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A-P ACEH ME/I’KU/IUEB
CJIYXEBEH MUHUCTDHP
HA 3IPABEOITA3BAHETO
1. ,,CBera Hegensi* Ne 5

rp. Copus 1000

Omuocno: IIpoexm na [locmanosnenue na Munucmepckus cvb8em 3a UsMeHeHue
u donwvianenue Ha Hapeobama 3a meouyunckama excnepmu3sa, nyonuKy8ana 3a
obwecmeeno oobcvorcoane na 11.11.2022 2.

YBAXKAEMMU I'OCIHOAUH MEJDKUJIUEB,

Karo nmpeacraButenu Ha xopa ¢ peku OOJECTH CJIEIUM ¢ BHUMaHUE POOJIEMHUTE B
o0jacTTa Ha MEIUIIMHCKAaTa €KCIepTH3a, Thil KaTo OIleHKaTa Ha BUAA U CTENEHTa Ha
YBpEXKIaHE/CTEIIeH Ha TpaltHO HaMmajieHa pabOTOCIIOCOOHOCT € OT ONpPEAETAII0 3HAUCHUE
3a TOJKpernara, KOSATO Xopara C YyBPEXIaHUS BCIEACTBHE HAa PEIKH 3a00JsBaHUS
noJiy4yaBar.

Xopara ¢ penku OonecTH ca 3acerHaTH OT JIBUTATENHU, CEH30pPHHU WJIU
WHTEJICKTYaJIHU YBPEXKIaHUs, KOUTO MOTAT Jla Bb3HUKHAT €THOBPEMEHHO.

OCHOBHO MPEIU3BUKATEICTBO 32 MHOIO pEeAKU 3a00JIsIBAaHUSA € CJIOKHOCTTa Ha
¢dbenoTuna (Ha HeroBaTa U3sBa) U JHIICaTa HA UHPOPMUPAHOCT CPE/l COIUATHUTE (U YECTO
cpel MO-ITUPOKUS KPbI' MEJAUIIMHCKH) CIEIUAINCTH OTHOCHO Pa3HOOOpPa3HUTE U YECTO
CKpPUTH HAYWMHHU, MO KOUTO CHCTOSHUETO MOXKE Jla MOBJIMSEC HAa KMBOTA HA IAIMEHTA.
YBpexaanusiTa, IbHKaIlld ce Ha peKH 3a00J1sBaHMsl, OOMKHOBEHO ca cj1abo pa3OpaHu OT
BCUYKH OCBEH OT Hal-CHCIHAIM3UPAHUTE NPOPECHOHAINCTHA, KOETO 3aTPyIHSBA
HaMUPaAHETO Ha aKTyaliHa HaJIeKIHA MH(GOpMAIIs 3a MposiBaTa Ha 3a00JISIBAHETO.

Kato mo0pa mpaktuka cienBa ja ce moco4u, 4e B 6azara nanau ,,OpdaHeT, KosaTo
Ce M3I0JI3Ba U B bhyrapus 3a onpeaesnssHe ChbOTBETHHS KOJI Ha PSJIKOTO 3a00JIsIBaHE U KaTo



