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BBeaenne.
MYKOIIOJII/ICElXElpI/IIIO3BI — 39TO rpynna HaCJI€ICTBECHHBIX 6OJIG3H€I\;I O6M€Ha
BCIIIECTB, CBA3AaHHBIX C HapymeHHeM MeTa60JII/13Ma TTIMKO3aMHUHIJIMKAHOB, HpI/IBO,Z[HH_II/]'X

K MYJIBTHOPraHHOMY IIOPaXCHUIO. I[aHH]':Ie 3a00JIeBaHus 06y0JIOBJIeHBI MyTalmussMu

T'€HOB, KOHTPONUPYIOIAX  MPOLECC  BHYTPHIM30COMANBHOTO  IHAPOJIH3a
MaKpOMOJIEKYIL.
Cunnpom Candmmummo (Mykomommcaxapumos III Twmma) — 3aGonesanue,

OTHOCAIICECS K TIPyIIe HACICICTBEHHEIX Oolle3Hel HaKOIUIeHHs, OOYCIOBIEHHOE
HapyImeHWeM Karabonmsma remapaHcynbbara. Mykomomucaxapunos 111 Tuma —
Hanboee pacIpOCTPaHEeHHEIM CPElH BCeX MYKOIIOIHCAXapHI030B.

[TaTtoreHeTHYEeCKOM OCHOBOW CHHIpPOMAa SBISETCS HAKOILICHHE IIPOAYKTOB
aHOMaJIBHOTO MeTabomu3ma B LEHTPaIBHOM HEpBHOM
cucreme. Benymmue xiunudeckre Npu3HAKy 3aG0IeBAHNS 3aKIFOYAIOTCS B HAPYIICHAH
IIOBEJICHUS u IIPOrPECCUPYIOMEM perpecce IICHXU9IECKOTO
Pa3BUTHS C MCXOAOM B JeMeHIHI0. OTCyTCTBHE BBIPOKEHHBIX COMAaTHYECKHUX
IIPOSIBIICHAMH, HaJaue JIETKHUX u aTUNIIHBIX dbopm TEYCHUS
IPUBOAAT K TPYAHOCTSAM IU(OEpeHIMANbHON AUATHOCTHKA C APYTHMH (GOpMaMH
3aI€PKKHA peYEeBOro 51 IICUXAIECKOTO pa3BUTHS, CHHIPOMOM
JeuIMTa BHAMAHHAS W T[WIEPAaKTUBHOCTH ¥  3a0ONEBaHHWSMHA W3 TpyTIIEI
ay THCTUYECKOTO CIIEKTPA.

TounbrH JIUar{o3 yCTaHABIUBAIOT pA
aHalmM3e ColepXaHus (GepMeHTa B KyIBType KOXHBEIX (HOpOGIACTOB MIIH JTEHKOIUTAX
KpPOBH. OddexTrBHOrO Je9eHus MyYKOITOJIHCaxapuao3a
IIT Tuna B HacTosIIee BpeMs He CYLIECTBYET, OMHAKO IIPOJOJDKAOIIHAECS HCCIIEIOBAHHS
TeHHOH, CyOCTpaTpeqyLHpyIoiel ¥ HWHTPaTeKalbHOM (hepMEeHTO3aMEeCTHTENBHOM
Tepanuy IO3BOIAIOT HAJeAThCA HAa BO3MOMKHOCTD IONy9eHHs B OIikaiineM Gyaymiem
MeToJIa, CIIOCOOHOIO

IPECAOTBPAaTUTE IIPOrpeCCUPYIOIIEE IIopak€Hus I_IeHTpaJIBHOﬁ HepBHOfI CHCTECMEI.



ITHOJIOTHS.

Cunnpom Candmmnmo Brmodaer B cebs 4  OTAENBHBIX  I[TONTHIIA,
KaXXJTbIi u3 KOTOPBIX o0ycioBineH e bUITITOM OJTHOTO u3
(EepMEHTOB,  XapaKTEepPH3YIOUIMXCS Da3sHEIMH  OHOXMMHMYECKHMH  IedeKTamu,
YYaCTBYIOLIMX B JIETPaJalliy Tenapancyabdara:

v renapad N-cynsbarassl (cymshamumassr) mpu MIIC I11A,

v anbda-N-aleTHIIIIOKO3aMIUHUTIA3E] — pu MIIC I1IB,

v ane-Tun-KoA:  o-nmokozamuHHI —~— anmermaTpaHchepassl  —  IIpH
MIIC IIIC;

v N-aleTunnmoKo3aMuH 6-cynetarasbl IpH —
MIIC IIID .

Kimnanaeckue nposienenns nogrunos MIIC 11T Twima cxommsL.

Hogrun MIIC IIA — Hambonee pacmpocCTpaHEeHHEIH cpeau Bcex. TeueHue
3a00/IeBaHMs NpU 3ToH (opMe Haubonee TsKETOe, C PAaHHAM HAYaioM, Hambosee
OBICTPBIM IIPOTPECCUPOBAHMEM CHMITTOMOB.

Tun wHacmenmoBaHWs 3a6oNeBaHMS — ayTOCOMHO-PEIIECCHBHEIHM, JaHHOE

3a00JIeBaHHE SABIIETCS Ire€TEPOrcHHBIM.



ITaTorenes.

