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Hanmenopanue na 3360JABaAHETO

Bonect #Ha X bHTHHITEH

Cunonum: Xopes Ha XbHTHHITHH

Onpenenenne Ha 3a6019BaHETO

Bomectra Ha XBHTUHITBH € DSAKO aBTO30MHO-IOMHMHAHTHO, HEBPOAEreHepaTHBHO
3afongBaHe Ha LEHTpAjJHATa HEPBHA cucTeMma. Bonectra ce xapakTepHsupa C HEXEJIaHH
XOpEHYHH JBHXXEHHS, MOBSICHYCCKY H NICHXMAaTPHYHHU HApYILICHHMs, AeMeHuA. YecTtoTaTa Ha
3a060/BalETO CPEN eBponeMaHaTa paca € npubGmusurenno 1 wa 10000 — 20 000 mymm.
Cpennara Bb3pact Ha nosisa Ha cumiromute e 30-50 roquuy, kato GosecTra 3acsra W ABaTa
nona. B HaKou ciiydan CHMITOMHTE ce NOABABAT NpeaH HaBbpIIBaHE HA 20-TOMIIIHA BH3PacT
upes HapyllleHHd B TOBENGHMETO H 3aTPY/HEHHMA NpH oqueHneTo B y4wiuile (IOBCHHIHA
Gonecr ﬁa XbMPFBH). |

Bosectra Ha XBHTHHITBH € IeHeTHIHO 3a00UiBaHe, MPH KOETO NATONOTHYHHAT IeH Ce
Haana BBLPXY KBCOTO paMo Ha 4-Ta XpoMo3oma (4p‘1‘6.3). MyTaHTHHAT T'eH CbIABPXKa
eKCHECHBHO KOMYecTBO OT TpuHykiaeornaa CAG u xoaupa NpOTEHH, HAPCYEH XBHTHHITHH.
B Mroro pemiu ciydau Myramuu B HDL-2 (XvuTunrrsi-nogoben cunapom un 2), SCA17
(cnmuonepebenapra araxcud tun 17) unu DRPLA, morart na aosenar no Knﬁﬂma KapTHHa,
nopoOHa Ha a3y apH OosnecT Ha XbHTUHITHH. | ‘

KlacHueckuTe CHMITOMH Ha GOlecT Ha XBHTHHITHH BIIIOYBAT NPOTPECHBHH XOPEHYHH
xunepmuezun,‘ pUrHAHOCT M fAemenums. OGHKHOBEHO 3a0ONsBaHETO 3amouBa  C
HecrieuuaHU onnéxnaam KaToO pasipasHMTEJHOCT, pa3Ces HOCT U HEMOXBATHOCT,
TPYAHOCTH NPH H3ILIHEHHETO Ha eXeHeBHHTE 3aAbKeHHs. TTOCTENeHHO TE3H CHMITTOMH

nporpecUpar 10 NOABATA HA OCHOBHHMTE CHMIITOMM Ha O60JecTTa — XMICPKHHE3H M




KoruuTHeeH aeduuut. XOpenuHnTe XUTICPKHHE3MH ca Hali-xapakTepHus cummntom. Te morar
1a ce HaGoAaBsaT B KpaiHMIMTE, a CHILO A 3aCerHaT PeUeRUTE MYCKY/IM M Ja NPEAN3BHKAT
crieyuyHa ausaprpus. Morar Jia 3aCETHAT W ABBKATE/HHTE, I'HITATC/IHATE H IHXATCIHATE
MYCKYJiM. XWIIEDKMHE3WHTE C€ 3aCHIBAT MPH €MOLMH M M34e3Bar no BpeMe Ha CBHA.
KornurusHute HapyiieHHs OOMKHOBEHO BB3HHMKBAT Ha ¢(OHa HE XMICPKHHE3HWHTE H CC
XapaKTepu3nupaT Cchc 3a0aBeH MHCIOBEH INPONEC, AW3CK3EKYTHBEH CHHHIDOM, H3aMeTOBH
HapyWICHUS W Pa3CTPONCTBO. BHB BHUMAHHETO. JIpyr XapakTepeH CHMIITOM Ha 3a00J1BaHeTo
¢a SMOLHOHANHO~a()eKTUBHUTE PasCTPOHCTRA.

