HHOOPMAILIHSA 3A:

HauMenoBaHHe Ha 320019BaHETO

Bonect Ha Gaucher

Onpeneaenne Ha 3a00JIBAHETO

bonectra Ha T'omwe e Haif-uecTarta nMM3030MHa 0OJIECT HA HATPYNBAaHETO M C€ OBIDKH Ha
OeHLUHUT Ha €H3UMa IIIoKonepeOpo3umasa, pe3yiTaT OT MYTauus Ha ompejesieH reH. Tosa
BOAM 10 HATpyNBaHEe Ha MIIOKOIepeOpo3us B THKAHHHWTE Makpodard T.H. KJIeTku Ha [oiue,
KOMTO Morar jJa ObJaT HAMEPEHW NpPEOHMHO B YepHHs ApoO, clie3kara W KOCTHHS MO3BK..
bonecrra Ha ['ome e maneTHHYecKo 3aboisiBaHe M ce yHACNEASBa IO aBTO30MHO pElleCHBEH
BT, C MOMYyJIallHOHHA YecToTa oxofo 1:40 000.

AKTHBHOCT Ha IJIIOKOIepeOpo3uiazaTa € HaMalieHa B pa3MyHa CTENeH KOETO Ompelens
XeTeporeHHaTa KIMHHYHA KapTHHA. 3a00NSBaHETO MPOTHYA MO-TEXKO KOTaTO HAyaloTo € B
IeTcka Bb3pacT. bonectra Ha ['omie Moxe fia ce M3sIBH B TPH KJIHHUYHM ¢opMu: Tun 1 wiu
HEHEBpOHONaTH4HA (opma (Halfi-uecrtara ¢opma Ha OonecTra); THN 2 HIM OCTpa
HeBPOHONATH4YHA popMa (MHOTO psaka ¥ OBp30 mporpecupaina GopMa ¢ paHHa CMBPTHOCT 0
2 rol. BB3paTC); TUI 3 MIJIM XPOHH4YHA HeBpoHomatuuHa ¢opma (¢ gecrora 1:100 000 u c
0aBHO [TpOrpecUpallio HEBPOJIOTHYHO 3acsrase).

Yerupuuudpen xoa Ha 3a6oasBaneTo 1o MKB-10 (axo TakbB € HAJINYEH)

E75.2

Kon nHa 3a00asBanero no Orpha code

ORPHA77259/0RPHA77260/ORPHA77261

EnnaeMuoorH4HH fanaHu 32 3a0on1aBaHeTo B Penybanka buarapus

Bonecrra Ha ['ome Moxe f1a ce U3BH B TpH KITMHUYHH GOpPMHU: THII | MJIH HEHEBPOHOIIATHYHA
¢opma (Haii-uectata popMa Ha OonectTa); THII 2 WIK OCTpa HEBPOHONATHYHA (opMma (MHOro
panka U Obp30 mporpecupania GopMa ¢ paHHa CMBPTHOCT JO 2 TOJ. BB3paTC), THN 3 WM
XpOHMYHA HeBpoHomaTHuHa ¢(opma (¢ decrora 1:100 000 u ¢ 6GaBHO mporpecupalno
HEBPOJIOTMYHO 3acsrane). B mMoMmeHTa B bbiarapus ca AHAarHOCTHLHpaHH 23 NalMEHTH ¢
6onect Ha ["orne.

B T.4. Hayuynnm nyOaHMKkanHu oT mnNocideHHTe NeT TOAHHH W NPHIOKEHA
OHOIHorpadceka cripaska

1. TunueBa P, Panea b, Cunurepcka U, llerkoB P. bonect ma Gaucher tum III ¢
L444P/D409H renortun- Ilequarpus, 1:43-46, 2006

2. Apmxuesa /|, Tunuea P, Cunurepcka U, Pagesa b, Kagem A. Pesynrati ot neuenue
C €H3MM 3aMeCTUTEeNHa Tepanus Npu Obiarapckd nauueHTd ¢ Oonect Ha Gaucher.-
[Tennatpus, 2012, 1, Supplementum: 812

