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KJIUHUYECKHUH CJIYYAN XPOHUYECKOM NEPBUYHOM
HE/IOCTATOYHOCTH KOPbI HAAIIOYEYHUKOB Y PEBEHKA
C X-CHENJIEHHOU AAPEHOJIEUKOAUCTPODPUEN

IAamatickull 2cocydapcmeeHHbIll MeOUYUHCKUU yHUgepcumem, kageopa
¢akysabmemckoii neduampuu 2. bapHaya

2KT'BY3 «AKKLIOM/]», 2. BapHaya

OpbiHkaHoB ApmaH MasimkoBu4l, ’Kykosa Hatanba BasiepbeBHa?

Mautiora Osibra MuxamjioBHal

BBegeHue

X-cuensieHHass aZipeHosenkoauctpodusa (AJI/]) BrurodaeT rpynmny
IePOKCUCOMaJIbHBIX HEWPOJereHepaTUBHBIX 3a00/1IeBaHUM, B OCHOBE KOTOPbIX
JIXKUT IlepBUYHAd HAAMOYEeYHUKOBAA HELOCTAaTOYHOCTb B COYETAHUU C
JieMye/IMHU3al el HEPBHOU CUCTEMbl HU3-3a HeI(PPEeKTUBHOCTHU [3-OKUCJIEeHUS
KUPHBIX KUCJIOT B pe3yJibTaTe CHUXKeHUSA aKTUBHOCTHU aLeTu1-KoA cuHTeTasbl
UX JUIMHHBIX Lened. 3aboJieBaHME IMOJIHOCTbIO MposiBJAsAeTcs (abcoJsiroTHas
S9KCIPECCUBHOCTb) TOJBKO y MYX4YMH. Y okeHwuH A/lJl mnpoTekaet
6eccumnToMHo. YacToTa BcTpedaemoctu AJI/] coctaBaset 1 cayyau Ha 20000 -
42000 my>x4uH. B ocHoBe AJI/] nexat myTtauuu reHa ABCD1, pacnosioxxeHHOT0
Ha XpoMocoMe X(q28, KoTopblid KoaupyeTt 6esok ABC Mem6paH nepokcrucoM. B
HacTosilee BpeMsi onvcaHo 6osiee 400 myTtanuii reHa ABC1, He BaUAKOIMX Ha
$yHKIMIO reHOMa MU PeHOTHUII.

OIMMUCAHHUE K/IMHUYECKOI'O CJ/IYYAA. Manbuuk 15-Tu JieT mocTynuJ B
SHJOKPUHOJIOTUYEeCKOoe oTaesieHue ajs Aeted 18.11.22 r. ¢ xasobamMu Ha
C/1ab0CTh, OBICTPYID YTOMJSAEMOCTb, NOHWXeHHOe A/l, CMyrJioCTb KOXH,
HapylleHUe nepudepuvecKkoro 3peHus, pasApaxuTesbHOCTb. M3 aHaMHe3a
3a00J1eBaHUs U3BECTHO: B TeyeHUe nocjie[HETO rojia OTMEYA0T BbIPAXKEHHYIO
ciaboctb U cHUKeHue A/Jl. C 4-x ieT CMYTJIOCTb C HApacTaHUEM B JiMHaMHUKe. [1o