Jnarnosara ce Gasmpa na HespomsoOpasssaum Meroauku (KAT u MPT), npu xoero ce
ycraHoBsBa arpodus Ha nucleus caudatus. OxoHuaTeNHaTa [JMArH€o3a ce MOCTaBs - 4upe3s
TeHETUMEH aHAMH3. Hudeperupanyara IMarHosa BKIIOYBA XOpes MHHOP, XOPECHYEH CHHPOM
OpH  aynyc epnTemaTo,ﬁec, CCHW/IHA XOpes M HEBPOAKAHTOLMTO3a. BLIMOXHO €
OCBILIECTBABAHETO HA NPEHATANNA JHATHOCTHKA 4pe3 XOPMOHOHOINCUS WM aMHHOLeHTe3a. B
HAKOM CTPAHH Ce TIpe/UIara PCHMILIAHTALHOHHA THATHOCTHKA Y in Vitro depTHimsaius.
TepaneBTudHHAT NOAXOA NpK GonecT HA XPHTHHITHH ClieaBa Ja Oble Mynmnncunnnuﬂapen,
C aKLCHT OBJIAJABAHE HAa CHUMIITOMHMTE ¥ NMOJOOPABaHE K3aYSCTBOTO HA AUBOT. KbM MOMeHTa
ce M3NON3Ba €AMHCTBEHO CHMNTOMATHYHA Tepanus (HEBPONENTHIHM, HOOTPOMHM CPEACTBA,
ACHXOTepanus). braronpuaTHo ¢ NPUIAraHETO HA pexXaOHIHTALMs, KAKTO M JIOTONCIMYHH

3aHHMAHHA [IPH 3aCATAHE Ha APTHKY/IALHOHHMS ATApaT.

Yerupunudpen xox Ha mﬁonﬂmne'ro no MKB-10 (alco TAKHB € HAJIHYCH)

G10

Kopa na 3a6onssanero no Orpha code
ORPHA399 '

EnuaeMuoJOrHYHH AaHHH 32 3a6oanBanero B Peny6auxa Brarapas

KbM MOMEHTa He ca HAIMMHH OGMUMANHH ENHIEMHOJOIHYHHM JIAHHM 33 3a00/ABAHETO B
brirapus. Hrdopmanus 3a ciiydad B cTpaHata € JOCThIIHA o0aye OT Hay4YHH NMyOIMKaluy Ha

'BOZieIIH GBIrAPCKH HEBPONOIH.

B T1.4. Bayuss uayGsmxanmm or nocnennme ner roAMHEA B NPHJIOKEHA
Oubauorpadexa cnpaBka

1. Kanpensu A, I'pyaxosa M, Boues I1, u cpasr. Ilpwioxenue ua (18)F-FDG ITET/KT
~ npu nauueHTH ¢ Gonect Ha XbHTHHITHH. M3BecTrs Ha Cwio3a Ha ydeHuTe — Bapua /
Menuuuna u exonorus. 2014, 19(1):31-34.

2. Kamauxu P, Bouepa A, Komosa JI, m cpabr. Onucanue Ha ciydali ¢ Xopes Ha




Huntington. brarapcka HEBpOIOrHs nckxnarpntma npakTuxa. 2008, 4(4):10-12.
3. Munanon H. Xopes. Buirapcka nesponorus. 2003, 3( 1)'7—13

4, Munanos Y, Teoprues lI, Heanopa C. AnroputTsM 3a Jmarﬂosa # JCUCHUE NpH
* TTapKMHCOHOBHM CHHApOMH. Xopes H lmcromfm Bearapcka Hesponorus. 2012, 12(2):
99-111.

5. Ierpoa M, Ilerposa U, XKenes 1, u cwaBr. JlekuTe KOTHMTHBHH HapyLICHHS TIPH
Gosiecrta Ha XbHTHHITOH. Meuuuncku npernen. 2014, 50(6):34-38.

6. Tomanos H, Teoprues ], Munaros W KommorsproMorpadeku 'riapaue"rpu
NOAKPensiny KIMHHYHATA AHArHO3a Xopes Ha XBHHTHHITOH. JIBurareiHy HapyleHus.
2004, 1(1):32-34. :

7. Taiinaposa P, ['coprues I', Benesa Y. TIcHxuuHK IpOMEHY NpH X0pea Ha X HHTHHITOH
(onucaHue Ha KIMHWYCH Cly4ai). erapcm NCHXHATPUUCH JKYpHAT. 2007, 4(3):28-
30. : :

8. IlerpoBa M, Paituea M, Tpatixos JI. XapakTepHcTHKA Ha KOTHUTUBHUTE HapyIICHHA
B paHHus craguii Ha Gonecrra Ha XBHTHHTTOH. Bwiarapcka Hesponorus. 2008,
8(3):120-123.

