NHOOPMAILIUA 3A:

HaumeHnosanue Ha 3a00,19BaHeTO

Boaect va Niemann-Pick Tun B.

OnpenesieHue Ha 3200/19IBaAaHETO

bonectra Ha Niemann-Pick tun B e o0ycinoBena ot nedunut Ha kuceja chUHTOMUETUHARA,
Bca. mytamu B SMPD1 rena (sphingomyelin phosphodiesterase-1).

Knunuynara kapTuHa Bapupa OT TeKKa MH(paHTUIHA (OpMa ¢ HEBPOJIOTUYHO 3acsiraHe U
JeTaneH M3XOJ /10 3-TOAMIIHA Bb3pacT A0 (opMa ¢ KbCHO Hauyajao ¢ BOJCHIM BHUCLIEPAIHU
NposiBU (IIPOrpecupallio 3acsiraHe Ha YepHUs 1po0, cie3kaTta u O6enust 1pod), 0e3 aHraxkupaHe
Ha [IEHTpaJIHaTa HEPBHA CUCTEMa, KaTO Ce OMUCBAT U MEeXKAUHHU (DOPMH.

Jlo To3u MomeHT B bbirapusi B Knunukara no Hepsuu 6osaectu, YMBAJI ,,AnekcanapoBcka‘
ca quarHoctunpanu 23 6oauu ¢ Niemann-Pick tun B- untepmeuepna gpopma.
JIMarHOCTUYHUSAT aJITOPUTHM BKITIOUBA:

1. Knunuuna orieHka upe3 noapoOeH HeBPOJIOTUMEH U COMaTHYaH CTaTyC

KoHcynTauus ¢ HeBpoodTaiamosor 3a UAeHTU(UKALMS Ha MAKYJIHO Xajo

Uzcnenpane Ha [1KK, nunuaen npodun, uepHoapoOHU eH3UMHU

KoHcyaTanus ¢ xemarosnor npu TpoMOOLUTONEHHUS

KoHcynaTanus ¢ ractpoeHTepoJior, Npyu HE0OXOJUMOCT YepHOAPOOHa Ouomncus
[IpoBexxnane Ha perreHorpadus Ha 051 1pod

DYHKIMOHAIHO U3CJeIBaHE HA TUIIAHETO

Exorpacdus Ha KopeMHHU OpraHu 3a OlleHKa Ha XenaTo-/CrjieHOMeranusTa

9. OneHka Ha KOCTHaTa IUIbTHOCT, OPaand PUCK OT OCTEONEHHUS

10. OrneHka Ha pe3uayaqHaTa akTHBHOCT Ha Kucesia COUHTOMUEIMHA3a B JIEBKOIIUTH

11. ['enetnuno u3cnensane 3a myrauuu B SMPD1 rena

Ha To3m eram neuenuero Ha Niemann-Pick tum B e cumnToMarndHo ¢ 1€l IPEeBEHIUS H
MOBJIMSIBAHE HA YCJOXKHEHUSITA, MaKap, 4e ce MpaBsT ONUTH 3a MOBHIlIABAHE HA €H3UMHATa
aKTUBHOCT Ha KHcesaTa cOUHroMHreTnHa3a B paMKUTE Ha KIMHUYHN U3ITHTAHUSI.

e

Yetupuuudpex koa Ha 3a60s1BaHeTo 10 MKbB-10 (ako TakbB € HAJIM4Y€H)

E 75.2.

Koa Ha 3a60s1sBaHeTo no Orpha code

ORPHA77293

Enuaemuonornydu n1anHu 3a 3adoasipasero B Penyosauka bbarapus

Jlo To3u MomeHT B bbarapus B Knimnukata no Hepsuu 6osiect, YMBAJI ,, AnekcanapoBcka




ca quarHoctunpanu 23 6oaau ¢ Niemann-Pick tun B- untepmeauepno dhopma.

B T.4. HaydyHuM nyOJUMKANUM OT TMOCJEJIHUTE MeT TOAUHH H TPUWIOKEHA
Oubauorpadcka cnpaBka
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EnuieMuo10rnuHu 1aHHU 3a 3a00/1siBaHeT0 B EBponeiickusi cb1o3

BonectrocTTa o1 HedunuT Ha cherromuennnasa ce ouenssa Ha 1:250,000.

B T.4. HayYHW ny0JMKAIMH OT TMOCJeIHUTe NeT TOAUHH H NPUJI0KEHA
oudamorpadcka cnpaBka
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Apt, Codus, 2014.
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Onenka Ha CbOTBETCTBHETO Ha 3200/11BaHeTO ¢ JeUHULIMATA 32 PAAKO 3200/151BaHe
cbriacHo § 1, 1. 42 o1 1ONBbJIHUTEHUTE pa3nopendu Ha 3aKoHa 3a 31paBeTo

bonectra Ha Niemann-Pick Tun B croTBeTCTBa Ha NeduHUIIMATA 32 PSIIKO 300aJIsIBaHE.

