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MOJAMOP®N3M HEBPOJIOTMYECKHAX MPOSIBJIEHUN AAA-CHHIPOMA
(CHHJIPOMA OJIJITPOBA)

Mykaun I'.0., ykauna A.A., KapakyJaosa 10.B., Ceassnuna H.B.

@I'EOY BO «llepmckuii eocydapcmeeHHbLL MeOUYUHCKULL yHugepcumem umeHnu akademuka E.A. Baenepay Munzopasa
Poccuu, Ilepmob, e-mail: rector@psma.ru

B palote mpuBegeHbI AaHHbIC HCCJIEAOBAHNI, ONMCHIBAIOINMX 3THOJIOTHIO, 00YCJIOBJICHHYI0 MyTaluell B reHe
AAAS wu cunTe3om wMyTaHTHBIX OeakoB ALADIN, ommcanbl mnaToreHe3 KJIMHMYECKHX MPOSIBJIEHMIA,
AUATHOCTHYeCKHe MPo0JeMbl H NMOAX0Ibl K HA3HAYEHHIO JIeYeHHs] OP(AHHOr0 HAC/IeCTBEHHOro 3a001eBaHNA —
cunapoma AAA, win curapoma Oumarposa. i AAA-cuHApoMa XapaKTepHbI ayTOCOMHO-PelecCHBHBIA THI
HacJel0BaHUs, a TaK:ke MYJbTHCHCTEMHOe NopaskeHHe. B craTbe ommcaHbl Hau0oJiee pacnpocTPaHEHHbIE
CHMITOMBI JaHHOTO0 3a00/1eBaHMs, SIBJISAIOIIMECH «KJACCHYECKHMH», COCTABJSIONIME SIPO KJIHMHHYECKOI
KAPTHHBI: ATaKPUMMS, aXajla3usi KapAUN ¥ HA/ANI0YeYHHKOBAsl HeI0CTATOYHOCTh. OTMe4eHo, YTo, IOMHMO Tpex
OCHOBHBIX KJIMHUYECKHX MPOSIBJEHMH, Y NAlHEeHTOB 4YacTO BCTPeYAIOTCHd M HHbIe CHMITOMBI (3aJepiKKa
HHTEIEeKTYaJbHOI0 Pa3BUTHS, HEBPOJIOTHYecKHe paccTpoiicTBa). Takke ykazaHbl HanboJiee YacThie NPooJaeMbl
NpH NpoBefieHNH AU depeHIHATBHOI0 AMATHOCTHYECKOI0 MOMCKA U YCTAHOBJICHUHM TOYHOTO IMArHO32 JAHHOT O
TAKeJI0ro 3a60/1eBaHus. B cTaThe yaeaeHo ocodoe BHUMaHHe OAHOI U3 HauboJIee YaCThIX M PA3HOO0Pa3HbIX IPyNn
nposisjieHnii  cuHapoma OJuirpoBa — Ppa3’HOOOpa3HBIM  HEBPOJOTHYECKHM  HApYLIEHHMsIM, KOTOpbIe
KoHcTaTupyloTess 'y 30% mnanMeHTOB: BereTaTHBHBIM PpaccTpoiicTBaM (aHU30KOPHH, OPTOCTATHYECKOI
TUNOTEH3HH, HAPYLIEHHUIO CepAeYHOr0 PUTMA, TUCTHAPO3Y), 0yJIHLOOCTHHAIBHON aMHOTPO(UH, CEHCOMOTOPHOI
nojuHelponaTuu. OTMeuyeHbl BO3pacTHbIe 0COOEHHOCTH, TPYAHOCTH Au( ¢ epeHuATIbLHONH JTMarHOCTUKH. Takake
B CTaTbe MOKa3aHA 3HAYUMOCTh MEKIMCHMIUIMHAPHOTO MOAX0Aa K /MATHOCTHKE W JIeYeHHI0 [IaHHOIO
3a00/1¢BaHMA.

KittoueBsie cioBa: AAA-cuHIpoM, cHHIpoM OJUIrpoBa, TPUILIET A, BETeTATHBHBIC HAPYIICHUS, aMHOTPODUI.

POLYMORPHISM OF NEUROLOGICAL MANIFESTATIONS OF AAA SYNDROME
(ALLGROVE SYNDROME)
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The data of studies describing the etiology caused by a mutation in the AAAS gene and the synthesis of mutant
ALADIN proteins, the pathogenesis of clinical manifestations, diagnostic problems and approaches to prescribing
the treatment of an orphan hereditary disease - AAA syndrome or Allgrove's syndrome are presented. The AAA
syndrome is characterized by an autosomal recessive mode of inheritance, as well as a multisystem lesion. The
article describes the most common symptoms of this disease, which are «classic» and form the basis of the clinical
picture: alacrimia, achalasia of the cardia and adrenal insufficiency. It is noted that in addition to the three main
clinical manifestations, patients often have other symptoms (intellectual retardation, neurological disorders). Also
indicated are the most common problems in conducting a differential diagnostic search and establishing an final
diagnosis of this serious disease. The article focuses on one of the most frequent and diverse groups of
manifestations of Allgrove's syndrome — a variety of neurological disorders that are diagnosed in 30% of patients:
autonomic disorders (anisocoria, orthostatic hypotension, cardiac arrhythmia, dyshidrosis), bulbospinal
amyotrophy, sensorimotor polyneuropathy. Age features, difficulties in differential diagnosis are noted. The
article also shows the importance of an interdisciplinary approach to the diagnosis and treatment of this disease.

