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[Tpusnanve opdhanHbIx G0IE3HEN B HATIIEM OOIIIECTBE II03BOJISIET OCYMIECTBUTH HEOOXOIUMY O TOMOIITh
GOJLHBIM PEAKUMU 3a00JIEBAHUSIMU 1 OIIPEIENISIET HEOOXOMMOCTD TOBBIIIEHUsT TPO(eCCHOHATBHBIX
3HaHUIT 0 GOpMax, KIMHUIECKUX OCOOEHHOCTSIX, IUATHOCTUKE U JiedeHun atux GoJieaHeil. B crathe
[IPEJICTAaBJIEHO KJIMHUYECKoe HalsojeHue ciaydas Gosesnn KaHaBaHa, MpOBeeH aHAIN3 KJIMHUKO-
HEBPOJIOTUYECKUX, OMOXMMUYECKIX U HEMPOBU3YATM3AIUMOHHBIX METOIOB UCCJIEIOBAHUSL.

KmoueBbie cioBa: ophanubie 6osesnu, bosresnb KaHaBaHa, JelKoauCTpOMUS, acapToaliiasa,

JIeHEeHHEe.

Recognition of orfan diseases in our society allows to carry out the necessary help to patients with
rare diseases and defines need of increase of professional knowledge about forms, clinical features,
diagnostics and treatment of these diseases. Clinical supervision of a case of an illness of Canavan is
presented in article, the analysis of clinical, neurologic, biochemical and neurovisualization methods of

research is carried out.
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Tepmun «opdantsie 6ome3uns» (peakue 60Je3-
HU, <«00JIe3HN-CUPOTKK», aHrI. orphan disease)
BriepBbie mosiBUICS B suBape 1983 roma B CIIA
npu npubstun 3akoHa «Orphan Drug Acts, mpe-
HA3HAYEHHOTO ISl TOOoIIpeHus: (apMareBTuye-
CKUX KOMITaHUI K paspaboTKe TpernapaToB st
neuennst 9Tux Oosesneil. B CIIIA akr o peakux 3a-
6oseBannsx (Rare Disease Act) 2002 r. onpegesit
opdanHbie 60I€3HN KaK «O0JI€3HN U COCTOSTHUS,
3arparuBatore Meree 200 000 mozmeit B CIIIA».
B Smonun opdannbie 60IE3HU OMPEIETSIOTCST KaK
6osesnn, 3arparuBamome mMeree 50 000 mareH-
ToB. EBpOCO03 TpUHAN caemytoliee ornpeeeHme
opdannbix Gosesneil: «Opdantoe 3abojieBaHne —
3TO yrposkaroliee ;KU3HN 1 37I0POBHI0 XPOHIMIECKOE
3aboJieBaHme, KOTOPOE MMEET HACTOJHKO HU3KYIO
BCTPEYAEMOCTh, UYTO HEOOXOANMO TPUMEHEHUE
CTeNUAIbHBIX YCUJIUN JIJIsT TIPeIOTBPAIleHusT 3a-
60/1eBaEMOCTH, PaHHEH CMEPTHOCTH W IOBBIIIE-
HUS KauecTBa JKU3HU OOJMbHBIX». Opranusanus
EURORDIS mnomaraet, 4to cytecTByeT 0 7 ThIC.
pasuuHbIX ophaHHbIX 3a0o0meBannil. COBOKYITHO
opdanubIME O0Te3HSIME O0JTeeT OT 6 /10 8 TporeH-
ToB kutesieit EBpocorosa. 1o manubivm Mopmyisip-
noro komurteta PAMH, B Poccumn nacuursiBaercs
0k0710 300 ThIC. OOJTBHBIX, CTPATAIONTUX OPhAHHbI-
MU 3200JIeBaHUSIM.

3a mocJsennue TOAbI BIepBblie B Poccun op-
(danHble 3a00JI€BAHUS TTONYUNIA  IOPUATIECKITIT

craryc. Cratbst 44 3akonomnpoekta «O6 ocHOBax
OXpaHbl 37I0pOBbsI Tpakaan B Poccuiickoii Meje-
parun» omybsukoBanHoro 25 ampens 2011 . Ha
caiite «Poccuiickoii razetni» (1mpoekt Ne 534829-5
B TPEThEM UYTEHUN) K YMCIy peaknX (ophaHHBIX)
3a00JIeBaHNIl OTHOCHUT T€, «KOTOPbIE MMEIT pac-
npocTpaHeHHOCTh He Gostee 10 coyuaeB 3aboseBa-
uusg Ha 100 000 Hacesenus». O KoMIeCTBE TAKUX
GOMLHBIX B HAIIIEN CTPaHe TTOKAa TOBOPUTD MPEK/IEB-
peMEeHHO M3-3a OTCYTCTBUS UX peructpanuu. Mox-
HO TOJIbKO cchlmaThest Ha onbIT EBporsr, CIIIA nmm
Anonmu. B 3akoHOMpoeKTe BIEpBBbIE OTpeeseH
peructp opdaHHbIX MAIMEHTOB U TOPSAOK (u-
HAHCOBOTO obectieueHust nx Jjedenust. [1o maHHbIM
MunuctepcTBa 37paBOOXpaHEHUs, B HACTOSIIEE
BpeMsT pa3paboTaHbl 24 cTaHgapTa OKa3aHUs T10-
MOIIN OOJIBHBIM C PEAKUMU 3a00JI€BAHUSIME, ITO
OymeT crmocoOCTBOBATh pa3paboTKe M BHEIPEHUIO
COBPEMEHHBIX MeTO/IOB JeueHusd. Bee aTo ompese-
JIgeT aKTYaJbHOCTh MAJTbHEHUIIero M3ydeHus He-
BPOJIOTMYECKUX TIPOSBICHUIN «00I€3HEN-CUPOTOK»
U TIOMCKA a/IEKBATHBIX MATOT€HETHYECKUX METO/IOB
ux jederrst. MHOTHe opdaHHbIe 6OJIE3HN SBIISTIOTCST
TeHETYECKUMHE C HA4aioM 3a00JI€EBAaHUS B IETCKOM
Bo3pacte, u 0koJo 30 % aTHX jeTeil He T0KIUBAIOT
110 5 jiet. K takum 3ab0s1eBaHUSIM OTHOCUTCS U 6O-
se3nb Kanasana.

