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Cunapom Jlema - Haiixana — 3To Tsa:Kejioe HacjieACTBeHHOe 3a0oJieBaHHe, CHeIUIeHHOe ¢ X-XpOMOCOMOW M
0o0yc/10BJICHHOe HapylleHHeM IIypHMHOBOro o0OMeHa BCJeACTBHEe OTCYTCTBUS Ju0o aedpuumra depmenra
TUNOKCAHTHH-TyaHuHpocopudosniarpanchepaspl (I'PPT) n aHOMaJIBHBIM HAKOIUIEHHMEM MOYeBOil KHCJIOTHI B
kpoBu. Cunapom Jlema - Haiixana xapakTepu3yeTcs He TOJIbKO HM3MEHEHHeM MOBEJCHHsS] ¢ MPOSIBJCHHSIMH
ayToarpeccMv, CHHKEHHbIM YPOBHeM YMCTBEHHOro M (H3M4YeCKOro pa3BUTHA M HeBPOJOIMYeCKHMMH
HAPYLICHMSIMM @0 THIY [eTCKOro uepedpajJlbHOI0 MNapajau4a, HO M MOYeKHMca0il Hedpomatueil u3-3a
TUNEePNPOAYKIMH MOYEBOIH KHCI0THI. /10 CHX MOp NeHATPhI H AeTCKHEe HEBPOJIOTH, B Ybeil MPAKTHKe BCTpeYaeTcs
JAHHBIA CHHAPOM, CTAJKHMBAKOTCS ¢ IP00/1eMoii CBOeBpeMEeHHOI NTUATHOCTHKH 3TOro 3a6o/eBanus. Bmecre ¢ Tem
PaHHSASA AMATHOCTHKA 32a00/1eBaHMA 00yCI0BJIMBACT CBOEBPEMEHHOE HAYAJI0 COOTBETCTBYIOLIEH Tepanum, a TAaKkKe
aKTyaJu3upyeT NpoBe/leHHe MeANKO-TeHeTHYECKOIr0 KOHCYIbTHPOBAHUS CeMbSM ¢ TAKHMM AeTbMHU. B cBfA3M ¢
3TMM HAMM HpPOBeJeHa CHCTeMaTH3allus HMEIOLIUXCSl CBeleHHH O [JMarHocTHKe M Je4YeHHH CHHApOMA
Jlema - HaiixaHa ¢ y4eToM COBpeMeHHBbIX IaHHbIX 1JIsl PACIIUPEeHNs NPeICTABJIeHUs y Bpayeil COOTBeTCTBYIOIIUX
cHenuajJbHOCTell 0 COBpPeMEHHBIX JHATHOCTHYECKHX BO3MOKHOCTSIX B BbISIBJE€HHH AAHHOH NAaTOJOTMH U
CYyHIeCTBYIOIIHUX NOJX0AX K JIeYeHHI0 3TOro cuHApoma. B pabore npoanajusuposan 21 iurepaTypHblii HCTOYHUK
NpenMyIlecTBEHHO 3a nociexanue 8 jiet Ha ocHoBe 6a3 nanubix MEDLINE, PubMed, Springer, Sci-Hub, eLibrary.
CdoxycupoBaHo BHUMaHHE HA KOMIUIEKCHOM MOJX0/e K AMATHOCTHKe 3200/1eBaHMs 115 PAHHEIr 0 BbIsIBJIEHHS ero
CHMIITOMOB H CBO€BPEeMEHHOr0 Ha4a/1a ONTHMAJIBLHOM Tepanuy ¢ ONMCAHUeM TPAAUIMOHHBIX METO10B JIeYeHUs U
HOBBIX IT0/IX0/I0B K Tepanuu JaHHOW MaTOJIOTHH.

KimroueBsie cioBa: CHUHAPOM Jlema - HaﬁxaHa, AWArHoCTHKa, JICUCHUC TUIICPYPHUKCMUH, CaMOIIOBPCIKACHUC, rny601<a;{
CTUMYJIALAA MO3ra.

MODERN ASPECTS OF DIAGNOSIS AND TREATMENT OF LESCH-NYHAN
SYNDROME
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Lesch-Nyhan syndrome is a severe hereditary disease linked to the X chromosome caused by purine metabolism
disturbance due to the hypoxanthine-guaninephosphoribosyltransferase enzyme (HGPRT) absence or deficiency
and an abnormal increase of the uric acid content in the blood. Lesch-Nyhan syndrome is characterized not only
by a change in behavior with manifestations of auto-aggression, a reduced level of mental and physical
development and neurological disorders such as cerebral palsy, but also by uric acid nephropathy caused by
hyperproduction of uric acid. Until now, pediatricians and pediatric neurologists, in whose practice this syndrome
occurs, are faced with the problem of timely diagnosis of this disease. At the same time, early diagnosis of the
disease determines the timely initiation of appropriate therapy, and also actualizes the carry out of medical genetic
counseling for families with such children. In this regard, we systematized the available information on the
diagnosis and treatment of Lesh-Nayhan syndrome, taking into account modern data. This will expand the
understanding of doctors of relevant specialties about modern diagnostic capabilities in detecting this pathology
and existing approaches to the treatment of this syndrome. We analyzed 21 literary sources mainly over the last 8
years based on MEDLINE, PubMed, Springer, Sci-Hub, elibrary databases. We focused on an integrated
approach to diagnosing the disease for early detection of its symptoms and timely initiation of optimal therapy
with discussion about traditional methods of treatment and new approaches to the treatment of this pathology.
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Cunapowm Jlema - Haiixana — HacneacTBeHHOE 3a00JeBaHNe, CIEIIICHHOE ¢ X-XpPOMOCOMOM