Keywords: AAA syndrome, Allgrove's syndrome, triplet A, vegetative disorders, amyotrophy.

[MepBerii cirydait cuaapoma Omnrposa (cuaapom tpex A, AAAS, AAA-curmpom, Allgrove
syndrome) ObUI ONKCaH aHIMIMUCKUM CHEIUAINCTOM — MeANaTpoM, 3H10KpruHoaorom J. Allgrove B
1978 r. CoryiacHO COBpPEMEHHBIM JINTEPATYPHBIM HCTOYHUKAM, CHHIPOM Tpex A — 3TO peakoe
MOJMCUCTEMHOE  HAClleICTBEHHOe 3alojieBaHMe, Hauboyiee 3HAYMMBIMU  KIMHUYECKUMHU

IMPOABJICHUAMU KOTOPOI'O ABJIAIOTCA XPOHUYCCKAA HAAIIOUCHYHUKOBAA HEJOCTATOUYHOCTD, aJIaKPUMUA



n axama3us kapauu (Alacrimia, Achalasia, Adrenal insufficiency) [1]. Hapsay ¢ ykazaHHBIMH
CUMITOMaMHU JaHHOE 3a00JIeBaHHE YacTO AaCCOLMHUPOBAHO C Pa3IMYHBIMH HEBPOJIOTUYECKUMU
HapymeHusiMu. Hanbosee yacteie paccTpoiicTBa HeBposorudeckoro crekrpa npu AAA-cuaapome —
9TO  BereTaTuBHas JAUCPYHKUMS U  HeWpoJereHepaTHUBHbIE HapyLICHHs, 3aJepXkKa B
UHTEJUICKTYaJIbHOM pa3BUTHH, amuoTpodus [2, 3]. B ciaydae BbISBICHHS TaKUX JOMOJHHTEIBHBIX
KIIMHUYECKUX MPOSIBJICHUHN paccMaTpuBaioT CUHIpoM 4A u naxe SA. CTOUT TakKe OTMETUTh, YTO B
psine HaOMIOAEHUI oTMedaeTcss OOpaTHas TeHISHIUS K OTCYTCTBHUIO T€X HMIIM WHBIX KIMHUYECKUX
MaHu(ecTaluii, Korna MposiBIAIOTCS TOJBKO JBa CHMIITOMa. B TakoMm cilydae mpezmnosarart
curgpom 2A [2, 3]. dus AAA-cuHIpOoMa XapaKTEPHBI ayTOCOMHO-PEIIECCUBHBIN THIT HACIICIOBAHHMS,
a TaKXkKe MYJbTUCHCTEMHOE mopakenue [4]. PacnpocTpaHeHHOCTh JaHHOW NATOJOTHMH COCTABISET
<1:1 000 000; cormacHO COBpEMEHHOW CTAaTHUCTHKE, HA CETOMHSIIHUN JeHb omucaHo meHee 100
CJIy4aeB C TIEPBOr0 yIIOMUHAHMS B TUTEPATypHBIX UCTOYHHKAX. B HacTosiiee Bpemss AAA-cunapom
BXOJIUT B TPYIIIY TaK Ha3bIBaeMbIX Op(haHHBIX 3200JI€BaHMI U OCTaeTCA HE A0 KOHIIA U3yYeHHBIM [3].