EnnieMuoJJoruann NanHM 3a 3aboassanero B Epponeiickns cbio3

AKTyanHu HaHHH OT BenukoOpuranus npe3 2013 r. ouensBar 4€crorara Ha 3a60/s1BAHETO B
pamkure Ha 12.3 5a 100 000 qymu. B pamxure Ha EC GonectHocTra ce ouaksa Ja Bapupa

mexay 1 w9 na 100 000 gynm.

B t1.4. HayuyHH ny(imkamHH oT NOCAETHHTE NET TOAHHA H NPHIOKEHA
Onbanorpadgexa cnpaBka

1. Evans SJ, Douglas I, Rawlins MD, et al. Prevalence of adult Huntington's disease in
the UK based on diagnoses recorded in general practice records. Journal of Neurology, |
Neurosurgery & Psychiatry. 2013 Mar 12:jnnp-2012.

2. Pringsheim T, Wiltshire K, Day L, et al. The incidence and prevalence of Huntington's
disease: A systematic review and meta - analysis. Movement Disorders. 2012 Aug
1;27(9):1083-91.

Onenka Ha cLOTBETCTRHETO HA 3alonsBanero ¢ AepmumnuaTa 32 pAaxo 3aboinsane

cbraacno § 1, T. 42 T JONBIHHTEIHATE pa3nopentn na 3aKkona 3a 3ApaBETO o
Bonecrra Ha XBHTHHETBH OTroBaps Ha AeHHHLMATA 33 paaKo 3a6onsBane ceriacHo § 1, T.

42 ot gommaHuTENHUTE pasnopenOu Ha 3akoHa 3a 3ApaBeTo, bonecTHOCTTA Ha 3a60JABAHETO €

B pamkure Ha 1-9 na 100 000 ayum.

KpaTepun 3a 1HarnocTRIApane Ha 3abonsBaneTo

Juarnosata 6onect Ha XBHTHHITBH C€ MOCTAaBS BH3 OCHOBA Ha MOJIOXKMTENHA (amuiHa
aHAMHE3d, XAPaKTEPHH KIMHUYHH HAXOIKW, KakTo M OTKpHBaHE Ha ekcmansua Ha CAG
tpunykineotuaud nosropu B HTT rema. XapakrepHure HaXOIKM BKJIIOYBAT MMOfABa Ha

HEBOJICBH JIBHKCHHA, KOMTO BOIAT 10O HapymeHue¢ B noXoAKara, KOTHHTHBHHM HapyuicHus,




npdrpecnpamn Io nemenuﬁx, APOMEHHU B JIMYHOCTTA H/HIH Aenpechs. [lo-Manko H3BeCTHH
XapaKTepHCTHKH Ha Gonect Ha XBHTHHITHH ca 3aryba Ha Terjo, ChHAMBOCT, HADYWICHUs B
UMPKAJHHUS PHTEM H JMCOYHKUHS HA BETETATHBHATA HEPBHA CHCTEMA.

HacuncreeHHTe HEBOJEBH JBIDKCHHS ITHPBOHAYANHO €€ MOABABAT B JMCTAJHUTE HACTH Ha
KpaiHHIH, a [10-KBCHO 3aCATAT CHIIO M NULEBHTE MYCKYJIH B JPYTH MYCKYJIH. Xopeﬁqnme
| mBwKeHus ce HaGmogaBaT npe3 AIOTO BpEMe, HOKATO MalMeHTHT € OyneH. I'osopenero u
NPErTBHIAHETO MOCTENEHHO ce HapyHmiaBaT B 'XOfa Ha 3a60NfBAHETO- BH3HMKBA JAU3APTPHA H
nucdarus. Ilpu HSAKOH NAlHEHTH MOXE JIa C€ YCTAHOBH H PHrHAHOCT. TICHXHYHH CHMITOMH
MHOTO Y€CTO Ca HANHUC B PaHHUA cragmii Ha 3a60nsBaHETO, TIPENM HACTHIIBAHETO Ha
xunepkunesure, Hail-4ecTO CpPEHmAHHAT CHMITOM € nenpécmra, NpUApPY)XEHa € HHCKO
CaMOYYBCTBHE, YYBCTBO 33 BHHA M TPEBOXHOCT, BB3MOXHHM C3 MaHMAaKalHH NPOABH H
HATPAITYMBY MUCIH. PasfpasHMTENHOCTTA € CHIIECTBEH CHMITTOM OT NCMXHYHWTE MPOSBH,
KaTo T MOXE Jia CE NPOSBABA B Pa3iIMUHH CTCNICHH. 4 '