1 OOYCJIOBIICHHOE HapyIICHHEM ITYPUHOBOTO OOMEHa ¢ W30BITOYHBIM HAKOIUIEHHEM MOYEBOM



kucnoTel. [larormorus BcTpeuaeTcss B OCHOBHOM y MYKYMH M OYEHb PEIKO - Y JKEHIIMH.
Pacnipoctpanennocts 3a00sieBanus B nomyssiuuu 1:380000 [1].

Brepssie cunnpom Jlemra - Haiixana 6bu1 onrican B 1964 1. y 6patbeB 4 U 8 1eT, y KOTOPBIX
HaONI0/1a7loCh ~ JIBUraTelIbHOE  PAacCTPOMCTBO,  MEPBOHAYAIBHO  JHArHOCTHUPOBAaHHOE  Kak
uepeOpalibHbIil Mapanuy, yMCTBEHHas OTCTAJIOCTb, THUIEPYPUKEMHUS, KaMHH B T[OYKaX H
CaMOIIOKYCBIBaHUE, IPUBOJAIIEE K YIEHOBpeAUTENbCTBY. B 1967 r. Curmusuiep u ap. onpeaenuiy,
4TO 3200JI€BaHUE CBA3aHO C METAOOIMYECKHM HAPYIIEHHEM IyPHHOBOTO OOMEHa, BO3HUKAIOIINUM B
pesyibTaTe gAedunura ¢GepMeHTa THINOKCaHTHH-TyaHuH(pochopudoszuntpanchepasslr (I'OPT),
BOCCTaHAaBIIMBaIOIIero NypuHsl. Bckope bekkep u ap. cMoOriM jJ0Kaain30BaTh T'eH Ha JUTMHHOM ILIeYe
X-XpoMocoMmsbl (26-027), KOTOPBIH CBSI3aH C Pa3BUTHEM JIaHHOTO CHHIpoMa [2].

Llenp uccnegoBaHms: CHCTEMATU3UPOBATH UMEIOIINECS CBEICHHS O TUArHOCTHKE U JICYCHUU
cuapoma Jlema - Halixana ¢ y4yeToM HOBBIX JaHHBIX U PaCHIMPUThH MPEACTABICHUE Yy Bpauei
COOTBETCTBYIOIIMX CHEIHATBHOCTEH O CYHIECTBYIOIIMUX JAMATHOCTUYECKUX TMpUEMaX, HOBBIX
TEH/ICHIIUSIX U COBPEMEHHBIX BO3MOYKHOCTSIX B JICUCHUH TAKUX MAIEHTOB.

Marepuanbl U MeTOAbI HCC/IeI0BaHus. B xone ananu3a ucrons3oBad 21 nureparypHbIi
uctouHuK. /st momydenus: Haubosee MOTHON U aKTyallbHOM MH(GOpPMAIIMU BHITIOTHEHBI TIOMCKOBBIE
3ampocsl B 06azax manaeix MEDLINE, PubMed, Springer, Sci-Hub, a rakske xa mopraie eLibrary.

Kinununuyeckue cumnromsbl. M3BecTHO, uTo mpu cuHiapome Jlema - Halixana 3anepikka
Pa3BUTHSI MPOSIBIISICTCS B MEPBBIN TOJ KU3HH BMECTE C THIIOTOHUEH M 3aJepKKOW JBUTATEIHLHOTO
pa3BUTHA TPU CUACHHUM, TOJI3aHUU M XO0Jn0e, MposBisAmoIlelcs K 3-6-mecsuyHOoMy Bo3pacty. B
MOCTIETYIOIUE MECSIIBI MOSIBIIAIOTCS aHOMAJIbHBIE SKCTPAIUPaMUIHbIe HEIPOU3BOJIbHbIE JIBHKEHUS,
XapaKTEePU3YIOLIUECS TUCTOHUEH AeCTBUA. JIBUraTebHass HEAOCTATOYHOCTh HACTOIBKO CEPhE3Ha,
YTO TPAKTHYECKH BCE JETH MPHUKOBAaHBI K WHBAIMAHBIM KpeciaM. lloBeneHwe, mpuBojsiiee K
CaMOTIOBPEXKICHNIO, B MEPBYIO OYepe/lb K CaMOINOKYCHIBAaHHIO, OOBIYHO CTAaHOBUTCS €LI€ OJHUM
XapaKTepHbIM KJIMHUYECKUM IPU3HAKOM B BO3pacTe 3 JIeT, YaCTO HauMHAasICh IPUMEPHO B 3TO BpeMs
M3-3a MPOpE3bIBaHMs 3yOOB, M COXpaHIETCS Ha MPOTSHKEHHUH BCETO JIETCKOTO M TOAPOCTKOBOTO
BO3pacTa, TpeOys CIeNHaTbHBIX CPEICTB 3aIIUTHI U yXO/a 3a 3y0aMu.