Hayuynoe mnoarBepkieHHE THUNOTE3bl O HACIEACTBEHHOW mpuponae 3abosieBaHUs OBLIO
caenano Toibko B 2000-2001 rr., Korja BnepBble ABE HE3aBUCHUMBIE TPYIIIIbI YUEHBIX ONUCAIN I'eH
AAAS, MyTaii B KOTOPOM SIBJISIFOTCS MPHYUHOM AaHHOTO cuHapoma [5, 6]. CormacHo AaHHBIM
WCCIIEIOBaHMM, MPOBEIECHHBIX paHee, CHUHIPOM Tpex A SBISETCS CIOXKHOW IMArHOCTUYECKOU
3ajaueii, MOCKOJIbKY OOJIBITMHCTBO Bpadel-KIMHUIIMCTOB HEAOCTATOYHO HH()OPMHUPOBAHBI O TAHHOM
3aboneBaHnd. Yactoil mpoOiieMol CIY)XKHT WTHOPUPOBAHHE PAaHHHUX TPOSBICHHNA 3a00JCBaHMA,
TaKMX Kak ajakpumus (OTCYTCTBUE cjie3), HapyIIeHUs TJI0TaHUs, BETeTaTUBHBIE paccTpoiicTBa. B
OOJBIIMHCTBE CiIy4aeB OoNbHBIE OOpamalTcs K CHEHHATUCTaM YK€ Ha TMO3JHUX CTaJIusix
3a00JIeBaHMs, YTO MIPUBOANT K YXYAIIEHUIO TEUCHUS TATOJIOTHYECKOTO TPOIIecca U MHBAIU N3N
TaKHUX MAIEHTOB, a TAK)KE K Pa3BUTHIO YTPOKAIOMINX KHU3HU COCTOSTHUNA. BOJBITUHCTBO MAIMEHTOB
C JaHHON mpoOiIeMoil oOpamaroTcs Ha MpUeM K Pa3lUYHbIM CHEIHaTUCTaM, Yalle BCEero 3TO
HEBPOJIOTH, TE€PaNeBThl, OKYJIHCTHI, NMEeTUATPhI, SHAOKPUHOIIOTH, TaCTPOIHTEPOJIOTH, TeHETUKU. B
OTEYECTBEHHON HAayYyHOW JHUTEpaType NPUBEICHBI OTHIEIbHBIC E€IWHUYHBIC CIIydad OMUCAHUS
cuHApoMa Tpex A, a TakKe OTCYTCTBYeT JOIOJHUTEIbHAS HWHPOpPMAIHS 1O KIMHUICCKUM
MPOSIBIICHUSIM JIaHHOH maTtonoruu. Hanbonee Ba)KHBIM 3BE€HOM JTMATHOCTHKHU U JICYCHUS CHHApPOMA
OmnrpoBa  sBASeTCST  MYJIbTHAWCHUMIUIMHAPHBIA MOAXOA. B cBs3W cOo  3HAUYUTEIHHBIMU
JTUArHOCTHYECKUMH TPYIHOCTSIMH, C KOTOPBIMH CTAJIKHBAIOTCS Bpaud TPH BEJICHUU TAIIMCHTOB C
CHUHJIPOMOM TpeX A, HEOOXOIMMO IMOBHIIIATE HHPOPMHUPOBAHHOCTh O JIAHHOW MATOJIOTHH Bpadvei
Pa3TUYHBIX CHEIUATBHOCTEH.

OTHOJIOTHST M MNATOreHeTHYeCKHe MeXaHU3Mbl KJIMHHYECKHUX mposiBiaeHuii AAA-
cuHapoMa. ['maBHOI sTHONOrHYEcKOl MpuunHON pazBuTHs AAA-CHHIpOMa BBICTYNAeT MyTallusl B

rene AAAS. Vka3aHHBIN TaHHBIN T'eH pacrookeH Ha UIMHHOM Tutede Xpomocombl 12 (12q13.13)



BOJIM3M Ki1acTepa reHoB kepatuna tumna II. B cocraB rena BxoasT 16 3k30HOB, KOTOPBIE OTBEUAIOT 32
konupoBanue 547 amunokucior Oenka ALADIN (alacrimia, achalasia, adrenal insufficiency,
neurologic disorder), u3BeCTHOTo Take Kak aapakainH. JlJaHHbII 00K BXOIUT B CEMEHCTBO OCITKOB
¢ WD-nosropamu (Tpunrodan-acnaparuHoBass KUCJIOTa) M SBISETCS KOMIIOHEHTOM KOMILIEKCA
saepHbIX mop [5, 6]. HauOousbimas pacrnpocTpaHeHHOCTh 3KCIPECCHH JaHHOTO I'eHa OTMEYCHA B
HA/MOYEYHUKAX, TACTPOMHTECTHHAIBHOM TPAKTE M MO3Te, OJIHAKO CTOUT YKa3aTh, YTO B IEJIOM OH
HKCIPECCHPYETCS BO MHOTUX TKaHIX OpraHum3Ma. Bce BhIIEyKa3aHHBIE MEXaHU3MbBI OOBSICHSIOT
MYJIBTHCUCTEMHOCTb TIOPa)KCHUS U KpaifHe pa3HOOOpa3HbIi CIIEKTP KIMHUYECKUX TPOsIBICHHUH [7].

