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Caupsopna H.C.

Hay4yHbIn pykoBOoAUTENb: KaHA. MeA. HayK
T.B. NMNoTtexuHa

HaunoHanbHbIN MEQUUMHCKUIA UCCeq0BaTENbCKUN LEHTP
3popoBbs aeten Munsgpasa Poccnn, Mockea, Poccus

KnioueBble cnoBa: KiiuHu4Yeckul cryvad; 6one3Hb
Kpabbe; 2rnoboudHoknemoyHas nielikoducmpoghusi;
2anakmosunuepamudHbIl nunudo3

AkTyasibHOCTB. bone3ns Kpab6e (ranakro3uiniiepaMuHbIi
JIUMHJI03) — ayTOCOMHO-PElLeCCUBHOE 3a00JIeBaHUE, TIPEACTAB-
JsieT co0oi THI JTM30COMAIBHOTO PAacCTPOiiCTBa HAKOIUICHUS,
BO3HHUKAIOIIETO B pe3ynbrare Jeduiura (epMeHTa rajakTole-
pebpo3unassl.

Onucanue Knunuueckozo cayyas. JIleBouka, 7 Mec, mocry-
nuja ¢ xanobamMu Ha 3a7epkKy pOpMHUPOBAaHUS MOTOPHBIX Ha-
BBIKOB U HX YTpary, BSJIO€ COCAHUE, MOCTOSHHBIE OeCIOKOM-
CTBO U IJIAKCHBOCTb, IUIOXYIO NMPHOaBKy B Bece, CIIU3b B CTYIIE.
Co cioB marepu 10 Bo3pacta 3 Mec peOEHOK Xopoio npudaB-
TS B Bece, K 2 Mec Jiepakana roJoBy, TyliiIa, yasibanacs. Ox-
HAKO C POKICHHS OTMEUYAJINCh MBIIIEYHAsi TUIIOTOHUS, Ooes-
HEHHOCTb IIPH B3SITHH HA PYKH U MOBOPOTax Ha Ook. B Bo3pac-
Te 4 Mec OoyibHasl MEepeHecsia KOPOHABUPYCHYIO MH(EKIHUIO.
ITocne unexuu oT™Meyancs perpecc HaBbIKOB. I1o MecTy xu-
TeNbCTBA B Bo3pacTe 5 Mec Oblna mposeneHa MPT romosHoro
Mo3ra: BBIABJICHO 09ar0OBOE IIOPAXKCHIE B 00JIACTH 3y0UaThIX sA1ep
MO3)KEUKa, BEHTPUKYJIOMETAIHS, YTONIIEHHE TPeIXua3MalbHbIX
CerMeHTOB 3PUTEIbHBIX HepBOB. [Ipu aHanmu3e KpoBU (cyxue
nsATHA) (IH3UMOAMATHOCTHKA): aKTUBHOCTD TaJIaKTOLIepeOpO3H-
na3el pe3ko cHikeHa 0,01 MxM/n/4 (Hopma 0,7—10,0 MxM/n/4).
IIpoBenén ananu3s Ha Hanuuue yactoi MmyTtanuu del 30 000 m.H.
(c. 116146555 *9573de) B rene GALC (MIM #606890), ycra-
HoBieHa Oone3Hp Kpabbe, ayTocOMHO-peneCCHBHBII THIT Hacle-
JOBAaHMS: MYTAallM{ HE BBISBIEHO. AHAIN3 KPOBHU (CyXHe IISATHA)
Ha UCKJIIOYEHHE TTaTOJIOT U JTM30COMHON KHMCIIOH JIUMA3kl: B HOP-
me 0,7868 (nopma Beime 0,084). KapuoTumn: HOpManbHbIH jKeH-
ckuii 46, XX. IIpu ocMoTpe oOparnaet Ha ce0si BHUMaHUE BbIpa-
JKEHHas THIIePeCTe3Nns; IIPY pa3aeBaHHN peOEHKa, IIPH B3ATHH Ha