U3TOYHUK Ha HAJAEKIHA UH(POpMaLKs 32 MON'bJIBAHE HA JOCUETATa 33 BIIMCBAHE HA PEJIKUTE
6onectu B Crmceka e HammueH U ICF ( DyHKIMoOHaNEH pEYHWK 3a YBpEKIAHHUSITA
BCJICAICTBUE HA PENIKHM 3a00JI51BaHUs], KOWTO € M3BJIEYEH U aJanTUpaH oT MexyHapoaHa
kjacudukanus Ha QyHKIMOHUPAHETO, yBpexaanusTa u 3apasero (ICF-CY, C30 2007).
To3u pyHKUMOHANIEH PEYHUK MTPEIOCTABS MEXAYHAPOHA PaMKa, KOSTO II03BOJIsIBa 0OMEH
MEXIYy PpPa3IMYHUA CHEHUATUCTH, KaTo B CiIyyash E€KCIEPTHUTE JIEKAPCKH KOMHMCHH B
bearapus morar na yepnsaT mHbopMalus Kacaella ONpEeNITHETO Ha OrpaHUYCHUSTA,
IPUYMHSABAHU OT OTAENIHUTE peaku OosiecTH. Peunuka 3a gpyHkunonupane Ha Orphanet
(Opdaner) mma 3a 1en pazpaboTBaHe Ha OCHOBHU HAa0OpW OT JAHHW 3a YBPEKIAHMUSI,
OPUYMHEHU OT peaku 3alonsiBaHus, u3BiedyeHn oT u cbBMectumMu ¢ ICF-CY
(Mexnynapognata Kinacudukanusa Ha (QyHKIMOHUPAHETO, YBPEKIAHUATA U 3PABETO -
Bepcus 3a Jena U Miuaaexu). HeroBoro wusmnon3BaHe, OM yJIECHWIO 3HAYUTEIHO
OTIpEe/IENITHETO HAa HUBOTO HA HETPYJOCIOCOOHOCT MpHU MalMEeHTa C PAKO 3a00JIsBaHE,
BPEMETO Ha MPOrpecHsi Ha JaJeHOTO 3a0o0isiBaHE M ChOOPA3EHHUTE C TAX IMPOLIEHT
HETPYAOCHOCOOHOCT U HEUHUSAT CPOK.

BbB Bpb3ka C HM3JI0KEHOTO M C OIJIEN Ipenopbkara Ha EkcneprHara rpymna Ha
Komucusra mo peaku 60yiecTy KbM IbP)KaBUTE-UICHKHU J1a MHTEIPUPAT CIIeU(PUKUTE HA
penkuTe 00JIeCTH B HAIIMOHAIIHUTE CUCTEMH 3a OLIEHKA Ha HUBOTO Ha (DYHKIIMOHUPAHE Ha
najsieHo Jmie, 1 B choTBeTcTBHE ¢ KonBenmusta Ha OOH 3a mpaBara Ha xopaTa ¢
yBpexaaHusTa, ce oopbiname ¢ mojioa B [Ipoekra Ha [TocTanoBneHne Ha MuHUCTEpCKUs
CBhBET 32 U3MEHEHHE U JIonrbIHeHne Ha Hapen0Oara 3a MeuIIMHCKATa eKCIIepTH3a Aa 0bAaT
aJpecCMpPaHu CJeJHUTE NMPodjeMH CBLP3aHU C PeIKUTE 3200/ 15IBAHNS] YCTAHOBEHHU B
Cnucbka Ha peakure 0ojiectu B bbarapus:

e B Hapenbara 3a MmeauimHCKaTa €KCIepTH3a CiIe/(Ba Ja 3aJerHar sICHU IpaBuiia
3a ONpeleNssHE Ha INPOLEHTa HamaleHa paboTOCIOCOOHOCT MpU PEIKUTE
3a0onsBaHus, BKIOYeHH ¢ CrMchKa ¢ pellkuTe 3a0o0JsBaHus B bbirapus, Tbii
KaToO 3a TAX BEYE € YCTAHOBEH METOJ 3a OINpENeNsHE Ha HHUBOTO Ha
(GyHKUMOHUpaHE W AIrOPUTBM 3a Tepamus U mpocieAsBaHe. Bcegko psako
3a00JIsIBaHe pasmoliara ¢ JOCHE, C KOETO € BIIMCAaHO KaTo TAaKOBa, B KOETO €
OJIpOOHO pa3MUCcaHO HUBOTO Ha (PYHKIIMOHAJIHOCT U HyXk/J1aTa oT OOJHOIIenay,
KOUTO CJIe/IBa Ja ce B3eMaT MPEABUJ IIPU ONPENEIIHE Ha IIPOLIEHTA U CPOKA Ha
MHBAJINIM3alIMs HA TAlMEHTUTE C peaKU O0JecTu.

e B Hapenbara 3a mequuuHckara ekcneptusa, B yact VII (HepBau 6omnectu), na
ObJIaT BKIFOYCHN BCUYKU PEIKU HEBPOJIOTHYHHU JrarHo3u ¢ koj cnopen MKD -
G , npuetn B Crniucbka Ha peakure OosiecT B bbirapus KbM HaCTOSIIUSIT