CymiecTByeT NIpeAnojaokeHue, 4to cuHTe3 MyTaHTHbIX OenkoB ALADIN mpuBoaut
HapYIIECHUIO HYKJICOIMTOIIa3MAaTHUECKONW IUPKYISALUN MYJIbTUMOJICKYISIPHBIX KOMIUIEKCOB, YTO, B
CBOIO Ouepeflb, JeNaeT KIETKH BOCIPUUMYUBBIMU K OKHUCIHMTEIBHOMY CTPECCY, COOTBETCTBEHHO,
pa3BUBaETCs CEJEKTUBHAs JAETeHepalus TKaHed B MopakeHHbIX cucreMax. OJHaKo B HacTosllee
BpeMs IIPOA0IIKAETCS aKTUBHOE U3yYeHHE UCTUHHBIX MEXaHU3MOB CHUHIPOMa Tpex A, COXpaHsSIOTCA
JMCKYCCUH TIO Psy MAaTO(PH3HMOIOTHUSCKIX MPOIECCOB Y MAIMEHTOB C JaHHBIM 3a0osieBaHueM [3,
8]. YacTp paHee MpOBEICHHBIX MCCIICOBAHUI TOKA3aIH, YTO TIPU PA3BUTUU MYTAIMiA, TIPUBOISIIHX
K yceueHuto N- wniaum C-KOHIOB, a TaKXe 3HAuUTENIbHAas YacTb HEYCEYCHHBIX MYTaIHi,
IIPEeUMyLIecCTBEHHO B 001actu WD-10BTOPOB, NpUBOJIAT K (POPMHUPOBAHUIO MUCIOKAIU3ALMH OellKa
ALADIN. Hapsiny ¢ aTum psia uccienoBaresiei npeanoiaraeT HapyleHue B3auMOACHCTBUSI MEXKIY
JAPYIrHMMH aCCOLMMPOBAHHBIMU O€lKaMu M MyTaHTHbIM Oenkom [9]. Taxke B 4acTH MCTOYHUKOB
IIPOJIEMOHCTPUPOBAHO BEPOSITHOE B3auMoOJieiicTBUE perynsTopa kierouHoro mukia PGRMC2
(MeMOpaHHBIN KOMITOHEHT perentopa nporecrepona 2) ¢ ALADIN, kpome Toro, mpeamnonaraercs
OTIpENIeICHHOE y4YacTHe MYTAHTHOTO Oellka B TIpOIlecce KIETOYHOTO JIEJCHHS IMOCPEICTBOM
MPOCTPAHCTBEHHOW PEryJIsIiiuy CEpUH/TPEOHUH-TIPOTeHHKHHA3b! 6 [10, 11].

B ocHoBe Hambornee wyacTbIX CHMOTOMOB cHHApoma OurpoBa JieXar pa3iuyHbIe
MaTOJIOrMYeCKHe MEXaHU3MbI. Tak, MPUUMHON allakKpUMUHU TPEAIO0I0KUTEIBHO SBIISIETCS HapyLIeHHe
BEreTaTUBHON MHHEpBALUU CIE3HBIX Xkene3. [Ipu Oonee yriyOaeHHOM MOP(OIOrHUECKOM U3YyUEHUH
OTMEYaeTcsl BRIpOKEHHAs TUIOIUIa3Ksl, BIUIOTh 0 arpoduu ciie3Hbix xene3 [12]. [Ipu BeisBieHNH
OPUYMH pa3BUTHs axala3uu KapIud Yy TMalueHTOB ¢ cHHIApoMoM OIrpoBa aBTOpHl psija
uccienoBanuii [13] BBIICHWIH, YTO Y MAMEHTOB C JIAHHOW MAaTOJOTUEH OTMEYaeTCsl 3HAYNTEIbHOES
CHIXXeHUe uucia (BIUIOTh JO MOJHOTO OTCYTCTBHSI) HEHPOHOB ay3pOaxoBa (MEKMBIIICYHOTO)
HEPBHOTO CIUICTCHHS THIIEBOJA, YTO, BEPOSITHEE BCETO, W TPUBOIUT K TPOSIBICHHSIM JTaHHOTO
3abosneBaHus. B HacTosiee Bpemsl MPOJOJKAETCS AKTUBHOE H3YyYeHHE MaTO(PU3UOIOTHUECKUX
MEXaHU3MOB, JIEXKAllUX B OCHOBE PA3IMUYHBIX KIMHUYECKUX NPOsBIEHUH cuHIpoma Oiirposa.

Opnako i monydeHus OoJiee JeTanbHOW HMHQPOPMAIMM HEOOXOIUMO PACIIUPEHHOE YHCIIO



KIIMHUYECKUX U (PyHJAMEHTAJIbHBIX UCClieoBaHU. OTCYTCTBHE YETKO CUCTEMAaTH3UPOBAaHHOM Oa3bl
KJIMHUYECKHUX CIIy4aeB JaHHOW MaTOJIOTUH, K COKAIIEHUIO, 3aTPYIHSET HAyYHbIE IOUCKHU.

