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Kagedpa Hesposozuu u Helipoxupypauu ¢ Kypcom /110

AKTyaJIbHOCTb

Bonesub BypHeBuns-llpunrsaa uan tybepo3nbid ckiepo3 (TC) - arto
pefiKoe NOJIMCUCTEMHOE TeHeTUYeCKH [leTEPMUHUPOBAHHOE 3aboJieBaHUEe C
ayTOCOMHO-JJOMUHAHTHBIM THUIIOM HacJeJOBaHUsl, OTHOCsALleecsd K TpyIe
¢dbakoMaTO30B, NEPBUYHBIM MPOSIBJEHUEM KOTOPOrO SBJSETCA MOSIBJIEHUE
Jl0OpOKavyeCTBEHHbIX OMNYX0Jel W MOPaXXEHUE KOKHW U Pa3IMYHbIX OPraHOB,
BKJIKOYasi TOJIOBHOU MO3T.

ITHUOJIOTHSA U TAaTOTeHE3 TYOEPO3HOr0 CKJIEPO3a BKIIOYAET B CEOS MyTALUIO
B reHax TSClu TSC2, yTo npuBOAUT K NOTepe UX PYHKIUU U COMPOBOXK/IAETCS
akTuBauuerd KuHasbl MTOR, KoTOpas BBICTYHaeT KakK K/JIKYE€BOW PETryJSTOP
pocTa U nposarddepanuu KIeToK. UMeHHO M03TOMy NpU JaHHOM 3ab60JieBaHUU
pPa3BUBAIOTCS MHOXXeCTBEHHble raMapTOMBbI (L0OpPOKayeCTBEHHbIE ONMYXOJIU) B
pas/IMYHbIX opraHax. [laieHThl ¢ Ty0epO3HbIM CKJIEPO30M YAacTO CTPAZAKT OT
SMUJIENICUH, YMCTBEHHOW OTCTAJIOCTH YU PACCTPOUCTB ayTUCTUYECKOTO CIEKTPa.
YactoTta 3ab6osieBaHuss 1 Ha 10000 HoBoOpoOXJeHHbIX. Haubosiee 4YacTbIM
HEBPOJIOTUYECKUM NpOsIBJIEHUEM JlAaHHOU 60s1€3HU SABJISIETCA
dapmMakopesucTeHTHass popMa CTPYKTYPHOU PpOoKaJIbHOU 3NUJIENICHH, KOTOpasi B
CBOI0 oOuYepe/lb NMPUBOAWT K HApPYLIEHUI0 [O3HABaTeJbHbIX U COLIMAJIbHBIX
GYHKIMH.

VU CTOYHUMKOM 3MUJIENTUYECKON AKTUBHOCTU NpPU TyOEPO3HOM CKJepo3e

BBICTYIIAIOT Ty6epr — 3TO IpylIibl daTUIIUYHBIX A€30PTraHN30BadHHBIX HeﬁpOHOB
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Y [JIMAJIbHBIX KJIETOK, KOTOpble GOPMHUPYIOTCA ellle B 3MOpHOreHe3e U IPUBOAAT
K IpeJpacloJIOXKeHHOCTH K CyZJ0pOoraM U KOTHUTHUBHbBIM HapYILIEeHHUSM.

B cBA3U ¢ 3TUM, cOBpeMeHHas MeJUIMHA CTOJIKHYJIACh C PAOM MpPob6JeM
paHHeW JUAarHOCTUKH, OTCYTCTBUS HACTOPOXKEHHOCTH B OTHOIIEHUU OpPaHHbBIX
3a00/1eBaHU, MpPOBEJleHUs aJeKBAaTHOrO KJWHUYECKOrO O00C/HeJOBaHUA U
CBOEBPEMEHHOI'0 Ha3HAaYeHUs TapreTHOU TepanyH.

Llesib: onvcaTh KJIMHUYECKUH caydaul 6o1e3HU bypHeBusig-IlpuHriaa.

MaTtepuasibl 1 METOAbI

BosabHas E, 13 sneT, ¢ paHHero Bo3pacta HabJoJaeTcss B MeJUIIMHCKOM
yupexkaeHuu 1l ypoBHA 1o moBOAY 3NUJIENICUM.

AHaMHe3 3a00JieBaHUS: B BO3pACTe 4-X JIeT 0TMeYaJuCh NapOKCU3MaJlbHble
COCTOAHUA C OCTAaHOBKOMW [JIeMCTBUfA, B30pa, pacliUpeHHeM 3pavyKoB,
NpUYMOKHBaHueM, Bokaausdanued ("bI-bl-bl"), pgautenbHocThIO oOKOJIO 1
MUHYTHI, C IOCJTEAYIOIeN MOCTIPUCTYNHOM CJ1IabOCThIO U CHOM. YacToTa 0koJ10 3
pas B CYTKH.