IMOBOAY BbIIIE€OINMCAHHBIX »Kaso0 O6paTI/IJICH KHEBPOJIOTY ITIO MECTY XKUTEJIbCTBA.
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HanpaBsieH HeBpOJIOTOM K 3HJOKPHUHOJIOTY IO MECTY >XUTeJbCTBa. [lpu
obcsenoBaHur: Koputuzona 54 Hmosb/n, AKTI 6osee 500 wmr/ma. MPT
rosiopHoro Mo3sra 18.10.22r: MP-npu3Haku HECKOJIbKO aCCUMETPUYHOIO
V3MEHEHUS] CUTHAJIbHBbIX XapaKTEePUCTHUK OeJIoro BelleCTBa TeMEHHBIX A0Jiei
roJI0BHOrO Mo3ra (X-cuensieHHas agpeHosenkoguctpodpua? Jiumdpoma?), kucra
NUHEAJTbHOMU >KeJie3bl, OJIMI OCHOBHOM NMa3yxu. PeHTreHorpaMma KUcCTeu u Ji/3
cyctaBoB 02.11.22r: KOCTHBIM BO3paCT COOTBETCTBYET MacnopTHoMy. /s
JlaJibHeNIero o6caef0BaHUs U JiedeHUs HallpaBJieH B CllelUaJu3UpPOBaHHOE
oTaesneHrve. V3 aHaMHe3a »XU3HU U3BECTHO: PebeHOK oT | 6GepeMeHHOCTH,
NpoTeKaBlled Ha pOHE COYEeTAaHHOIO recTo3a CpeJJHEN CTENEHH TSXKECTH, poAbI |
B 40 HeZles1b, aMHUOTOMMUSI, POIOBO30YAeHUE Oe3 adPeKTa, KecapeBo CEYEHUE.
Bec npu poxaenun 4300 r, poct 52 cM, oneHka no Amnrap 7/9 6assos.
UcKkyccTBeHHOe BCKapMJIMBaHWe C poOXJAeHUd. PaHHee ¢usndeckoe U
IICKXOMOTOPHOE pa3BUTHe 6e3 ocobeHHocTel. [IpuBAT mo Bo3pacty, 6e3
ocnoxxHeHUM. U3 nepeHecéHHbIx 3ab6oseBanuii: OPBU 2-3 pasa B roz. TpaBm u
onepanuii He 6bL10. HacnegcrtBeHHocTh oTsroiieHa? (Co cioB oTia pebeHKa,
A MaJIbuMKa 10 MaTePUHCKOW JIMHUM CTPajaj OT CXOXHUX CUMITOMOB, HO
obcienoBaH He Obla). [lpy o06c/e0OBaHUKM B OT/IEJIEHUHU: COCTOSIHHUE T10
3a00JIeBaHUI0 TSKEJIOE 3a CYET HeJOCTAaTOYHOCTH (QYHKUUU HAAIMOYEYHUKOB,
CaMOYyBCTBUE CTpaZilaeT yMmepeHHo. Tesioc/ioKeHHWe TMpaBUJIbHOE, MHUTAHUE
yA0BJIETBOPUTEJIbHOE. [10 pU3nUecKoOMy pa3BUTHIO COOTBeTCTBYeT 15,9 rozam,
UMT 18,6 (HopMma 16,34-25,0), pocT 170 cM, Bec 54 kr. T Testa 36,5 °C, oTMevaeTcs
runotonusa (Al 98/61 mm.pt.ct.), YCC 60 ya/mun, Y/l 18 B muH. KoxHbie
IOKPOBbI CMYyTJible, CyxoBaTble. [lo ocTaJbHBIM OpraHaM M cucTeMaM 0e3
BU/IMMbIX MATOJIOTUYECKUX U3MEHEHHUH.

[lo pe3ysibTaTaM ropMoHa/ibHbIX UccaefoBaHuu: ypoBeHb AKTI (nir/mr) ot
21.11.22: >1250 (Hopma 7,9-66,1), Koptuszon (Hmosn/n) ot 21.11.22: 44,8
(Hopma 55,0-690,0). Anbaoctepon (nr/mr) ot 23.11.22: 5,0 (Hopma 25-315).
Takum o6pasoM, BBUAY Bbicokoro 3HadeHUss AKTI' npu HU3KOM ypoBHe
KOPTH30J1a U aJIbJIOCTEPOHA, MOATBEPXKAAET HAJIMUMe IEPBUYHON XPOHUYECKOUN

HeJOCTATOYHOCTH KOPbl HAAIIOYEIYHHUKOB.
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MPT rosnoBHoro mo3sra ot 21.11.22r: MP kapTHHa CTPYKTYpPHbIX U3MEHEHUH
6eJioro BeulecTBa roJIOBHOTO MO3ra C BOBJIEUEHHMEM BaJIMKa MO30JIMCTOTO TeJIa,
MeJUaJIbHbIX KOJIEHYaThIX TeJs, 3aJJHUX OTJEJIOB CTOJIO0B CBOJA, HAapYy»KHbIX
Kafncys, ¢ GOpMHUpPOBAaHMEM HM3MEHEHUW MO0 THUNY JIeHKOAUCTPOPUHU
(appenonenkoauctpodusi/ AJIJI/ 1-ro Tunma mno Loes). Mukpokucra
IIMIIKOBUAHOU kesie3bl. [lpu3Haku runepmiasud JUMQPOUJHOW TKaHU
HOCOTJIOTKH.