OcHoOBHbIE KJIMHUYECKHEe TposiBjeHust AAA-cunapoma. Kak ObUIO OTMEYEHO paHee,
AAA-cUHIpOM accOLMUpPOBaH C KpailHe UIMPOKUM CIIEKTPOM KIMHUYECKUX IPOSBICHUM, YTO
CIOCOOCTBYET OMNO0YHOM tuarHoctuke. CBO€OOPa3HBIM SIPOM KIMHUYECKOH KapTUHBI CHHAPOMA
OnnrpoBa SBJISIFOTCS QJIaKpUMUS, axaja3us KapAuu U HalIOYEYHUKOBAs! HEIOCTATOYHOCTh. O1HaKO
HEKOTOpbIE HCCIICAOBAHUS JIEMOHCTPUPYIOT 3HAUUTENBHO Oojiee pa3sHOOOPa3HYIO KIMHUYECKYIO
CUMIITOMATUKY, HE OTPaHWYMBAIOLIYIOCA TPAJAULIMOHHOM TpUanol, CIOCOOHYIO NpPOSBIATHCS B
pasHoM Bo3pacte [14]. B ocHoBe amakpumuu (B psiie ClIy4aeB THIIOJAKPHUMHH), SIBISIOIICHCS
HanboJiee YacThIM TMAarHOCTUYECKUM MPU3HAKOM cHHApoMa OIIrpoBa, JIEKUT TUIonasus/atpodus
CIIE3HBIX XKeJle3. B 3HauuTeIbHOM KOJIMYECTBE CIIy4YaeB JaHHOE COCTOSIHUE OCTAETCs HE 3aMEUEHHBIM
BpayaMH-IIeINaTPaMH, OJIHAKO Y HEKOTOPBIX MAI[MEHTOB HaOJI0JaeTCsl BhIpaKEHHAs KepaTonarus,
BIUIOTh JI0 M3bA3BIEHUS POrOBULBL. Y OOJBIIMHCTBA MALMEHTOB JIMAarHO3 aJaKpUMHU
YCTaHABJIMBAIOT HAa OCHOBAaHHMHU IPHUIEIBHOrO oOcienoBanus u paccupoca [4, 13]. s oueHku
CIIE€300TACTICHUS U YTOUYHEHHsI TUarHo3a ucmoib3yercs npoda [lupmepa, mpu KOTOPOW COTHYTHIN
KOHEIl TOJIOCKH (HIBTPOBAJILHOW OyMaru 3akiajbIBaeTCs 3a HU)KHEE BEKO M 4Yepe3 5 MUHYT
IIPOU3BOIUTCS U3MEPEHHE CMOUEHHOI0 yyacTka. B Hopme ero juinHa He MeHee 15 MM (y HOXKHIIBIX
10 MM), cMauMBaHME MEHEe YeM Ha 5 MM — MpuU3HaK mnartoioruu [4]. Anakpumus,
JMarHOCTHUpPOBaHHasl B PAaHHEM BO3pacTe, MO3BOJISET 3alof03pUTh MATOJOTHI0, HE3aMEUIUTEIbHO
HayaTh TEPAIHUIO U YIYYIIUTh IPOrHO3.

BTopbIM 110 4acTOTE BCTPEYaEMOCTH CUMIITOMOM SIBJISIETCS axanasus KapAuu. Pe3ynbrarel
UCCIIEIOBAaHUM JIEMOHCTPUPYIOT, YTO JIaHHOE COCTOSIHUE OTMedaeTcsi y OOJBIIMHCTBA MAallMEHTOB
(75-93% oGcnenoBanubIxX) [3, 4, 15]. Axana3us KapIuu — 3TO HApYIIEHUE MOTOPUKH MHUIIEBOA, IPU
KOTOPOM C(UHKTEp KapAuWU MpH TJIOTAHUU paccialisercs He MOJHOCTbIO, M IEepUCTAIbTHUKA
MUIIEBO/Ia OTCYTCTBYET, UYTO BeAeT K (DYHKIMOHAJIBHOW OOCTPYKLMHU €ro JUCTAIBHOIO OT/AeNa.
Haubonee yacTbIMi KIIMHUYECKUMU MPOSIBICHUSMHU axala3u KapAuH sBISIOTCA aucdarus, pBora,
CHIDKEHHE Macchl Tejla M TPYJHOCTH B €€ Habope, a TakKe XPOHUYECKHM Kallenb, YTO B 0C000
TSKENBIX CIIydasX MPUBOIUT K PUCKY Pa3BUTHsI aCIIMPALMOHHOIO MOPAKEHUS JbIXaTENIbHBIX ITyTeH
[3, 15]. Kak Obut0O OTMEYEHO BbIlIe, MOPQOIOTHUECKOW OCHOBOW axaia3uu KapAuh Ipu
TUCTOJIOTHYECKOM  MCCJIEIOBAaHUU  BBICTYNAe€T BBIPAKEHHOE CHIDKEHHE 4YHUClIa HEHpOHOB
MEXMBIIIEYHOTO CIUJIETEHUsI MHUIIEBOJA, BIUIOTH [0 IOJHOTO OTCYTCTBHUS. AXana3us Kapauu
SABIISICTCSA OJIHUM U3 PAHHUX MPOSBICHUN CUHIpoMa AAA, 4acTO CIYXKHT MTOBOJOM JJIsi OOpaIeHus
K Bpauy M y [OJIaBJISFOIIEro OOJIBIIMHCTBA MMAIUEHTOB BBISBIISIETCS. B MOJIOJIOM U pPAaHHEM BO3pPacTe —

OT MJIaJICHYECKOTO ¥ PaHHEro JETCKOro Bo3pacrta a0 1516 ner [3, 4, 15]. Cneayer oTMETHTB, 4TO



axanasusi KapIuu SBISE€TCA OJHUM M3 HauOosiee TsoKenblX mHposiBieHudl AAA-cuHIpoma U B
OOJIBIITMHCTBE CITy4YaeB MPUBOJUT K BHIPAXKEHHOMY CHM)KEHHUIO Ka4eCTBA JKU3HU MallMeHTa.