3. Tunuesa P.bonect na Gaucher. Ileguatpus, 2012,1 ** Supplementum

4. Xamxues E, Topues U, Tunuena P, Kpynes U, Temenkosa H, ['eprenuesa B. bonecr

Ha [ome - MeTogMuyeckM YKazaHHs 3a JHMarfHo3a, NpOCICAIBaHE H JICUCHHE.
MeauuuHcku npernen, 2012;48 (1):67-74

Enuaemuo10ru48n 1aHHM 3a 3a6oasBaHeTo B EBponelickus cbio3

Bonecrra Ha ['ome MoXe 1a ce U3SBH B TPH KIMHHYHHA GOPMU: THIT | MJIH HEHEBPOHOMATHYHA
¢opma (Hai-uecTata Popma Ha OosecTTa); THI 2 HIIH OCTpa HEBPOHONATHYHA hopMa (MHOTO




panka ¥ OBp30 mporpecHpama ¢opMa ¢ paHHa CMBPTHOCT [0 2 rojl. BB3paTc); THI 3 HIH
XpOHMYHA HeBpoHomaTHuHa ¢opMma (¢ uectora 1:100 000 u ¢ OaBHO mnporpecupallo
HEBPOJIOTHYHO 3acATaHe).

B T.4. HayyHH ny0jMKanMH OT [OCTAeJHHTE IET TOAHHH H M[PHJI0KEHA
oubanorpadgcka copaBKa

1. Improvement of bone disease by imiglucerase (Cerezyme) therapy in patients with skeletal
manifestations of type 1 Gaucher disease: results of a 48-month longitudinal cohort study,
Clin Genet 2008: 73: 430-440

2. Beutler and Grabowski (2001) Gaucher disease. In : The Metabolic and Molecular Bases of
Inherited Disease, 8th ed. New York : Mc Graw-Hill, 3635-3668

3. ENZYME REPLACEMENT THERAPY AND MONITORING FOR CHILDREN WITH
TYPE | GAUCHER DISEASE: CONSENSUS RECOMMENDATIONS, Charow et all, The
Journal of Pediatrics _ January 2004

4, Individualization of long-term enzyme replacement therapy for Gaucher disease, Genetics
in Medicine, Feb 2005, Andersson et al, Vol. 7 No. 2

5. Guidelines for the management of paediatric gaucher disease in the united kingdom,
working group

6. Weinreb et al (2002) Effectiveness of enzyme replacement therapy in 1028 patients with
type [ Gaucher disease after 2 to 5 years of treatment : a report from the Gaucher Registry.
AmJ Med 113:112-119

7. Summary of Product Characteristics Cerezyme (2010}

8. The Advisory Council to the European Working Group on Gaucher Disease (EWGGD)
(2003). The role of the iminosugar N-butyldeoxynojirimycin (Miglustat) in the management
of the type | (non-neuronopathic) Gaucher disease : A position statement. J. Inher. Metab.
Dis, 26 (2003) 513-526

9. Vellodi et al (2001). Management of neuronopathic Gaucher disease : A Europea
consensus. J. Inherit. Metab. Dis. 24 (2001) 319-327

OneHka Ha ¢LOTBeTCTBHETO Ha 3abojsiBaHeTo ¢ AedHHUIHATA 32 pAAKO 3aboanBaHe
cbracHo § 1, T. 42 0T JoNBLJIHATETHHTE pa3nopeadH Ha 3akona 3a 3ApaBeTo

3aboJsiBaHETO OTrOBaps HA KPUTEPHHTE 3a psiiKa OollecT.

