICHHE LEpeOpasibHbIX  KaJbUM(UKALIUA U OLEHMBATh MX JUHAMUKY.
Heorbemiemoli 4YacTbi0 NPOPUIAKTUUECKUX MEPONPUATUN SBISETCS OO0y4YeHHE
MalMeHTOB, BKIIOYAOIIEe MOAPOOHOEe WH(DOPMHUPOBAHHE O MPUPOIE 3a00JIeBaHUS,
3HaYUMOCTHU CTPOTOT0 COOIIOIEHNUS PEXKUMA JIEUEHMS], TUEThI U PErYIISIPHOIO KOHTPOJIS
7a00paTOPHBIX IMOKa3aTeNed, YTO CHOCOOCTBYET MOBBIIICHUIO KOMILJIACHTHOCTH U

3 PEKTUBHOCTH TEpaIuHu.

[Iporuo3 xapakTtepusyeTcsi 3HAUUTEIbHON BapuaOENbHOCTHIO M OMpPEesIeTCs
MHOECTBOM B3aMMOCBSI3aHHBIX (daxTopoB. Bospacr MaHupecTanmu
TUIIONApaTUPEO03a UTPAET CYLIECTBEHHYIO POJib: 0oJiee paHHee Hayaslo 3a00J1€BaHMs U,
KaK CJEICTBUE, JJIUTENIbHAs SKCIO3ULUA K METabOIMYeCKUM HapyUICHHUSM, Kak
NpaBUIO, KOPPEIUPYIOT C OOJblIel BBIPAKEHHOCTBIO W PacCHpPOCTPAHEHHOCTHIO
KanpupuKanud, a Takke ¢ Ooyiee THKEIBIMU M IPOTPECCUPYIONIMMHU
HEBPOJIOTHYECKUMU HapyIIeHussMU. CTENeHb U PaclpoCTPaHEHHOCTh KaJIbIM(PUKAIIUN
TaKXKe SABISIOTCS KPUTHYECKH BAXXKHBIMU HNPOTHOCTUYECKMMU HWHIUKATOPAMHU:
oOIMpHBIE KanbIHU(PUKAIINK, 0OCOOEHHO 3aTparuBarouiie (yHKIIMOHAIHHO 3HAYUMBIE
30HBI TOJIOBHOTO MO3ra, OOBIYHO AaCCOLMUPYIOTCS C XYIIIMM HEBPOJOTHMYECKUM
MPOTHO30M. AJIEKBATHOCTh M CBOEBPEMEHHOCTh Hauaja JIEYEHHS] OCHOBHOTO