VY nanuenTtoB ¢ cuHapomoM Jlema - Haiixana ormedaercs jerkas 1100 yMepeHHasi CTeleHb
UHTEJUIEKTYaJbHOTO  HEAOPa3BUTHUS C  BBIPAKEHHBIM J€(QUIUTOM AKTUBHOIO BHHUMAaHMUS.
['umeprpoayknuss MOYEBOH KHCIOTHI OOYCIIOBIMBAET pa3BUTHE MOUYEKUCIION HedpomaThu yxe B
TIEPBBIE TOJIBI )KU3HU C STIH30/IJaMH MHKPO- M MaKporeMaTypuu. Bee 3Th (hakTophl yBETHYMBAIOT PUCK
00pa3oBaHMs KaMHEH B TIOYKaX, TOYEYHON HEJJOCTATOYHOCTH, MOJIarpudeckoro aprpura [3].

JuarHocTuka. Ocoboe BHUMaHME CIeIyeT YAETUTbh aHaMHe3y 3a00JIeBaHus, KOTOPbIH
MOXET OBITh KIIOYOM K TMPaBWJIBHOMY W TOYHOMY JHarHody. B ciaydae MemieHHOTO

IMpOrpeCCUpPOBaAHUSA 336OHeBaHI/I$I, IMOCJIC MIEPBBIX 6 MCCAILICB )KMU3HHU U IIPHU HAJIMYHUU BhIIICYKA3aHHBIX



HEBPOJIOTHYECKUX HapylIeHu! Ha (hoHE MOUEKHCION HedpoaTuu, JOTOIHUTEIbHbIE 00CIEOBAHUS
MO3BOJISIOT 0OOCHOBAHHO MOATBEPAUTH HII ONPOBEPTHYTH JUATHO3.

CymectByer psig  HamOonmee I(PQPEKTUBHBIX METOAOB  JUATHOCTHKH  CHUHApPOMA
Jlema - Halixana. OnHMM W3 HHUX SBJISeTCS METOJ JAeTekiuuu coorBeTcTByromein HPRTI-
TeHETUYECKOM MyTalluu IyTeM NPSIMOT0 aBTOMaTHYECKOI0 CEKBEHUPOBAHUS KOJUPYIOIINX YYaCTKOB
TeHa U MPUWJIETAIONINX K HUM II0CJIEe0BATEIbHOCTEH HHTPOHOB. [I0MOYb B ONTBEPKACHUH JHArHO32a
MOXET U IH3UMOJIMarHocTuka (onpeaenenue akTuBHOCTH ['OPT B sputponurax, uMeroiiee eme u
IIPOrHOCTHYECKOE 3HAUCHHE, a TAKXKE B KyJIbTypax auMdobaactos wiu Gpubpodaacros) [3].

[IpumeHeHre OMOXMMHUYECKOIO MCCIENIOBAaHUS KPOBU C BBISIBICHHEM TUIIEPYPUKEMUU B
COYETAaHUHM C YCHJICHHEM BBIIICJIICHUS YPAaTOB C MOYOH SIBJISETCS JOMOJHUTEIBHBIM METOJIOM B
nporecce nuarHocTuku. KoadduiumeHT cooTHOmEeHus ypaThl/KpeaTUHUH B Pa30BOM MOPLUU MOYU
Bhie 2,0 B nerckom Bo3pacte 10 10 meT cBuaerenbcTByeT 00 M30BITOYHON MPOTYKIIMH MOYEBOM
KHCIIOTBI U SBIISETCS OJHUM M3 JOCTOBEPHBIX IMOKa3zareneil B oueHke 3()PeKTUBHOCTU JIEUECHUS
3a0oneBanus. TakuMm 00pa3oM, HEBPOJOTHYECKOE OOCIENOBAaHME W aHAIM3Bl KPOBH M MOYHU
MIOMOTal0T YCTAHOBUTH MPABUIIBHBINA M TOYHBIN Auar€o3 [3].