KpHTBpHH 34 JHArHOCTHIHPAHE HA 3200.19BaHETO

A. Hcropus Ha 3a00NngBaHETO — C AKIIEHT BBPXY CNIETHOTO:

- Gunenocr
- CIUIEHO- XCIATOMErallis WK CINIEHEKTOMUS B IETCTBOTO

- CIIOHTAHHO KBPBEHE, €IUCTAKCHC

- KPBBOHACATAHHS

- KOCTHH GOnKH

- hpakTypu

- YECTH HH(OEKLHH

- 3a0aBeH pacTex

B. KIHHHYHO H3cnenBane — PYTHHHO KIHHHYIHO H3C/e/iBate TpIOBa Ja ce MPoBe/Ie ¢ OCHOBEH
AKIEHT BBPXY CJIEIHOTO

- PBCT, TEMII0, OOMKOJIKA Ha IJ1aBaTa
- pasMep Ha YepHuS Apod U cie3kara
- OneaHocT

- neTexun




- aedopManuy Ha rpuOHAaYHUA CTHIO

- HEBPOJIOTHYHH CHMIITOMH — OKYJIOMOTOPHA arpaKcHs
- ChPJAEUEH CTATYC BKJI. exoKapauorpagus

- ny0epTeTHO Pa3BUTHE

- HEBPO-IICHXUYESCKO Pa3BHTHE

B. JlabopatopHo H3cneaBaHe

XeMaTonorus

- ITKK

- ¢haxTOpH Ha KPBBOCHLCHPBAHE
- CEepPYMHO Xels30

broxummus

- ypes U €JIEKTPOJIUTH

- YepHOAPOOHH €H3UMH
- ACE

- XHTOTPHO3HJIA3a

MonekynspHa reneTuka
- JIHK anasin3 3a yecTn MyTauuu

I'. ObpasHa fHarHocTHKA

Pentrenorpadus
- 6411 1pod H cbpue, deMyp, rPEOHAYHH NPENIICHH
- KOCTHa BBb3pacT ([pH Aeua)
AMP

- rpp0OHaYeH cThIG

- Gemyp

- KOpeMHH OpTraHH
DEXA
- IpenuieHd, HeipeHa muika IpyH BE3PacTHH
- IPENUICHH | U0 TANONPH Jela

Exorpagusa
- Ha YepHHUsA Ipod
- TPHU3MEpeH 00pa3 Ha creska

- IoTUIEp exorpadus Ha NOPTANHATA BEHA 338 HAIMYUE HA BAPHIK

- OpOpenu

H. Hdpyru tectose

- OYHH JBIKCHHUSA

- exoxapauorpadus

- EBOKHPAHH [TOTCHIIHAIH KaKBH— [IPH THII 3
- EEI" — npn Tun 3

~ HEBPOIICUXOMETPHS — [TPU THI 3




B T.4. HayyEH my0IMKAIMH OT [IOC/HEIHATE NET TOMHHH H NPRJIOKEHA
oudanorpageka cupaBka

1. Xamxues E, Topres W, Tunuesa P, Kpynes Y, Temenkosa H, I'epremuesa B. Bonect
Ha [ome - MeToaMdyeckH yKasaHMA 3a JAHArHO3a, TMPOCICHSBAHE H JICYCHHE,
Menunuucku npernen, 2012;48 (1):67-74

2. Improvement of bone disease by imiglucerase (Cerezyme) therapy in patients with
skeletal manifestations of type 1 Gaucher disease: results of a 48-month longitudinal
cohort study, Clin Genet 2008: 73: 430440

3. Beutler and Grabowski (2001) Gaucher disease. In : The Metabolic and Molecular
Bases of Inherited Disease, 8th ed. New York : Mc Graw-Hill, 3635-3668

4. ENZYME REPLACEMENT THERAPY AND MONITORING FOR CHILDREN
WITH TYPE 1 GAUCHER DISEASE: CONSENSUS RECOMMENDATIONS,
Charow et all, The Journal of Pediatrics _ January 2004

5. Individualization of long-term enzyme replacement therapy for Gaucher disease,
Genetics in Medicine, Feb 2005, Andersson et al, Vol. 7 No. 2

6. Guidelines for the management of paediatric gaucher disease in the united kingdom,
working group

7. Weinreb et al (2002) Effectiveness of enzyme replacement therapy in 1028 patients
with type I Gaucher

8. disease after 2 to 5 years of treatment : a report from the Gaucher Registry. Am ] Med
113:112-119

