bone3ub lNowe

J-I M30CoMasibHble 6OMe3HN HAaKOMIeHUs NpPeacTaBnAlT cobor
rpynny reTeporeHHbIX HacnefCTBEHHbIX 3ab0neBaHWUi, Bbl-
3BaHHbIX MyTaUMsAMU, BAVAOWMMM Ha FEHbl, KOTOPble KOAMPYIOT
6o dyHKUMIO TM30COManbHbIX GpepMeHTOB, HeOOXOAMMbIX AN
Jerpajauun WUPOKOro CreKTpa CIOXHbIX MakKpomorekys, nnbo
byHKUMIO cneumduyecknx TpaHCMOPTepoB, HEOOXOAUMbIX Ans
SKCMopTa AerpaarpoBaHHbIX MAaKPOMONEKYN 13 NIM30COM. Bo3Hu-
KatoLlasa B pe3ynbTaTe NIN30COMHaa ANCOYHKLNA NPUBOANT K Kie-
TOUHOW ANCHYHKLUM 1 KNMHUYECKUM aHoManusaMm. B rpynne coux-
ronunuao3oB Habnopaetcsa ancoyHKUMA bepMeHTaTVBHON Aerpa-
Jauny MeTabonnToB, KOTOPble ABNAIOTCA BaXKHbIMU KOMMOHEHTa-
MW KJTETOUYHBIX MEMOPaH 1 PerynaTopamm pasfnyHbIX CUrHANbHbIX
nyten [1].

BonesHb lNowe 6bina Bnepsble onncaHa Ouaunnom lowe y 60sb-
HOro C MaCCBHOW CryIeHOMerasnven 6e3 nekemun B ero LOKTop-
ckom gucceptauuu B 1882 rogy. iBaguatb net cnycta HataH bpunn
[OKa3an ee ayTOCOMHO-peLiecCMBHOe HacneaoBaHue. B 1920-x ro-
nax 6bu1 onvcaH HelponaTuyecknin ¢eHoTun 3aboneBaHUs.
B 1960-x Pocko bpelian yctaHOBWA, YTO MaToMexaHu3m 6onesHu
CBA3aHa ¢ AedMLMTOM aKTMBHOCTH rtoKoLepebposmaasbl [2].

B obuwen nonynaummn 3abonesaemocTb Konebnetca ot 0,4 po
5,8/100 000 HaceneHus.

BonesHb lNowe — peakoe ayTOCOMHO-PeLLeCcCMBHOE reHeTUYeckoe
3aboneBaHue, 06ycnoBneHHoe AedprLUTOM M30CcoManbHoro dep-
MEHTa rnoKoLepebpo3naasbl (GBA), UTo NPMBOAUT K HAKOMJIEHNIO
ero cybcrpaTta (rnoko3unuepammaa) B M30CoMalbHbIX Makpoda-
rax (puc. 1). Mocnencteus 3toro gedunumnTa 0ObIYHO CBA3bIBAIOT C
HakonneHvem cybcTpaTa B Makpodarax, Bbi3biBas Ux TpaHchopma-
umio B Knetkn lowe. Mop cBeToBOW MUKpOCKonuen Knetku Mowe
06bIYHO YBENMNYEHDI, C SKCLLEHTPUYHBIMY ALPAMU N KOHLEHCUPO-
BaHHbIM XPOMATMHOM, a LMTOMMa3Ma MMEET reTeporeHHbI BUA
«MATOW ManupocHoi 6ymaru» (puc. 2). Knetkm lowe B OCHOBHOM
NHOUNBTPUPYIOT KOCTHBIN MO3T, Cefie3eHKY 1 NeyeHb, HO OHU TaK-

Puc. 1. Cxema natoreHesa 6onesHu MNowwe.

&/
HO O
HO -

OH

BONE3Hb NOLIE

[e]

HN
HO\ o oH %
R B

OH OH
noko3sa Lepamup,

Jlnzocoma

e MHOUNBbTPYPYIOT Apyrue opraHbl U CYMTAIOTCA FaBHbIMY NPO-
TaroHMUcTaMm CMMNTOMOB 3aboneBaHuA [3].