Kputepun 3a imarsocrunupase Ha 3a00/1BaHeTO

JIMarHOCTUYHN KPUTEPHUU:

NookrwbdPE

N3o0cTraBane B HEBPOIICUXUYHOTO Pa3BUTHE

N3ocTaBaHe BbB (PU3NYECKOTO pa3BUTHE
XemnaTocnaecHOMEraaus

HNuTtepcTurnmanto 6e1o01poOHo 3a00isIBaHe

MakyiHO Xajao 0T HeBpoO(TaTIMOJIOTHIHOTO U3CIICIBAHE
XunepiaunuaeMus

TpomOouuToneHus




8. TI'enermyen ananms, morBbpxkAaBami myranuu B SMPD1 rena

B T.4. HayyHu nyO0JMKAlUH OT MOCJAeJHMTe MeT TOAMHH M NPHJI0KEeHA
onbdanorpagcka cnpaBka
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AJITOPUTMH 32 THATHOCTHIMPAHE HA 3200/IIBAHETO

JIMarHOCTUYHUSAT aJITOPUTHM BKIIIOUBA:

Knuanyna oneHka upe3 nogpoOeH HEBPOJIOTMMEH M COMATUYaH CTaTyc
KoncynTauus ¢ HeBpoo¢TanMoor 3a uieHTU(UKALK Ha MaKyJIHO XaJlo
N3zcnensane Ha [TKK, mununen npodui, 4epHOAPOOHU €H3UMHU

KoHncynTanus ¢ xemarosnor npu TpoMOOIUTOIIEHUS

Koncynranus ¢ racTpoeHTeposIor, Ipu HEOOXOJUMOCT YepHOJpoOHa Ouorncus
[IpoBexxnane Ha perreHorpadus Ha Osu1 1pod

@YHKIMOHAIHO U3CJIE€IBaHE HA IUIIAHETO

Exorpadus Ha KOpeMHHU OpraHu 3a OIIeHKa Ha XenaTo-/CIUIEHOMeralusTa
OrneHka Ha KOCTHATa IUIbTHOCT, MIOPaJN PUCK OT OCTEONIEHHUS

Onenka Ha pe3ujlyajqHaTa akKTUBHOCT Ha Kucelsla COUHIOMUEINHA3a B JIEBKOLIUTH
I'enetnyHo n3cnensane 3a Myrauuu B SMPD1 rena
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B T.u. HAay4YHHU I[yﬁ.]'ll/[l(all]/l]/l 0T MmocJIEAHUTE II€T TrOoAMHHM M IIPUJTOKEHA
ondanorpagcka cnpaBka
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AJITOPUTMH 32 JieyeHHue Ha 3200J19BaHEeTO

YTBBpACHATA Tepamus NpH maientu ¢ bosecrra Ha Niemann Pick B e cumnromarnyHa.
Kbpsene: [ToBedeTo maieHT ca ¢ TpoMoonuToneHus. [Ipu KHBOTO3aCTpacsBaIlo KbpPBEHE
ce mpwiara TpomMOouuTHa Maca. [IpM yCTaHOBEH XHIIEPCIUICHHM3BM C€ MPErnopbhyBa
napIyajiHd CIUICHEKTOMHMS, 3al[0TO TOTaJHaTa BOIM 10 00OCTpsHE Ha OenoapoOHaTa
3acsirae.

BenonpobHoTo 3acsrane Hamara kucimopogotepanus. [Ipunoxenuero Ha KC He € moapoOHO
MPOYYECHO.

XUMepaunuaeMusiTa Hajaara NpuiIoKeHHe Ha CTaTHHH.

W3ocTaBaHeTo B pacTeka Hajlara JI0CTaTh4eH MPUEM Ha KAJIOPHH Ype3 XpaHara.

EH3uM 3amecTHTenHa Tepanmusi ¢ PEKOMOMHAHTHA YOBEIIKAa KHcena CHUHTOMHEIMHA3a TPU
Te3u OOJIHU € B €Tall Ha KIMHUYHU M3ITUTAHHSL.

B T.4. HayyHM nNy0JMKAUMM OT MOCJEeJHUTE TMeT TOAMHH W NPUJIOKEHA
oudamorpadcka cnpaBka
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DA Jr, Holmes R, Magee JC. Long-term survival after liver transplantation in children
with metabolic disorders. Pediatr Transplant. 2002;6:295-300.