9. Summary of Product Characteristics Cerezyme (2010)

10. The Advisory Council to the European Working Group on Gaucher Disease
(EWGGD) (2003). The role of the iminosugar N-butyldeoxynojirimycin (Miglustat) in
the management of the type I (non-neuronopathic) Gaucher disease : A position
statement. J. Inher. Metab. Dis. 26 (2003) 513-526

11. Vellodi et al (2001). Management of neuronopathic Gaucher disease : A Europea
consensus. J. Inherit. Metab. Dis. 24 (2001) 319-327

AJNropuTMH 3a JHATHOCTHIHPAHE HA 3a00/1ABaHeTO
A. WcTopud Ha 3a604BaHETO — ¢ aKIEHT BBPXY CIEIHOTO:

- Onenroct
- CIUICHO- XEMaTOMETATHSA HIIH CIIJIEHEKTOMHES B I€TCTBOTO

- CIIOHTAHHO KhPBEHE, EMMHCTAKCHC

- KPEBOHACAIaHHA

- KOCTHH OOJIKH

- (ppakrypu

- yecTH HHGEKIHUA

- 3abaBeH pacTex

b. Knuun4Ho H3cienBase — pyTHHHO KITHHUYHO H3C/1eaBaHe TpsaGBa [a ce MPOBee C OCHOBEH
AKIIEHT BBPXY CIETHOTO

- pPBCT, Terno, 00MKOIKA Ha riiaBaTa

- pasMep Ha 4epHHUS Apod U cle3kara

- GaegHocT

- NETeXHH

- IJedopManuu Ha rpbOHAYHKA CTHIO

- HEBPOJIOTHYHH CHMOTOMH — OKYJIOMOTOPHA aNpaKcHs




- CBPAEYEH CTATYC BKI. eXOKapauorpadus
- nyOepTeTHO pa3BUTHE
- HEBPO-TIICHXMYECKO PA3BHTHE

B. JlaboparopHo uscneasane

XeMaronorus

- IIKK

- $akTopy Ha KPEBOCECHPBAHE
- CEPYMHO XKeIsa20

buoxumus

- ypes ¥ €NICKTPOIIHTH

- 4epHOIPOOHHU €H3UMH
- ACE

- XHTOTPHO3HIa3a
MonexkynspHa reHeTHKa
- JHK anamus 3a yectu MyTaiuu

['. ObpaszHa quarHocTHKa

Pentrenorpagus
- 041 apod u cepue, GeMyp, rpEOHAYHM NPEULICHH
- KOCTHa Bb3pacT (NpH Aena)
SIMP

- rpbpOHayel cThad

- hemyp

- KOPEMHH OpraHH
DEXA
- TpelUIeHd, OepeHa IMHKa [IPH Bb3PACTHH
- NpELUIeHH H LSO TAIONPH Aela

Exorpadus
- Ha YepHUS Apod
- TpHH3MEpeH o0pas Ha cle3ka
- Jomuiep exorpadus Ha NOpTaJHaTa BeHA 38 HATHYHE Ha BAPHUM
- OpOpenn