KornuTuBHHTe HapymieHHs ca [OpyrMs OCHOBEH mpu3Hak Ha Oomecrra. Te morar aa
NPHCBCTBAT JBLITO NPEMH NOABATA HA MOTOPHH NIPU3HALH, HO MOXe M 2 Gbaat MHOro cnabo
H3pa3cHH B HanpefHaINTE CTaauM Ha OonectTa. KornuTHBHHTE TIPOMEHM C€ TIPOABABAT C
| HapyiieHHe Ha ek3exyTuBHMTE Oynkuuu. ITaunueHTHTE 4eCTO HE €& B CHLCTOSHME Ja
| OpraHM3Mpar XKHBOTa CH HIH Jia nnémupar HEIATa, KOHTO B MUHAJIOTO Ca GH/IM JIECHH 32 TAX.
BornecTTa Ha XBHTHHITHH € IEHETHUHO 3a0OMABAHE, NMPU KOETO MATOJOTMYHMST TEH CE
HaMHpa B KbCOTO pamo Ha 4-1a XxpoMo3oma (4p16.3). MyTaHTHHST IeH ChIABPXKA EKCLECHBEH
6poit OT TPUHYKICOTHAHHM nos'mpenm CAG ¥ xoJupa NpOTEHH, HapeYeH XbHTHHITHH. B
MHOIO PEKH Ciy4aH MYTalluH B HDL-2 (XbHTUHTTHH-TIONOOER cuuxpoM Tun 2), SCA17
{craHoUEepebGenapHa aTakcus Tun 17) wan DRPLA; Morar Aa fosenar o KIHHAYHA Kapmna,
; no7i06Ha Ha Ta3u npH GonecT Ha XHHTHHITHH.

JluarHosata ce OCHOBABA HA K/IMHUYHM CHMITTOMH H npu3HALM, ako HMa aMuIHa
0OpEeMEHEHOCT ~ pouTell C AoKa3aHa Gonect Ha XBHTHHTTHH. [Ipy HEM3BECTEH HIIM NOYMHAN
ponuTeN, KIMHHYHATA KapTHHA HE € nocran:qﬂé. 3natuusT craHAapT 3a AuarHoctHka € JHK

aHam3a, oKa3Bamy 6p65( Ha CAG noBTopeHUsTa, KOUTO HAAXBBPIAT 36 TPHHYKICOTHAA.

B T.4. HayYHH nyGAHKANHH OT NOCACAHHTE NET TONHHH H NPHIGKEHA
OnGanorpadgexa cupaBka

1. Saft C, Leavitt BR, Epplen JT. Clinical utility gene card for: Huntington's disease.
European Journal of Human Genetics. 2014 May;22(5).

2. Losekoot M, van Belzen MJ, Seneca S, et al. EMQN/CMGS best practice guidelines
for the molecular genetic testing of Huntington disease. European Journal of Human
Genetics. 2013 May 1;21(5):480-6.




3. RoosRA. Hu ntingtonLé disease: a clinical review. Orphanet J Rare Dis. 2010;5:40. |

AJITOPHTMH 33 JHATHOCTHHHpAHE HA 33601MBaAHETO

3a6onsBaHeTO CE NMArHOCTHLMPA OT HEBPOJOF MITH KIHHHYEH FEHETHK. AKO HarHosara €
noTespAcHa upe3 JHK ananus, naupeHTHT M CeMeHCTBOTO My TpsGBa fa OhJAT rEHETHIHO
KoHCYNTHpaHH. [IpeHaraiva W NPEHMILTAHTalHOHHA TCHETHYHA JIMATHOCTHKA MOXe 1a Grae
NPCSIVIOKEHA Ha CEMEHCTBA B PHCK.

Bonectra Ha XBLHTHHITHH fonajga B JudepeHUMaNHaTa JHar{osa Ha xépex, JeMEeHLMA H
ncuxuuHu pascrpoiictsa. HenacneacTseHu ChCTOSHHS, aCOUMHPAHH C XOpes, Morar ja ce
H3Knovar necHo. Ilpuunny 3a xopen KaTo TapIMBHA AHUCKUHE3HA, THPEOTOKCHKO3a, MO3HYHO~
cha0Ba Gonect, HEBPOIYNYC U MONMIMTEMHS MoraT Ja Objar M3KIOYEHH Upe3 npoaé)mane

Ha U3CICABAHHA.