PYKH HeTaTHBHAsI Peakiys B BUJE OOJE3HEHHOTO IUTada U rprMa-
cbl. Peaknust Ha OCMOTpP CHMKEHA, OTMEYAeTCs] KPaTKOBPEMEH-
HOE 3pUTENBHOE cOCpeoToYeHUE. [10Tanne HapynieHo, OBICTPO
yTomisieTcst pu kopmiieHUH. OObEM aKTUBHBIX ABHKEHUH PE3KO
CHIKCH. MBIIICYHBIN TOHYC U3MEHEH 110 THIIOTOHUYECKOMY TH-
Iy, CHMMETPHYHBIN. MEIIIedHast CHIa CHIDKeHa 10 3—4 0aios,
pU9EM 32 BpeMsi IPeOBIBaHMS B OTAEICHUH CHIIa CHU3HIACH JI0
1-2 6aynoB. [Ipu Tpakuuu 3a pyku He rpynnupyercs. CyXoKb-
HbIE ¥ HAAKOCTHUYHBIE PE(IIEKCH C PyK U HOT PE3KO CHIKEHBI, D
=S, pedrekcoreHHbIe 30HbI HE pacliupeHsl. Peduekcs! opansHo-
TO aBTOMAaTH3Ma HE BEI3BIBAIOTCSl, XBaTaTeIbHBIH pedieKc He BbI-
3bIBaeTCs. JIBUraTeNbHbIe HABBIKH He C(DOPMHUPOBAHBI — TOJIOBY
He aepxuT. Dusmdeckoe pa3BUTHE HU3KOE FAPMOHHIHOE (BeC 4-i
MPOIEHTUIb, POCT 5-W MPOIEHTHIB). AKTUBHOCTD TajaKTO3MU-
Ja3bl B CyXUX MATHaX KPOBM PE3KO CHIDKEHA (KOHLEHTPaIHs
He onpexaeneHa). [Touck myraumii B rene GALC: uccienoBaHsl
9Kk30HbI 01-17 rena GALC ¢ npuiieraroliuMy HHTPOHHBIMU 00J1a-
CTAMHU: B 3k30He 08 BbIABIIEH HyKIe0oTUAHbIH BapuaHT ¢.908C>T
(chr14:87968335G>A, NM_000153.4, rs756352952) B rerepo3u-
TOTHOM COCTOSTHHH, IPUBOSIIINI K aMUHOKHCIIOTHOMY BapHaHTY
p-S303F, onucanHbIil B KOHTPOJIBHOH BeIOOpKE gnomAD, v2.1.1,
¢ yactoroit 0,002%. HykineoTuaHelii BapuaHT ONKUCAaH paHee
y neteii ¢ 6onesnsto Kpaboe. B 3x30He 16 BbIsBIIEH HYKICOTHI-
HBIi BapuaHT c.1884dup (chr14:87939932dup, NM_000153.4,
rs1336726861) B reTepO3UTOTHOM COCTOSHUH, IIPUBOASIIUAN
K CIBHUTY paMKH cunThiBaHUS p.W629M{s*9, onncaHHbIi B KOH-
TponbHOH BbIOOpKe gnomAD v2.1.1, ¢ wacroroii 0%. Hykie-
OTUIHBII BapHaHT ONUCAH paHee y JeTeil ¢ 6one3nbio Kpabd-
Oe. Y marepu pebeHKa METOJOM CeKBEHHpOBaHUs o CoHre-
py B 3k30He 08 BBIABICH HyKIEOTUIHBINA BapuaHT ¢.908C>T
(chr14:87968335G>A, NM_000153.4, rs756352952) B rerepo3u-
TOTHOM COCTOSTHHH, IPUBOSIIINI K aMUHOKHCIIOTHOMY BapHaHTY
p-S303F, onucanHbIii B KOHTPOJIBHOH BhIOOpKE gnomAD, v2.1.1,
¢ yacrotoii 0,002%. VY crapueii cecTpbl peOEHKa METOIOM CEKBe-
HupoBaHus 1o CaHrepy B 5k30He 08 (kak M y MaTepH) BbISB-
