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bonesHb Kpabbe —

TPYAHOCTU OUATHOCTMKM U TePanum

HacneactBeHHble 6one3Hn obmeHa nunuaos — 310 obLIMp-
Hasl rpynna pasfnyHbIX MO reHe3y COCTOSIHWIA, CBSI3aHHbIX NaTo-
reHeTU4Yecky B TON UMW UHOW CTEMEHU C HapyLUEHWUSIMU XMPOBOTO
obmeHa.

BonesHb Kpabbe oTHOCUTCA K rmuKonNunMao3am, NposiBrsio-
LLMXCS1 B Pa3NUYHbIX KIMHUYECKUX BapuaHTax B 3aBUCMMOCTU OT
HECOCTOATENbHOCTN OTAENbHbIX hepMeHToB. boneaHb Kpabbe —
reteporeHHoe 3aboneBaHve, MetoLLee ayTOCOMHO-PELIECCUBHBIN
TMN HacnepoBaHust. [eHeTnyeckn 3aboneBaHue CBsI3aHO C MyTa-
LUMAMM reHa ranaktosunuepebpoava-ranakrosugass.

MNaToreHes: ManakTouepebpo3naasa yvyacTByeT B rugponuae
TepMUHanbHO ranakTo3bl OT ranakTouepebpo3vaa, ranakrosusc-
(hMHro3nHa (NMCUX03nHa), MOHOTanakTo3MnNarnuuepuaa u nakTo-
sunuepamuga. MNpu HeQOCTaTOYHOCTM 3TOro hepMeHTa unu Genka
canosuHa A, KOTopbIi NoMoraeT epMeHTy «y3HaBaTb» cybcTpar,
NPOVCXOAUT HaKOMMEHUe 3TUX HErMaponu3oBaHHbIX cybcTpaToB
B GMMONEKYNsipHOM Croe MUENUHOBOIO BOMOKHA Kak LieHTpanb-
HOW, Tak U nepudepnyeckon HepBHON cuctem. NcmMxo3nH aABns-
€TCsl TOKCUYECKMM BELLECTBOM [l HEPBHOW CUCTEMbI, Bbl3biBast
rmbenb onUroaeHapoLMTOB, pacnag MUEeSIMHOBOrO BOSIOKHa U 06-
pa3oBaHue xapaKTepHbIX BKIHOYEHWIA B INUanbHOM TKaHW — «rT1o-
BonaHbIX kneTok». Yncrno u pasmep nusocom B 6enom BeLLecTBe
pe3ko yBenuumuBaeTcsl, NpuBoAs k rubenu knetok. HegocTatou-
HOCTb ranakTosunuepamma-ranakroauaasbl NpUBOAMT K HaKonse-
HUIO ranakTo3un-cuHroanHa B Mo3re, nepudepuyecknx Hepeax,
noyKax, BblpaX€HHOMY acTpoLMTapHOMY FNMO3Y, MHAUIETpaLUn
6enoro BellecTBa Mo3ra XxapakTepHbIMU MHOTOSIA€PHBIMU KIeTka-
MU, aemuenuHmaauun. BonesHb Kpabbe oTHocUTCA K peaKuMm 3a-
6oneBaHusaAM, yacTtota BcTpedaemocty 1:100 000 »mBbIX HOBOPOX-
OeHHbIX. CUHOHUMBbI — JlenkogucTpodus MobonaHOKNETOUHAS,
Kpabe — beHeke 6onesHb, Kpabbe rnobonaHo-kneTouHasi nemko-
anctpodums, Kpabbe anddysHbIi MHPaHTUMbHBIN CKNEPO3.

KnuHnyeckne nposiBneHns: B 3aBUCUMOCTM OT BO3pacTa Ha-
Yana 3aboneBaHus BbIOENSIOT YeTbipe KNuHuYeckue opmbl 60-
NEe3HU: MHAHTUIBHYIO, NO3OHIO UH(AHTUMBHYH, FOBEHUIbHYHO
1 B3pocnyto. Hanbonee Yacto BcTpeyaercsi MHpaHTUnbHas (knac-
cuyeckasn) popma (85-90% cnyyaes). 3Ta popma 3abonesaHus
HauyMHaeTcsa Ha NepPBOM MOMYroAMU XU3HWU. [epBble CUMNTOMbI
3aboneBaHus HecneLndnyHbI, HabnoaaTCs HEMOTUBMPOBAHHbIE
noabeMbI TeMnepaTypbl, rMNepBo36yANMOCTb, HapYLLEHWS BCKapM-
TNMBaHUsi, NOBbILEHNE MbILLEYHOr0 TOHyca Mo CnacTU4YeckoMmy
Tvny. K 6—8-My MecsiLy Xu13HU CTaHOBUTCS 3aMeTHbIM OTCTaBaHue
B NCUXOMOTOPHOM pPa3BUTUM, B HEKOTOPbIX Clyyasx npucoeam-
HsloTCs cygoporn. B ganbHenwem nponcxoaut GeicTpas yTpata