MOMEHT, ChC CHOTBETHHUTE QJTOPUTMHU 3a OMPEICISHE HA MPOIEHTH HaMajcHa
paboTOCIOCOOHOCT

e B Hapenbara 3a MenuiHcKaTa eKCrepTu3a € Hy>XKHO J1a Obae ne(puHUpaHO
M0 KaKbB HAYMH CE€ OMPEJEIAT MPOIEHTUTE U CPOKHT HA MHBAIMIM3AIIMS 32
Boaect na XsHTHHITBH G10. [Topaau HeoOpaTuMocTTa Ha 3a00JIIBAaHETO U
HY’XKJaTa OT MOCTOSHHU MEIUIIMHCKH U TAJIMATUBHU TPIKU B MOCICTHUTE
CTaaiuud Ha 3a00JIIBaHETO, TO3M MPOILEHT CJeABa Ja C€ YyBeJIudaBa C
nporpecusita Ha 3a0oJisiBaHeTo. B3emaliku B npenBujl, 4ye PyHKIUOHAIHUTE
BB3MOKHOCTM Ha MAallMEHTUTE M TEXHUTE HYXAU OT OoJHOIIenad ce
onpenenar oT ckanara 3a OO0m ¢dysknuonanen kamamureT (TFC) B 5
Mporpecupaly cTaaus Ha 3a00J15IBaHETO (M3TOYHUK:
https://ncpha.government.bg/uploads/rd/G10_HuntingtonDisease.pdf ),
clie[IBa MPOIEHTa HETPYIOCIIOCOOHOCT 3a Te3H Xopa Aa ObJe ONpe/eNieH B
CJICIHUTE MUHUMAJTHA PAMKH:

Cramuu 1 : 50 % -75%

Cramuu II: 75 % - 90%

Cramuu III: 90 % - 100 % c uyxna moMorir
Craguu IV: 100 % c uyxna nomoiit
Craguu V: 100 % c uyxaa nmoMolit

3a xoparta ¢ ToBa 3a00JIsIBaHE € OT 3HAYCHUE J1a CE MPEIBUKIA TOKU3HEH CPOK
Ha WHBAJIUJIHOCTTA, Thl KaTO CBHCTOSHUETO UM € Mporpecupaiio ¢ u 0e3
MIPOMSIHA | CIIEJIOBATEIHO - Te(PUHUTHUBHO.

e B Hapenbara 3a MenuiHcKaTa eKcrepTu3a € Hy>KHO J1a Obje 1e(puHupaHO
M0 KaKbB HAYMH CE€ OMPECISIT MPOIEHTUTE U CPOKBT HA MHBATUAN3AIUS 32
HacneacrBenn atakcun G11.1, G11.3 u G11.8 (cbC CHOTBETHO OMMCAHUTE
KOJIOBE 3a pa3IMYHUTE BUIOBE JuarHo3u B ,,Opdanet™). 3a xopaTa ¢ TOBa
3a00isiBaHE € OT 3HayeHUEe Ja Ce TMPEeBIKIAa IMOXKU3HEH CpOK Ha
WHBAJIMTHOCTTA, Thi KaTO ChCTOSTHUETO UM € TIPOTPECHpaIio € u 0e3 mpomsHa
U CJIEIOBATEITHO - J1e(OUHUTUBHO.

e B Hapenbara 3a MmeauIIMHCKAaTa €KCIIEPTU3a € HYKHO Ja ObJe AeUHUPAHO
10 KAKbB HAYMH C€ ONPEJEIAT IPOLUEHTUTE U CPOKBT HA MHBAMAU3ALNS 3a
Jercka cnuHagaHa myckyJaHa atpopus tun 1 G12.0 u Apyrun
HACJICACTBEHHU CIUHAJHM MYCKYJIHH aTpopuu G12.1 u MyckyJiHa
auctpopus u HeliHuTe pasHoBUIAHOCTH G71.0 (Cbc CHOTBETHUTE KOJOBE
B 0azata ganHuu ,,Opdanetr*). 3a xopaTa ¢ Te3u 3a00JISIBAHUS € OT 3HAUCHUE


https://ncpha.government.bg/uploads/rd/G10_HuntingtonDisease.pdf

71a ce MPEeBUKIA MOKU3HEH CPOK HA MHBAJIMHOCTTA, Th KaTO
ChCTOSIHUETO UM € IPOrpecupalio € 1 0e3 NpoMsiHa U CJIeA0BATENHO -
ne(UHUTHUBHO.