neH HykineotuaHblid BapuaHT ¢.908C>T (chr14:87968335G>A,
NM_000153.4, rs756352952) B reTepO3UTrOTHOM COCTOSIHUH,
MPUBOASIINNA K aMUHOKUCIIOTHOMY BapuaHty p.S303F, onu-
CaHHBIH B KOHTPOJIbHOW BbIOOpKE gnomAD, v2.1.1, ¢ yacTo-
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toit 0,002%. IIpu Buneo-331'-MOHUTOPUHTE BBISBIECHA MYJb-
THUpPETHOHAIbHAS YMIIENTH()OPMHAS AKTUBHOCTD, MHIEKC Tpe.-
CTaBJIEHHOCTHU B OoapcTBoBaHMM 0K0sI0 40%, Bo cHe okomo 60%.
90T npencrapieHa NaTTePHOM MOTU(PUIUPOBAHHOMN FUIICAPUT-
MUH. DNUJIENTHYECKUX MPUCTYIIOB HE 3aperucTpupoBaHo. MHu-
OUHPOBaHa Tepamnus BUradaTpuHOM B go3e 10 Mr/kr/cyT ¢ mo-
CTENEeHHBIM yBenndeHueM 110 50 mr/kr/cyt. [Ipn ucnons3oBaHun
BHTa0aTpUHA MBI OJTYYHIN AOTIOHUTENBHBINA CEJaTUBHBIH (-
¢exkt. Ha ¢pone Tepanuu peGEHOK cTan MeHee TUIakcuBbIM. [1po-
BEJICHUE T10 CIIyXOBBIM CTPYKTYPaM CTBOJIA TOJTOBHOTO MO3ra 3a-
MEJIEHO Ha YPOBHE MEXAY HIKHUM MOCTOM M CPEJHHM MO3-
rom. [IpoBenenue 3puTenbHOi apdepenTannu ¢ 00enx CTOPOH
Ha KOpy 3aMeJuIeHo, aMuinTyna nmuka P100 camkena. [pu kap-
JHOPECTINPATOPHOM MOHUTOPUHTE JHEBHOTO CHA OTMEYEHO CHU-
xkeHue catypanuu (92,6%). 3a BpeMs npeObIBaHMS B CTallMOHA-
Pe OTMEUEHO MPOrpecCUPOBAHUE HEBPOJIIOTHUECKOH CUMIITOMA-
TUKH, HapacTaHue rcesnooynsoapHoro cunapoma. [lepeseneHa
Ha 30H10BOe KopmiieHHe. KoHCynpTHpOBaHa B OTAEICHUH TPaHC-
maHTanuu koctaoro mo3ra PJIKb: mokazanuit 1 mpoBeneHus
TPAHCIUIAHTALIMH T€MOIIOATHYECKUX CTBOJOBBIX KJIETOK HET.
BonbHOI mpHCcBOCH NaIMaTUBHBIN cTaTyc. PeOEHKY ¢ mporpec-
CHPYIOIIUM HeHpoaiereHepaTuBHBIM 3a00JIEBAHUEM U TTaJITHATHB-
HBIM CTaTyCOM PELIEHO YCTaHOBHUTH raCTPOCTOMY M TPaXxeoCTo-
MY JJIsl OONIeTUeHHS TSHKENBIX MPOSIBIICHUH 3200JI€BaHUS H YITyd-
[ICHUS Ka9eCTBa JKU3HH.

3akuoueHue. B ceMbsix 0OJBHBIX C TEHETUYECKHU MOITBEPXK-
JneHHOH Oone3Hbro Kpabbe HeoOX0aMMO YCTaHOBUTh HAOMIOCHUE
3a CTapIIUMU cHOCaMH J1aXkKe IPU OTCYTCTBHU Y HUX CUMIITOMOB,
xapakrepHbIX Juist nepunura GALC. IlenecoobpasHo nposese-
HHUE ME/IMKO-TeHETHYECKOI0 KOHCYIIETUPOBAHUS U ITPEHATAIBHOM
9H3UMOANATHOCTHKH.



