OEOULNT KNCJTIO COMHTOMUENIUHA3DI,

U3BECTHbIA Kak 6one3Hb HumaHHa-NMuka Tun A, A/Bu B

Penkoe HacneacrteeHHoe 3aboneBaHne ob6MeHa
BeLllecTB — pacnpocTpaHéHHocTb 1:250 000
HOBOPOXAEHHbIX!

~1200 nauneHToB Mo BCEMY MUPY UMEIOT
avarHos 6onesHn HumaHHa-lMuka TvMn A,
A/B un B?

3aboneBaHne Hanbonee yacto
B/INSIET HA CENIe3EHKY, MEeYEeHb,
NIerkue, KpoBb U MULLIEBAPUTENBHYIO
cuctemys

o

MHOrvMe CMMNTOMbl MOTYT HaNnoOMWHaTb Kak
Apyrve pefkue HacneacTBeHHble 3a6oneBaHus
- Hanpumep, 6onesHb lowe, Tak 1 6onee
pacnpocTpaHeHHbIE COCTOSIHUS — HanpuMep,
BUPYCHbIE renaTuUTbl AN pak KpoBM. YacTo aTo
NpUBOAUT K TOMY, UYTO MAUMEHTbI Y3HAOT CBOM
WUCTUHHbIN AMarHo3 Yyepes MHOro JIET nocrne
nepBbIX cMMMNTOMOB3
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OEOULNT KUCJION COMHIOMMUESTUHAS3DI
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TAhNn A TN A/B TN B
Mopa)xaer rosioBHOM Habnopaetcsa MopaxaeT MHorme
MO3T U HEPBHYIO nopaxxeHne MHOrmx opraHbl, 0AHaKo He
cucTeMy, a Takxe opraHoB 1 6onee 3aTparumBaet
MHOrune opraHbl. MeasieHHoe roJIoBHOM MO3r.
OueHb 6bICTPO nporpeccuposaHue, B Mporpeccupyer
nporpeccupyer. TOM YMCne HapylueHus MeaneHHee, Yem Tun A.

pa6oTbl rosIOBHOro
MoO3ra u HepBHOM
CUCTEMBI.

McGovern MM et al. Disease manifestations and burden of illness in patients with acid sphingomyelinase deficiency (ASMD). Orphanet ] Rare Dis 12, 41 (2017).



KOraA BPAY MOXKET 3ANOAO3PUTb ¥
NAUMNEHTA BOJIESBHb HUMAHHA-INTNKA
U NPEQNOXXUTb NPOUTU
ANATHOCTUKY?




EC/ZIN Y NALUMEHTA HABJTIOOAIOTCA
XAPAKTEPHBLIE AJid 3ABOJIEBAHUA NMPOABJIEHUA

BbIMUPAIOLLWIA YKUBOT
n3-3A YBEJINYEHHOWM
NMEYEHN N/ Nnn
CEJIESEHKM

¥

MOSABJIEHME CUHAKOB
n/WUJN KPOBOTEYEHUN

KALWEJ/b N/UNn
3ATPYAHEHHOE
AbIXAHUE

S,

BOJ1b B )XMBOTE /WK
OVIAPES
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McGovern MM et al. Disease manifestations and burden of illness in patients with acid sphingomyelinase deficiency (ASMD). Orphanet J Rare Dis 12, 41 (2017).



WJIn ECJZIN Y KOIro-T1o U3 bJIN3KUX
POACTBEHHUKOB NOATBEPXXAEH
AWATHO3 BOJIESHb HUMAHHA-INMUKA TUN
A,A/BUINB

McGovern MM et al. Disease manifestations and burden of iiness in patients with acid sphingomyelinase deficiency (ASMD). Orphanet J Rare Dis 12, 41 (2017).



CYLLECTBYET NMPOCTON U AOCTATOYHO TOYHbIN
CNOCOB NOATBEP)XXAEHNA NN UCKJTIOMEHUA

BOJIESHN HUMAHHA-NWNKA - 3TO NCCJIE[JOBAHME
AKTUBHOCTU ®EPMEHTA KUCJ10OU
COUHITOMMUEJINHAS3DI.

CHWXEHUE AKTUBHOCTU ®EPMEHTA
CBUAETEJIbCTBYET O HAJINYNWN BOJIE3HU
HUMAHHA-NTUKA TUMN A/B n B, U AAJIEE ANATHO3
NOATBEPXXAAETCA TEHETUYECKUM AHAJIU3O0OM.

icGovern MM et al. Disease manifestations and burden of iliness in patients with acid sphingomyelinase deficiency (ASMD). Orphanet J Rare Dis 12, 41 (2017).



PAHHAA ANATHOCTUKA
BOJIEBHN HUMAHHA-
NMNKA UMEET BAXXHOE

3HAYEHUE ANnA
YJIYHWEHNA KAYECTBA
XU3HWN NALMEHTOB.

McGovern MM et al. Disease manifestations and burden of iliness in patients with acid sphingomyelinase deficiency (ASMD). Orphanet J Rare Dis 12, 41 (2017).
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Примечания выступающего
Заметки для презентации
Ранняя диагностика болезни Ниманна-Пика имеет важное значение для улучшения качества жизни пациентов.
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