HanmeHoBaHue BonesHb MNowe. Nccnepgosarne beTa-ratokoLepebpo3naasbl KNETOK KPoBU

ycnyrm

Koa ycnyru A 09.05.283.001

KpaTkan OCHOBHble KNMHMYECKME NposBaeHUs 601e3HM [owe BKAOYAOT

nHbopmauua o CN/AIEHOMETrANINIO, FenaToOMeraanio, LUTONEHUIO U NOParkeHUe KocTen. B

3aboneBaHun COOTBETCTBUM C Hannumem nopaxenus LLHC n ero ocobeHHOCTAMM BbIAENAIOT TPU
TMna 6onesnHn MNowe:
* TMn | — 6e3 HEBPONOTrMYECKNX NPOABAEHWIM, Hanbosiee YacTbi BapuaHT
3aboneBaHus, Habntogaetca y 94% naumeHToB ¢ 60n1e3Hblo MoLlwe;
e Tun Il (oCTpbI HEMPOHOMATUYECKUI) — BCTPEYAeTCA y AeTel paHHero
BO3PacTa, OT/INYAETCA NPOrPeccUpyoMM TEHEHUEM U TAMKEbIM NOPAXKEHUEM
LIHC, BeayuimMm K netanbHoMy ucxoay (6onbHble peaKo A0XKUBAKOT A0 Bo3pacTa 2
ner);
e Tun Il (xpoHWYECKMIA HeMpoHOoMNaTMYeckuit) — obbeanHaet bonee
pa3sHOPOAHYIO rpynny 60/bHbIX, Y KOTOPbIX HEBPOJOTMYECKME OCNOKHEHUA MOTYT
NPOABAATLCA KAaK B paHHEM, TaK 1 B NO4POCTKOBOM BO3pacTe.
MoparKkeHne KOCTHO-CYCTaBHOM CUCTEMBI, KaK MPaBWIO, ABNAETCA OCHOBHOM
KAMHMYecKoi npobaemoii npu 6one3Hm MNowe | TMna, onpeaenaeT TAXKECTb
TeyeHuA 3a601eBaHMA U KAYECTBO KM3HU NALMEHTOB.

OMIM 230800 bonesHb lNowe tvn 1
230900 bonesHb lNowe TN 2
231000 bonesHb lNowe Tvn 3

MNepeyeHb F'eH Kucnol beta-rntokouepebposngassl (GBA; MIM *606463).

nccnepyembix

reHoB, MyTauui

Tun HacnefoBaHUA: ayTOCOMHO-PELLECCUBHDIN.

NHdopmaumsa o
meToze.
TpeboBaHue K
maTtepuany

[N BbINONHEHWA aHaM3a UCMO/Ib3YETCA MATHO BbICYLIEHHOW KPOBW HA Bi1aHKe
dunbTpoBaNbHOM Bymarn. BnaHK nponuTbiBaeTcsA Kansien BEHO3HOWN Uaun
KanuAnapHoM Kposu (NpumepHo 50 MKn), Npu 3Tom 061acTb HaHECEHUA A0/IXKHA
6bITb PABHOMEPHO NPOMUTAHA KPOBbIO HACKBO3b (KenaTesIbHO B3ATb HECKOJ/IbKO
Kanenb). He Kacasacb 061acTU HAHECEHWA CYLUUTb NATHA B TEYEHME KaK MUHUMYM
3 yacoB Npu KOMHaTHOM TemnepaType (6epeyb OT NPAMbIX CONTHEYHbIX /TyYelt).

CpOK BbIMO/THEHUA

30 pabouunx aHen