B Hapenbara 3a MemuumMHCKaTa €KCIIepTU3a € HY>KHO J1a 0be A1e(UHUPAHO
M0 KaKbB HAYMH C€ OMPEICIIAT MPOIEHTUTE U CPOKBT HAa MHBATUAN3AIINS 32
Amuorpodpuuna Jlarepanna Criaepoza G12.2. [Topaau HeoOpatumocTTa
Ha 3a00JIsIBAaHETO, HErOBaTa Obp3a MPOrpecus U HYKJaTa OT MOCTOSTHHU
MEIUIIMHCKH M MMaJMaTUBHU (M3TOYHUK https://www.orpha.net/consor/cgi-
bin/Disease_Disability.php?Ing=EN&data_id=106& Typ=Pat&diseaseType=
Pat&from=rightMenu), npouenra uaBanuu3anus cieasa aa e 100% c
qy>K71a TTIOMOIII.

3a X0oparta € TOBa 3a00J1BaHE € OT 3HAUECHHUE Jda CC IpCABUIKAA IT0KU3HCH
CPOK Ha MHBAJIMAHOCTTA, ThU KaTO ChCTOSHUETO UM € Imporpecupanio u oe3
IIpOMsHa U CJIICAOBATCIIHO - I[e(l)I/IHI/ITI/IBHO.

B Hapenbara 3a MmeaumHCKaTa eKCIIepTH3a € HyKHO J1a ObJie AehUHUPAHO
0 KaKbB HAYMH C€ OMPEIETIAT MPOIEHTUTE U CPOKBT HAa MHBATUAN3ANNS 32
BoJaect na Ilapkuncon G20 (chC CHOTBETHO ONTMCAHUTE KOJOBE 32
pa3IMYHUTE BUAOBE AMarHo3u B ,,Opdaner™). 3a xopaTa ¢ ToBa 3a00sIBaHE
€ OT 3HAYCHHUE J]a CE MPEIBUK/A TTOKU3HEH CPOK Ha MHBAIMTHOCTTA, Thil
KaTO ChCTOSTHUETO UM € TIPOrPECHPAIIo € U 0e3 MPOMSHA U CJICJOBATEITHO -
ne(OUHUTUBHO.

B Hapen6ara 3a meaummHcKaTa eKCriepTrsa € HyHo fia 0b11e AeuHupaHo
110 KaKbB HAUMH CE OMPEAEIAT MPOLUEHTUTE U CPOKBT Ha MHBAIMAM3AIMS 32
Jlpyru nereHepatuBHH 0ojiecTu Ha 0a3anHuTte ranriauu G23.0, G23.1 u
G23.2.

B Hapenbara 3a MeIuuMHCKaTa €KCIIEpTU3a € HY>XHO J1a ObAe A1e(pUHUPAHO
M0 KaKbB HAYUH C€ OMPEIETAT MPOIEHTUTE U CPOKBT Ha MHBAIMU3AINS 32
Mucronus G24.1, G24.2 ( ¢bc cbOTBETHO onucanuTe opha koxoBe 3a
pa3IMYHUTE BUI0BE TMATHO3H).

B Hapenbara 3a MemuuMHCKaTa €KCIIEpTH3a € HYKHO J1a ObJe Ae(PUHUPAHO
10 KAKbB HAYMH CE€ ONPEIEIAT NPOLEHTUTE U CPOKBT Ha MHBAIMAU3ALNS 32
Cnacruyna kpuBa mus G24.3; Unuonatuyna opoganuaaiHa JMCTOHUA


https://www.orpha.net/consor/cgi-bin/Disease_Disability.php?lng=EN&data_id=106&Typ=Pat&diseaseType=Pat&from=rightMenu
https://www.orpha.net/consor/cgi-bin/Disease_Disability.php?lng=EN&data_id=106&Typ=Pat&diseaseType=Pat&from=rightMenu
https://www.orpha.net/consor/cgi-bin/Disease_Disability.php?lng=EN&data_id=106&Typ=Pat&diseaseType=Pat&from=rightMenu

G24.4; baedapocnazbmMG24.5( ¢bC CHOTBETHO ONMCAHUTE KOJ0BE B
0a3zara nanum ,,Opdaner).