HannoueunukoBass HEAOCTATOYHOCTb CIY>)KUT TPETBUM  OOJIMIaTHBIM  KIMHUYECKUM
nposiBiienneM AAA-cuHApoMa, OJHAKO B OTIMYME OT aJaKpUMHUU M axala3suu KapJuM JaHHOE
COCTOSIHME DPa3BHBAETCs Ha Oosiee MO3AHMX ATalax JKU3HU, B OOJBIIMHCTBE CIy4aeB B IEPBOM
JECATHIICTUU JKU3HH, MOJAPOCTKOBOM BO3pacTe MM Jaxke y B3pocibix [16]. CTouT OTMETUTB, 4TO
XpOHHUYECKask HAATIOYEYHUKOBAsI HEIOCTaTOYHOCTh B TOW WJIM MHOW CTENEHH HaOII0JaeTcsl y BCeX
HAIMEeHTOB ¢ TpuIuieToM A. ABTOpPBI psiia MCCIEIOBAHNIN JOKA3alld, 4YTO B OCHOBE HAIIOYEUHUKOBON
HEI0CTaTOYHOCTH Yy MAlUEHTOB C JAHHOM MAaTOJIOTUEH JIEXKUT pa3BUTHE PE3UCTEHTHOCTH PELIEITOPOB
K aapeHokoptukoTpornHoMmy ropmony (AKTT). Hapsity ¢ 3TuM HEOOXOIUMO OTMETHUTH, UYTO B 85—
90% ciydaeB OTMEYaeTCs TIIFOKOKOPTUKOWIHAS HEJ0CTaTOYHOCTh, W Jymmib 10-15% cmyuaes
OPUXOJMUTCS Ha MHHEPAIOKOPTHKOMIHYIO HemoctaroyHocts [4]. JlokazaHo, uTo 4acras
HEYKpOTUMasi pBOTA C MOTEpel Macchl Teja, XapakTepHbIe JUIs MalUeHTOB ¢ cuHiapoMoM AAA, B
OONBIIMHCTBE HAONIOJACHUN CBSA3aHBI C axala3Weidl KapAuu W He SBISIOTCS IpPU3HAKAMHU
MUHEPAIOKOPTHUKOUIHON HenoctaTtouHoctd [4, 15]. JlaHHBINH (GakT HE0OXOAMMO YYHUTHIBATH TPHU
MOJIX0/I€ K BBIOOPY 3aMECTHTEIbHON Tepanuu, MOCKOIbKY OJHOM M3 PacHpOCTPaHEHHBIX OIINOOK
IPU KOPPEKLHU KIMHUYECKUX MPOSBICHUIN HAANOUYEYHUKOBOM HEIOCTATOYHOCTH B TaKUX CIydasx
SIBJIIETCS HEOOOCHOBAHHOE Ha3HAUEHHUE MUHEPATOKOPTUKOUI0B. C LENbI0 HCKIIIOUEHUS! HETOUHOCTH
B aupdepeHInaNbHOM JAMAarHOCTHKE BCEM MAIMEHTaM C TPOSIBICHUSAMH HaAMIOYECYHUKOBOU
HEI0CTaTOYHOCTH HEO0XO0IMMO HCCIIEeI0BaHNE YPOBHS KalMsl, HATPUS U aKTUBHOCTH PEHUHA I1JIa3Mbl
KpoBU. B Takom ciyuae nuddepeHunanbHbli AMAarHO3 OCHOBaH Ha HOPMAaJbHBIX MMOKa3aTessx
ANEKTPOJIUTOB KPOBU M HOPMAJIbHOM aKTUBHOCTHU peHuHa 1a3Mel [4]. Kak yxe yka3blBajgoch paHee,
B IIOJAABJIAIONIEM OOJBIIMHCTBE CIy4yaeB XpOHUYECKas HAJMOYEYHUKOBAs HEIOCTAaTOYHOCTh
pa3BUBaeTCs MOCTENEHHO, Ha (JOHE HAJIMYMs MHBIX MPOSIBIECHUH O0Je3HHM, HO ObIBa€T M MEPBHIM
NPU3HAKOM, PUYEM MOXKET MaHH(DECTUPOBATh TSDKENIOH rHmorinkeMueit u mokom [4, 15]. Oxnako
y 4YacTh MAalUEHTOB, B TOM YHCJIE TOXKWJIOIO BO3pacTa, XpOHWYECKas HaANOYEeUHUKOBas
HEJIOCTAaTOYHOCTh MHOT/Ia TPOTEKAET JTaTeHTHO [4]. Micxoa u3 moclieTHUX TaHHBIX U PEeKOMEHIallhid
BCEM OOJIBHBIM € CHHJIpoMOoM OJIrpoBa, OCOOEHHO AETSAM, TOKa3aH PeryyspHbIii KOHTPOJIb (PYHKIIUU
HA/MOYEYHUKOB JUIs HAa3HAYCHHMsS CBOEBPEMEHHOW 3aMECTUTENBHOW Tepanmuu U MpOQHIaKTUKU
YIPOKAIOIIUX KU3HU cocTosIHU [4, 15].