bBonesns Kanapana (BK) — aTo penkoe cemeiinoe
3a00JIeBaHIE, OTHOCSIIIIEECST K TPYIITIE JIEHKOMCTPO-
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(buit n xapakrepusyiotieecs auddysHoi rerene-
parueii 6e10ro BemecTBa roJIOBHOTO ¥ CIIMHHOTO
Mosra. V3BecTHO, 4TO 3a00JeBaHEe HACTELYETCS
10 ayTOCOMHO-pelieccuBHOMy Tumy. Yacrora 3a-
GosieBaHUs B OOIIEH IOMYJISIIMK HE YCTaHOBJIE-
Ha BBUJ/Y €T0 PeIKOCTH. bosesnb BcTpeuaercs
BO BCEX 9THUYECKUX TPYIIAX, HO ¢ HAOOJIbIIeit
4acTOTON cpenu eBpeeB amikenasw (1 ciaydait Ha
5000 moBopoxmeHHBIX) [1], KOTOpBIE TpenMy-
IIECTBEHHO TPOXKUBAIOT HA Tepputopun Boctou-
Hoit Esponbl. [Ipuunnoit BK sBasiores myranmnn
reHa, KOAMPYIONIero (epMeHT aclapToaruniasy
[2]. IlaToslornuecknii reH KapTUPOBAH HA KOPOT-
koM 1uiede 17 xpomocombl (jokyc 17pter-pl3)
[3]. B nactosmiee BpeMsi B HEM OIMCAHO OKOJIO
50 pasJMYHBIX MYTAIWii, B MOAABJSIONEM 0OJIb-
muHcTBe ToukoBbie [4]. TTo manubim R. Matalon
U CcoaBT. [5], cpeau eBpeeB amikeHasw Haubo-
Jiee yacTo Berpevarorcs mytanun E285A (82,9%
anneneit) m Y231X (14,8% annemneii). Cpenu es-
porieiiiieB HeeBPECKOTO TPOUCXOKIEHUS YacTON
sBasercs mytaius A305E (60% amneneit) [6].
Bosie3np cBsizana ¢ jneduIUTOM acraproarmia-
3bl, BCJIEJCTBUE Yero IPOUCXOAMT HAKOIJIEHUE
N-aretTunacnapkaMoBOil KUCJIOTDL.

B mreparype BcTpewaloTcsl  pasHble  Ha-
3BaHMsI 9TOTO 3ab0JIeBaHMsL:  JIEHKOAUCTPODUs
Kanapana, neiikomuctpodus KanaBana — Ban
borapra — beprpanzaa, crnoHrnosHas jereHepa-
1us Mosra, uHMaHTUIbHAS cIOHTHOGOPMHAS Jle-
renepanusg  [THC, wundantunbnas crnonrmnosnas
JiereHepalys, — acnapToaliia3Has — HeJIoCTaTou-
HoCTb, N-anerumacnaptukosas auunypusi. I[lepsoe
KJIMHUYECKOE OIUCAaHWe OCHOBHBIX CHUMIITOMOB
BK mnpunamiesxur Globus u Strauss (1928 r.).
B 1931 r. Mupren Kanasan (Myrtelle Canavan)
coobrmia o pebeHKe ¢ POrPecCUPYIOIUM POCTOM
TOJIOBBI, Y KOTOPOTO MPU ayTOICUHU Oblila BbIsIBJICHA
CIIOHTHO3HAsT JIereHepaiusi GeJoro BelecTBa Tro-
JIOBHOTO MO3Ta; 3a00JIeBaHue ObLIO OMPEIEJICHO KaK
muddysHbiil mepuakcuaababiil sHIIeGamuT [nms-
nepa. TTosaHee OblTa BHIIBIHYTA THUIIOTE3A O CEMEN-
HOM Xapakrepe 3aboseBanus. B 1949 r. Ban Borapt
u BepTpanj onpeesuan CIIOHTHO3HYIO /leTeHepa-
IIMI0 MO3ra y 3 fleTeil eBpelcKoil HallMOHAIBbHOCTH.
C Tex mop ObLIN OMUCAHBI MHOTOUYKCJIEHHBIE CITydan
aroro 3abosieBanust. BruoxuMudeckuii gedext mpu
BK 6bu1 uaentudurmposan R. Matalon u coasr. B
1988 1. [7]. OHu OGHAPYKUJIU TOBBIIIEHUE YPOB-
Hs1 N-aretuiacnaprara B MOY€e U HEJIOCTATOYHOCTh
acrapToaluaassl B KyJbType KJIeTok (hubpobiacToB
y 3 maninentoB ¢ BK [8]. B 1993 1. knonuposan ren
acraproariasbl (ASPA) u oOHapysKeHbI My TaIlUH,
npuBozsiue k bK [9].