MeTa00JIMIECKOTO HapymcHUsI — TUII0Iaparupeo3a — MMCIOT KIKHOYCBOC 3HAYCHMC:!
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XOPOIIHUH KOHTPOJIb META0OIMYECKHIX MTapaMeTPOB, TAKUX KaK HOpMaJIU3allus YPOBHEH
Kanmbius U ¢docdara, cmocoOCTBYeT CTaOMIM3ANI HEBPOJIOTHIECKOTO COCTOSTHUS H
NPEAOTBPALICHUIO JTaTbHEHUIIEr0 MpOrpeccupoBanHus Kanbludukammu. OgHAKO
CJICAyeT OTMETHUTh, UTO YXKE PA3BUBIINAECS HEBPOJIOTMYCCKHUE CUMITTOMBI MOTYT OBITh
JaCTHYHO WJIM TIOJTHOCTHIO HEOOPATUMBIMH, M HAWTYYIINN MPOTHO3 JTOCTHTASTCS TPH
paHHEM HayaJie KOPPEKIIMHA METa0OIMUECKUX HAPYIICHUH 70 Pa3BUTHS BBIPAKECHHON
HEBPOJIOTUYECKOW CHUMMITOMATHKU. D(P(HEKTHBHOCTH CHMIITOMATHUECKOTO JICUCHHUS
TaK)Ke 3HAYUTEIIPHO BJIMSCT Ha KA4eCTBO YKU3HU MaIlUEHTa M ero (YHKIIMOHAILHYIO
HE3aBUCHMOCTh,  IOCKOJBKY  CIHOCOOHOCTh  KOHTPOJIMPOBATh  JIBUTATEJIbHBIC,
MICUXWYECKUE W SIHICITHYSCKUE IMPOSBICHHUS OIPEACIsAeT CTENCHb aJanTalud K
3a00JICBaHUIO. B 11€710M, TIPOIOJDKUTEILHOCTh KU3HU ManueHToB ¢ CD, BhI3BAaHHBIM
THIONIAPATHPEO30M, MPH YCIOBUHU aJCKBATHOTO W IMOXH3HEHHOTO METa0O0JIMIECKOTO
KOHTPOJISI MOXET ObITh HOpMalibHOW. TeM He MeHee, HEBPOJIOTHYECKas |
HEWpOIICUXHUATPUYECKAs CUMITOMATHKa, B OCOOCHHOCTH JIBUTaTCIbHBIC |
KOTHUTHUBHBIC HAPYIICHUS, HEPEIKO 3HAYUTEIIEHO CHIKAET KAUeCTBO JKU3HH H MOXKET
NPUBOJUTh K  WHBAIMIAM3AIMM. TakuM  0o0pa3oM, paHHsSI  JIHArHOCTHKA
THIIOTIAPATHPE03a U €r0 arpeCCUBHOC JICUCHUE SBJISIFOTCS OCHOBOIIOJIATAOIIUMU JIJIS
YIIYYIIEHUS JOJITOCPOYHOTO TMPOTHO3a U MHUHHMH3AIUHN TSHKECTH HEBPOJIOTHUSCKUX

nocieacTeui. [4,6]

Jlanee mompobuee paccmotpum Cunapom [u xopmxu 1-ro tuma (CIJ]
o0ycnoBieHHbIN nenenueit 22q1 1.2, npeacrapiseT codoi reHeTuueckoe 3a00ieBaHue,
MaTOTeHE3 KOTOPOTO BKIIIOYAET aIljIa3uio JIMO0 TUMOTUIA3HIO MTapAIMTOBUIHBIX JKEIE3
C pa3BUTHEM runonaparupeo3a. Benenctsue 3Toro GopMupyercs rurnokaabliueMus,
KJIIMHUYECKHU MPOSIBIIAIONIASCS, B YACTHOCTH, TETAHUEN U CYJIOPOKHOU aKTUBHOCTBIO.
JlanHble U3MEHEHHsI 00YCIIOBJICHBI HapylIeHneM 3MOpuorenesa npous3Boausix 11 u IV
XKaOEpHBIX AYT U BXOJAT B MOJUMOP(MHBIA (PEHOTUIT CUHAPOMA, BKIIOYAIOIIUN TaKXKe

UMMYHOIE(DUINT U BPOKIEHHBIE TOPOKH cepaua. [8]
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CHIA-1 B 85-90% cnyyaeB Bo3HHMKaeT de novo, B OCTAJIbHBIX HAOIIOICHUSIX
HacleyeTcss MO0 ayTOCOMHO-JIOMHHAHTHOMY THITY; €ro pacnpoCTPaHEHHOCTh
onenuBaercs B 1:4000—-1:6000 HoBOpoxKA€HHBIX. OCHOBHBIM 3THOINATOT€HETUYECKUM
(hakTOpOM SIBJISIETCS MUKpOJIeelus B jJokyce ql1.2 JIMHHOTO miedya XpoMOCOMBI 22
(pasmepom 1,5-3 MG, 3axBatbiBaromasi 6onee 40 renoB). KitoueByto posib urpaer
nenenus rena TBX1, koaupyromiero T-00Kkc-TpaHCKPUTIIIMOHHBIN pakTop 1, KOTOpHIH
PETyIMpPYyET MUTPAIUIO KJIETOK HepBHOTO rpebHsi Hapymienne, Bo3HuKaromee Ha 8-i
HeJlene AMOpHOTeHe3a, MPUBOIUT K TUCMOPQOTEHE3Y CTPYKTYpP, ITPOU3BOIHBIX
[JIOTOYHBIX ~KapMaHoB. B pesynbrare pa3BuBaeTcs TUIOIUIA3us THUMYCA,
MapaluMTOBUIHBIX KE€Je3, AYTM aopThl, JUILEBOTO CKEJIETa U BPOXKIACHHBIE MOPOKHU
cepaua. l'umomapatupeos,  SABIAIOMIMICS  CIEACTBUEM  arula3uu/TUIOIUIA3HU
MapanMTOBUIHBIX JKeje3, MaHudectupyer B HeoHatambHOM mnepuone y 60-80%
MalMEeHTOB JIMOO MPOTEKAET JIATEHTHO, MPOSIBISACH CUMITOMAMU TUIOKAJIBIIMEMUMU.
[10]