HespoJsioruyeckue mnposiienusa AAA-cunapoma. Hesponoruueckue MposIBICHUS
cupoma OmirpoBa KpaitHe pa3Ho0Opa3Hbl ¥ 3aHUMAIOT YETBEPTOE MECTO IO PacIpOCTPAHEHHOCTH,
Bcrpevatorcs 'y 30% mnanuMeHToB ¢ JaHHOM marosnorued [4]. BereratuBHBbIE HEBPOJIOTMUECKHE
HapylLIeHUs] LIEHTPAJIbHOTO WM Nepudepudeckoro TUIa SBISIOTCA Haubosee pazHOOOpa3HbIMU

¢denotunmueckn [3]. B 3HauWTeNnbHOW J0Nie KIMHAYECKUX HAONIOJICHUI HEBPOJOTHYCCKUE



HapyleHUs] Pa3BUBAIOTCA Ha IMO3JHUX CTAIMSIX MAaTOJOIMM M BBICTYNAIOT B KaYECTBE OCHOBHOTIO
KJIMHUYECKOTO MPOSBICHHS y B3POCIIBIX MAIMEHTOB ¢ cunapomMom Omnrposa [17, 18, 19]. Haubonee
pacrpoCTpaHEHHBIMH BET€TaTHUBHBIMH PACCTPOMCTBAMH CPEIM JAHHOW KAaTErOPHH MAalMEeHTOB
SBJIIIOTCS] aHU30KOPHS1, OTCYTCTBHE MIIM BSJIOCTh 3pAaUKOBBIX PEAKIMH, OPTOCTaTUUECKAasi THIOTOHUS
¢ 00MOpOKaMH, HapyIIEHUE CEPJIeYHOr0 PUTMA, TMIIOTUAPO3, TUIIOCATMBALNA (B YACTU HAOIIOJeHUN
ocioXHsomasAcs noreped 3yooB) [4]. Kpome Toro, BereratuBHBIC PacCTPOMCTBA MPHBOIAT K
pPa3sBUTHIO JUCTHUAPO3a, a Takke K (OPMHPOBAHMIO HapylIeHUH B cdepe NHIEBapeHUs,
KpOBOOOpaIIeHUsI 1 MOYEBBIICIICHUSI, HAPYIICHUSIM 10J10BoM cdepsl [3, 20]. Taxke B 3HAUNTEIBLHON
YaCTH OMMCAHHBIX CIIy4aeB y MAI[MEHTOB ¢ CUHAPOMOM OJIrpoBa OTMEUAIOTCS APYTUe BEIPaXKEHHbIE
HEBPOJIOTUYECKHE PACCTPOMCTBA: CHUHAPOM OyIbOOCIMHAIBHOW aMHOTPO(PHH, MOTOCEHCOpHAs
IIOJIMHEMPOIIaTUs, HUKHUM CIIACTUYECKUH Iaparapes, MO3)K€YKOBasi aTaKCHs, 4aCcTO pa3BUBACTCS
nedopmanus cron no tumy cronbsl dpunpeiixa [4]. Kpome Toro, B HEKOTOPBIX JIMTEPATYPHBIX
MCTOYHMKAX IPUBECHBI CITyyau pa3BUTUS aTPOGUH 3pUTEIbHBIX HEPBOB, MUKpOLE(Qauy, 3a1€PKKU
IICUXOPEUEBOT0 Pa3BUTHUS, CIOKHOCTU B OOy4eHHMH (IIPEUMYIIECTBEHHO ONMCAHHbIE B paMKax
JIETKOW YMCTBEHHOW OTCTAJIOCTH), NApKUHCOHMU3M [4]. HapyiieHust Xo1p0b1 y TALIMEHTOB C TAHHOM
[aTOJIOTUEH, BEpOsITHEE BCEro, OOYCIOBJIEHBI MPOSBICHUSMH NHPAMHIHOTO CHUHAPOMA W/WIN
nepudepuyeckoil HeBpomaTHed, HNpHUYEM IMOCIEHsSI MO3BOJSIET OOBACHUTH €LIe M CEHCOpPHBIE
paccrpoiictBa. Hapymienus rioranusi, HEOHO-TJIIOTOYHASI HEIOCTATOYHOCTh, aMHOTPO(HS UK Tape3
A3bIKA, TUCQYHKIHUS KPYyroBOM MBIIIIBI pTa, a TaKkkKe opodapuHreanbHas aucharus y HaHHOU
KaTeropuu MaldeHTOB SBJSIIOTCS MPOSBICHUAMHU OyJIbOApHOIO CHHIPOMA U MOPAXKEHUS JIMLEBOIO
Hepsa [17, 20, 21]. Hapsiay ¢ 9TUM cpean HEBPOJIOTHUSCKUX MPOSIBICHUH Y MAIMEHTOB C TPUILICTOM
A KOHCTaTUPOBAIKCH JEMEHIINs, OyIb00CTUHATIBHAS aMUOTPOQUS, TUCTOHUS U Xopes [22, 23, 24].
Haubonee uvacto HeBpOJOTrMYeCKHME HApYLIEHHUs OTMEYAIOTCS y MAIUEHTOB B IOAPOCTKOBOM
BO3pacTe, OCOOEHHO 3TO KAacaeTcsi BEreTaTUBHBIX paccTpoicTB [23, 24]. Taxxke enuHUYHBIE
UCCIIEIOBAaHUSI ~ MPOJAEMOHCTPUPOBAIM  KIMHUYECKOoe TedeHue cunapoma OsurpoBa ¢
HEBPOJIOTUYECKUMH HApYyLIEHUSIMU, MPEACTABICHHBIMU B BHUJAE CYJOPOXKHOTO CHHIPOMA, OJHAKO
TaKue MPOSBJICHUS TOCTATOUYHO PEIKH [25].