B narorenese 3a001€BaHMsI JIE)KUT T€HETHYECKU
JIETEPMUHUPOBAHHOE HapylieHrne MeTaboan3Ma
MHUEJIMHA C eT0 TOCTeyIONNUM paciaZioM U CIOH-
IMO3HOM Iy6YaToil iereHepaiiyieii 6eoro BeecTsa
rosioBHoro mMo3ra. OcHoBHBIE maToMopdoJsiornye-
CKHMe HAXOJKW JIOKAJTU3YIOTCST B GEIOM BelecTBe,
KOTOPOE 3aMellaeTcsl Pa3BUTON CEThI0 KUCTO3HBIX
nosiocteit. [Ipu mopdosiornyeckom nccmnenoBanum
BbISIBJIsIETCS ryGuatast (CIIOHTHO3HAast) BaKyOJIU-
3allisl B HIDKHUX CJIOSIX CEPOTO BEIECTBa, B CyO-
KOPTHKAJIBHBIX OT/IeJIaX OEJIOr0 BEIecTBa MO3Ta 1
Mo3:keuka. [Ipu 2/IeKTPOHHOI MMKPOCKOIIMU BbI-
SABJISIIOTCS. BaKyoJId B <«HAOyXIeit» IUTOIIA3Me
U OTPOCTKAX IPOTOIIA3MATUYECKUX ACTPOIUTOB
B KOpe, a Takke BaKyoJH3alusi OeJIOro BelecTBa
1 aHoOMaJbHble MUTOXOHJPUU B acTporuTax [9].
WNuorna Bo3dHMKaeT akcoHa/MbHad JiereHepanus 1e-
pudepuueckux HepBoB. BK BbI3Bana nedexkTHbIM
renom ASPA, oTBeuaionum 3a cuHTe3 (epmeHTa
acmapToaluiasbl, CHI)KeHHe aKTUBHOCTH aclap-
TOAIMJIA3bl HapyIIaeT IPoIlecC PpaclieTIeHnus
N-areTus aciaprara, uTo B pe3yJibrate puBOANT K
HApYIIEHWIO TIpoIiecca 0Opa3oBaHUST MUETMHOBOI
060JIOYKY HEPBHBIX BOJIOKOH B TOJOBHOM MO3TE
[10]. MosekyisipHbIe MEXaHU3MBI MaToreHe3a 60-
JIE3HU HESICHBI, TaK KaK MaJio U3BECTHO U O (hyHK-
unn  N-aretunacnaprara. IIpeanosaraercss, yTto
N-areruiacraprar o6JaaeT BBICOKOW OCMOJISIP-
HOCTbBIO, TI09TOMY TIOBBIIIIEHHE €Tr0 YPOBHS TIPHU-
BOJIMT K HAKOIJIEHUIO BOJIbI B KJIE€TKaX TOJOBHOTO
MO3Ta, 4TO CIOCOOCTBYET BO3HUKHOBEHUIO XPOHU-
yeckoro oreka. 1Ipu ajeKTpOHHON MUKPOCKONUU
BBISIBJISIIOTCSI BaKyOJI B <«HaOyXImeit» 1UTOIIa3-
Me U OTPOCTKaX MPOTOIJIA3MAaTUYECKUX aCTPOIIU-
TOB B KOpE, a TaK/Ke BaKyoJm3aius 0esioro Berie-
CTBa U aHOMaJIbHbIe MUTOXOH/IPUU B aCTPOIUTAX.
Ha cerogusauuii 1eHb 0CTaTOYHO SICHO, 4TO BPSI]
JII OCHOBHOH NPUYUHON KIMHUYECKUX CUMIITOMOB
3a00JIEBAHUST SIBJISIETCS] HEJIOCTATOYHOCTD TIPOJIYK-
TOB GJIOKUPOBAHHON PEAKITMH — BEJb CYIIECTBYET
MHOTO JIPYTUX UCTOYHUKOB U acliapTaTa, u alerara
B Moare. [Ipeanosaraercss Tokcuueckoe jeiicTue
N-areruiacraprata Wi ero MetaGoJUTOB HEmo-
CPe/ICTBEHHO HA TKaHb MO3Ta.