B 5 ser BeicTaBsieH guarHo3: KpuntoreHHass ¢okaJsibHasi 3MUJIENCUSA
(4acThle pokaibHBIE NPUCTYIBI C OPOAJIMMEHTAPHBIMU aBTOMaTu3MaMu. AJT B
TeyeHHe 3-X JieT (BajblpoeBas KUCJ0TA), C MeIUKAMEHTO3HOW peMUCCUEN B
TedyeHHe 3-X JIET, [I0CJIe Yero MaMa CaMOCTOATeJIbHO OTMeHseT npenapat. BHOBb
c ceHTAOpa 2015 roaa noBTOpHbIE (MPAaKTUYECKU €XeJHEBHble) BO BpeMs
HOYHOI'0 CHa 0e3 MOTepU CO3HAHUS MPHUCTYINbl TOHUYECKOTO HAMNpsKeHUs B
py4ykax. HeBpoJsioromM cKoppeKTHpOBaHa /j03a BaJIbIIPOEBOU KHUCJIOTHI.

Bo BpeMsi KOHTpOJIbLHOTO 00C/Ie/JloBaHUsl Y HEBpoJiora B siHBape 2022 roza
Ha $oHe AJUTENbHON KJIUHUKO-HEUPOPU3UOJOTHIECKON PEMUCCUH 10 TOBOAY
SMUJIENICUY, B TOM 4YHCIe Oe3MeJUKAaMEHTO3HOM B TedyeHHe TroJa, MNpHU
yJbTPAa3BYKOBOM  UCCJeJOBaHWUM BHYTPEHHUX OpPraHOB  OOHapyKeHbI
aHTMOMMOJIMIIOMBI I1I0Y€EK, KOTOPbIE XapaKTePHbI [I/11 TYOEPO3HOTro CKIepo3a.

JleBouka mnpoxopuia Y3W BHyTpeHHUX opraHoB oceHbio B IIPB, rge
BbISIBJIEHbI  HeclleqUudUUecKhe  H3MEHeHUs B  IMOo4yKax. [lpoBejeH
JIMarHOCTUYECKUHM NIOUCK B OTHOIIEHUU TyOEpPO3HOTO CKJiepo3a MapaJljieJIbHO C

reHeTU4YeCKMM HCCe[JOBaHUEM: MpPU CceKBecTUpoBaHUU reHoB TSC1 u TSC2
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MyTalMi He 0OHApPY»KeHO, a MOJIEKYJIIPHO-TeHeTH4YecKasa auarnoctuka B ®I'6HY
«MT'HIl» um. H. II. bouykoBa (r. MockBa) BbIsiIBJieHAa MO3aW4yHasgi MyTalys
(nenenusa HykaeoTuZo0B) B 14 3k30He reHa TSC2. BbisgBJieHHbIM BapUaHT
aCcCOLIMUPOBAH C CUHAPOMOM «TyOEpPO3HbIN CKJIEPO3».

AHaMHe3 KH3HU: pebeHOK OT 3 OepeMeHHOCTH, NpOoTeKaBlled Ha QoHe
BbIpQ>KEHHOI'0 TOKCHMKO3a, yrpo3bl IpepbiBaHuA. Pozxbl 3, myTem KecapeBa
cedeHUs B 36 Hejlesib recTalMyd (HECOCTOSITEJNBHOCTh 1IBAa). Macca Tesia npu
poxaenun 2900 rp. aavHa 46 cMm. OueHka no mkase Anrap 8/9 6asios.
Beinucana Ha 7-ble cyTKU gomou. B HIIII 1 MOoTOpHOM pa3BUTUU He OTCTaBaJa. B
Hos16pe 2021 roja mepeHecjsa BUPYCHYIO WHQEKIUIO, MOCJe KOTOPOH CTaja
OTMe4YaTbCA NOBBILIEHHAA YTOMJSAEMOCTb U UHTEJJIEKTyaJlbHOe CHIDKEHMe,
CHW)KeHHWe  Maccbl Tesa  (0oQUUMANIBHOTO  NOATBEPKJEHUS  HOBOH
KOPOHABUPYCHON HHPEKIIMU HET).