HedbumT M30COMHEIX (epMEHTOB, OTBETCTBEHHBIX 32 pa3BUTHE
PasIUIHBIX MOATHNOB cuHApoMa CaHGUININO, NPUBOIUT K HAKOILICHHIO
(PparMeHTOB YaCTHYHO JETpaJHpOBAHHOIO remnapaHcyibgara B IH30COMax KIETOK
U €ero sKCKpenuu c Modoi. HecMorps Ha TO, 94TO MexaHW3MEBI maToreHesa
TM30COMHEIX OONe3HEH HAKOIUIGHHS O KOHNA He M3YYeHBl, W3BECTHO, UTO
HAKOIUICHHE IPONYKTOB aHOMAIBHOIO METaboNu3Ma SIBISIETCS IIEPBHYHBIM
(akTopoM Kackaja ambHEHIIMX IIaTOTE€HETHYeCKHX peaxuuii. Hakomrenue
cybcTpara B HelipoHax dalle BCETo JOKaIH3YeTCs B IEPUHYKIICAPHEIX 00IaCTsIX.

Ilpu MIIC IIIA makomnenwe cyGcTpara B BAaKyoISIX JIH30COM BIIEpBEIE
TIPOHCXOUT B KIETKaX LEHTPalbHOW HEpBHOM cucTeMsl Bo II TpmmecTpe
BHYTPHYTPOOHOTO pa3BHUTHS.

B ronosHOM MO3re SKCIIEpHMMEHTANBHBIX KHBOTHEIX Mojenei ¢ MIIC III
OBUIO  BBISBIEHO  HAKOIUIHHE  Cy/Ib(aTHPOBAHHOTO renapancynbdara,
IIPOrPECCUBHOE YBEIMICHNE pa3Mepa JIM30COM U 00pa30oBaHKe B KOPE T'OJIOBHOTO
MO3ra JUCTPOPHUPOBaHHEIX aKCOHOB (TaK Ha3bIBAEMEIX aKCOHATBHBIX cheponion),
IPEACTABIAIOMHUX CO60M (hOKATBHEIE YTONMICHHS HEMPOHATBHEIX OTPOCTKOB,
ComepXamue MHTOXOHIPHM K MHOXECTBEHHBIE BE3HWKYIEL, CXOIHBIE IIO
CTPYKType ¢ ayrodarocoMamMu. XapakTEpHO TaKKe HCTOHYEHWE MHUEIAHOBOTO
Clos THCTPOQHPOBAHHEIX aKCOHOB. B orBer Ha HakommeHMe cyGcrpara B
LEHTPalbHOM HEpPBHOM CHCTEME M MEPBUYHOE HEHPOHATHHOE IOBPEKICHHUE
IIPOUCXOIUT aKTUBAIUA u nponudeparus MUKPOTIIAATBHBIX
KJIETOK, KOTOPEIE COBMECTHO C MakpodaraMyd HauHHAIOT MPOLYIMPOBATH
PCaKTUBHBIE KHCIOPOAHBIE pAJWKalbl, OKCHA a30Ta ¥ IPOBOCIAIHTENbHBIE
OUTOKUHEL. OKHCIATENbHEIE HAPYLICHHS 3allyCKaloT IalbHeNImie MeXaHW3MEL
MIOBPEX/CHUS KJIETOK TIOJIOBHOIO MO3ra, OKa3blBas HETaTMBHOE BINSHUE HA
[EJIOCTHOCTE CHHANTHYECKUX CBS3€d M TaKMM 0Opa3oM BHOCS BKJIAJ B Pa3sBHTHE
HEHPOJETeHePaTUBHOIO mporecca. KpoMe Toro, HakKoIIeHHE II€PBHYHOIO

cybcTpara NPHBOAMT K HAapylIeHHIO (GYHKIMH IH30COM ¥, COOTBETCTBEHHO,



HaKOIUICHUIO BTOPHYIHBIX IIPOAYKTOB aHOMAJIBHOTO MeTaboim3Ma, a iMeHHO GM?2,
GM3, GD3 rauanmo3uos -I/I 3¢upoB xonectepuna. IIpeamonaraercs, 4To JaHHEIE
JMNEABL OTBETCTBEHHBI 3a 00pa3oBaHHe Iojocareix Teien (zebra bodies),
HaIIOMMHAIOIIKX JIA30COMHEIE BKIFOYEHHS Npu chuHronmmmuposax. Haubomee
BBIp2)KeHHOE HakoruieHne GM2-TaHIHO3UI0B Y SKCIIEPUMEHTAIBHEIX MBIIIAHBIX
Mozene#n MIIC III Gblno BEIABICHOB KOpE TOIOBHOIO MO3rd, MHHIAIEBHIHOM
TEIE, OTBECHAIOIEM 32 (QYHKIMH IIaMITH W CTpaxa, JaTepalbHOM Sipe
IIEPETOPOJIKA MO3Ta, CBS3aHHOM C KOHTPOJIEM JIOKOMOTOPHBIX (YHKIUH W
CTpeccoM, TajaMmyce W THIOTajllaMycCe, HalpaBIIONMMH U 00pabaTEIBarOMMMU
HMITyJIbCHl MOTOPHOM KODEL, @ TakKe B MPEONTHYECKOM 00IaCcTH, OTBedaromeii 3a

PETYISIAI0O MUPKATHBIX PUTMOB Y MAIMEHTOB U SKCIICPUMEHTAIBHBEIX ) XUBOTHBIX

mogenei ¢ MIIC ITTA u ITIB.



KinHn4yeckue nposiBiieHns.