Kax npaBuiio, 3a6oJieBaHume MPOSIBJISIETCS HA TIEP-
BOM roay »kusHu. Ha rnepBom mecsiie y geteil 4acto
OTMeYaloTcsl HapylieHue (ukcaluu B30pa, MOBbI-
IIeHHast BO30YIMMOCTb, BsJIoe cocanue, uddysHast
MblIllleyHast TUTOTOHUS. OCHOBHBIE KIMHUYECKUE
NpU3HAKKU 3a00JIEBAHUST CTAHOBSITCS OYEBHIHBIMIU
K 3 MecsillaM JKU3HU, BAKHEUITUMU M3 KOTOPBIX
SABJSIOTCS BBIPA)KEHHAs MBIIIEYHAsT TUIIOTOHUS,
HECIIOCOOHOCTD Y/IEP/KUBATH TOJIOBY B BEPTUKAJIb-
HOM TIOJIOKEHUU, B JasibHeleM TpaHchopMaiius
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nd@y3HON MBINIEYHON TUIIOTOHUUW B CIACTHY-
HOCTb. Makpornedanusi gBigercss XapaKTepHbIM
CUMIITOMOM 3a00JIeBaHusl, HO B PaHHEM BO3pacTe
OKPY>KHOCTb TOJIOBBI MOJKET OCTaBaThCS B Ipejie-
sax Hopmsi [11]. Habmomaercst moBbIlieHe CyXo-
JKUJIbHBIX pedIeKCcOB, MOsIBIEHNE TATOJOTMYeCKIX
KHCTEBBIX U CTOIMHBIX pedekcoB, 1 110 Mepe Mpo-
rpeccupoBaHust OOJIE3HU PA3BUBAIOTCS AIUJIEI-
TUYECKUE TPUIMAJKU, TUIIEPKUHE3BI, aerepebpa-
IMOHHAS WJIM JIEKOPTUKAIIMOHHAST PUTUIHOCTD.
ATtpodus 3puUTEIbHBIX HEPBOB OOBIYHO Pa3BUBa-
eTcsl Ha BTOpoM rofy skusnu. [IporpeccupoBanue
3aboj1eBaHusT MPUBOAUT K HapyIIEHUSIM PabOThI
JKEJIYZIOYHO-KHUIIIEYHOTO  TPaKTa, 00YyCJIOBJIMBa-
IOIIUM TPYAHOCTH BCKApMJIMBAHWUS U Pa3BUTHE
muddysnoit runorpodur. CuMITOMbl  6OJIE3HU
KanaBana, koTopble MOSIBJISIOTCS B PaHHEM [€T-
cTBe, OBICTPO IPOrPECCUPYIOT, BKJIIOYAIOT B cebs
YMCTBEHHYIO OTCTAJIOCTD M MOJIHYIO TIOTEPIO paHee
pUOOPETEHHBIX MOTOPHBIX HaBbIKOB. CMepTh Ha-
cTymnaet Ha 5-M roay xus3uu. Mudantuiabuas Gop-
Ma 3abosieBaHusT HarboJjiee XOPOIo U3ydeHa K-
HUYecKd. BOoJBIIMHCTBO MAllMeHTOB yMHUPAIOT B
nepBoii gekaze xusuu. [Ipu GoJiee O3MHUX CPOKAX
Manubecraun 3a60J1€BaHUST MTPOIOJKUTETHBHOCTD
JKU3HU yBesinuuBaercd [12].