Shi W. u coaBTOpamu npeioskeH HEMHBa3MBHBIA METOJT ONPEICIICHUS MOYCBOI KUCIOTHI B
CIIIOHE MAaIMeHTOoB ¢ cuHApomoM Jlema - Halixana ¢ ucnonb30BaHHEM OJTHOPA30BBIX OMOCEHCOPOB,
M3TOTOBIICHHBIX METOJIOM TpadapeTHO! MevaTH Ha MOJI0KKE U3 THOKOTO MOJIHITHIICHTepedTanara
(IT9T). Pabouwmii 3nekrpoa ObLT MOAMGUIMPOBAH YIJICPOAHBIMUA HAHOTPYOKAMHU C MOCIEIYIOIIEH
00pabOTKON ypWKa30i Al MOBBIIMICHUS CEJIEKTHUBHOCTH K OMPEEICHHUI0O MOYEBOM KHCIOTHL. B
pe3yabTaTe OMOCEHCOp MPOJEMOHCTPUPOBAT XOPOUIYIO 3JIEKTPOKATATIUTHUYECKYI0 aKTHBHOCTh B
OTHOIICHWHA MOYEBOH KHCJIOTHI C BBICOKOW UYYBCTBHTEIHHOCTHIO W IIMPOKUM JIMHEHHBIM
JIMara3oHOM, KOTOPBI OXBaTHIBAET BECh MANIA30H YPOBHEH MOYEBOM KHCJIOTHI B CIIFOHE MAI[MEHTA
[4]. Paspaboranbl U Ipyrue BHICOKOTOYHBIC METOJBI MHIMKAIIMA MOUYEBOI KHUCIIOTHI B OpraHH3ME,
HampuMep € HUCHOJIb30BAHUEM 3JIEKTPOXMMHMYECKOIO JaTYMKa, U3TOTOBJIEHHOTO C MPUMEHEHHEM
METAJUIOOPTAaHMYECKUX KapKacoB, CHHTE3MPOBAHHBIX Ha OCHOBE HHUTpara wMeau (B BHUIE
kpucrauioryapara) u - 5,10,15,20-terpakuc(4-kapookcudenmn)-nopdpupuna [5], a Takxke c
MOMOIIBI0 WHTETPUPOBAHHBIX DIEKTPOIOB M3 YypUKa3Hoi Oymaru [6] wmm mocpenctBom
ANMEKTPOXUMUYECKOMN JETEKIIUH C TOMOIIbI0 HIMMOOMIIN30BaHHOTO YpUKa30ii okcuaa rpadena [7].

B xnuHuueckoit npaktuke nuddepennuanbHbil quarno3 cuaapoma Jlema - Haiixana yacto
NPOBOAMUTCS C THUINEPKUHETUYCCKUMH/TUCTOHUUECKUMU (OpPMaMH  JIETCKOTO  LepeOpabHOTO
napajianya, KOTOpbIH 4acTO acCOLIMUPOBAH C OTATOLICHHBIM MTEPUHATATLHBIM aHAMHE30M C JaHHBIMU
0 MEepeHEeCeHHONH BHYTPUYTPOOHON MHQEKIMH C MOpaKeHHEM LIEHTPaJIbHON HEPBHOW CHCTEMBI, a
TaK)Ke TUNOKCHYECKHMM WM TPaBMAaTHYECKUM ee mopaxeHneM. OIHAKO B JajdbHEHIIeM

HEBPOJIOTUYECKHE PACCTPONCTBA TAaKUX IMALIMEHTOB HE IMPOrPECCUPYIOT, HE HAOMIOAAETCs SIPKHUX



MIPOSIBJICHUH ayTOArpecCuy U HAIMYUS CTOMKOW ypaTHO# HeponaTuu. CieoBaTeaIbHO, TPOBEICHNUE
mQQepeHIMaTbHOTO JUAarHo3a MO3BOJISET TIOCTOBEPHO PACCMOTPETH U BBHIIBUTH HAJIMYME IPYTOTO
3abosieBaHus y nanuenra [3].

Taxum 00pa3oM, KOMIUIEKCHBIM OJIX0A K AMArHOCTUKE C UCIIOJIb30BaHUEM BBILICYKA3aHHBIX
METOJIOB IO3BOJISIET Ha PAHHEM JTale BBIABUTH CUHApOM Jlema - HalixaHa, 4TO 3HAa4MTEIBHO
CKa3bIBAETCS HA AaJbHEHIIeM 0JIaronoayYuy NalMeHTOB ¢ JaHHBIM 3a00JIEBAHUEM.

Jleuenne. Meronpl nedeHus cuHapoma Jlema - HalixaHa BKIIIOYAaIOT KOMIUIEKCHOE
MEIULUHCKOE OOCIy)KUBaHHE, CTOMATOJIOTMYECKOE JieueHHe, (U3UOTEpaIulo, ICUXOTEpaIuIo,
(apmakoTepanuio M MONBITKH YIpPABICHUS IMOBeJACHHEM (IIPU CaMOIOBPEKACHHHA M arpeccH,
HEecTaOMIIBHOCTH HACTPOCHHsI M TpeBore). Bo B3pociom Bo3pacTe HaOIIOJAeTCsl MOBBIMICHHAS
PacrpoCTpaHEHHOCTh TSHKEIION JIETPECCUH, TPEeOYIOLIe MEIUKAMEHTO3HOTO JICUCHHS.

B mnepByro ouepeap, mauMeHTaM C JAaHHBIM CHHIPOMOM HE0OXoauma HpoQuiIaKTHKa
MIOYEUHOW HEJOCTATOYHOCTH C IOMOIIbIO CHEHMAIbHOM JHEThl M (hapMaKoJIOTHYeCKOoe JIeYeHHE
TUIEPYPUKEMUHN C IPUMEHEHUEM ajulonypuHoia. CrennanpHas JueTa IpearnoaraeT orpaHu4eHne
IIPOJAYKTOB, OOraThlX IypUHAaMH, NPU YBEIWYEHUH NOTPEOJICHUS OIIEIAYUBAIOIIUX IPOTYKTOB
(oBomry, MoOJOKO) W Boabl [3]. AsutomypuHON SBJISE€TCS WHTHOMTOPOM KCAaHTHHOKCHIA3bl H
MHTUOMpYyeT MeTab0IM3M T'MIOKCAaHTHHA U KCAHTHHA B MOYEBYIO KUCIIOTY, CHOCOOCTBYSI CHHXKEHUIO
€e KOHIICHTPALlMd B OpPraHU3ME€ M TPEISATCTBYS pa3BUTHIO He(pOIHMTHA3a U TOAATPUYECKOTO
aptputa. [Ipenapar HazHadarOT Moku3HEHHO (0T 5 mo 10 MI/Kr B CYTKM) IpU XOpOLICH ero
neperHocumoct [8]. Bo3mokHa wuHAMBUayanbHas Koppekmus mo3bl (1,6-3 Mr/kr B cyTku) B
3aBHCUMOCTH OT DPa3BUTHUS U BBIPAXEHHOCTH MOOOYHBIX 3(dekToB amromypuHona (reMaTypus,
MOBBIIICHNE aKTUBHOCTH aMUHOTpaHcdepas) u GopMHUpOBaHHS KCAHTUHOBBIX KaMHEl B modkax [3].