OcHogolt kunMgeckok kaptursl MIIC 111 sensercs JET€HEPATUBHOE IIOPaKEHHE
LEHTPAIEHOM HEPBHOM CHCTEMBI, IPOSBILIOMEecs B IIPOIPECCUBHOM HapYIIEHHH
HICHXWICCKOTO PasBUTHSA C UCXOJOM B JeMeHnuio. CoMaTHdecKre CHMIITOMEI JAHHOTO
tuna MIIC BeIpakeHE! B MEeHbIIEH, 9€M IIPH IPYTHX MYKOIIOJIUCaXaphA03aX, CTEIECHH.
ITonobHOe NUCIPOIOPIMOHATEHOE HOPaXKEHHE IIEHTPAIbHOM HEPBHON CHCTEMEI
ABIACTCA yHUKAIBHBIM CBOMCTBOM cuuiapoma CaHbwmmnmo. Kak um mms mpyrux
JM30COMHBIX OONe3Hel HAKOIUICHWs, I CHHIPOMA Canpmmrnmo xapakrepeH
IIMPOKUM CIEKTP TSDKeCTH 3a00leBaHMS — OT nebroTa Ha IIEPBOM TONY XHU3HHU
mo MauuGectamun 30-40 xet. B CBsA3M ¢ BEIpaXXEHHOM KIMHAYECKOMH TE€TEPOreHHOCTBIO
kaxporo moxaruma MIIC III, muddepennmanus maHHBX CHHIPOMOB Ha OCHOBaHHU
KITMHIHEe CKHX JI@HHBIX IIPEICTABIACTCS YPE3BEIYANHO CII0KHOIM.

B nenowm cnenyer ormeruts, uto MIIC ITIA sBiseTcs Hanbomee TEKEIOM hopmoii
¢ Oomee paHHHMM fe6ioToM, Gomee GBICTPHIM IIPOIPECCHPOBAHUEM CHMIITOMOB U
MEHBIIEH IPOAOIDKUTENHFHOCTBIO JXKU3HHM, B TO BpeMs kak MIIC IIIB IIpeNICTaBIeH
[IPEUMYTIECTBEHHO JIETKUM (DEHOTHIIOM.

OcoGennocTn TeueHHs IepHHATAILHOTO IIEPHOIA

HexoTopele wHccnenoBaTeNns yKasBIBAOT Ha BBICOKYIO 9aCTOTy OCJIOXHEHHIA
IIEpUHATANIBHOTO Nepuona y 6onbHbX ¢ MIIC IIIA. CormacHO HCCIIeI0BaHMIO Meyer u
CO4BTOPOB, y MaTepeH NaHHBIX NAlMEHTOB YCTAaHOBIEHA BEICOKAs dacTora (29%)
CaMONPOU3BONBHEIX ab0pToB. Ilo mamHEIM Buhrman m coaBropos, Hambomee yacThIM
OCIIO)KHEHWEM mepuHaTanbHoro mnepuwoma npu MIIC IIIA seusercs omepaTwBHOE
poZopaspeIienre, CBA3aHHOe CO CIabOCTBIO PONOBOH JEATENbHOCTH, MaKkpoehatreit
U ATONWYIHBIM IIPEIeXKaHHEM, YTO, IO MHEHHMIO aBTOPOB, OTPAXXAeT aHTCHATAIBHEIHN
1e6r0T MaTOTeHeTHIECKOro mporecca. B ToM e HecienoBaHun IIPOAEMOHCTPHPOBAHO,
9TO OCJIOXHEHHs II€pHofa HOBOPOXICHHOCTA B OCHOBHOM OBLIM CBSI3aHEI C
TIaTONOTHEH MBIXAaTEeNbHOM CHCTEMBI U NPECTaBIeHE! THEBMOHHUSMH, peCIUpaTOpHBIM
AUCTPECC-CHHIPOMOM, TaxXHIIHOI, OPOHXMTAMH, JISTOYHOM runeprensueii. Kpome Toro,

OIMCaHBI IPOSBIICHUS HEOHATAIBHOM XKENITYXH U HapyIEeHUs] BCKapMIIMBaHMUS.