/lnarno3 BK ocHoBbIBaeTcs Ha XapakTepHOU
KJIMHUYECKON KapTuHe. /[ONOJHUTEJbHBIMU Me-
Tonamu ucciaenoBanusa gpisgiores KT uw MPT
TOJIOBHOTO MO3ra, oOllpe/ieJieHne KOHIEeHTPaInn
N-anerunacrnaprata B Moue M aKTUBHOCTU acmap-
Toaluiasbl B (pubpobracTax KOKM, a TaKkKe TeHe-
tnueckoe uccaenopanue. lIpy MPT rosnosHoro
Mosra BbisiBsieTcs nuddysHas aereHeparius Ge-
JIOTO BeIIecTBa, C BOBJIEYEHUEM B TTATOJIOTHUYECKUI
npolecc TOJyNIapuii MO3Ta, B MEHbIIEH cTere-
HU TOPaKaIOTCSI MO3XKEUYOK M CTBOJ Mosra [13].
Ha panHux cragmsx maToJOrHYeckoro Iporecca
npu KT u MPT naTtosiorust MoxeT He BBISIBJISTBCS.
Ha navaspnbix atanmax bK mpu MPT mosxket ompe-
JEJIAThCST TopakeHre OeJIoTo BeIecTBa B IepPUBEH-
TPUKYJSIPHON 00JIaCTH, KOTOPOE YacTO PaclleHHu-
BAlOT KaK IEPUBEHTPUKYJSPHYIO JIEHKOMAJISIINIO
BCJIe/ICTBUE TepuHaTasibHoro mnopaxkenuss [THC
TUIIOKCUYeCKU-UIeMuyeckoro renesa. Ilo mepe
nporpeccupoBanus 3aboesanus npu MPT orme-
vaercs auddysHas gerenepaiust 6eI0ro BelecTsa
B BH/IE 0YaroB MOBBINIEHHOTO CUTHAJIA B OEJIOM Be-
nectBe B T2-pesknme. Kak mokasaHo B HMccyeno-
Banusax K. Gripp u coast. [14], oTamunuTesbHbIM
MPU3HAKOM OT JIPyrux (HopM JIeHKOoAUCTPOpuii
U JIeMUETUHU3UPYIONUX 3a060JIeBaHUil TIPU Mar-
HUTHO-PE30HAHCHON MPOTOHHON CIIEKTPOCKOTIUU
y nainuenToB ¢ BK oTrmevanoch pe3koe moBbilie-
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Hue u ypoBHsl N-amerusiacrnapraTta, 1 COOTHOIIIE-
Hust N-alerusacnapraT/KpeaTUHUH, YTO MOKeT
CIIYKUTb BaKHBIM JMAaTHOCTUYECKUM KPUTEPHUEM.
Omnpezesienne KoHteHTpaun N-aretusiacnapraTa
B MOYe M M3MepeHue aKTUBHOCTH aclapToallu-
JIa3bl B KYJIBTYpe KOKHBIX (puOpoOIacTOB SBJIS-
I0TCS  HAEKHBIMU  OMOXUMUYECKUMK TECTaMU,
NPUMEHSIEMbIMU JIJISI  YCTAHOBJIEHUST JMArHo3a
BK [15]. YpoBenb N-anerurnacrnaprata B MOUYe,
mJja3Me, CIIMHHOMO3TOBOHN SKUIKOCTU OIpeiesisi-
0T XpoMmatorpauyecKuMu MeTojlaMu  (XpoMa-
TOMAacC-CIIEKTPOMETPHUS,  BbICOKOA((PEKTUBHAS
JKUIKOCTHas xpomarorpadus). Konnenrtpaius
N-arneruiacraprara B Mode OOJIbHBIX COCTABJISIET
6osiee 1000 HMOJTH/MOJIB KpeaTuHUHA. JIJIs1 BbISB-
JIeHUs pacipocTpaHEeHHBIX MyTalllil B TeHe actap-
TOAIMIA3bl UCIOJIb3YIOT CTaHJAPTHBIE METOIbI
MOJIUMEPA3HON 1[eMTHOU peakiiuu ¢ MOCJeAYIONUM
PECTPUKIITMOHHBIM aHATU30M U MPSIMBIM HEpPaIro-
AKTUBHBIM cekBeHUpoBanueM. OCHOBHYIO POJib B
nuddepeHIuanibHOl TUArHOCTUKE JIEHKOIUCTPO-
buii urpaoT GUOXMMHUYECKIE U MOJIEKYJISIPHO-TE-
HETUYECKUEe METO/IbI.

B nacrogmiee Bpems sneuenne bK cumnromarn-
yeckoe. [IpoBenenHoe akcnepuMeHTaIbHOE MCCIe-
JIOBaHIEe Ha KPBICAX, Y KOTOPBIX OBLIO UCKYCCTBEH-
HBbIM 00pa3oM MHIyIMpoBaHa 6Gose3Hb KanaBana,
JI0KA3aJ10, 4TO IUTPAT JIUTUS CYIIECTBEHHO CHU-
’KaeT ypoBeHb N-amerus acmaprata [16]. Kiun-
HIYeCKHe HaOMIOEHNsT Ha JIIOIAX MMOKA3aH, YTO
ypoBeHb N-alleTuJ acrapraTa CHU3UJICS B HCCJIe-
JyeMbIX 30HaX MO3Ta, a 3HaUeHle MarHUTHO-Pe30-
HAHCHOU CHEKTPOCKOIMK TAKUMU OJCKHBI OBITH
P HOPMAJIBHOM pa3BUTUU U MUEJUHU3AIUMN.
OTU JJaHHBIE JIAI0T BO3MOXKHOCTH IIPEyCMOTPETh
npoBesieHre  GoJiee  Pa3BEPHYTOTO  UCHBITAHUS
BJIMSIHUS JINTUSI, KOTOPBIN MOXKET MCIIOJIb30BATh-
cs B KadecTBe TIOJJIEP:KUBAIONIE Tepanuu s
neteit ¢ 6omesHpto KanaBatna, y KOTOPBIX YPOBEHb
N-arerus1 acnaprarta cyliecTBeHHO rosbiiieH. Vc-
cJeoBaHus, KOTOPbIE TIPOBOISITCS C PUMEHEHN-
eM 706aBOK TpualleTuHa (TJIMIIEPUHTPHAIleTaTa),
[PU WCHOJIb30BAaHUN UX Ha JTaOOPATOPHBIX MbIIIIAX
noctaToyHo onTuMucTuunbl [17]. Tpuanerun, Ko-
TOPBIN 110 XUMUUECKUM CBOHMCTBaM (hepMeHTATHUB-
HO pacIienJsieTcsl 0 aleTaTa, Jiydlle MPOXOIUT
depe3 reMaTosHIeaTuecKuil 6apbep, YeM OTpH-
IaTeIbHO 3apSKEHHBIN alleTar. JTo uccje/[oBaHue
MIPOBOJIUT CETO/IHST KOMaH/Ia YUEHBIX 0/ PyKOBO/I-
ctBoM Ilaosa Jleone B YHuBepcutere MeIUITUHbBI
u ctomatosioruu trrata Heio-/[xxkepen, . Kamzen,
CIITA [18]. ITporro3 BK uebmaronpusithbiii. Ecim
BbK ne neyutp, TO cMepTh, Kak MpaBUJIo, HACTYyIa-
eT B TedyeHue 4-x jet. [IpoposxkuTesbHOCTD KU3HU
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6osbHbIX BK 1pu nmprMeHeHUM TEHHO Teparyu
cyiecTBeHHO Bo3pacTaet 0 20 jet. IIpenarasnn-
Hag auarHoctuka BK B OTATOIIEHHBIX ceMbsAX
MIPOBOJIUTCSL TIyTeM OIllpe/ie/ieHus KOHIIeHTpaIuu
N-anerusacnaprata B aMHUOTHUYECKON KUIKOCTH
wm Mmetogamu JIHK-ananusza BopcuH xopuoHa,
€CJIM TeHOTHUTI TIPOOaH/Ia yCTAHOBJIEH.