KiroueBbIM MaTOreHeTUYECKMM 3BEHOM cUHApoMa nenenuu 22ql1.2 seusercs
HapyuieHue nu@hepeHIMPOBKU CTPYKTYp HeWpanbHOro rpeOHsl, TPOU3BOAHBIX 3-U U
4-i1 xaOepHbIX YT, BCICACTBUE M'€MU3UTOTHOM JIEJeIUU psA/la KPUTUUECKUX TE€HOB,
Bimtouas TBX1, COMT, CRKL u DGCRS. OgauM u3 HEHTpaIbHbIX KIMHUYECKUX
NPOSIBJICHUM JTaHHOTO XPOMOCOMHOI'O HapyIIeHHs] BBICTYNAET THIIONApaTUPEO3,
MaTOTeHE3 KOTOPOTO OOYCIOBJIEH arutasuedl WM THUMOIUIA3WeH MapanuTOBUIHBIX
’&Kele3. ITO MPUBOANUT K a0COMOTHOMY Wi oTHOcuTenbHOMY nedunuty IITT, uro, B
CBOIO OY€pelb, BBI3BIBAET XapaKTEPHbIE OWOXMMHYECKHUE CIBUTU: CTOMKYIO
TUTNOKaIbIIMEMuto, TunepdocharemMuto U 9acTo COMyTCTBYIONIYI0 THIIOMAarHUEMUIO.
HemnocpencTBeHHBIM CIECTBUEM 3THUX AJIEKTPOJIUTHBIX HAPYIIEHUH CO CTOPOHBI
HEPBHOW CHCTEMBI SBIISICTCS Pa3BUTHE TETaHWHU, OOYCJIOBJICHHOW TIOBBIMIEHHOM
BO30YIMMOCTHIO HEPBHO-MBIIIICYHBIX BOJIOKOH, a TAKXKE CYJOPOXKHBIX AMU3070B HA
(GoHE CHIKEHMS MOpora CyJOpOKHOM TOTOBHOCTH TOJIOBHOTO Mo3ra. [[nutenbHas

runokaneimemus u quchynkius [HHC, cBszanHas ¢ HapylieHHEM pa3BUTHUS, MOTYT
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TaKKe€ NPUBOAUTH K 3aJEPKKE ICUXOMOTOPHOro pas3Butus. Kpome nepBUYHBIX
AMOPHUOJIOTUYECKUX HAPYIICHUH, (PEHOTUIl CHHIPOMA MOXKET YCYTyOJSThCS 3a CYET
ayTOUMMYHHBIX [POLECCOB, TaKUX KakKk ayTOMMMYHHBIA THUPEOUAUT, YTO
JTOTIOJIHUTENIBHO OTATONIAET SHAOKPUHHBIN CTAaTyC NAllUEHTOB.