Comarnueckue nposiBjIcHHS

HecMotpst Ha OGIIENPMHATYIO TOUKY 3peHHS O HE3HAYMTENHHOM BEIPAXEHHOCTH
COMaTHYECKUX IIPOSIBIICHUIA npu CHHZpOME Candunumo, TAaHHBIX
CBHJICTENIbCTBYIOIIMX O YAaCTBIX U 3HAYUTENBHBIX 3KCTPAHEBPAIBHEIX CHMIITOMAX MPH
MIIC IIIA poBonsHO MHOrO. JIMCMOPQMYHOCTH dHepr Mg, IIPaKTUYECKH He
BBIpXXCHHAs B IEPBBIC TOABI JKM3HH, C BO3PAaCTOM CTaHOBHTCA OOliee 3aMETHOM W
OTMEYACTCH NPAKTUIECKH y BCEX IAIIMEHTOB, OJHAKO HE JOCTHUTaeT 3HAYUTEILHOM
CTeneHH. XapaKTepHEIMA 0COOEHHOCTIME ()EHOTHUNA SBISIOTCS JOMuXonedaImdeckas
opma ronoBel, y3Kkuit 106, IMKPOKHEE U I'yCTHe GPOBH, CHHO(PH3, TEMHEIE PECHHUIIEL,
CYXOCTh H XECTKOCTh BOJIOCSHOTO IIOKpOBA, THMIEPTPUX03, YTOIIIEHHE KOXHOTO
TIOKPOB2, BEICTYNIAIOIIHE (QHIBTD, IPUMONHATAS BEPXHSA U YTOMIEHHAs HIDKHSIS Iy6a,
MSICUCTEIH KOHYHK HOCa, Kaprec 3y60B. Makpouedanms o65MHO BCTpedaeTcs y aeTei,
B TO BPeM: KaK y OOJBIIMHCTBA IIAI[MEHTOB CTApIIEro BO3PAcTa OKPYKHOCTH TOJOBEI
He yBenwieHa. CkelleTHble TposBIeHHS IpH cuHApoMe CaHGUINNNO BHIPAXEHHI B
MEHBIICH CTEIeHH, YeM MPH APYTHX MYKOIOIMCAXAPHA03aX, H OGBIMHO Pa3BHBAIOTCS
BCI€X 3a CHMITOMaMH IIOPaXXEHHS HEPBHOM CHCTEMEBI. PeHTI€HOIIOTHYECKHE
H3MEHEHHsI COCTOAT B YTOJNIIEHWH KOCTEH CBOJA depena, HapylIIeHHH ITHEBMATH3aI[HN
TlapaHa3albHBIX CHHYCOB M S9€E€K COCLEBHIHOIO OTPOCTKA, OBOMAHOMW aedopMamuu
MOSICHAYHEIX MO3BOHKOB M PENKO BCTPEYAIOIIEHCS MUHMMAIBHON KITFOBOBHIHOM HX
Aebopmaryy, yMeHBINEHHH BBICOTHI KPHLIbEB IIOB3IOIIHBIX KOCTEH, nedopManuu
BEPTIYXHEIX BIIaJMH, HEJIOPa3BUTUM U NPH3HAKaX OCTEOHEKPO3a TONOBOK OeIpeHHEIX
KOCTel C BOSMOXHEIM MpPHCOEIMHEHHeM GOIEBOro cHHApoMa. Ilpm3Haku Kudosa
MUHHMAIPHBl HIA OTCYTCTBYIOT, OTMEYAaeTCs pAa3BHTHE CKOIHMO3a, IOSCHHYHOIO
TUIIEPIIOP03a, BANbIYCHOM NeopMaly KOIeHHBIX CYCTaBOB, BAPYCHOM medopMarmn
cron. B mepBble Tromsl JKH3HM BO3MOXKHO YCKOPEHHE pOCT4, ONHAKO IIOCIE
ACCATUIICTHETO BO3pacTa OTMEYAETCS €ro OCTaHOBKA. KOHTPAaKTyphl BCTpedaroTcs
PE/KO, JIOKAIM3YIOTCS B OCHOBHOM B JIOKTEBHIX CyCTaBaX W BHIPAXKEHHI B
HE3HAYUTENbHOW CTelleHH. B imTeparype mpeicTaBieHBl EIWHWYHBIE OIHACAHUS

TEHOCHHOBHTA OONBINOrO majibila KACTH y IIAl[UEHTOB C cuaapoMoM Canbwuaummo .



Jns mamueHTOB paHHEro Bospacta XapaKTePHEl YacThle WHOEKIMH ILIXaTeIbHBIX
myTe, ortutel. C BO3paCTOM JaHHas CHMITOMarWka perpeccupyeT .Cepreuso-
COCyIHuCTas CHUCTEMa IIOpakaeTCs peako. Bo3aMOXHO pa3BHTHE HEZOCTATOYHOCTH W
CTCHO3a MHUTpajbHOro kiamaHa. Y nanueHtoB ¢ MIIC IIIB ommcano codeTaHwue
THIEPTPOGUA MMOKap[a JIEBOTO >elyJodKka W CTEHO3a aOpTAILHOIO KJIallaHa.
I'emartomeramms wmMeer wMecTo npuMepHO y 50% manueHTOB € CHHIPOMOM
Candumumnmo,  crieHOMeranus BCTpedaeTcs  peako. OmmcaHo  passuthe
runeprpancamMunaszeMud y nanueHtra ¢ MIIC IITA. Bo3amoxxHO Takske BO3SHUKHOBEHME
IyIOIHBIX ¥ MAaxOBBIX TIPBDK. [luapes MoxeT OBITh peUUAMBHPYIOIIEH, pexe —

HCpCHCTHpYIOIlICﬁ, HHOIZIa  OOCTaTO4YHO BBIp&)KCHHOﬁ Ha paHHHX CTaausax

3a00IeBaHMsI.
Teuenue HeupooezeHepamuenozo npouecca
ITpunsrto BBIICTIATH 3 dba3br TEUEHUT TSDKEIIOTO (heHOTHTIA

3abonepanus. OIHAKO CKOPOCTH perpecca HHTEJUICKTYalbHBIX QYHKIUH BapeHpYET B
SHQYUTENIPHOM CTeNCHH, M TeYEeHHEe [ATONOTMYECKOro MpoIecca He BCernia
COOTBETCTBYET OIIMCAHHOMY IIaTTEPHY.

B nepso# (I) dase, orHOCsmelica k Bospacty 1-4 ner, 06EIIHO O HOCTAHOBKH
AUATHO3a OTMETACTCS 3a/ICPXKKa Pa3sBUTHS, IPEUMYIIECTBEHHO PEYEBOr0. Y HEKOTOPHIX
TAIUEHTOB P CYPAONOTAIeCKOM OOCIENOBAaHAY JUATHOCTUPYIOT CHIDKEHHE CIIyXa,
KOTOPBIM 9aCTO ¥ OOBACHSIOT KIMHHUYECKYI0 CHMIITOMATHKY. HexoTtopeie manueHTEI
HUKOT/Ia HE PHOOPETAIOT HABEIKOB PEYH.