Pe3ysnbTaThl npoBeleHHBIX 00C/AeJ0OBaHUNW NOATBEPKJAT JAUArHO3
TyOEpO3HOro CKJepo3a C TMOJUOPraHHbIM MOpaKeHHEM -  KOXKHbIe
aHruopubpombl Juia. 06beMHoe ob6pazoBanue MIXKII cepana. Kuctbl 06eux
noyek. ['amapToMma cetuatku OU. BpoxxaeHHas katapakTta OD.

MPT TI'M: MP-kapTuHa MHOX€CTBEHHBIX O0YaroBbIX HW3MEHEHUH B
MHTPaCyOKOPTUKA/JIbHBIX U IAapaBEHTPUKYJISIPHBIX OT/ieJ1aX JIOOHBIX, TEMEHHBIX,
BUCOYHBIX U 3aTbIJIOYHOM JA0JieHd; cy63aneHJUMaJIbHO y3JI0OBble 00pa30BaHUs B
obsactu BXK, 6osiee BeposTHO, KaK MpoOsiBJieHUWE TYOEpPO3HOro CKJepo3a
(nepBuuHoe MPT Ha cTapTe sanuJiencuu 6e3 NaToJI0OTMYeCKUX U3MEHEHUH ).

BM-33TI': [laTosi0ru4ecKux M3MeHEeHUU NPU HUCCAeL0BAaHUU He BBISBJIEHO.
BuoasiekTpuyeckass akTUBHOCTb COOTBETCTBYET BO3PaCTY.

06beKTUBHO: aHTMOGUOPOMBI JIMILIA, €IMHUYHbIE TUIIONUTMEHTHbIE NSATHA
B 00J1aCTH XMBOTA, OKOJIOHOTTeBble pUOpPOMBI, GUOPO3HAsA OJiALIKA Ha JIOY, B
HEBPOJIOTUYECKOM CTaTyCe OTMedaeTcCs: ociabsieHhe KOHBEPTeHIUU C 00eux
CTOpPOH. MblllIeYHbIH TOHYC YMEPEHHO CHMKEH C B/K, 6€3 3HAaUMMOU pasHUIbI
cTopoH. [lasbiieHOCOBYIO, MATOYHO-KOJIEHHYI0 NpPOObI BBINOJIHAET C JIETKOU

HHTEHLUEH.
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BeicTaBsieH k/AMHUYECKUW pAuarHo3: Ty6epo3Hblil ckjepo3. KoxHbie
anruopubpombl  Jjguna. OO6beMHOe  00pa30BaHUE  MEXKEJNYI0YKOBOU
neperopoaku cepaua. Kuctbl ob6eux mnodek. [amaptoma cetyaTtku OU.
BpoxaenHas katapakta OD. ®okanbHasi 3SMUJIENCUS C TPOCTBIMA MOTOPHBIMU
OpaxyvaJbHBIMA MNPUCTYNaMHM, CTOWKasg Oe3MeJUKaMeHTO3Hasd peMHUCCUSA C
12.2020 r. (mocneguuit npuctyn 10.2015 roaa). MurpeHnenoso6Hble 1edaaruu
CO CpeJHETSKeJIbIMU MapOKCU3MaMU CpeJiHEU 4aCTOTHhI.

Pe3yibTaThl M BBIBOAbI

TakuM obpa3oM, y JaHHOW MAllMEHTKU OTMEYAeTCsl aTUIIMYHOE TeuyeHHUe
60s1e3HU bypHeBuIA-IIpUHTIa, B CBA3U C TEM, YTO 3ab0JIeBaHUe AeOTHUPOBAJIO
B IIOAPOCTKOBOM BO3pacTe IOCJe HACTyIJIEHUd PEMUCCUU N0 3SNUJIEeNCUH
(nocneanunt npuctyn 10.2015r., cToiikasg 6e3MeJMKaMeHTO3HAsi PEMHUCCUS C
12.2020r.). Bo3MO0XHO yXyJlleHHWe CaMOYyBCTBUSI U MPOTpecCUpOBaHUE
3a00J1eBaHUs CBSI3aHO C NlepeHeCEHHOW BUPYCHOM UHOeKIUen (He UCKJIIYeHa
HOBasl KOPOHABUpPYCHAasA UHPEKL U ).

JlaHHbIN KJIMHUYECKUU cay4yau JLeMOHCTPUPYET OTCYTCTBUE
HAaCTOPO>KEHHOCTHU B OTHOLIEHUWU Op(QaHHbIX 3a00JieBAaHUM Ha YypOBHE
NMEPBUYHOrO 3B€HAa U BAXXHOCThb MNPEEMCTBEHHOCTU MeX/Jy pas3JIMYHbIMU
CrelUaJMCTaMU C [|eJIbI0 PaHHETO BbIsIBJIEHUS (PaKOMaTO30B.
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