Knuanueckne mposiBiieHusa. ['mnomapatupeo3 B CTPYKTYpE CHHIpOMA
Hu/lxopmxu  1-ro  Tuma  XapakTepu3yercs  CIEKTPOM  HEUPOMBIIIECYHBIX,
HEBPOJIOTMYECKUX M COMATUYECKHX CHUMIITOMOB. KIIFOUEBBIM IPOSIBICHUEM CIYKUT
TeTaHMs, BKIIOYAIoIasi TpeMop, KaprioneaajabHble cria3mbl U Japunrocnasm; y 20-30%
MAlMEHTOB B HEOHATAIBLHOM NEPHO/I€ HAOIIOJAI0TCS TeHEPATM30BAHHbBIE CYJOPOTH, a
TakkK€ BO3MOXKEH xopeoarero3. Hesponoruueckuii (QEHOTHUN JTOMOJHUTEIHHO
BKJIIOYAET 3a/IePKKYy MCUXOMOTOPHOTO M PEYEBOT0 Pa3BUTHUSA, CUHAPOM AeduimTa
BHUMaHUSl U THUIEPAKTUBHOCTH, AyTHCTHYECKHE 4YEPThI, & TaKXKE€ TPEBOXKHBIE U
NICUXOTUYECKHE paccTpoiicTBa (Y 25% B3pOCHBIX PErHCTPUPYIOTCS MNU30(DPEHUS UITH
OUIIOJISIPHOE PAcCTPOMCTBO). YacThiMM MpH3HAKAMU SBISIOTCS HEHPOCEHCOpHAs
TYroyxocTb M ckoino3. Kiaccuueckas Tpuaga cuHapomMa OOBEAUHSIET BPOXKAEHHBIC
MOPOKH cepta (IPeuMyIEeCTBEHHO Ae(PEKT aTpUOBEHTPUKYJIISIPHOM MEPETOPOJIKH UITU
tetpany Damo, Berpevaroniuecs y 75% nanueHToB), T-KiIeTOUHBI UMMYHOAEUIIAT
U XapaKTEpHbIE JUCIUTACTHYECKUE YEPTHI Julla (MUHIANeBUAHAS (opma ria3, HU3KO
MOCa)XCHHbIE YIIHbIE PAKOBHMHBI, pacilenuHa HEOGa). [umomaparupeo3d MOXKET
NpOTEKaTh JIATEHTHO Y TMOJOBHHBI OOJIbHBIX, OJHAKO MpH MaHU(pecTaluu OH
Ne0I0TUPYET MPEUMYIIECTBEHHO B MEPBbIN MecsIl Ku3HU. [8,10]

JlaGoparopHas nuarHoctuka rumnomnapatupeosa npu CJIJI-1 ocHoBbIBaeTCs Ha
BBISIBIICHUU TUIMOKAIbIIMEMHUH (YpOBEHb OOIIEro KaibIus Hwke 1,75 MMob/n),
runepocdareMun, HeaJeKBAaTHO HU3KOTO YPOBHS MAPATUPEOUIHOIO FOPMOHA MpPH
HOPDMQJIBHOM ~ WJIM ~ CHWJKCHHOM  KOHLIEHTpAaUMW  MarHus. [ eHeTHyecKum
MOJTBEPKJICHUEM CIYKUT OOHapyxeHue nenernuu B jgokyce 22ql1.2 meronamu FISH

nnu MLPA ¢ 4yBCTBUTENBHOCTBIO OKOJIO 95%.
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HNHcTpyMeHTallbHBIE MCCIEA0BAHMS HAIIpaBJiIeHbl HA BEpU(UKAIIUIO CUCTEMHBIX
NPOSIBIICHUI CHUHApPOMA: 3JEKTpOKapAuorpadus u s3xokapauorpapusi TpUMEHSIOTCS
IUIsl TUarHOCTUKHU BPOXKIEHHBIX IOPOKOB CEPALA; YJIbTPa3BYKOBOE HCCIENOBAHUE
IIMTOBUAHONW OOJACTH — IS BU3yalIM3allMU arula3uy MapalldTOBUIHBIX JKEIEs;
Heiiposuzyanu3zanus (KT win MPT rosoBHOro Mo3ra) MOXET BBISIBJISITh aHOMaJIUU
MUTPalUy HEUPOHOB. [JOMTOTHUTENBHO POBOIATCS AYAUOMETPUS ISl OLICHKHU CIyXa U
UMMYHO()EHOTUIHPOBAHUE JTUMQPOLUTOB, JEMOHCTPUPYIOIIEE CHIDKEHUE KOJINYECTBA
CD3+ T-knerok. IIpu HEBPOJIOTHUECKOM OCMOTPE NOATBEPAUTD JATEHTHYIO TETAHUIO
1mo3BoJIsIIOT (peHomeHbl Tpycco n XBocTeka.