Genokonust Ha 6ojecT Ha XBHTHHITHH ;

6p23, 12q24, 14q24-
q31
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B T.4. Hayunn nyOamkauuMH OT NOCAEAHHTE HET TOMHH H WPHIOKEHA
Onéanorpadeka cnpaBka

1. Saft C, Leavitt BR, Epplen JT. Clinical utility gene card for: Huntington's disease.
European Journal of Human Genetics. 2014 May;22(5).

2. Losekoot M, van Belzen MJ, Seneca S, et al. EMQN/CMGS best practice guidelines
for the molecular genetic testing of Huntington disease. European Journal of Human
Genetics. 2013 May 1;21(5):480-6.

3. Roos RA. Huntington’s disease: a clinical review. Orphanet J Rare Dis. 2010;5:40.

AJropaTMH 33 JieueHHe Ha 3abonsuBaHeTo

Tlatorenesata Ha Gonecrra Ha XBHHTHHITBH HE € HAITHIHO H3ACHEHA, KOCTO 3aTpyAHABA
TepaneBTHYHUS NOJXOA KEM ToBa 3aGonsnane. Jlenennero e NPEAMMHO CHMIITOMATHYHO, KaTo
MOXE J1a BKJIIOYBA JICKAPCTBEHHU U Henexapcmeuu cpenctea.

GapMmaxkonoryyHara Tepanmus Cce  OrpaHMdaBa JO  CHMITOMATHYHO  JICYCHHE.
| XopeHyHHTE XUIIEPKHHE3H MOrat zza' 6bEAT YACTHYHO INOATHCHATH OT HEBPONETITHIM,
GeH30/Ha3CIIMEY. AHTHIAPKHHCOHOBH CPE/ICTRA MOTAT 1a HAMAJIST PUTHAHOCTTA, HO MOXe J1a
3aCIT XOPEHYHHUTE XHNepKuHesH. [ICHXUYHHTE HapyIUEHMs! KATO ACMPECHs, TPEBOXKHOCT H
M30mMIM Ha arpecHss OOMKHOBEHO OTIOBapAT NoOpe HAa  HEBPONENTHUH WIH HAKOH
AHTHKOHBYJICAHTH. - | |
HenexkapcTBeHuTe CpeACTBa 34 NOBIMABAHE Ha OGojgecT HAa XBHTHHITHH Bknxoqaar
pexabwiuTalus, TPyAOBa Tepanusd, pedeBa pexaGWiaWTauysd, NCHXONOrHYHO MOANOMAraHe.
Baxno e na ce Hamepu uﬂmsnnyanen noaxoA KbM Beeku maumeHT. Jlobpara npaxruka
W3ACKRA JICYEHHETO HA NMAaUUEHTHTE M TEXHUTe cemeiicTBa TpiaBa na ce opraHM3upa oOT

MYJITHAHCLHHIUTAHAPCH CKHIL.

B Tu. Bayysn nNyGIHKamHEH OT NOCAEIHATE OET FOAHEH H HPHJOKEHA
onbauorpadgcxa capaska

1. Roos RA. Huntington’s disease: a clinical review. Orphanet J Rare Dis. 2010;5:40.

AJITOPHTMH 33 NpocjeiaBane Ha 3a6019BaneTo

HeoOxonumMo € peliOBHO NpPOCNEIdBaHE HAa TEKECTTa HAa XOPEHWHHTE XHICPKHHE3H,
PHTHIHOCTA, HADYLICHHETO' HA NOXOJKATA, JCTIPECHATA, TPOMECHHTE B TIOBENEHHETO
¥ KOTHMTHBHMA YNajek. 3a nerra € cw3fafieHa JaecerofanHa cKkana 3a ONEHKA Ha

| pysHKuMoHaNHUTE CROCOOHOCTH Ha mauueHTHTe ¢ GonecTra Ha XBHTHHITHBH B GONHHMYHA




cpena — T.Hap. ,,Ckaia 3a Ha0moJeHWe Ha IOBEJCHHWETO Ha MalMeHTH ¢ GojecTra Ha
Xwuranrren” (Behavior Observation Scale Huntington, BOSH). Ilpu npoamnkuTenHo
paGmozenue ce w3nomBa ,,O0eqMHEHa cKala 3a OUEHKA Ha Gojxectra Ha XBLHTHHITEH
(Uniﬁcd Huntington Disease Rating Scale, UHDRS).