B Hapen6ara 3a meaummHcKaTa eKCriepTr3a € HyHo J1a 0b1ie AeuHupaHo
110 KaKbB HAUYMH CE OINPEJIEISAT MPOIEHTUTE U CPOKBT Ha MHBATUAU3AIMS 32
Boaect na Annxaiimep, G30.0 (kox cbriacHo 0a3ara naniu ,,Opdaner
1020). 3a xopaTa ¢ ToBa 3a00sIBaHE € OT 3HAYEHHUE a Ce MPEABUK A
MOU3HEH CPOK HA MHBAJIMIHOCTTA.

ITpu bonect Ha AnxaiiMep CHMITOMUTE OMBAT JIBa OCHOBHU THIIA —
KOTHUTHUBHHU, T.€. CBbP3aHU C IaMETTa, U He-KOTHUTUBHHU, T.€. CBBP3aHHU C
IpyTu GU3HYECKH U TTOBEICHYECKU MPOsiBU. KOTHUTHBHUTE U HE-
KOTHUTUBHUTE HAPYIICHUST 00YCIIaBsT Ipajidpalio HamajsBaiara
CIOCOOHOCT Ha OOJTHUTE Jla C€ CIPABAT C JICMHOCTUTE B )KMBOTA — OT Hail-
PYTHHHH JI0 TIO-CJI0KHU. Pa3BUTHETO HA CUMIITOMUTE CE€ ABJDKU Ha
CTPYKTYPHH U3MEHEHUS B Pa3IMYHU IIEHTPOBE Ha MO3bKa U MO3bUHATA
kopa. KoiakoTo nmopeye ce 3aabp1009aBaT T€3U U3MEHEHHU S, TOJIKOBA M0-
CUJTHO C€ M3pa3siBaT CUMIITOMHUTE B )KUBOTA HA MAIlMEHTA, KOETO MTOCTEIICHHO
BOJIY JI0 ITBbJIHATA UM 3aBUCUMOCT OT okosiHUTE. [Ipu onpenensine crenenTta
Ha HYXKJIa OT MOJKperna KOMUCHATA TPSOBa Ja UMa MPEIBU/T
HEBPOIICUXOJOTUYHUTE U JIPYTU U3CIICABAHUS, KOUTO MMOKa3BaT MOMEHTHATa
KapTHHA, HO ChIIIO Ja UMa IPEABU/ U JUHAMUKATA [IPU PA3BUTUETO HA
Oosectra. [la ce B3emar npeaBuI, CTAHOBUIIE KaKTO OT HEBPOJIOT, TaKa U OT
MICUXHUATHP.

B Hapenbara 3a meauiMHCKaTa €KCIepTU3a € HYKHO Aa Obae nepuHupano
M0 KaKbB HAYMH C€ ONPEAENAT MPOLIEHTUTE U CPOKBT HAa NHBAIUIU3ALINS 32
Jlpyru  jgereHepaTuBHH 0oJsiecTn Ha HepBHATA cUCTEeMa,
Hekjgacuuuupanu apyrage G31.0., G31.1 u G31.8 ( u cboTBETHUTE
KOJIOBE ChIJIACHO O0a3aTa xaHum ,,Oppaner®).

B Hapenbara 3a MequuMHCKaTa €KCIEpTU3a € HY>KHO Ja Oblie nepuHupaHo
110 KaKbB HaYMH C€ ONPEAEIAT MPOLEHTUTE U CPOKBT HA MHBATMAU3ALMS 32
MmuacreHusi rpaBuc W JPYrd YBpe:KIaHUs HAa HEPBHO-MYCKYJIHATa
cucreMma G70.0 (xkox cbriaacaHo ©Oaszara pganHu ,,Opdaner 589)
Mpuacrennss rpasuc G70.2 (xkox cbriaacHo 0azara ganHu ,,Op¢aner™
98914), karo Te3W NPOICHTH B3EMANKU B MPEABHUJ CICHUPUKUTE Ha
3a00JIIBaHETO J1a ObJaT OMPEIEICHN KaKTO CJIe/IBa:

Jleka crenen (ouna dopma) — 50 %;



Cpenna creneH ( renepanusupana ¢popma, Osserman —[lau 116 ) — 75 %, c
MTO’KU3HEH CPOK.