[TpuBoAMM COOCTBEHHOE KIMHUYECKOE HabJIo-
nenne. boapnag B., 1 rog. Pogutenu npeabsaBisior
JKaJOObI Ha 33/IEPAKKY TICUXUYECKOTO U [IBUTATEb-
HOTO pa3BuTHs peberka. V3 anamHesa: peGEHOK OT
3/10pPOBBIX poauTesiei (Matepu 26 yer, oTity 28 JieT,
eBpeu, TepBblil PeOEHOK 4 Tofia, ChIH, 3[J0POB), OT
BTOPOI OepeMeHHOCTH, IIPOTEKaBIIeH ¢ TOKCUKO-
30M B IIEPBOM TpUMecTpe, iBaK/bl aBjaeHus OPBU,
anemusd. Pospl 2-e cpoyHble, caMOCTOsITeIbHBIE B
TOJIOBHOM TIpE/IJIe;KaHNM, Oe3 OCJIOKHEHHA. Arrap
8/9 GamnoB, Macca Tema pebeHKa MPU POKICHUH
3150 1, gumHa 51 ¢M, OKPYKHOCTH TOJIOBBI 36 cM
(98 nenruieit). PebeHok 3akpuval cpasy, K rpyan
nputoknan Ha 1-e cytku. CKkpuHUHT-06CTE/10Ba-
HU€ B POAUJIBHOM JIOMe — Pe3yJIbTaT «OTpUIlaTeb-
HBII»>. Tucnomorndeckoe obce[oBaHMe TIATIEHThI
BoigBusio  PHK-/IHK-BupycHo-ypeoniasmeHnHbIit
XOPHUOJIEIe/lYUT, KOCBEHHbIE TPHU3HAKU HEJ0-
CTATOYHOCTH TIAIIEHTAPHOTO KPOBOOOPAIIEHHUSI.
Marb 1 peGeHOK BBINMCAHbI U3 POAJIOMA JOMOIl B
cpok. C posKeHrsI OTMeYaIiCh OECIIOKONCTBO, Ha-
pyllleHue CHa, Y4acTble CPBITMBAHUS, TJI0Xasl TPU-
6aBKa B Bece. HabJmoiamach HEBPOJIOTOM 110 MECTY
JKUTEJIbCTBA € JIMArHO30M: CHUHAPOM MBIIIEYHON
JTUCTOHUM, 3a/lepKKa TICUXOMOTOPHOTO Pa3BUTHS.
YyutpiBasi maHHble, YTO B CEMbe 10 JIMHUHU OTIA
ectb ciaydail 3aGoseBanus GM2-raHIJIHO3UIOM,
pebeHoK ObLI HallpaBJIeH Ha MeIMKOreHeTHYECKOe
KoHcyJbTHpoBaHue. B 6 MmecdlieB Haxoauaach Ha
CTAIIMOHAPHOM JIeYe€HHHU, OBLIO TPOBEIEHO HHCTPY-
MeHTaJbHOEe — oOcJie/ioBaHme: O TaTbMOCKOIINS,
VJIBTPA3BYKOBOE HCCJIEI0BaHNe BHYTPEHHUX OP-
TaHOB, KOMIIbIOTEpPHAs 3JIeKTpoaHTedasorpadus
u MPT rosnosuoro mosra. CTBoJIOBasi ayiMorpam-
Ma: TIOPOTH CJIYXOBOM UYyBCTBUTEJBHOCTH CJeBa B
npeziesiax HOPMBI, CIIpaBa MOPOT CHUXKEH U COOT-
BeTCTByeT Tyroyxoctu II cTenenu 1o Tumy Heipo-
cercopHoii. OdTanbMosIOornUYecKoe uccae0BaHme:
OU croko#iHbl; HUCTArM; MOJBWKHOCTD TJIA3HBIX
s610k mosTHasA. [J1a3Hoe JHO: AUCKU 3PUTETbHBIX
HEepBOB OJIe[IHbIe, KOHTYPBI YETKHE, apTephH y3-
K1e, BEHbl HOPMAaJbHOTO KaauOpa. MakyJisipHast
3oHa u nepudepust 6e3 ocobernocteit. JnarHos:
yacTuyHag aTpodusi 3puTeNbHBIX HepBoB. ¥Y3U
BHYTPEHHUX OPraHoB — 0e3 MaTOJOTMYeCKUX U3-
MeHeHul. Buneo-99-MOHUTOPUHT: YMEPEHHO BbI-
paskennble nuddy3Hble UPPUTATUBHBIE N3MEHEHUST