JI. pyru tecrose

- OYHH JIBHMEHHS

- exokapauorpadus

- eBOKHPAHH IIOTEHIIHANN KaKBH— TIPH THIT 3
- EEI" - npu T 3

- HEBPOIICHXOMETPHS — IPU THN 3

Boipactus ¢ Gonect Ha lowe T [: KpHTepHH 3a KIHHHYHO knacuduuupane

Texecr Jleka Cpeasa Texxa
[loHe eauH ot cnennuTe,  Eame umv nosede oT




HO HE H TEWKH, KDHTCPHH

CJIEIHHTE KDHTEPHH

Tepanus Bunmatenno nzuaksate | 30-45 U/kg 1.1./2 60 U/kg 1.7./2 ceamuun
CeIMHLH i.v. i.v.
Xemornobus (g/1) > 100 80 - 100 < 80
Tpombounti (/mm3) > 100.000 50.000 - 100.000 < 50.000
Ofem Ha creskata ([TH**) | <5 5-15 > 15
exorpadms,
onyMeTpuueH MPT wiu
KT
OGem Ha uepen apol <1.25 1.25-2.5 >25
(TTH**) exorpadus,
ponyMeTpaued MPT unu
KT
AHnraxupane Ha [THC JIHIca JIMTICA HATTHYHO
KoctHo 3acarane . Hopmanen/nexo . Texko mpoMeHeH | @ KocTthe kpu3n*
. MPT TIPOMEHEH CHIHAJIEH CHUTHAJIEH UHTEH3HTET Ha
(3a npeanouHTaHE) uHTeH3HTeT Ba T1 0 T2 T1 u T2 MPT
MPT
Hedopmarer Ha ACHMIITOMATHYHU 30HH . ABackynapha
Epnenmariep Ha aBacKyllapHa HCKPO3a | Hekpo3a
* PenTreHorpagus . [TaTonoruyHu
tpakTypu
. XpOHUYHA KOCTHA
HNIH cTaBHa Gonka
. CraBHH MPOTE3H
. Koctna mistHoct | KoctHa mrerHoeT -BMD | KoctHa nbTHOCT -BMID) :
BMD : Z-score He no- » Z-score -1.5 1o -2,5 SD Z-score
. DEXA Manko ot -1,5 SD no-Manko ot -2,5 8D

Benonpobuo 3acaraHe JMIca JHnca JaHHH 33 KIHHAYHO

s EKT 3HA9UMO W/HIH

» Doppler NpOTPECHBHO 6enonp06|fo
exokapaMorpama (right 3ACATAHE BKIL

ventricular systolic XenaTomyAMoHa-
pressure) NieH CHHIIPOM,

¢ PeHTreHorpadus na 6enoapobra XxHNEPTOHUA
IPbAEH KXol

XHTOTpHO3HAA3R <15.000 >15.000

nu <7.500 npu
HOCHTENH Ha XHTO
MYyTaLHs)

win >7.500 npn
HOCHTEJIH HAa XUTO
MyTalHs)

B T4, HayuHd ny0JHMKAOHH OT [OCIeHATE MeT TOIHMHH H NPHI0KEHA

onbanorpadgcka cnpaska

1.

npernex, 2012;48 (1).67-74

2.

study, Clin Genet 2008: 73: 430-440

3.

Xamxues E, TopueB U, Tunuera P, Kpynes U, Temenkosa H, ['eprenuesa B. bonect
Ha [ollle — METOAMYECKH YyKa3aHWs 3a JIMArHO3a, NPOCIesBaHe M JeUeHHE. MeAHIMHCKH

Improvement of bone disease by imiglucerase (Cerezyme) therapy in patients with
skeletal manifestations of type 1 Gaucher disease: results of a 48-month longitudinal cohort

Beutler and Grabowski (2001) Gaucher disease. In : The Metabolic and Molecular
Bases of Inherited Disease, 8th ed. New York : Mc Graw-Hill, 3635-3668




4, ENZYME REPLACEMENT THERAPY AND MONITORING FOR CHILDREN
WITH TYPE 1 GAUCHER DISEASE: CONSENSUS RECOMMENDATIONS, Charow et
all, The Journal of Pediatrics _ January 2004

5. Individualization of long-term enzyme replacement therapy for Gaucher disease,
Genetics in Medicine, Feb 2005, Andersson et al, Vol. 7 No. 2

6. Guidelines for the management of paediatric gaucher disease in the united kingdom,
working group

7. Weinreb et al (2002) Effectiveness of enzyme replacement therapy in 1028 patients
with type 1 Gaucher

8. disease after 2 to 5 years of treatment : a report from the Gaucher Registry. Am J Med
113:112-119

9. Summary of Product Characteristics Cerezyme (2010)

10.  The Advisory Council to the European Working Group on Gaucher Disease
(EWGGD) (2003). The role of the iminosugar N-butyldeoxynojirimycin (Miglustat) in the
management of the type I (non-neuronopathic) Gaucher disease : A position statement. J.
Inher. Metab. Dis. 26 (2003) 513-526