CbOPHUK TE3UCOB

paHee NpMoGPEeTEHHbIX HABLIKOB, HApaCcTaHWe MbILLEYHOrO TOHyCa
[0 ONUCTOTOHYCa, HabnoJalTca CHUXKEHNe UHTennekTa, atpodus
3pUTENbHBIX HEPBOB CO CHWXEHWEM peakLMu 3paqkoB Ha CBET,
rmnoTpocpusa BNNoTb A0 kaxekcun, bynbbapHo-nceBnobynbbapHbIn
CMHAPOM, CyXOXMIbHas runo- u apednekcus. Boigensiot ctaguii-
HOCTb B TEYEHUWN paHHEn MHaHTUNbHOW opMbl (Hadano B 3-6
mec). | ctagua — noBbileHHas Bo3byauMocTb pebeHka, asura-
TenbHas peakumsi (TOHMYECKNe Cyaoporun) Ha 3ByK, CBET U T.4.; Mo-
BbILLEHWE MbILLEYHOrO TOHYCa, 3aMeAieHne pasBuTus, MPUCTYMbI
runepnupekcum. Il ctagnsa — pasBuTME ONUCTOTOHYCA C TOHWUYe-
CKvM pasrmbaHnem pyk W HOT, yTpaTa BCEX HaBbIKOB, MUOKITOHWN,
CYOOpPOXHbIE MPUNaaKu, rMno- unu apednekcusl, NPUCTYNbI runep-
nupekcun. I ctagns — peuepebpauus, 6ynbbapHble paccTpon-
cTBa, Cy#oporu.

Mo3aHss MHdaHTUNbHast popma: paHHee pa3BUTUE amMaBpo3a,
rnocTeneHHoe HapylleHve MHTenneKkTa u ABwxkeHun. MNpu nosa-
Hew MHAHTUNBHOW U toBEHWIbHOM hopmax 6one3Hb HauYMHaeTcst
B cpefHeMm oT 2 1 6 ner. [NepBbIM CUMMTOMOM, Kak NpaBuIo, siB-
NAeTCA HapyLUeHWe 3peHnsl B BUOE 3pUTENbHONM arHo3uu, remua-
Honcuu. MNo3aHee NPUCOEANHSIIOTCS HapyLLEHUsI MOXOAKW, KOTopble
06ycrnoBneHbl cCnacTUYeckMMn napesamu 1 napanuyamu, nporpec-
CHpYHOLLIEN MO3XXEYKOBOW aTakCcuen n HeBponaTuen.

AwnarHocTtuka: MNpy MPT ronoBHoro Mosra Ha HavanbHbIX CTaau-
sx 3aboneBaHns 06bIYHO BbISIBNSIOT NopaxeHne 6enoro BellecTsa
MO3XeuKa, NoOKOPKOBbLIX CTPYKTYp (3ybuatoro sigpa, 6asanbHbix
raHrnveB, u/vnu Tanamyca), nupammaHbIx TpakToB. [No3aHee BO3-
HVKaeT aTpodusi GonbLLIOro Mo3ra, NopaxeHne Mo30NMCToro Tena
(3apHVX OTAenoB CTBOMA WMWK Banvka) U TeMEHHO-3aTbINMOYHbIX
oTaenos 6enoro BellecTsa ronosHoro mosra. MNMpu SHMI BbisiB-
NAOT CHWXKEHWE CKOPOCTU NpoBeAeHust MMMynbca No nepudgepu-
YecKUM HepBaMm U/Mnu nx aemmenuHmuaaumio. OCHOBHBIM METOAOM
noaTBepXAeHWs AnarHo3a siIBNsieTcsl onpeaeneHne akTMBHOCTU
hepmMeHTa ranakrouepebposnaasbl ¢ UCNOMNb30BaHNEM pPagMoak-
TUBHOMO MEYEHHOTO WM UCKYCCTBEHHOTO cybcTpaTa B nerkoumTax
KPOBM UMW KyTbTYpe KOXHbIX (hMBpo6nacToB, akTUBHOCTb KOTOPOrO
cocrasnset 0-5% ot Hopmbl. inarHocTrka npoBoaMTCS B nabopato-
pun HacnegcTeeHHbIX 6onesHen obmeHa Bewects MIMHL, PAMH.

JleueHue: B HacTosiLWee Bpems He paspaboTtaHo crneynduye-
ckon Tepanun npu 6onesnn Kpabbe. TTK — ogmH 13 BapraHToB
11eYeHus1, TPUMEHSIEMBI Ha [OKIIMHUYECKOW cTaaumn 3aboneBaHus.
IleyeHne cumntTomaTtumyeckoe.

[MporHo3 HebnaronpuaTHbIA. MNpu paHHen opme — CMepTb
Yyepe3 HeCKOMbKO MecsiLeB OT Havana 6onesHu; npu nosgHen —
nporpeccupoBaHve 6onee meaneHHoe.