Tepanusa ruUnonaparupeo3a OCHOBAHA HA IOXU3HEHHOW 3aMECTUTEIbHOMN
KOPPEKIMHU TUIOKAJIBIIUEMHH C UCTIOIb30BAaHUEM COJIEH Kablus (TII0KOHAT/KapOOHAT
kanbiust B 03¢ 50-100 Mr/Kkr/cyT) u akTUBHBIX MeTaboauTOB BuTamuHa D (anbda-
Kanpua0a 0,25-2 MKr/cyT) Uit HOAAEep KaHUS LIEIEBOTO YPOBHSI KaJbIHs B TIa3Me B
nuanaszone 2,2-2,6 Mmoiib/i. J{iisi KynmupoBaHUS OCTPBIX CYAOPOKHBIX COCTOSTHUI
II0OKa3aHO BHYTPMBEHHOE BBEACHHUE TIJIOKOHAaTa Kainpuusa. KomiiekcHoe JeueHue
CUHIpOMAa TaKXe€ BKJIIOUYAET XUPYPIrHUYECKYIHO) KOPPEKLHIO  COIYTCTBYIOIIUX
BPOXKJICHHBIX aHOMaNIMi (MOPOKH cepAlla, pacuiesivHa HEO0a) W TPAHCIUIAHTALUIO
TUMYCa IIpHU TsDKENBIX popmax ummyHoaedunrta. UMMyHOTEpanus mperycMaTpuBaeT
3aMECTUTENIbHOE BBEJICHUE WMMYHOTJIOOYJIMHOB U MPOQPUIAKTUYECKOE Ha3HAYEHUE
AHTUOMOTHKOB. Hesponornueckuit KOMIIOHEHT KOHTPOJIUPYETCS
aHTUKOHBYJIbCaHTaMHU ((peHoOapOuTas) B COUYETAaHUU C ICUXOTEPANEBTUYECKOM
MOAACPKKONM W JedeOHOM  (QUBKYIbTYypoH, dYTO TpedyeT 00s3aTeIbHOrO
MYJIbTHIUCIMIUIMHAPHOTO TMOJAXO0Ja C YYacTHEM 3HHIOKPHUHOJIOra, HEBPOJOra u
nMmyHosora. [10]

[lepBuunas mnpoduiakTuKa HampaBieHa Ha BBIABICHHE CHHApPOMA B
[IPEHATAIbHOM TIEPUOAE C TOMOLIBI0 METOIOB  MOJIEKYJISIPHO-T€HETHYECKOM
muarHoctuku (FISH) u mnpoBeneHuss TeHETMYECKOTO KOHCYJIBTHPOBAHUS TP

OTATOLLIEHHOM CEMEMHOM aHaMHe3e. MepomnpusaTis BTOPUYHON MPOQPHUIAKTUKH
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BKJIFOYAIOT IUHAMWYECKUH MOHUTOPUHT YPOBHS KalblUs U apaTTOPMOHA C MOMEHTA
POXKJIEHUS, CBOEBPEMEHHYIO KOPPEKIHMI TUIOKAJIbLUUEMUN ISl NPEAOTBPALICHUS
Pa3BUTHS CYIOPOT U TETaHUH, a TAKXKE OCTOPOXKHYIO BAKIMHALMIO (C UCKIIOYECHUEM
KUBBIX BaKIMH Ha (OHE HMMYHOJAE(DUIIMTA) M CAHALMIO XPOHUYECKUX OYaroB
uHpekunu. TpeTnunast npouiIakTUKa 3aKII0YA€TCA B CUCTEMATUYECKOM CKPUHUHIE
IICUXOHEBPOJIOTHYECKUX  HAPYIIEHHMH U TPOBEACHUM  PEaOMIMTAIIMOHHBIX
MEpOIPUATHH.