11.  Vellodi et al (2001). Management of neuronopathic Gaucher disease : A Europea
consensus. J. Inherit. Metab. Dis. 24 (2001) 319-327

AJII"OpHTMH 3a JeueHHe Ha 3a0o1ABaAHETO

Cranpapraa Tepanus 3a 6onect Ha ['omwre Tun 1 ¥ tun 3 e eH3UMO-3aMECTHTEIHATA TEPAHHS
(E3T) ¢ Imiglucerase koATO e aHANOr Ha YOBENIKHS €H3UM B-ririokoliepebposniasa, MoayyeH
¢ pexombunantHa JHK texnonorus. Jleuenuero ¢ Imiglucerase e 6ezomacHo u eeKTHBHO ¢
oObpaTHO pa3BHTHE Ha peaMlla OT NPOSBHTE W CHMITOMUTE Ha Oonectra Ha [ome u
IpeIOTBpATSBAHE Ha TCKKHTE KOCTHH NPOSBH.

JlexapcTBeHuaT nponykr Imiglucerase e mokaszaH 3a NpoaBIDKUTENHA €H3HMO3aMeCTBAllla
TepanMs NpH NaUHEHTH C MOTBbpIAEHA [AHAar€Ho3a Ha HeHeBpoHomaTWuyHa (lun 1) wmm
XpOHHYHA HeBpoHonatwdHa (Tun 3) Gomect Ha ['omme, KOMTO AEMOHCTPHpPAT KJIHHUYHO
3HaYHMH HEHEeBpPONOTHYHM IIposiBU Ha Oonecrra. EH3uMo-3amecTHTenHara Ttepanus ¢
Imiglucerase € mbpBO cpeacTBO Ha W30OP 3a NeuyeHUe Ha BR3pacTHHU H Aena ¢ Gonect Ha [owwe
tin 1 u 3.

B 1.4, HayyHH ny0JHMKAUMH OT NOCJCIHHTE MET TOJAHHH M IPHJIOKEHA
oubaHorpadgcka cnpaska

1. ENZYME REPLACEMENT THERAPY AND MONITORING FOR CHILDREN
WITH TYPE 1 GAUCHER DISEASE: CONSENSUS RECOMMENDATIONS,
Charow et all, The Journal of Pediatrics _ January 2004

2. Individualization of long-term enzyme replacement therapy for Gaucher disease,
Genetics in Medicine, Feb 2005, Andersson et al, Vol. 7 No. 2

3. Guidelines for the management of paediatric gaucher disease in the united kingdom,
working group

4. Weinreb et al (2002) Effectiveness of enzyme replacement therapy in 1028 patients
with type [ Gaucher disease after 2 to 5 years of treatment : a report from the
Gaucher Registry. Am J Med 113:112-119

5. Summary of Product Characteristics Cerezyme (2010)

6. The Advisory Council to the European Working Group on Gaucher Disease
(EWGGD) (2003). The role of the iminosugar N-butyldeoxynojirimycin (Miglustat) in
the management of the type I (non-neuronopathic) Gaucher disease : A position
statement, J. Inher. Metab. Dis. 26 (2003) 513-526

7. Vellodi et al (2001). Management of neuronopathic Gaucher disease : A Europea
consensus. J, Inherit. Metab. Dis. 24 (2001) 319-327

AJ]I"OpHTMH 3a rmpocjiesgBaHe HA 3a00/IMBaHETO




Hpocneosasanemo ce u3evpuisa no c1eOHUA HAYUN.