Cxanara 3a o6m pynxkumuonanen kananurer (Total Functional Capacity, TFC) ce w3nonssa 3a
omHcanMe HA XOfa Ha 6ofecTra Ha XBHTHHITHH IO OTHONCHHE Ha  yHxumonaHuTe
BB3MOXHOCTH Ha MALWMEHTa W HeobGxoauMmoct oT GonHornefad. B 3aBHcHMOCT OT oGmius
$yHKUMOHANEH KaNalMTeT, Nporpecusara Ha 3a00NABAHETO Ce pasjens Ha 5 cramun.
MyTHIHCOAIIMHAPEH EKATI NIOATIOMAra NAMEHTATE M TEXHATE ceMelcTea Kam>pa3pa6ma
IUTaH 33 MOCTHraHe Ha TepaneBTHIHHTE Hend. Koraro O0MHAAT BeYe HE € B CECTORHHE J1a e
IPHIKH CaM 3a cebe cn, ce OpTaHH3MPAT NAJIHATHBHH IPHXKH.

Bonectra Ha XBHTHHITLH OOHKHOBEHO NPOTHYA Npe3 BCHYKHTE CTAJUH 32 nepuon or 10 no
30 romunn. Jlexamo GONHUTE NALMEHTH B KpaifHHTE CTafuy Ha 3a00/1BAHETO YECTO YMUPAT
OT YCIOXHEHHS KaTO CBPACHHA HEAOCTATHYHOCT HIH MHEBMOHHS. IOBenunnara ¢opma Ha
Gonect Ha XLHTHHITBH CE PA3BHBA CPABHHTENHO GBP30, KATO CMBPTTa OGHKHOBEHO HacTHNBa

3a okoso 10 rogunu.

Cxana 3a o6m ynxnuonanen kananuter (Total Functional Capacity, TFC)

- Capasane ¢ Cnpassme ¢ Cnpansne ¢ Cuparsne ¢ Hpeaocranane na
nmmmmtme JIHYHHETE . AoMamnnTe CCARCBHNTE TPHEHM B...
INTWOKEEHS $unancn JAXBIKCHES AelinocTn
Craamii | .
(TFC 11-13) | OGwuaiino nuso Mo {Isan0 ITwmmo Y noma
(0-8 rosmma) ] )
Cranuii 11
(TFC 7-10) TToHMKEHO HHBO Hsncksa Hzamo MTemo VY noma
3-13 : JieKa oMol -
rojuna)
Craguit 111 , .
{TFC 3-6) Mroro HHeko Mstckpa Hapywmero Jlexo HapymieHo VY noma
(5*16 HHBO rojiAiMa noMony
roauna)
Cranuit IV : , Ymepeno V noma win
(TFC 1-2) HecocoGuoer | HecmocoBroer | HecnocoGroer HapylIeHo CHELHATH3NPAHO
(621 3aBEICHUE
rO/HHA) ,
Cranuit V CunHo
(TFC 0) Hecnocobroer | Hecnocobrocr | HecrmocoGroct Cnenuanusuapaso
(11-26 HapyMeno 3aBeNICHHE
| rommia)

B T.4. Hayunn NyOAHKANHA OT NOCHCIHHTE HEeT TOXHHA
GubGamorpadexa cupaBka

H NPHIOKEHA

1. Youssov K, Dolbeau G, Maison P, et al. Unified Huntington's disease rating scale for
advanced patients: Validation and follow-up study Movement Disorders. 2013 Oct
1;28(12):1717-23.
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AJTOPHTMH 32 pexabnauTanng Ha 3a001aBAHETO

T1cHXONOrvYeCKHTE ¥ COLMATHUTE PHKU ¢a 0COOEHO BAXKHH B XO/a Ha 3a00NABaHETO, KAKTO
33 caMus NAauHeHT, Taka U 3a HerosHTe GM3KH. 3a6ONABaHETO kBozm JO BJIOIIABAHE HA
KOMYHHKaTHBHHTE crnocoGHocTd. B paneH eram e HeoOxomuma paGora ¢ norohezx -
komOuHanms ot oOyuenwe 3a peuta W rmaca. B no-xecHuTe eTamM C¢ BKMIO4BAT
JIOTIHIHATEIIHA TIOMOIHH CpEICTBa 3 KOMyHMKanus. bivskure ciie/Ba fa MOAXOXIAT C
pasbupane, 4e NAUMEHTHT ¢ GosecTra Ha XBHTHHITBH OTrOBaps 3aTPYAHEHO M GasHo.
Komyauxaunx'ra TpAGBa 1a ce BOIM C MPOCTH H3PCHMCHHUA B CIIOKOHHA 00CTaHOBKA.