Texka creneH (renepanuszupana popma, Osserman — [l u IV) — 95 %, ¢
MTO’KU3HEH CPOK.

Baxxno e nma ce orOenexu, 4ye wm3MeHeHusita mpe3 tonu 2018 r. B Hapenbarta 3a
MEIUIMHCKATa eKCIepTr3a, Korato 0sixa MpOMEHEHU OTIPABHUTE TOUYKH 3a OIEHKa Ha
TpaiiHO HaMajieHaTa pabOTOCIOCOOHOCT U Ha BUJIA U CTETICHTA Ha YBPEXKAAHE B MMPOIICHTH,
JIOBEI0XA JI0 CEPUO3HO HaMaJIsIBaHE Ha MPOIEHTUTE HAa BUJIa M CTETICHTA HA YBPEXKaHEe Ha
MHOTO XOpa C peAkud OonecTd. 3HAUMTENHA YacT OT HEONAarompusTHO 3aCETHATHUTE
ocTtaHaxa 0e3 3/IpaBHH OCUTYPOBKH, O€3 MEHCHMH U 0e3 BB3MOXKHOCT Jla IOoJydaBaT
HE00X0AUMOTO UM JedeHue. OT Ta3u IJieJIHa TOUKa, € MOJOKUTETHA CThIIKA BKIIOYBAHETO
Ha TEKCT 3a choOpa3sBaHe HAa BCUYKH 3a00JSBAHUS MPHU OMPEACTSTHETO HA OKOHYATENIeH
IPOLIEHT BHJI U CTETNEH Ha yBPEK/IaHE/CTETEH HAa TpaHO HamayieHa paboTOCIOCOOHOCT.
HeoOxomumu ca o6ade AOMBIHUTEIHA ICHCTBHS 3a MIPABUIIHO OTpa3sBaHE M OICHKA Ha
penkutre OoOJieCTH M Ha ONPEACISHUTE 3a TAX TMPOIEHTH BUA M CTENEH Ha
yBpEXJ1aHE/CTETeH Ha TpaltHO HaMalleHa paboTOCTIOCOOHOCT.

Karo npencraBuTeny Ha MAaUMEHTCKH OpPraHU3AlMM M Xopa ¢ peAaku OoJecTH,
ydacTBallM B MALIUEHTCKU U €KCHEPTHU MPEKU Ha €BPOIEHCKO U HAlMOHAJIHO HUBO, CE
oOpblaMe ¢ Mojda 3a pasriiekIaHe Ha MpeNIoKEHUsATa M 3a paspellaBaHe Ha
nocraBeHuTe npobinemu. M3passiBame TOTOBHOCT Ja C€ BKJIIOYUM aKTHBHO B PabOTHU
Tpyny, B OOCHXKIaHHUITa HA U3MEHEHUSATA U HAa OYaKBaHWUTE pedOopMHU B MEAMIIMHCKATA
EKCIIEpPTH3a.

C yBaxxeHue,

Haranus ['puroposa, uien Ha 6opaa Ha EBponelickara pedepeHTta Mpexka 3a peaku
HEBpoOJIOTHYHU 3a00sBanus u npezacenaren Ha YC Ha bearapcka XbHTUHTTHH
Acormanus,

[Tonkpensum NaueHTCKU OpraHu3alluu
Npena Hemogcka, [Ipencenaren na Y C na @onpanus Muacrenus ['pasuc,

Npuna Nnuesa, [Ipeacenaren na YC na I'paxaancko Capyxenue Anxaimep bbiarapus



3a konrtaktu: Hatamms ['puroposa, GSM: 0876510846, email: info@huntington.bg

Codus 1618, xxx. Kpacro cemo, 611. 198, an.23, benrapcka XbHTUHITHH A colanms.
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