¢ perucrpanueil Herpyboil MapoOKCU3MaIbHON aK-
TUBHOCTH B TIE€PEIHEEBUCOUHBIX OT/ENaX 0OOMX
nonyiapuit. MPT rosioBHoro mosra B ctanjapT-
HBIX UMITYJIbCHBIX TTocyeioBaresibHocTax SE, FSE
u FLAIR B T1 u T2 B3BenieHHOM U300pakeHIN —
TOTaJIbHOE TI0paskeHne OeJIoro BelecTBa 00enx re-
Mucdep, Mo3:kedKa u cTBoJia (puc.).

MPT ronosaoro mosra 601bH0i B.
B T1BU pexxnme

O6crietoBatiie B MEMKO-TEHETUIECKOM Hayd-
HOM 1ieHTpe (T. MOockBa) B JTabopaToOpuu HaCJe-
CTBEHHBIX 60JIe3HEN 0OMEHA BEIEeCTB — UCKITIOU NI
Gwm1- uGM2-TaHTIMO3UI03bI, HO ObLIA BbLISBJIEHA
HOBBINIIeHHAsT KOHIleHTpaiusl N-areTusiaciaprara
(571 MM/M KpeaTHHUHA) B MOYE, YTO SIBJISIETCST T1a-
TOTHOMOHWYHBIM TIpH3HaKoM Gosiesun KanaBama.
/luarno3 mpu BBINKMCKE: HACJIEICTBEHHOE HeHpo-
nereHepaTrBHOE 3aboseBanue (JeiikoancTpodust
KanaBana), cractuyeckuii TeTparnapes, 3ajep:KKa
MOTOPHOTO M IicHUXojiopedyeBoro paszsutud. [Ipm
nposenenun HK-nuarnoctrku B 6-M ak30He reHa
(ASPA) aciaproariiasbl 6bljia 0OHapysKeHa MyTa-
st A305E B rereposurornom cocrosiiuu. B 8 me-
csa1eB pebeHoK OblT 00c/IeIoBaH B YHUBEPCUTETE
MeJMIMHBL U cToMaToJsiornu mrtata Heio-/[xxepen,
r. Kamaen, Hoio-/Iskepcu (CIITA), time ObL1 moj-
TBEpIKIIEH anarios 6osesnb KanaBana.