3ary6ata Ha Terno € 4act oT 3a60nx3aﬁe1‘o. HepojieBuTe ABMKCHHSA M3pa3Xxo/iBaT 3HAYMUTENHA
€HEPrus U U3HCKBAT NMOBMILCH XPaHHUTENICH npneM.' B CHINOTO BpeMe Ce 3acAra CIoCOGHOCTTa
3a MoTIbIIaNe NpH XpaHeHe u nueHe. Ternoro TpA6GBa na ce€ HaOmoAaBa PEIOBHO B PAHHHTE
cramuu Ha Gonecrra. Jlmeronor Moxe ga Obje BKIIOYEH 32 MPENOCTABAHE HA CHBETH 33
xpaHeHe M noaxoasns u300p Ha XpaHu. |
M3KmoqHTENHO BaXKHa € pPOJiaTa Ha (PM3MOTEpaneBTa MpH pexabHiwrauusTa Ha GOMHH ©
Gonecrta Ha XBHTHHTTBH. Crempanuct no (u3MKaiHa MeIuIMHA CleABa Ja M3rOTBH
KOMIIEKC OT MOJXOAANA YNPAXHEHNA 34 3ana3BaHe Ha QYHKUMOHATHATA CAMOCTOATENHOCT
HWIH 33 FOAKpena npd mnpoONeMH ¢ PaBHOBECHETO M (PMHHMTE IBMaTCIHH YMCHHA.
CKaHJAMHABCKOTO XOJIEHE, €31aTa, Pa3XOAKHTE na OTKPHTO, YIIPOKHEHHATA B OaceliH u BOACH
macax ca ocobeno moaxoasmy. B Hanpeananure craguu Ha 601€ecTTa MOXKE Ja C¢ CTHTHE JO |
H3TONI3BaHE HA TIOMOLIHH CPECTBA NPH XOZICHE M JIOpH MHBATHIHA KOMMYKa. JluxaTennute
YIPOKHEHHS CHUIO ca MHOFO ueHHn. B NMo-KbCHH craguH ¢ HeoOXonuMa pexabunuralus 3a
NPeNOTBPaTABAHE HA KOHTPAKTYPH. ‘
PazaudHM CTpaTerHd W NOMOINHHM CPEeJCTBA 38 NJaHMpPAaHe, KaTo KajxeHIap w Tabno 3a
Genexku, MOraT Aa HaMmansT KorhurusHure npoGnemMd. OT CBINGCTBEHO 3HAYCHHE €
aHraxupaneTo Ha 6H3kuTe NPEABHA (aKTa, Y€ Te YECTO ca Hall-3ano3HaTH ¢ NOTpeGHOCTHTE
¥ MHTEPECHTE Ha GONHMA. "

'| [IpeBaHTHBHM rPHXKY 32 30MTE M YCTHATA KYXHHA, KAKTO M PENOBHH JEHTATHH npemenﬁ ca

NPEANOCTaBKa 33 0GP0 OPAJIHO 3ApaBe.

"B T.4. HayYHH NYGJHKAUMH OT NOCJHECNHHTE HeT TOJHHE M MPHICKEHA
Gubsmorpadcka cnpaBka

1. Frich JC, Rething M, Berge AR. Participants’, caregiVers', 'and professionals’
experiences with a group-based rehabilitation program for Huntington's disease: a
qualitative study. BMC health services research. 2014 Sep 17;14(1):395.

2. Dawes H, Collett J, Debono K, et al. Exercise testing and training in people with
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Huntingfon’s disease. Clinical rehabilitation. 2014 Aug 20:0269215514540921.

3. Plecash AR, Leavitt BR. Aquatherapy for neurodegeneratlve disorders. Journal of
Huntington's dlscase 2014 Jan;3(1):5-11.

