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Axmyanvnocmoe. bonesur Humanna—IIuka, Tun C (HII-C) —
ophaHHOE HACIEACTBEHHOE ayTOCOMHO-PEIIECCHBHOE MYIBTH-
CHCTEMHOE 3a00JIeBaHIe TPYIIIB IN30COMHBIX 00Je3HEH HaKo-
TUIEHUSI, TIOATPYIIBI CPUHTOIUINA030B. DTHOIOTHS: MYTAIlUH
B reHax NPC1 (95% cmyqaeB) unu NPC2. Ins HII-C xapaktep-
HbI HEBPOJIOTUYCCKHUEC TIPOSABIICHUSA, TAKUEC KaK I1a30ABUIaTCJib-
HBIC PACCTPONCTBA, MO3KEUKOBBIC HAPYIICHHS, TUCTOHUSI, TU3ap-
TpUs, TeNacTHIECKast KaTalUIeKCHUsI ¥ SIS THIECKIE IPUCTYTIBI,
a TaKKe NMCHXHATPHIECKUEe HAPYIICHUS U MOpaKeHUE IapeHXH-
MaTo3HbIX OpraHoB. Pacnpocrpanénnocts 6onesnu 0,66—0,83 Ha

100 000 >kMBBIX HOBOPOXKAEHHBIX.

Onucanue knuHuyeckoeo cayuas. Jleouka H., 7 ner 7 mec.
W3 anamHe3a BBISIBICHO, 4TO peOEHOK OT 1-if OepeMeHHOCTH,
npoTekaBiiell Ha (hOHE yrpo3bl HEBBIHAIIMBAHUS, Y MaMbl ObLIH
ocTpsie pecriuparopHbie 3a6oneBanus B I u I Tpumectpax. Po-
6l B 39 He ¢ aMHUOTOMHEH M CTUMYJISIIIe okcutonnHoM. Ha
1-M roxy >ku3HH OBUTH JUAarHOCTHPOBAHBI IEPHHATAIBEHOE TTOpa-
YKCHUE LIEHTPAIBbHOW HEPBHOW CHCTEMBI U CHHAPOM JIBUTATEIb-
HbIX HapymeHud. C 1 rona y 601bHOH OBLIIO BBISBICHO MOBBIIIIE-
HHE aKTHBHOCTH acllapTaTaMUHOTPaHC(epasbl, CIUICHOMET NS,
reraromeranus. B Bo3pacre 2 roga 10 Mec nocine octpoii pecru-
paTopHOW BUPYCHON MHGEKIHN OTMEUEHBI MIaTKOCTh ITOXOIKH,
TpeMop MOAOOPOAKA, HEUETKOCTh PEUr ¢ IOBTOPHBIMH 3IIH30-
JIaMH yXYIIIEHUS ¥ HETIOJIHBIM BOCCTAaHOBJICHHEM. Bbuin BBISB-
JIEHBI TAK)K€ MHTEHIMOHHBII TPEMOp, TUCMETPHUS, BEPTUKAIIb-
HBII HaJIbAJICPHBIN O TaIbMOIIApE3, reacTUIecKas KaTarieKcus,
MOTIEPXHBAHUS, PETpecc MCUX0-PEYeBOro pa3BUTHs. [ eHeTHYe-
ckoe o0cieoBaHne ObLIO MPOBEICHO TOJIBKO B BO3pacte 4 ro-
na 11 mec. [Ipu 3TOM ycTaHOBIEHBI 2 HYKJIEOTUIHBIX BapHaHTa
B reHe NPCI (chr18:23538609C>A, ¢.2974G>T, p.Gly992Trp u
chr18:23538609CCT>C, ¢.2972_2973delAG, p.GIn991fs). Bel-
craiieH quarHo3: bonesns Humanna—ITuka, Tum C. Ipu Y3U op-
TaHOB OPIOLTHOM IOJIOCTH ONpeeNieHbl Au(y3HbIe TapeHXUMa-
TO3HBIE N3MEHEHHS [IEIEHH U MOYeK, CIIEHOMeTalus, Hedhpomera-
nus. Hagara narorenernueckas cyoCcTpar-peayupyomas Tepamnust
— munitycrar 100 mr 3 pa3a B CyTKH € TIOJIOKUTEIbHON AMHAMHU-
KOH: yJTy4IlleHHe [IOTaHKs, yMEHbIICHHE YaCTOThI reJIaCTHYECKUX
MPUCTYIOB. DNUIENTHYECKUE (POKAIBHBIE TUIIOMOTOPHBIE TIPH-
CTYIBI C IPHCOETUHEHUEM MOTOPHOTO KOMIIOHEHTA, yYallleHUEM,
TpaHchopMamueil 10 OniaTepaabHO-CHHXPOHHBIX TOHHKO-KJIIO-
HUYECKUX MPUCTYIOB KYIUPOBAIKMCH B OT/I€JIEHMH HHTEHCUBHOU
Tepanuu. [IpoTuBoCyiopokHas Tepamnus JIeBETHPaLeTaMOM H Jia-
MOTPHKUHOM CONPOBOXKAAJIACH TOJIOKUTEIBHON JTUHAMHUKOM.

3axnouenue. HII-C Obuta tuarHocTupoBaHa HECBOEBPEMEH-
HO BCJIEICTBHE HEJOCTATOYHOM OCBEJOMIEHHOCTH Bpadei 00 op-
(haHHBIX 00IE3HIX U BO3MOXXHOCTSIX TEPAITUH, YTO IIPUBEJIO K WH-
BanuAM3aLUK nanueHTa. Heo6xoquMo MOBBICUTH HACTOPOXKEH-
HOCTB Bpayei ¥ NMPH BBISBICHUU TOPAKEHHSI HECKOJIbKUX CUCTEM
opraHoB, He3((EKTUBHOCTU CTAHJAPTHON TEpanmuy HarpasisTh

peOEHKA K FEHETUKY.
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