B cromaTosmornueckoi NmpakTUKE JUIsl CHUKEHUS TPAaBMATH3alMHM MATKUX TKaHEH POTOBOM
MOJIOCTH Yy TAaKUX TMAalMEHTOB HCIOJb3YIOTCS HEXMPYPrUUecKHe LIMHBI WM 3yOOueNtOCTHBIE
OKKJIIO3MOHHBIE  Kammbel. B cinyuae  HeaddekTuBHOCTH  paccMaTpuBalOT — BO3MOXKHOCTh
XUPYPrU4ecKoro BMEIATeNbCTBa, BIUIOTh A0 yAaleHus 3yOoB. s pemuHepanuzanuu 3yOoB U
npoHIAKTHKY Kapueca peKOMEHyeTCs MECTHOE IPUMEHEeHUe Kasbluii-pocdarHoro rems [9].

VYipaBieHne IOBEACHUEM HANpPaBICHO Ha IMPENOTBPALLEHUE WICHOBPEIUTEIBCTBA H
arpeccuy ¢ MOMOIIbIO OTPaHUYEHHH, TCHX0(hapMaKOIOTHYECKOr 0 JIeUeHHs U INTyOOKON CTUMYIISLIUN
Mo3ra.

[loBeneHueckne TMOAXOJBI  JIEYEHMsI, TMPEXKJIE BCEro, HalEJeHbl Ha CHIKEHUE
CaMOTIOBPEKIAIOIIEro MoBeAeHUs U (oOMUecKoil TpeBOXKHOCTH. MeTobl Haka3zaHHs, TaKue Kak
MIPUMEHEHHE JIEKTPOIIOKA, MOTYT MPUBECTHU K YBETMUEHHUIO YaCTOTHI TPABM, U UX CIIEAYeT U30erars.
BHumaHue K WieHOBPEAUTEIBCTBY (TO3UTHBHOE MJIH HETATHBHOE) MOYKET YCHUIIUTh TAKOE MOBEJCHUE

Y YBEIMYUTD YaCTOTY CAMOIIOBPEIKACHUI [2].



Crnenuduueckas JiekapcTBEHHAs! Tepanusi HEBPOJIOTHYSCKUX HAPYIIEHUH He pa3paborana. B
MEPBYI0 OYepelb, JEKAPCTBEHHBIC IMpEmapaThl UCIOIB3YIOTCS ISl YMEHBIIEHUS TPEBOKHOCTH,
CaMOIIOBPEXKICHUI M JUCTOHMHM, HO IPU ATOM JAIOT HEOAHO3HAUYHBbIE pe3yibTaThl. Koppekuus
CaMOIIOBPEXKIAIOIIEr0 MOBEICHUSI MOXET JOCTHTaThCsA C IMOMOIIBI0 MPUMEHEHUS AaTUIHUYHBIX
HEHPOJICIITUKOB, B 4YacTHOCTH pucrepuaona [8] wmu ero xomOunammu ¢ rabamentunom [10].
Dkornumam, 06J1a1ar0IIuK AHTATOHUCTUIECKON criennPuIHOCThIO K JoamuHOBEIM D1-penientropam,
ObUI M3y4YeH B JIBOMHOM CJIETIOM TPEXIEPHUOJHOM IMEPEKPECTHOM HCCIIECIOBAaHUHM Ha MAIMEHTaX C
cunapomoM Jlema - Haiixana. OpgHako g03a OKas3alach CIMIIKOM BBICOKOWM, 4YTO NPHUBENO K
JOCPOYHOMY MPEKPAIECHHUIO UCCICIOBAHMS U3-3a HEMIPEABUICHHBIX T000YHBIX 3¢ (dekToB [11]. Tem
HE MEHEE OTMEUYEHO, YTO B OOJBIIMHCTBE CIIy4aeB YHCIO CAMOIOBPEXKACHUN OBLIO CHHKEHO.
VYuuTeIBasA, 4YTO HeHpomnoBeAeHYeCKHid GeHoTr npu curapome Jlema - Haiixana accounupoBaH co
CHIDKEHHEM IUIOTHOCTU A0(aMUHEPTUYECKUX HEUPOHOB WIM IUIOTHOCTH J10(GaMUHEPTHYECKHX
OKOHYaHUiIl B 0a3aJIbHBIX TAHTIIUSAX B COYETAHUU C MOBBIIICHHON CeHCHOMIM3anuen 10haMuHOBBIX
peLenTopoB B JAPYrHX MO(PaMUHIPTHUECKUX HEHPOHAX, OXKUAAJIOCh, YTO JICYEHUE JIEBOIOION
YMEHBIINUT HENPOU3BOJIbHBIE ABM)KEHUS Yy TAKUX MAllMEHTOB, OJIHAKO €€ MUCIOJb30BaHUE 0Ka3aJloCh
Hed(D(HEKTHUBHBIM M B PSJIC CIIyYaeB Aa)Ke YCUIIMBAJIO JUCTOHHUIO M THniepakTuBHOCTH [10].