IMauynenTn Ha E3T*
flauuenTn Ge3 E3T*
TepaneeTHuHHM LENH — TepanesTrynu uenut| Ilp
HEAOCTHTHATH JOCTHTHATH 10]
Ha BCEKH Ha BCEKH HAa BCEKY | HA BCECKH Ha BCEKH 3HZ
12 Mec. 12 -24 mec. 3 mec. 12 mec. 12 -24 mec. ;J;
Kpveru mecmose
XeMOTIo0HH X X X X
TpoMOOUIHTH X X X X
XHTOTPHO3HIA3A X X X X
Bucuepannu
paiMep Ha CIe3Ka X X X X
_pasMmep Ha 4.1pob X X X X
Crenemnu
AMP X X X X
DEXA X X X X
PeHTren X X
Hzcaeosane na Ha Bceku 12-24 Mec. caMo Npy NAaLKEHTH ¢ MpeIXeAHo 3acaraHe Ha GesoapolHaTa
dii opod DYHKLHA

*E3T — eH3HM-3aMECTHTEJIHA Tepars

B T4, nayyHH ny0auKauMH OT MOCAeJHHTE MeET TOAHHH H NPHIOKEHA
6ubanorpagcka cnpaska

1. ENZYME REPLACEMENT THERAPY AND MONITORING FOR CHILDREN
WITH TYPE 1 GAUCHER DISEASE: CONSENSUS RECOMMENDATIONS, Charow et
all, The Journal of Pediatrics _ January 2004

2. Individualization of long-term enzyme replacement therapy for Gaucher disease,
Genetics in Medicine, Feb 2005, Andersson et al, Vol. 7 No. 2
3. Guidelines for the management of paediatric gaucher disease in the united kingdom,

working group

4. Weinreb et al (2002) Effectiveness of enzyme replacement therapy in 1028 patients
with type I Gaucher disease after 2 to 5 years of treatment : a report from the Gaucher
Registry. Am J Med 113:112-119

5. Summary of Product Characteristics Cerezyme (2010)

6. The Advisory Council to the European Working Group on Gaucher Disease
(EWGGD) (2003). The role of the iminosugar N-butyldeoxynojirimycin (Miglustat) in the
management of the type 1 (non-neuronopathic) Gaucher disease : A position statement. J.
Inher. Metab. Dis. 26 (2003) 513-526

7. Vellodi et al (2001). Management of neuronopathic Gaucher disease : A Europea
consensus. J. Inherit. Metab. Dis. 24 (2001) 319-327

AJll'OpHTMH 3a pexaﬁnnuTaunn Ha 3a00/1ABAHETO

CucTemuara pexa0WIMTALK Ce MPENOPBYBA MpPH THI 3 HIM XPOHHYHA HEBPOHOMATHYHA
¢bopma.

B T4, Hayyns nyfJMKAalHH OT MOcHeJHHTe MNeT TIOXWHH H TNPHICKEHA
oubauorpadeka cnpaska

1. Tunuesa P, Pagesa b, Cunurepcka U, Iletkor P. boneer #a Gaucher tum III ¢
1444P/D409H renorun- leguarpus, 1:43-46, 2006
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2. Asmkuesa J1, Turuesa P, Cunurepcka U, Panesa b, Kagbm A. Pesyntaty ot aeucHue
C eH3MM 3aMecTHTE/IHa Tepanys npy Obarapcky nauueHTH ¢ Gosect Ha Gaucher.- Tleanarpus,
2012, 1, Supplementum: 812

3. Tuuuesa P.Bonect Ha Gaucher. [Tequarpus, 2012,1 *,* Supplementum

4. Xamxues E, Topues Y, Tunuesa P, Kpynes U, Temenkosa H, I'eprendesa B. boxaect

na [ome — METONMYECKH YKA3aHWs 3a JMarHosa, [poclie/isiBaHe W JieueHne. MeanIHHCKH
npernea, 2012;48 (1):67-74

HeoGxonuMH aeiiHocTH 32 mnpodHIakTHKa Ha 3abonsiBaHero (AK0 TaKHBa ca
NPHJI0KUMH)

Ha 3acernaTuTe ceMe#crBa ce npemjiara T'€HETUYHO KOHCYJITHPAHE H npCHATAIHa
JHAarHOCTHKA.