CBOEBpEMEHHOE HAyajo TEpalmud MO3BOJSIET JOCTHYb  IOKa3arenei
BBDKHMBAEMOCTH, mnpeBblmatomux 90%, B TO BpemMs Kak pa3BUTHE OCJIOKHEHUHN
(cepameuHast HeTOCTATOYHOCTh, TSKEINbIE MH(DEKITNN) CHUYKAET STOT ITOKa3aTelb 110 75%
[P OTCYTCTBUU JeUeHUs. [ umonapatupeos, Kak MpaBuiIo, XOPOUIO KOHTPOJIUPYETCS
3aMECTUTENBHON Tepamnuel, TpeOyrome MOKU3HEHHOTo mpuMeHeHusa. OIHaKo
HEBpPOJIOTMYECKAs CUMITOMAaTHKa (MICUXOTUYECKUE PACCTPOMCTBA, JIEMEHIMS,
MAapKUHCOHU3M) XapaKTEepU3YETCsl MPOTPECCUPYIOIIMM TEYEHHEM U oTMedaeTcs y 30—
50% B3pocibIX TAUEHTOB. PaHHee TepameBTHUYECKOE U PEAOMIMTALMOHHOE
BMEILIATEILCTBO SIBJSIETCS KJIIOYEBBIM (PAKTOPOM JUISl YIIYYIIEHHS KOTHUTHUBHBIX
HCXO0JI0B U KadecTBa xKu3HU. [10]

3akmouenue. Cunapom @Dapa u cungpom Ju Jbxopmxu Iro tuma kak
MPOSIBJIICHUS TUIIONIapaTUPEO3a MPECTaBISAI0T CO00M cepbe3HyI0 HEHPOIHJOKPUHHYIO
NaTOJIOTHIO,  TpeOymoIIyl0o  [IyOOKOro  MOHMUMaHWs ~ 3THUOMNATOreHe3a |
MYJIbTUIUCUMIUIMHAPHOTO MOJX0Aa K BeAeHUI0 mnanueHtoB. KowmrmiekcHas
JMarHOCTUKA, BKJIFOYAIOIAsl THIATEIbHYIO OIICHKY MeTabon3Ma Kaablus u gocdara,
a Tak)K€ BBICOKOUYBCTBUTEJIBHBIE METOAbl HEMPOBU3yaIM3allMU, KPUTUUECKH Ba)KHA
JUIsl  CBOEBPEMEHHOTO BBIABICHMSI JaHHOTO coctosHusd. Juddepeniuunanbuas
JUArHOCTHKA JIOJDKHA OBITh BCEOOBEMITIONIEH, HATTPABICHHOW HAa UCKITFOYCHHE IPYTUX
MPUYUH BHYTPUUEPENHBIX KaIbIIU(UKAIIUNH U HEBPOJOTUYECKUX PACCTPOMCTB. XOTS
yxke cpopMupoBaBirecs 1epedpaibHbie KaIbIIU(DUKALIMN OCTAIOTCS HEOOPATUMBIMU,

AJICKBATHAasI M IMOXU3HCHHAA KOPPCKIUA THIIOMApATUPCO3a ABJISICTCSA KPacyroJIbHbIM
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KaMHEM JICYEHMs, [O3BOJISIOIIMM CTa0WIM3UPOBaTh METa0OJIMYECKHl cTartyc,
NPeIOTBPATUTh JajbHeiIIee mporpeccCupoBaHie KanblU(UKALUKA U, B COYECTAHUU C
CUMIITOMAaTUYECKOW TE€pPAIKEM, CyIIECTBEHHO YIYYIIUTh KAYECTBO KU3HU MMAIIUEHTOB.
AKTHUBHOE  BHEJpeHHE  NpOoPUIAKTUYECKHX  CTpaTerMidi W TOBBILICHUE
OCBEJOMJIEHHOCTH O JIaHHOM OCJIO)KHEHMHM HMEIOT IMEPBOCTENEHHOE 3HAYECHHE JUIS

MHHHUMHU3ALUHN €TO TAKCIIBIX HCBPOJIIOTHUICCKUX HOCHCHCTBHﬁ.
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