Bo Bropoit (II) ¢ase 3abonepanms, HauuMHAIOMmEHCS B Bo3pacte 3-4 Jer, B
KIMHAIECKOX KapTHHe [OMHHHPYIOT HapylleHWs CHA, IIOBEICHUS, perpecc
KOTHHTHMBHBIX  (GyHKIWH. MakcuMaTbHEIH YPOBEHb Dpa3BUTHSA, OJOCTHIAEMBIA
[TallHCHTaMM, MOXET COOTBETCTBOBarh 3,54 romam. C Bo3pacrta 4—6 JeT oTMedaercs
yTpara IpHOOpETEHHBIX HaBBIKOB. Perpecc peaeBoro pasBUTHS 0GBIMHO MpEeAIMEeCTByET
perpeccy pasBUTHA IICHXMIECKOro. XapakTepHO Oollee IUTENBHOE COXpaHEHHe
PCLENTHBHOIO KOMIIOHEHTa PEYM IO CPABHEHWIO C SKCIPECCHBHBIM, W aNallTUBHBIX

HABBIKOB II0 CPaBHEHMIO C KOTHUTUBHEIME (QYHKIMIMH. [oTeps MOTOPHEIX HAaBHIKOB



CIIC/YeT 32 yTpaTol KOTHUTHBHEIX (yHKIHI. XapaKkTepHble I CHHAPOMA HapyIIeHUs
TIOBCNICHUA  NIPSACTABICHB CHIDKCHHEM KOHIEHTPAalldM BHHMAHWS, MOTOPHOM
PacTOPMOXCHHOCTBIO, MMITyIECUBHOCTBIO, (U3UIECKOH arpeccuel, IecTpyKTHBHEIM
TIOBEICHMEM, ~ BCIBINIKAMH ~ DasOpPaXeHWs,  CelapalliOHHOM  TPEeBOXHOCTHIO,
IPUCTYIIaMH  CM€Xa WM IjIa49a, II€PCEBEPaTHBHEIM JKEBAaHHEM, HapyIIeHHEM
(QOpMHpOBAaHHS  HABBHIKOB  KOHTPOIS 32 (QYHKITMAMH  Ta30BBIX  OpraHoOB,
aYTUCTUCTHICCKAMM 4EpTaMH IIOBECHUS. AYTHCTUYECKHE UYEPTHl IOBENCHHS Y
NalECHTOB ¢ paHHMM febroToM MIIC IITA 0GBIMHO HPOSBISIOTCS B BO3PAcTe OT 3 110 4
JIET U 3aKIFOYAIOTCSA B HEJOCTATOYHOCTH KOMMYHUKATHBHEIX M COLMAIBHBIX HABLIKOB, B
TO BPEMs KaK CTEPCOTHIIHOE IOBEJICHHE W OIrpaHWYeHHWE WHTEPECOB IS JaHHEIX
IAIMEHTOB HE XapakTepHEL. COBOKYIHOCT TaHHBIX CHMIITOMOB, TI0 MHEHHIO aBTOPOB,
HallOMHUHACT TposBieHust cuHApoMa Kimosepa-—brocw, cBs3anHOro ¢ HapymeHmem
QYHKIME  MUWHIAIEBHAHOTO  Tela,  9TO MOATBEPKAACTC  pe3ylabTaTaMu
BOJIIIOMETPHUYECKOTO  aHaNW3a CHHUMKOB MAarHHTHO-PE30HAHCHOMH TOMOTrpaduu
[allHCHTOB, [JEMOHCTPHUPYIOIMMH Oojlee OBICTPBIE TeMI peayKIMM o6beMa
MUHJIATICBUTHOTO Tela TI0 CPaBHEHHIO C pelyKnueidl o0beMa TIHINOKaMIOB Y
nauuenTos ¢ MIIC IITA. Timy6okast yMCTBeHHas! OTCTATIOCTh M HApYIIEHNe [IOBEEHNS B
COY€TaHWH C COXPaHHBIMH JBUTAT€NbHBIMA (DYHKIMSMH y [AOUEHTOB 0
ACCATUIICTHETO BO3pacTa BO BTOPOX CTaiuH OONE3HM 3HAYMTENHHO 3aTPYHHSIOT BCE
TCPalleBTUIECKHE BMEMATENbCTBA. JIIOOBIE M3MEHEHMs OKpyXKaromeli 006CTaHOBKU
MOTYT IIPUBECTH K YCHIICHHIO TIIOBEEHYECKAX HApyOIEHWH U IPOSBICHUIO
ayTUCTHYECKHX 4epT. Hapymenus crHa pasBuBarorcs y 72-96% maiweHTOB H
BKITIOYAIOT B Ce0s 3aTpyAHEHH)s TIPH 3aCHIIAHUH, PAHHKE POOYKICHNS, IPOGYKICHNS
BO BPEM:S HOYHOIO CHA, YMEHBIIEHHE NPOAODKUTEIFHOCTH HOYHOIO CHAa. BO3MOXKHEI
TaKKe HapyINCHUs IIOBEACHHUS B HOYHOE BpEMs B BHJE JKEBaHHUS IIOCTEIHHOTO Gelrbs,
[1a9a, ICHUS WIH CMEXa, [BHTATeIBHOM pacTOPMOKEHHOCTH. J[Jii HEKOTODHIX
IAHCHTOB XapaKTePHO HapylleHWe IUPKaJHBIX PUTMOB B BHJE OTCYTCTBHME CHA B
TEYCHUE BCEH HOYH, YBEIMYCHMS IIPONOIDKHTENLHOCTH JHEBHOIO CHa. 110 JaHHBIM

MONMCOMHOTpa¢ui  OOHAPYXKHMBAIOT yMEHBUIEHHE OOMell IIPOLOIDKATENBHOCTH



HOYHOIO CHa, (asel MENJIEHHOIO CHA, yBeIWdeHHe HPONODKUTENBHOCTH NHEBHOTO
CHa.