HIMeroTcst moI0KUTeNbHbIE Pe3yIbTaThl B JICUEHUU TUCTOHUU U ayTOArpecCuy Py CHHIIPOME
Jlema - Haiixana Ha ¢oHe Hcroyib3oBaHus S-afaeHo3wiMerrnonnda (SAM). Tak, B xoae 4-1eTHEro
JIBOMHOTIO CJIENOro M1aled0-KOHTPOIUPYEMOT0 UCCIIEI0BAHUS IIPU YUYaCTUH MTALlMEHTa C CUHIAPOMOM
Jlema - Haiixana SAM wuepenoBancs ¢ mnanebo B TeueHue 9 wmecsieB. B pesynbrare ObLI0
3a()MKCHPOBAHO CHIDKEHHE 4YacTOThl caMmoIloBpexjaarouiero mnoseaeHuss Ha 50% Bo Bpems
ucronpzoBanuss SAM  [12]. B wuccrienoBaHusiX C y4acTHEM IISATH JETeH C CHHIPOMOM
Jlema - Haiixana Obu10o 3a)MKCUPOBAaHO 3HAUYNUTEIBHOE CHI)KEHHUE CaMOIIOBPEXKIEHUI U arpeccui, a
TaK)kKe yMEHbBIIICHUE JUCTOHMYECKUX [BMKCHHH TpH JieueHHH B TeueHwe | roga u Gosee [13].
Onnako B uccnenoanusx Dolcetta 1 coaBTopoB KOHTPOJIb HAJl AyTOArpeccHei JOCTUTAICS TOIBKO
y 3 u3 13 manuenTtoB ¢ cunapomom Jlema - Haiixana (Bo3pact — 18 et u crapmie) [14]. BeposiTHo,
apdexktrBHOCTE SAM B yCTpaHEHWHW ayToarpecCcuy MOXKET 3aBHCETh OT BO3pacTa mamueHra. B
HEJaBHUX UCCIETOBAHMIX C HCIOIb30BAHHEM IMAaTONOTUYECKOM MOJENTH, OCHOBAHHON Ha HEPBHBIX
KIeTkax, audQepeHIMpoBaHHBIX W3 JUHUN HHIYIIMPOBAHHBIX IUIFOPUIIOTEHTHBIX CTBOJIOBBIX
KJIETOK, TepernporpaMMUPOBaHHBIX H3 (UOPOOIACTOB, TMOJYYEHHBIX OT JETEeH, CTPaJarolIuX
cunapomoM Jlema - Haiixana, mnokazaHo yiydiieHue (EHOTUIIOB HEHPOHOB, CBS3aHHBIX C
nepurutom ['OPT (yBenmueHue BBDKUBAEMOCTH KJIETOK, CKOpPOCTH Mpoiudepanud u
nuddepeHIIMPOBKM HEWPOHHBIX CTBOJOBBIX KJIETOK U TNIOOANBHOE YyIy4IlleHHe HehporeHesa), w
KOMIIEHCAIIUsl aHOMaJIbHOTO MeTabonu3ma HezaBucUMbIM 0T ['®PT ciocobom mpu ucnoib30BaHUN

SAM. S-aJIecHO3WIIMETHOHUH ~ SBJISIETCS  METAa0OJUTOM  TpeX  IyPUHOBBIX  IyTeH:



TPAHCMETUIIMPOBAHUS, TPaHCCYIb(QyPUPOBAHUA M AMUHOIPONWIMPOBAHMS, U MOTCHLIUAIBHO OH
MO>KET TOMOJHSATh ITYPUHOBBIM IMyJ HYKJICOTHJIOB TOJIOBHOTO Mo3ra. BBICBOOOXIeHUE a/leHO3MHA
MOJKET CIIOCOOCTBOBATH MOMOJIHEHUIO 3aI1acoB a/ICHO3MHA B KJIETKAX, KOTOPBINA 3aT€M MOXET OBITh
npeobpa3oBaH aJacHO3MHKHHA30ii B AM®, a 3arem B AJI® u AT® [15]. Omucano monHoe
HCYE3HOBEHHME ayTOarpeccud M CYIIECTBEHHOE YMEHBIICHHE aHOMAJbHBIX HENPOU3BOJIBHBIX
JBIKCHUH MTPH KOMOMHUPOBAHHOM HCIOJIb30BaHuu puctepuona (0,05 mr/kr B cytku) u SAM (15-
20 MI/KT B CyTKH) y TOZOBAJIOTO pebeHKa uepe3 6 MecsIeB MocIie Hadana Tepanuy U Ha IPOTSHKCHUH
nocaenyromux 3 jet neuenus [10].