2. Nicholson AG, Wells AU, Hooper J, Hansell DM, Kelleher A, Morgan C. Successful
treatment of endogenous lipoid pneumonia due to Niemann-Pick Type B disease with
whole-lung lavage. Am J Respir Crit Care Med. 2002;165:128-31

3. Shah AJ, Kapoor N, Crooks GM, Parkman R, Weinberg KI, Wilson K, Kohn DB.
Successful hematopoietic stem cell transplantation for Niemann-Pick disease type B.
Pediatrics. 2005;116:1022-5.

4. Wasserstein MP, Jones SA, Soran H, Diaz GA, Lippa N, Thurberg BL, Culm-Merdek K,
Shamiyeh E, Inguilizian H, Cox GF. Successful within-patient dose escalation of
olipudase alfa in acid sphingomyelinase deficiency. Mol Genet Metab. 2015 May 30
Epub ahead of print.

AJITOPUTMH 32 pocJeasiBaHe HA 3200/151BAHETO

Bbommrute ¢ Niemann Pick B creiBa fa ce mpocieasBaT eKeroaHo 3a:

e Pser M Terno npu Aenara, KbpBeHE, JUCIHEs, KOPEMHHU OOJIKH, Il1aBoOoue, OOIKH B
KpalHMIIUTE
ComaTuueH cratyc
Hesponoruuen craryc
[TKK u OnoxuMu9HH U3cieABaHuS (YePHOAPOOHN SH3UMU, JIUTTUICH MPOQI)
BeHTunatopHu nokasaTenan U peHTreHorpadus Ha Osu1 1pod u chplie




Ocreometpus (DEXA)
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Oubauorpadcka cnpaBka
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AJITOPUTMH 32 pexaduauTainus Ha 3a00J19BaHETO

CucremHaTa pexaOWIHMTaIMs € OT OCHOBHO 3HaueHWe 3a Te3u OonmHu. Ha To3m eram Hsama
KOHKPETEH aJITOPUTHM 32 pexaOMIUTalus MpU Te3u OONHU, MPEIBUJ MU3pa3eHaTa KIMHUYHA
BapHaOUITHOCT HAa MYJITHCUCTEMHO 3acsiraHe. [IpenopbuBa ce MHAMHUyaTU3UpaH MOAXO.

B T.4. HayyHM nNy0JMKAUMM OT MOCJEeJHUTE TMeT TOAMHH W NPUJIOKEHA
oudamorpadcka cnpaBka
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HeoOxonumu fgeiiHocTH 32 mnpoduWiIakTHKa Ha 3a00/1BaHeTO (AKO TaKuBa ca
NPUJIOKMMH)

B 3acernarute cemeiicTBa ce mpemopbyBa NpeHATalHa AMArHOCTHKA 3a MpOo(UIaKTHKa Ha
HOBHU cllydau ¢ 0oJIecTTa.

B T.4. HayyHm ny0JuKanmuM OT TNOCJAEeJHWTE TMeT TIOAUHU U TPUJIOKEHA
Oubamorpadcka cnpaBka
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sphingomyelinase (Asm) deficiency patients in The Netherlands and Belgium: disease




spectrum and natural course in attenuated patients.Mol Genet Metab. 2012
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IIpeanioxkenus: 3a opraHu3anusi HAa MEIULUHMHCKOTO O0CJYyKBaHe Ha MALMEHTHUTE U 34
(puHaHCcUpaHe HA CBHOTBETHUTE [EHOCTH, CHLOOPa3eHW ¢ JeiicTBallaTa B CTPaHaTa
HOpPMAaTHBHA ypenda

Ha To3u eran B YMBAIJI , AnekcanipoBcka® JuarHocTUKaTa W MPOCIENIBAHETO Ha
nanreHTurte ¢ 6oaect Ha Niemann-Pick Tun B ce moemar 1o kinmHuyHa mbreka. ['eHeTnuHaTa
JIMAarHOCTHUKA ca YCBHIIECTBsBA Upe3 HayuyHa KoJjiabopalusi ¢ jabopatopuu U3BbH bbirapus.

OnucaHue HA ONMUTA ¢ KOHKPETHH MALUEHTH CbC CHbOTBETHOTO PSAAKO 3a00/1siBaHe (aKo
HMa TAKbB)

Jlo To3u MmomeHT B bbirapust B Knunukara o Hepsau 6oaecti, YMBAJI ,,AnekcanapoBcka‘
ca JIMarHoCTULMpaHu U ce npociaensasar 23 Oonuu ¢ Niemann-Pick tun B- untepmennepna
dbopma.
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