Tpetssa (III) daza Goneznu, 06E9HO HauMHAOMAsACH oce 10 et JKW3HH, CBSI3aHA
C TPONOIDKAIONIEHCA IOTepedl HaBBIKOB, IMOSBICHWEM OyIb6ApHEIX HapyIIEHW,
CHAaCTUIHOCTH M MEIJICHHBIM IPOrPECCHPOBaHMEM HEBPOIOTMYECKOM CHMITOMATHKH
BIUIOTE /IO DasBUTHA BETCTaTHBHOIO COCTOSHHSA. J[na Tperbedl ¢assl XapaKTepeH
perpecc mosenenveckux HapymeHud. [lammentsr ¢ MIIC IITA 06GBIYHO ITOIHOCTBIO
YTPaqHMBarOT HABBIK BepOalbHOM KOMMyHHKAlMM B Bo3pacTe o 10 JeT, marmeHTs ¢
Tsokenoi gopmoii MIIC IIIB — B cpemneM k 7,5, a mamments ¢ MIIC IIIC —x 15
TrofiaM JKU3HY. JIBUraTenbHble HAPYIIEHHs AeGIOTHPYIOT HEyCTOMYHBOCTHIO TOXOMKH,
4aCThIMK ITANCHUSIMU W MOTOPHOM HENOBKOCTEIO pyK. IIporpeccupyromee mopaxeHue
CyCTaBOB B COYETaHWU C HAPACTAOLIEH CHACTHYHOCTBIO U CHIDKEHHWEM MEIIIEYHON
CHIIBl TPHBOAMT CHa4Yalla K [BHUIATENbHBIM HApPYyIIEHMSM, a 3areM K IOJIHOMN
00€31BUKEHHOCTH.

Hetu ¢ MIIC IIIA Tepsior cnocoGHOCTE K CaMOCTOSTEIEHOMY NEPEABIKEHHIO B
CPEIHEM IOAPOCTKOBOM BO3pacTe, Ipu TsokeaoM TeueHmn MIIC IIIB —
nprbIusuTeNnsHO K 12 rogam. CymnopoKHEIA CHHEPOM XapaKTepeH A OONBITHHCTBA

[TalMeHTOB cTapmiero Bo3pacrta Bo II-1I1 daze 3a6onesanus.



JlaGopaTopHasi JMarHOCTHKA.

B CBA3M C OTHOCHTENEHO HU3KHMH 3HAYEHHSIMHU aKCKpeTHpyeMmbix [Al" y
HEKOoTOphIX maruenToB ¢ MIIC III BOSMOXHO mHONyYeHWE IOKHOOTPHULIATEIBHBIX
PE3YIIETATOB MCCICIOBAHKA MOYH Ha TMIIEPIKCKPENHIO MYyKOIOIHACAXapHIoB. Jlaxe
TYBCTBUTENLHOCTE HANOO/Iee TOTHOTO KONMMYECTBEHHOTO METOJIA OLpeeieH s OBIIEro
ypoBHs I'Al" MOYM ¢ HCHIONB30BaHMEM JUMETHIEHOBOIO CHHETO (DMB) He mocturaer
100%. Kpome TOro, pe3ymbTarThl KOMMYECTBEHHBIX METONOB HCCIIEOBaHUS HeE
HO3BOILIIOT ~ IIPEATIONIOKATE THI MYKONONHCAaXapuao3a, B CBSI3M C YeM JUIs
YCTaHOBIICHHS IIPEIIOJIOXHUTEIBHOIO HarHo3a PeKOMEHIOBAaHO IIPUMEHEHHE METOOB
3MEKTPOpOpe3a MM TOHKOCIOWHOM XpOMaTorpaduy, MO3BOJISIONTIX OIIpeNENUTh
IaTTepH SKCKpenuy I'Al To4Hbl nUarH03 yCTaHABIHBAIOT IIPH IIPOBENEHAUN AHATH3A
aKTMBHOCTH (epMeHTa B KyJIETYpe KOKHEIX (DHOPOGIACTOB MM NEeHKOLHTOR KpOBH, a
npu MIIC IIIB — Ttakxe B mwiasme kpopu. B ciiy4ae AebunuTa cynbhamMunashl Wi
[IIOKO3aMHUH-0-CybQaTa3bl  Ijis HCKIFOYEHHMS MHOKCSCTBEHHOM CynbGhaTazHOM
HEJO0CTaTOYHOCTH HEOOXOAMMO OIPENENNT: AKTHBHOCTH eIle OIHOIO bepMmeHnTa,
OTHOCSINETOCS K KIIacCy Cyib(haras.

Ilokasarens aKkTHBHOCTH ()epMEHTa He MOXKET GBITH HCIIONB30BAH B KAUECTBE
IIPOTHOCTHIECKOTO (haKTOpa THKECTH TedeHNs 3a60NeBaHys BBHIY OTCYTCTBHS 4eTKOM
KOpPCISILNK OCTAaTOYHON aKTHBHOCTH (epMeHTa ¢ (eHOTHIIOM GomesHu. Briapienme
HOCHTEINICH IaTONIOIUYecKoro ajlielsi CPEMy WICHOB CeMel MAMeHTOB BO3MOKHO npu
HCIIONIb30BaHMM  MOJIEKYJIIPHO-TEHeTHYEeCKOTO  MCCIefoBaHWs.  IIpeHaTanbHyo
AUATHOCTHKY OCYIIECTBIIIOT C HCIONb30BAaHHEM OOpaslioB BOPCHH XODHOHA,
KyJIbTHUBAPOBaHHBIX KIETOK BOPCHH XOPHMOHA WU KIIETOK aMHHUOTHYECKOM KHIKOCTH.
IIpennoITuTeNsHO IPHMEHEHHE MONEKYIIPHO-TEHETHIECKOTO MeToza, Tpebyromero,

OTHaKO, MPEABaPUTEIHLHOIO OIIPpENCIICHUS MyTaIlluH B o6cnez[yeM01>i CEMBE.