Pomuten  GOJBHOTO OOPATHJINCH 32 KOH-
CYJIBTATUBHOM TOMOIIBIO K HeBpoJsioraM Kade-
npel HeBposioruu uM. [laBuzenkoBa C3IMY um.
N.N. MeunukoBa B CBSI3U C yXYAIIEHUEM COCTO-
sauust pebeHka. DBblIo MpoBeIeHO KJIWHUKO-He-
Bposiorndeckoe obcienoBanue. CoMaTudecKuit
CTaTyC: KOXKHBIE TIOKPOBBI CMYTJIble, CJIU3UCTbIE
060JI0YKH po30BbIe. [[pIXaHME KECTKOE, XPHITOB
HeT. ['panuiisl cepzilia COOTBETCTBYIOT BO3PACTHOM
Hopme. JKuBoT Msrkuii, 6e360/e3HEHHbIH, T0CTY-
el TyOoKoi manbnanuu. [ledeHb u cese3eHka
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He yBesinueHbl. /[usypuyeckux spienuil Her. He-
BPOJIOTHYECKUI CTATyC: OOIIEMO3TOBBIX U MEHUH-
reaJbHbIX CUMITOMOB HeT. OKPY;KHOCTH TOJOBbI
48 cMm. Yepennbie HepBb: TaazHble mean OD=0S,
B30pD KPAaTKOBPEMEHHO (BDUKCHPYET Mpu mpubJiu-
JKeHUU TIpeIMeTa, MPOCIeKUBaeT (hparMeHTapHoO,
spaukn OD=0S, doropeakius ocnabiena, JUIO
CUMMETPHUYHO, CJIyX CHWKEH, HUCTarMa HeT, TJI0-
TaHue He HapymieHo. PedyekTopHo-1BUTaTeibHAS
chepa: pBUTaTesbHAS AKTUBHOCTH PE3KO CHIKE-
Ha. ToJI0By He JIepKUT, He TIOBOpauynBaeTcs Ha OOK,
He CUJIUT, He XOJUT, MPHU TIOJOKEHUN Ha KUBOTE
oTIOpa Ha MPeIIeubsl, TOJ0BY MOJIHUMAET KPAaTKO-
BpEMEHHO, KUCTU B KyJsaukax. Omopa Ha pyKu He
chopmupoBana. [Ipu BepTHKaIu3aum — onopa Ha
9KBUHYCHBIE CTOIIBI, BBIHOCA HOTH HeT. Mbiiey-
HBI TOHYC — TUTIEPTOHYC TI0 CITACTUYECKOMY THUITY.
Cyxoxumabhbie pedJeKchl BBICOKHE C paciiupe-
HueMm pedieKCOTeHHBIX 30H, D=S, kionyc cror.
[Tatomornmueckue KucTeBbIE M CTOMHBIE PEDIEKCHI.
Nwmerotes «ctapTi-pedyiekcbl» HA HEOKUTAHHBIN
3BYK, TPUKOCHOBEHUE BBI3BIBAIOT CTEPEOTUITHYIO
JIBUTATEJIbHYIO PEaKINI0 — Pe3Koe B3/paruBaHue.
Beiciivie KorHuTUBHBIE (DYHKIMU: TPyOOE HapyIie-
HUe TICUXUYECKOTO PAa3BUTHS — MAJIO MHTEPeCyeTcs
OKPY’KaIOINM, K UTPYIITKaM He TSHETCS, BJIOKEH-
HYIO B PYKY WUTPYIIKY JAE€PKUT KPAaTKOBPEMEHHO,
KOHTaKT (hOPMaIbHBIN, SMOIIMOHATbHBIE PEAKITNT
mMasnoauddepeHImpoBaHbl, COXpaHEeH PUTM CHA 1
GoapcrBoBaHusl. PedeBoe pasBUTHE: TOJOCOBBIE
peakuuu, peako ryaenue. ITo mpocsbe poaureeii
IpU HA3HAYEHUU TePAUU ObLIN YITEHbI PEKOMEH-
MK aMEPUKAHCKUX KOJLIET 1 0OMEH MHEHUSIMI
[0 BEJCHUIO 3TOr0 pebeHKa Mo 3JIEeKTPOHHON T0-
yte ¢ [Taosoit Jleone, YauBepcuteT MeIUIIMHBI U
cromatosiorun mtata Hweio-/[skepen, r. Kamzen,
Heio-/Ixxepcu, CIIA. PebGenky Oblia HazHaueHa
CUMIITOMAaTHYeCKasl Tepamus (Ba3oakTHUBHAS, HO-
OTPOTIHAST, AHTUAMUJIENITUYECKAsd, >KIUPOPACTBO-
pUMble BUTAMUHBI ¥ BUTAMUHBI Tpymibl B). Ame-
PUKAHCKUMM KOJIJIETAMU PEKOMEH/IOBAHO [1aBaTh
[epoOpabHO PeOEHKY €KeHEBHO PAcTBOP MUThE-
BOU cofbl B pacuere 20 mMr Ha 1 Kr Beca pebeHKa.
[To MHeHUIO amMepUKAHCKUX HCCaenoBaTesei, mne-
TsM ¢ Oosie3nbio KanaBaHa HEOOXOIUMO TTOCTOSTH-
HO TIPOBOJIUTH OIeJIaYNBaHNe BHYTPEeHHEH cpeibl
opranmama. MbI IpejiTaraeM MCIoIb30BaTh ¢ 3TOM
IeJTbI0 OTedecTBeHHOM Tpenapat «/lemubocdon»,
KOTOPBIN BBITYCKAaeTCsl B BUJE MUKCTYPBI. Peko-
MEH/IOBAH TIOCTOSTHHBIN MPUEM MPerapaToB JUTHS
u3 pacuera 20 mr Ha 1 Kr Macchl pebenka (oreue-
CTBEHHDBIN Mperapar cujanut). B jedenun storo
pebeHKa IIUPOKO HCIIONb3YIOTCS: L-KapHUTHH,
omera-3, kosHzuM Q10, cepun, metmonun. Ha

JIAaHHOU COIJIACOBaHHOM Tepanuu peGeHOK Haxo-
auscst 8 MecsIeB, IBAXK/IbI TIOJIydall CTalliOHApHOe
sedennie B [AY3 «Xocmuce (merckuii)> B CaHKT-
[TerepOypre, T1€, KpOME MEAUKAMEHTO3HOTO Jieue-
HUs, TIPOBOJUIICS KOMILIEKC PeabUIMTAIHOHHBIX
meponpuaTuit: JIOK, maccak, BoHbIE TIPOTIELYPBI
(spa-karicyJia, Gacceiit), cBeToJedeHne, KICIOPOJI-
Hble KOKTEHJIH, IefarorndecKu-mcuxoaornieckme
3ausaTus. [Ipu moBTOpHOM OCMOTpe B HEBPOJIOTHYE-
CKOM CTaTyce TPOTrPecCpoBaHus 3a00JeBaHUsT He
oTMeueHo. BosmoskHo, Gojiee mmTeabHOe HaOI0-
JieHre 3a peOEHKOM TI03BOJIMT pa3paboTaTh cXemy
JIEYEHUsT, KOTOPYI0 MOKHO Oy/eT MPUMEHSITh JIJist
JIeYeHUsT CIIOHTHO3HOM JIeHKoaucTpohuu 6GoIe3HI
KanaBaHna.
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