B T1.4. HayyHH nyOJMMKAOMM OT TOC/AEIHHTEe TEeT TOAMHH M MPHJIOKEHA
oubauorpadicka cnpaBka

1. Tunuesa P, PameBa B, Cummrepcka U, Ilerkos P. Bonecr Ha Gaucher tum III ¢
1.444P/D409H resotun- I[leauarpus, 1:43-46, 2006

2. Asmkuesa JI, Tunuera P, Cunnrepcka 1, Pagesa b, Kagem A. Pesynraru oT 1€4eHHE C

GH3UM 3aMECTHTEJIHA Tepanms IpH Onjirapcku nauueHTH ¢ Gonect Ha Gaucher.-

[enumarpus, 2012, 1, Supplementum: 812

Tunuesa P.Bonect wa Gaucher. Ieauarpusg, 2012,1 *,* Supplementum

4. Xamxues E, Topues Y, Tunuena P, Kpynes U, Temenxosa H, ['eprenuea B. bonect
ga Tome — METOOWUECKM YyKa3zaHMs 3a JHMarHo3a, MNpOCHeAsBaHE M JCUCHHC.
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W

Mpennoxenusn 3a OPrasn3alus HA MEIHUHHCKOTO 00CIYy)KBaHE HA MALMEHTHTE H 32
GHHAHCHpaHe HA CHOTBETHHTE JCHHOCTH, choOpaseHH ¢ /JeHcTBAMATAa B CTPaHATA
HOPMaTHBHA ypeala

Ha To3u eTan auarHoCTHUIMPAHETO, JICUHCHUETO U IpoCICAABAaHETO HA OOJIHUTE ce H3BBPLIBA
HO KJIUHHUYHA IBTCKA.

OnucaHNe HA ONHTA ¢ KOHKPETHH MALMEHTH ChC ChOTBETHOTO psiaKo 3alosBane (aKo
HMA TAKbB)

KaunukaTa no xemaronorus, YMBAJI ,,AnekcanipoBcKka® yyacTsa B CKpHUHHIOBa IIporpaMa:
,Ompenensne Ha 4ecToTaTa HA PA3NMPOCTpaHeHHe Ha GonecT Ha Tome B bbarapus 4pes
CeNEKTMBHO CKPMHMHTOBO H3CJE/BAHE Ha MAUMCHTH CbC CIUICHOMCTAIHA W/AII
TPOMGOLMTONEHUS C HEN3SICHEHA IMar1o3a’

LlenTa Ha Tasu Oporpama € Jia ce ONMpeAey paspocTPaHCHHCTO Ha fonectra Ha ['owe cpen
TOIyJAlyATa MAlNEeHTH, HACOYEHH 32 KOHCYITAal|s C XEMATOJIOT MOpajH CIICHOMETAA
WHIA TpOMOOLMTONIEHHS,, M TPH KOMTO C€ IMpHiaraT IapaMETPUTC Ha AHArHOCTHHHHA
AITOPHTHM, HPeLToXeH oT Mistry u cbabT. 11.

TTamenTHTE ¢ noKaszaHa GonecT Ha Gaucherce XOCNUTANM3UPAT Ha Beeku 6 Mec. B KitnHuKaTa
no Hepeuu Gonectu, YMBAJI ,,AJIEKCaHAPOBCKA™ 3a OLIEHKAa Ha CHCTOSHHUETO, edexra Ot
neuenneTo ¢ Cerezyme, HEOOXOAWMOCTTA OT KOPEKIMA HA 103aTadl H3/1aBaHC Ha NPOTOKOIH.
B MomeHTa 14 MAIMEHTH Ca HA €H3MM 3aMECTUTENHA TEpalus U Ce MPOCIEABAT HA BCEKH 6
Mec. 1 2 GOJNHH B K0BPO CHCTOSHME CaMO Ce Tpociueaanar, 6e3 uHdpy3noHHa tepanus.Ilpu 5
OT namueHTHTe ¢ GonecT Ha lome B Kmumukara mo Hepsuu GonecTd Ha BeekH 14 nHu
nposexart HHdpy3uuTe ¢ Cerezyme ot 0Oy4YeHH 3a [€1Ta MEAUIIMHCKH CECTPH.
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