B nureparype mnpeiiararoTcss HOBBIE MOAXOIbl K JICUCHHMIO TSKEJIOW THIEPYPUKEMHUH Y
nanueHToB ¢ curapomom Jlema - Haiixana. Tak, Jacomelli G. u coaBTOpsI B CBOEM HCCIIEIOBAHUH
Ha MEPBUYHBIX KyJIbTypax (uOpoOIacCTOB KOXH MaUeHTOB ¢ cuuapomoM Jlema - Haiixana
OIICHUBAJIN 3¢ PEeKTUBHOCTH aHajora uMMynuuinHa-G (Cla), WHTHOUTOpA
ypUHHYKJI€03uA(OochopHiiasbl, B yCTpaHEHUH U30bITKA ypaToOB, TMIIOKCAHTHHA U KCAHTHHA ITyTEM
OJOKMPOBAHUS BBHIPAOOTKM THUIOKCAHTHHA BBIIIE IO META0OJMYECKOMY MyTH. TepameBTHyecKas
nenp Obla Tako, YTOOBl OTPAaHMYUTH NPUMEHEHHWE WHTHOMTOPOB KCAaHTHHOKCHAA3Bl ITyTEM
BBEJICHUSI MHIMOUTOpa NMypUHHYKIeo3ua(pochopriasbl B HU3KUX J03axX, u3deras TokcuuHocTu d-
HykJeo3uoB. [lomydeHHble pe3yabTaThl JAEMOHCTPUPYIOT 3G (EeKTUBHOE HHIHMOUpOBaHME
MypUHHYKIE03uA(GOoCchOpIIa3bl MPH  HU3KOH KOHIEHTpPAlMM HMHTHOUTOpa €O  CHIKEHHBIM
BBICBOOOXK/ICHHEM TMIIOKCAaHTHHA W OTCYTCTBUEM 3aMETHON TOKCHYHOCTH B KJIETKAaX KOHTPOJIS WU
NalMeHTa, 4YTO I[03BOJISET MPEANOJI0KHUTh HOBYIO TEPalleBTUUECKYIO0 CTPaTeruio Ipu
runepypukemun cuaapoma Jlema - Haiixana [16].

Ronda L. u coaBTOpBl CYMTAIOT, 4YTO BOCCTAHOBIICHHE YPUKOIUTUYECCKOTO IIYTH,
HBOJIIOIMOHHO YTPAYEHHOTO Y JIFOJIEH, C TOMOIIBI0 (PePMEHTHOM TepaIiH SBISETCS MEPCIEKTUBHBIM
METOZOM JIeUeHHs TSKEJIOW rumnepypukemMuu, BbI3BaHHOW aepururom ['OPT. Hccnenosarenu
NOJyYHSIM B peKkoMOumHaHTHOW ¢(opme Tpu Qepmenta pbiOOok JlaHMO, HEOOXOIUMBIX IS
MIpeBpaIleHusi ypaToB B Ooyiee pacTBOPUMBIN AJUTAHTOWH, W U3y4alld BIMSHHAE MATHIIMPOBAHUS HA
¢yHKIMIO ¥ cTabuibHOCTh (pepmeHToB. KomOuHamus tpex ¢epmeHTOB mo3Bosinia 3((HEKTUBHO
npeoOpa3oBaTh ypaThl B AJLITAHTOWH 0€3 HAKOTUICHUS MPOMEKYTOYHBIX MeTaboauTOB [17].

['my6okas cTUMYNSALNS MO3Ta SBJISETCS albTepHATUBHBIM T€PAareBTUYECKUM BapUaHTOM IS
MAIMEHTOB C MEIMKAMEHTO3HO PE3UCTEHTHBIM CHHApOMOoM Jlema - Haiixana. Emie B uccnenoBanmu,
npoBeneHHoM Taira T. U coaBTopaMu, OBUIO MMOKa3aHO, YTO JBYCTOPOHHSISI XpPOHUYECKasK TITyOOKast
CTUMYJISIIUSL TOJIOBHOTO MO3ra BHYTPEHHEW 4acTu OJelHOro miapa KOHTPOJIMpOBala IMOBEJCHHUE,
MPUBOJSIIEE K CAMONIOBPEXICHUIO, Y 19-n1eTHero nojpoctka ¢ cunapomoM Jlema - Haiixana. Uepes
3 mecsiia HabMI0IEHNsI CPENICTBA 3alIUTHI PYK Yy HEro OOJbIIe HE UCIIOIB30BAINChH. A B TeueHue 24