CrmnToMbl, CBA3aHHble ¢ bonesHbio [owe, 06ycnoBneHbl nporpec-
CUPYIOLUM HaKoMNIeHeM KneToK [olle B pa3finyHbIxX opraHax. Ta-
KM obpasom, 6onesHb lolwe ABNAETCA MyNbTUCUCTEMHbBIM 3a60-
neBaHvem ¢ MaHudecTtauuein B niobom Bo3pacte. B 3aBucrmoctu
OT CTeMNeHu HEeBPOJSIOrMYECKOTO NMOPAXKeHVA MOXHO BblAennTb Tpu
OCHOBHble KNIMHMYecKne GopMbl 60Ne3HW; 0fHAKO B HacTosllee
BPEMsi CUMTAETCS, YTO pas3finyHble Gopmbl 6onesHn Mowe oTpa-
XKaloT KOHTVHYYM OT paHHero o No3gHero Havana 6onesHu, ot Ta-
Xesibix GOPM C HEBPOIOrMYECKMU CUMITOMaMu A0 Jierkux ¢opm
C UCKNIUYNTENbHO BUCLiEpaNibHbIMK NposBneHnamu [4]. bonesHb
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Puc. 2. Knetku lNowe.

lowe Tvna 1 ABnseTcA Hambonee yacto GopmMoi 1 cocTaBnaeT
94% BCex 3apermcTpUpPOBaHHbIX clyyaeB 6051e3HM No AaHHbIM Pe-
ructpa lowe [5] n xapakTepusyeTca KpaniHel reTeporeHHOCTbIO,
BK/loYaA 6eccMMnToMHbIe Unn bosiee TaxKesble NposasneHns. Han-
6onee yacTbiMU CUMNTOMaMK ABNIAIOTCA aHEMUS, TpombouumTone-
HWA, CrIIEHOMeranus U/vnu renatomeranums U NOTEHUMUANBbHO TA-

Jlumepamypa
1

»Kenoe nopaxeHue kocten. Octpas HemponaTtnyeckas bonesHb lNo-
We Trna 2 MaHMdecTUupyeT B paHHEM AETCTBe, HeBPOJSiornyeckme
HapyLeHs BbICTPO NPOrpeccupytoT, 1 CMepTb 0ObIYHO HacTyrnaet
B Bo3pacTe Ao 2 neT. [logocTpas HelponaTuyeckaa bonesHb MNowe
3 Tuna xapakTepu3yetcs 6onee MefneHHbIM HEBPONOrMYeCKUM
nopaeHremM 1 06bIYHO BO3HMKAET B MOAPOCTKOBOM Bo3pacTe [6].
Pepkoctb 6onesHu lowe 1 WrpoKaa BaprabenbHOCTb KMHUYe-
CKUX MPOSABEHN NPUBOAAT K 3aflepXKKe AMarHoCTMKM. [narHos
NoATBepKOaeTcA BblisiBNeHeM AeduuuTa akTMBHOCTU FOKOLe-
pebpo3unaasbl B neikoumTax u naeHTupunKaumnen buannenbHbix na-
TOreHHbIX BapraHToB B reHe GBA1. bone3Hb lNowe Tuna 1 accouymmn-
poBaHa ¢ 6oee BbICOKMM PUCKOM 6one3Hu MapKNHCOHA, HEKOTO-
pbIX CONMAHBIX BUAOB paka M remaTonornyecknx 3abonesaHui,
0COOGEHHO MHOXECTBEHHOW Muenombl. Mpy cmnToMaTUYecKom
6onesHu lMowe 1 TMNa nNokasaHo crneundryeckoe eyeHre, 3ame-
cTUTenbHas GepmeHTHaA Tepanusa UM Tepanusa C yMeHbLUeHneMm
KonmyecTBa cybcrpara. Mpu 6onesHu MNowe 3 Trina nokasaHa Tonb-
KO bepmMeHTO3aMeCcTUTeNbHas Tepanus.

3amecmumenbHasa 3H3UMHAA mepanus peKoMmbuHaHmHoim GBA
Aen1Aemcs ocHoeoli nevyeHus bonesxu MNowe, komopas cmana nep-
8oli ycnewHo KoHmposupyemoU 60/1e3Hbl0 HAKONJ1eHUS.
JleyeHue yny4ywiaem Ka4yecmaeo »U3HU U NPO2HO3 MAKUX nayueH-
moe [3].
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Matepwuan npuHagnexut 000 «MMA«MegnaMearikay, nio6oe KOMMPOBaHMe U UCMONb30BaHNE B KOMMEPYECKUX LeNAX 3anpeLleHo.

MpenHa3HaYeHo NCKNIOUNTENbHO AJis CMeLranmcToB 34PaBOOXPAHEHNS.
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