MPT HIOII, TOIl u MOIl or 25.11.22r. Mp kapTHHa JlereHepaTUBHO-
JAUCTPOPHYECKUX U3MEHEHUN MOSICHUYHO-KPECTILOBOTO OT/AeJia TO3BOHOYHUKA.

3BIIIIIT (3puTesbHble BbI3BaHHbIE TNOTEHIMAJbl Ha OOpalaeMbId
axMaTHbIA mNaTTepH) oT 24.11.22r: 3amejJjieHHe TPOBEJIEHUS B KOpY
3pUTEJIbHOU apdepeHTaUU C JIBYX CTOPOH. ACBII
(AKycTHYeCKHeE CTBOJIOBbIE BbI3BAaHHbIE MOTEHIIHAJIbI) OT 24.11.22r:
3aMe/ieHMe BHYTPHUCTBOJIOBOTO MPOBeAEHHS Ha IMOHTO-Me3eHledaJlbHOM
ypoBHe C ABYX cTopoH. IJHMI' BepxHUxX KoHeyHOocTeH oT 24.11.22: [IpoBegeHo
HCC/IeIOBAaHME CKOPOCTH pPACHpPOCTPAHEHHUS] BO30YKJEHUS MO MOTOPHBIM M
CEHCOpPHBIM BOJIOKHaM n.medianus, n.ulnaris. 3aksrodeHue: 3amenJieHUe
NpOBeJleHUS 10 JUCTAJbHBIM y4acTKaM MOTOPHbIX BOJIOKOH n. medianus dex et
sin.

JHMI' HMKHUX KOHedyHOcTed OT 24.11.22: IIpoBefieHO HCC/eJlOBaHUE
CKOPOCTH pacnpoCTpaHeHUsl BO30YKJeHUs 10 MOTOPHbIM M CEHCOPHbIM
BoJIOKHaM n.tibialis, n.peroneus. 3akntouenue: HeBponaTtus n.tibialis dex. et sin,
n.peroneus dex. et sin 1eMHUeJTMHU3UPYIOIETO TUIIA C 3aMe/lJIEHUEeM MMPOBeieHU
10 AYCTaJIbHBIM y4acTKaM MOTOPHBIX BOJIOKOH.

Koncynbranusa opranbmosiora ot 25.11.22r: Cy:xeHue noJisg 3peHUs Ha 5
crpaBa C HOCOBOHW CTOpPOHBbI CJieBa C BUCOYHOM CcTOpoHBI. /[/3: 'oMOHHMMHas
reMHAaHOICUSI.

Koncynbranusa HeBposiora oT 01.12.22r: AxpeHonedikoauctpodus X
cuensieHHas? llepebpanbHasg popma. [oMOHHMMHAsA reMyuaHoIncus. B3sgTa KpoBb

Ha reHeTU4YeCKOe UccejoBaHue (MaToJI0THUs MOATBEPXKAeHa).
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3ak/Il04eHue

Cnenyer o00paTUTh BHMMaHME Ha HeOOXOAWMOCTb KOMIIJIEKCHOTO
006cJieIoBaHUSI MaJIbYUKOB C MEPBUYHOU XPOHUYECKOU HEAOCTATOYHOCTBIO C
IeJIbI0 HCK/IIOYEHUS aJIpeHOJIEUKOAUCTPOOUH, aKTYaJIbHOCTb YTOYHEHUS
reHeaJlorn4eCKoro aHaMmHe3a 1 06ceJoBaHUs POACTBEHHUKOB MalleHTa.
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