MECAIICB HAOIIOJICHUN YICHOBPEIUTEIHLCTBO U BOBCE HE BO30OHOBISIOCH. boiee Toro, mo mkae



OlleHKH TucToHnMU bepka — daHa - MapcieHa cocTossHue TUCTOHMHU yiydimiock Ha 33% [18]. B
psie TOCIHEeAYIOIIUX HCCIeIOBAaHUNA TakXe MPOJEeMOHCTpUpoBaHa 3((eKTUBHOCTD TTyOOKOM
CTUMYJISIIUM MO3ra (BHYTpEHHEW 4YacTH OJISJHOrO IIapa) B YCTPAHEHUH WM YMEHBIICHUHU
caMoIoBpeKAatoliero noseaeHuss u auctonuu [19; 20]. B 1ienom, aHanu3upys MHUPOBO OIIBIT,
riIyOOKasi CTUMYJISLIUSL MO3Ta pacCMAaTPHBACTCSl KaK BeChbMa MEPCIEKTHBHBIN METOJ JICUCHUS KaK
JBUTATENBHBIX, TaK M MOBEJICHYECKUX PACCTPOMCTB y TAaKWX INAlMEHTOB, OJHAKO M Y HETO
CYIIECTBYIOT OIIpENeICHHbIE HEJOCTaTKH, BKJIIOYAIOUINE HEOAHOPOAHOCTh pE3yJbTaToB B
OTHOIIICHUH YCTPAHCHUS IBUTATEIIBHBIX HAPYIICHUH U OTHOCUTEIHHO YaCTOE Pa3BUTHE OCIOKHEHHUN
(mu3apTpust, aucdarusi, Cya0pOrH, MApeCcTe3nH, a TAKIKE OCI0KHEHHSI, CBSI3aHHBIC C XUPYPTrHUSCKON
UMILIaHTalMeH, HanpuMep cOoil obopynoBanus, uHpekuuu) [21], uTo AMKTYyeT HEOOXOAUMOCTD
MPOJOJDKEHHUST MCCIIEOBaHUN B 3TOM cdepe nedyenus. Tak, OMHCAHO YCIEUIHOE HpPHUMEHEHHE
rI1yOOKOW CTUMYJISIIIUM MO3Ta C OJHOAJIEKTPOIHOM UMIUTaHTAIIMEH Y IBYX MAIMeHTOB (6 U 14 net) B
YCTPAaHEHUHM AayTOAarpecCMM M JUCTOHUM. [IpM 3TOM TOTYEPKUBACTCS, 4YTO J(BYCTOPOHHSS
MMIUIAHTALUS C OJHUM JIEKTPOJOM MOXKET YMEHBIINTH BO3MOKHYIO alllapaTHYI0 HEUCIPABHOCTh
[0 CPAaBHEHUIO C HECKOJIBKUMH JBYCTOPOHHHUMH 3JEKTPOJAMH, COXpPaHssi TpPU ITOM
TepaneBTUYECKYIo 3 dexkTuBHOCTD [1].

3akmouyenue. PaHHss nuarHoctuka cunHipoma Jlemra - Halixana yacto 3aTpyJHHTENbHA.
CymiecTByeT HECKOIBKO JOCTOBEPHBIX CIIOCOOOB CBOCBPEMEHHOW AMATHOCTHKH JTOW IMMATOJOTHH:
HCCIIeIOBAaHNE CEMEHHOro aHaMHe3a, ONpe/IeICHUE I'eHa, OTBEUYAIOIero 3a pPa3BUTHE CHHIpOMA y
wioaa, (GUKCUPOBAHHE TOBBIIMICHUS YPOBHS MOYEBOW KHCJIOTHI B CIIOHE M MOYE C IOMOIIbIO
OMOCEHCOPOB U METAINIOOPTaHUYECKUX KapKacoB. KOMIUIEKCHBIN MOAX0/ K TUarHOCTUKE IO3BOJISET
CBOEBPEMEHHO OMNpEAENUTh HaJM4yhe CHUMIITOMOB 3a0ojeBaHUs U 1oAo0parth Hauboiee
ONITUMAJIEHYIO Tepanuio. JleueHne qaHHOTO 3a00JeBaHMS BKIIOYAET MCIIOJIb30BAaHUE CHEIMAIbHON
JIMEThl C HU3KUM COJIEp’)KaHHMEM IypUHOB, (DapMaKoJIOrMyeckhue MEeTOJbl € MpPUMEHEHHEM
aJUIOTypUHONA,  S-aJeHO3WJIMETHOHMHA W PUCIEPHIOHA, a Takke KOHTPOJIMPOBaHUE
CaMOTIOBPEKIAIOIIETO TOBEICHUSI C TIOMOIIBIO HCIOJB30BAHUS YACPKUBAIOIINX YCTPOWCTB,
CTOMATOJIOTUYECKHX TIOJXO0JIOB M TITyOOKOW CTHUMYJISIIUN Mo3ra. [IprBeieHHbIE METOIBI TTO3BOJISIOT
O0JIETYUTh OCHOBHBIE CHMITOMBI 3a00JIeBaHUS B OOJBIIMHCTBE CIy4aeB U YHOPOCTUTH YXOI 3a
nanueHTamu ¢ cuaapomom Jlema - Haiixana. Bmecre ¢ Tem cienuduueckas JeKapcTBeHHAs TEPaTTHs
HEBPOJIOTUYECKUX PACCTPOMCTB J0O CHUX TOp eme He pazpaboTaHa, MOITOMY MPOIOIDKACTCS
W3bICKAaHWE HOBBIX HamOosiee 3()(HEKTUBHBIX CPENCTB JICUSHHs] TAaKWX HApPYIICHHWH, a TaKkKe
CpaBHUTENbHAs OIIeHKA 3((HEKTUBHOCTH KOMOMHAINH CYIIECTBYIOIINX ITOAXO0/I0B K JICUCHHIO.
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