Nupdepennmnansuas fuarsocTuka.

Muddepennmansras  muarHocTHKA cuHipoMa Camdumummo wu  apyrmx
MYKOTIONHCaXapiI030B BO3MOXKHA HAa OCHOBaHMM KIMHHYECKOTO (eHoTuma. OmHAKO
AATHO3, OCHOBBIBAIOIIMKCS JIMIIL HA KIMHAYECKHX CHMIITOMAX, MOXET OKa3aThCs
OIUOOYHEIM. JIErK¥e ¥ aTUIMIHEE KIMHAIeCKHe (eHOTHIEL, a TaKKe paHHWE CTAIuK
TEICHHS KITACCAIECKOro (DEHOTHIIA CIIOXKHO IubbepeHIIpoBaTs ¢ ApyrumMu GopMaMu
33/ICPXKKH PCUCBOTO M NICHXMYECKOIO DasBHTHS, CHHAPOMOM Ae(DHINTa BHAMAHWI H
THIICPakTUBHOCTH M 3a0ONEBaHMSIME W3 TPYNITHl ayTHCTHYECKOTO cuoekrpa. Cnemyer
TAKKC OTMETUTB, YTO OTCYTCTBHE XapaKTepPHOTO JIHIEBOIO macMopdusmMa U
COMaTU9e€CKHX YEPT HE JOIDKHO cny>1dn5 npuauHoM uckmodenus MIIC I w3
mu¢pdepeHIHanbHOro auarsoza. B cBI3E 3TUM, YYUTBEIBas HEWHBAa3MBHOCTH U
noq&ymocn METONla, PEKOMEHNYeTCs INpOBEIEHME aHamu3a sKckpenuu [ AT moum
BCEM MallMCHTaM C 3a/ICPKKOM IICHXHIECKOTO M PEYEBOTO PasBHTHI, OCOGEHHO
COYCTAOIMXCST ¢ HApYIICHUSMH MOBeeHNI. BeckMa BeposSTHO, 9TO MHOTHe ClIydam
MIIC III B OTCYTCTBHH HEOHATAIHLHOIO CKpUHHHTa TaK H OCTalOTCH

HCIMarHOCTHPOBaHHELIMH.



Jleuenue.

B HacrosiIee BpeMst HPOIOIDKAIOTCS HCCIISIOBAHNS B 06IaCTH MaTOr€HETUIE CKOM
TCpalliyl TaHHOTO CHHAPOMA, ONHAKO IIPAaKTW4ecKas MENWIMHCKAs ITOMOIIb ITOKa
OrpaHM4ICHa CUMIITOMaTHYECKIUM U NAJUTHATHBHEIM JICUCHHEM.

IlokazaHo HabmromeHWE TAIMEHTOB MYJNBTUIUCITAIIIIMHAPHOA  KOMAaHIOH
CIENHANTHCTOB, BKIIOYAIOMIed HEBpOIOra, ICHXHATpa, KapAUoJora, odTalbMOIora,
OpTOII€Na, OTOPUHOJIAPHUHIOJIOra U IIYJIEMOHOJIOTA.

Ilpy  HamWYME  TOKasaHWM  IPOBOIAT  aNeHO-, TOHSWIISKTOMHIO U
THMIIaHO CTOMUIO.

JUIs KynMpoBaHws AHaped BO3MOXKHO HPHMEHEHNE IIPEaparoB JIOMepaMHuIa.

HeoOxomumo mnpoBenenwe nede6HON — (usmaeckoi KyJIBETYpBI, 3aHATHH C
Ie(QEeKToIoroM, JIOroIIeIoM, CYPIOIIEIarOrOM.
Hasnayenwe npemapaToB [uisi KOPpeKIMM IOBELEHHS He BCEINa 3¢ dekTHBHO; Kpome
TOTO, OTBET HA TEpalMIO 9acTo OBIBaeT HempeackasyeMbM. HawGombmei
3 GeKTUBHOCTEIO B OTHOIIEHNY HAPYIICHH IOBEEHNS 00IaIai0T HEUPOJICITHKH.

IIpr HEOGXOMMMOCTH MeIUKAMEHTO3HOH Tepamuu HapyIIEHWH CHA IpenaparoM
BEIOOpA CITYXKHT MeNaToHUH. D(G(eKTHBHOCT MENATOHNHA B JT€ICHIH HapyIIeHUH CHa,
BEPOSATHO, OOYCIIOBIEHA ONUCAHHBLIM y MAIUEHTOB C cuagpomMoM Candumunmnio
HapyIMEHUEM IHMPKaJHOTO PUTMa KOHIEHTpAllM MEJNaTOHHHA B KpOBH. B Gombmeif
CTCTICHM MCIATOHUH BIIUSET HAa HapyIICHKE 3aChIaHus, a He Ha HOYHBIE IPOGYXICeHNS.
Ilpy He3hheKTUBHOCTH MenaToOHMHA BO3MOXHA IPOGHAs Tepalys IpenaparaMu
GeH30/IMa3eIMHOBOTO Ps/ia.