VMIMeHHO 3a cyeT Takoro pa3HooOpa3usi HEBPOJOTHMUECKUX IMPOSBICHUN MalUEHTHl C
cuHpoMoM OIIrpoBa 4acToO MOMNAJAIT Ha MPUEM K HEBPOJIOTaM; B CBOIO OYepe/ib, CIELUAINUCThI
4acTO JIMarHOCTUPYIOT HACJEACTBEHHbIE HEBpoJiorHyeckue 3abosieBaHMsl (HAclE€ACTBEHHbIE
amuoTpodun). Takum 06pa3om, y 60JbHBIX, cTpagaronux AAA-CHHIPOMOM, OMTMOOYHO BBISBISIOT
MHYIO TIATOJIOTHIO, YTO MPUBOJUT K MOTEPE BPEMEHHU U Ha3HayeHUIO Hea(dekTuBHOro jeuenus. B
HacTosIee BpeMsi OJHUMHM W3 HauMEHee H3YUEHHBIX HapYIIECHUH SBISIOTCS HEBPOJOTHYECKHUE
paccTpoiicTBa, IposABISIOLINECS B IeTCKOM Bo3pacTte. CTOUT OTMETUTH, YTO MX PAHHEE BBISABIICHUE U

JICUECHHE MOTYT CYIIECTBEHHO YJIYyYIIUTh MPOTHO3 MallMeHTa W Pe3yabTarhl JeueHnus [26, 27, 28].



Bpauam-ueBposioram ciemyeT coOsroaaTh HACTOPOKEHHOCTh MPH OOHAPYKEHHH Pa3zHOOOpa3HBIX
HCBPOJIOTUYCCKUX HpOﬂBHeHHﬁ, HC COOTBCTCTBYIOIIUX OMNPCACICHHBIM KIIMHUKO-AUArHOCTUYCCKUM
KpUTCPUAM, a B CIIydasaX BbISABJICHUA TaKUX CUMIITOMOB PCKOMCHAOBAHO HAITPABJICHUC MMAlIUCHTA HA
TeHeTHYecKoe 00cieJOBaHuE.

3akmoueHune. B Hacrosimee Bpemsi COXpaHSETCS HENOCTaTOYHas HH(POPMUPOBAHHOCTh
KIMHUIIUCTOB O JIaHHOM 3a00JIeBaHWM, OCOOCHHO TMpH TO3JHEM AcOITe U pazHOOOpasHOH
KJIIMHUYECKOW CHUMITOMATHKe. Bpayam pa3iuyHbIX CIELMAIBHOCTEH CIEAYyeT IOMHHUTbH, YTO IIPH
JMAarHOCTHKE W Tepanuu cuHapoMa OJurpoBa OCOOCHHO BaXKEH MEXKIUCIUILTHHAPHBINA TOJIXOI.
JlanHoe 3a0oyieBaHUE WMEET KpaiiHe pa3sHOOOpa3HbIC MPOSIBICHHS, YTO JEJIaeT HEOOXOIUMBIM
NPUCTAIBHBIA aHAJIHM3 BCEr0 CHMITOMOKOMIUIEKCA, MMEIOLIETOCS Yy MalMeHTa, YTO MO3BOJIUT
CBOEBPEMEHHO 3a1o103puTh ophaHHoe 3aboneBanue. OmmdouHas AUArHOCTUKA HEPEIKO CIIOCOOHA
MPUBECTH K PAa3BUTHUIO TSKEIBIX, YIPOXKAIONIMX XH3HH COCTOSHUM, a TaKke K Oojee ObICTpoi
WHBIMM3AIMN TAlMeHTa. Y OOJBIIMHCTBA IMAIMEHTOB C CHHIPOMOM Tpex A O0TMeYarTcs
IOCTCIICHHAsA IIPOTrpeCCusl 3a6OJIeBaHI/I$I, HapaCTaHUC TIKCCTU KIIMHUYCCKHUX HpO?IBJ'ICHPIfI,
YBEJIMUYCHUE MOTPEOHOCTH B  IIIIOKOKOPTHKOCTEPOMIAX, YTO JEMOHCTPHPYET BaKHOCTb

JAUHaAMHUYCCKOI'O Ha6JHO,Z[eHI/I${ TaKHuX AU CHTOB.
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