HeoGxopumu peiinocTd 32 npodmnamnka Ha mﬁonasauero (ako TakmBa Ca
NIPHIAOKHMA)

T'eHeTHYHOTO KOHCYITHpaHE NPEOCTaBA nmbopmanux HAa TIAUMEHTHTE H cemeﬁcmara 3a
THRNA Ha YHAcHeNABaHe Ha 3a00JfBAHETO, DPHCKOBETE 3a YHAC/lelsBaHe, IPOrHO3aTa,
BBEIMOXHOCTHTE 3ahpo¢nnamxa. PHCKOBM ceMelicTBa, B KOHTO €IMH OT NapTHBOPHTE €
3aCETHAT, MOTAT 74 TPOBEAAT NpEHATANHA JMATHOCTHKA Upe3 XOPHOHOHMONCHA Wi
amHuOLeHTe3a. TIpeHMILIAHTALMOHHA IMATHOCTHKA C HH BUTPO GEpTHIH3aLMS CE Npezyiara B

HAKOM CTpaHH.

B 1.4, mayusd nyGaHKANME OT NOCIECAHATE nér FONHHH H NPHIOKEHA
Oubanorpadexa cupaBka

1. Arming L, Witt CN, Epplen JT, et al. Genetic Counselling for Predictive Testing in
Huntington's Disease in One Centre since 1993. Gender-Speclﬁc Aspects of Decision-
Making. J Huntingtons Dis. 2015;4(1):87-98.

2. Losekoot M, van Belzen M, Seneca S, et al. EMQN/CMGS best practice guidelines
for the molecular genetlc testing of Huntington disease. European Journal of Human
Genetics. 2013 May 1;21(5):480-6.

3. Roos RA. Huntington’s disease: a clinical review. Orphanet J Rare Dis. 2010;5:40.

IIpen/ioxkenHs 33 OPraHH3ALMS HA MEJHIHHCKOTO 0fCayXBaHe HA NAUHEHTHTE H 32
¢unancnpane Ha CHLOTBETHHTE JeHHOCTH, crolpasenn ¢ AeHcTBaIaTA B CTPaHATa
HODMATHBHA ypea6a

Onncanne Ha ONATA ¢ KOHKPETHH NANHEHTH ChC CHOTBETHOTO PsiaKo 3a0onuBane (ako
HMA TAKbB)

MndopmaLus 3a eKCTiepTeH ONUT NpH flalueHTH ¢ GosiecT Ha XBHTHHITEH B Bwrapm [
HOCTEIHA OT HAYYHH nyOnuKauuM Ha BOACUM ObTapcKi HEBPOJIO3H.

1. Kanpe;mu A, T'pynxosa M, Boues 11, u cpasr. [Ipunoxenne na (18)F-FDG NET/KT
npy nauueHTd ¢ Gosect Ha XHHTHHITRH. M3BecTus Ha Chiosa Ha ydeHuTe — BapHa /
Menuupsa n eKONorus. 2014 19(1):31-34.

2, Kannaqm P, BoueBa A, Konosa JI, u cpaBT. ONHCAHHE Ha cnyqaﬁ ¢ Xopes Ha
Huntington. Bpirapcka HEBPOJIOrHs M ICHXHATPHYHA NPAKTHKA, 2008, 4(4):10-12.

- 3. Munanos Y. Xopes. Brarapcka nesposnorus. 2003, 3(1):7-13.

4. Munanoe Y, I'eopruep ]I, isanoBa C. AnropurbM 3a AHArHo3a W JICHCHUE MpH
TTapKHHCOHOBH CHHAPOMH. XOpes H IMCTOHUH. beiarapcka HEeBpOJIOTHA. 2012, 12(2):
99-111.

5. Tlerposa M, Herposa H, JKenes S, u cwvasr. Jlekure xormrmsim HapyHICHUs TIpH
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6onectra Ha XbHTHHrTOH. Meuumscka npernen, 2014, 50(6):34-38.

. Tomanos H, Tecoprues JI, Munanor HW. KommorbpToMorpagcku mnapameTpH
TOAKPETIANH KIHHAYHATA THATHO3A XOpes HA XbHTHHITOH. JIBHIaTENHH HAPYWeHUS.
2004, 1(1):32-34.

I'aiinaposa P, l'eoprues I', Benesa U. ITcuxuunyu npomeHn nps xopea Ha XBHTHHITOH
(onucanmne Ha KnUHUYEH ciyvaif). Bearapcku ncuxuaTpuucH KypHan. 2007, 4(3):28-
30. ;

. ,Hefporsa M, Paituesa M, Tpaiikos JI. Xapamepuc'mlca HA KOTHUTHBHHATE HApYLHCHHA
B paHHMA cTaguii Ha Gonectra Ha XBHTHHITOH. Bbirapcka HEBPOJIOTHA. 2008,

8(3):120-123.
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