Kanangeckne HCCJIeI0BAHHS IaTOr¢eHeTHYEeCKHX
METO/IOB JIeYE€HHHA

JoctymHasg B HacTosmee BpeM JUIs JICUCHHS coMaTudeckux nposBiiennii MIIC I,
I, IV u VI Tuna BHyTpuBeHHas (epMeHTO3aMeCTUTEIbHAS T€palus B CBS3H C
HEBOSMOXHOCTBIO IPOHMKHOBEHHS IIPENAPATOB Yepe3 reMaTodHIeharndeckui 6apsep
HE MOXET OBITH KCIIONB30BaHa y MallUCHTOB c

cuHpoMoM CaHbuumIIo.



Cybcmpampedyyupyrowan mepanus

OmHuM 13 BOBMOXHEIX METOIOB JIeYcHMS HEWPOHOIIaTUIECKUX JIA30COMHBIX
OonesHell HAKOIUIEHHS SBISETCS cybcTparpenyrupyiomas  Tepamny, CHoco6Has
VHTHOMPOBATh CHMHTe3 Cy6CTpara, IPHBONS TaKHM 00pa3oM K BOCCTaHOBIECHHIO
OanaHca MEXIy €ro CHHTE30M 1 pacmajioMm.

Tepanus mzohnaBoHOM remwcrenn (4°,5,7-TpurunpoxcumzodaaBoroM wim 5,7-
Jmmnpomn-3-(4-r1/111p01<cmbeHHJI)-4H-1-6eH3oanaH-4-0H0M) Hapymaer cuHre3 TAT
¥, TaKMM 00pa3’oM, MOXET SIBIATECH 3((PEKTHBHEIM METOJIOM PENYKIHH OTIOXKEHHUIH
I'AT" B xneTkax TKaHel ¥ opraHoB mamuenToB ¢ MIIC.

Ilpennonaraercs, 9ro namEELf ShdexT 00yCIOBIIEH I€HHCTEUHOIIOCPEIOBAHHBIM
UHIMOMPOBAaHHEM aKTHBHOCTH TUPOSHUHCIICNUQUIHON IIPOTEMHKUHA3E peIenTopa
SIHMICPMANIBHOTO (akTopa pocra. DPbeKT reHucTenHa peanu3yeTcs B CB3H C €ro
BIWSIHAEM Ha SKCIIPECCHIO I€HOB, KOAUPYIOIINX (PepMEHTEI, HEOOXOMUMEIE IS CHHTE3a
I'AI. B uccreioBanusax, IpoBeeHHBIX HA SKCIICpHUMEHTAIBHEIX MBIITHHBIX MOAEISIX C
MIIC IIIB, nponeMOHCTPHpPOBAHO yMEHBIIEH E coxepxxanus I'AI" B roioBHOM Mo3re, a
TAKoKe  KOPpCKIMsA IOBENCHYCCKMX HADyNIEHHH IIpH UIATENBHOM Tepamum
T€HACTEHHOM. |

Humpamexansnan pepmenmosamecmumensvnasn u zennasn mepanusa

B HacTosmee BpeMst POBOXHMTCS KOHTPOIHPYEMOE OTKPEITOE MYIBTHIIEHTPOBOE
MCCIIeIOBaHUe 5((EKTHBHOCTH ¥ GE30NacHOCTH HHTPATEKANTLHOTO —BBEISHS
PEKOMOUHAHTHOTO (epMeHTa TIemapaH N-cynedarassr mammenrtam ¢ MIIC ITIA ma
PaHHEH cTaquu 3a60NeBaHNS U IPONOKAETCS HCCIEIOBAHAE JTHTEIBHO IIPOBOAMMOiA
MHTPAaTeKaIbHOM (EepMEHTO3aMeCTHTENBHON TEepAiy y [MAUEeHTOB ¢ JAHHEIM THIIOM

MIIC.



Cunnpom Candwimmmo smiusercs Hambolee PaclpoCTpaHEHHBIM CpENH BCEX
MYyKOIIONHCAaXapuao30B. [Jlng kiuHWdeckod kaprtwael MIIC 11 XapaKTepHO
Ipeodiiajanre HEBPOIOTUYECKOM CHMITOMATHKY HAJl COMATHIE CKIME MIPOSIBIICHUSIMH.
Hanwave nerxux u aTunm4HBIX (eHOTHIOB 3ab0eBaHMs, BOMOXHOCTE IIONYYeHHUS
JTOXXHOOTPUNATENEHBIX PE3YNETaTOB KCCIENOBAHMS MOYM Ha THIepakcKpemuro [AT
TIIPCIEITCTBYIOT CBOCBPEMEHHOM ¥ TOYHOM IIOCTAHOBKE IIPAaBHJIGHOIO HMATHO3A.
MenvmuHCcKas MOMOIIE ManHeHTaM ¢ caapoMoM CaH(WINNIIO B HacTosmiee BpeMs
OrPaHMYCHA CHMIITOMATUIECKAM M NAUIMaTHBHEIM JIEYeHHEM, OIHAKO BO3MOKHOCTE
IonyqeHus B Omwkaiimem Gymymem >¢¢eKTHBHOrO MeToma TEPAlUHA JTUKTYET
HEeOOXOMMMOCTh PaHHEeH JHATHOCTHKH CHH/pPOMa H ITOBBIMIEHHUS OCBEIOMICHHOCTH

NPaKTHIECKUX Bpa4el 06 0COOEHHOCTIX TeueHus 3a60ICBAHMS.
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