KN Ne 568 AUATHOCTUKA U NEYEHWUE HA HACNEOCTBEHU U
OETEHEPATUBHU 3ABONABAHNA HA HEPBHATA CUCTEMA,
3ACATALLUN UHC C HAYANO B AETCKA BBb3PACT

KM Ne 58.1 ANATHOCTUKA U NEYEHWE HA HACINEACTBEHU U
OETEHEPATUBHU 3ABONABAHNA HA HEPBHATA CUCTEMA,
3ACATALLUM UHC C HAYANO B AETCKA BBb3PACT NPU NNUA HALO 18
roanHu

1.MuHumaneH 60nHuMYeH nNpecTon - 5 AHn

2.1 KOOOBE HA BOJIECTU MO MKB-10

PasctpoiicTtBa Ha O6MAHATA HA AMWHOKUCEJNTMHUTE C PA3KIIOHEHA BepUra U Ha MacTHUTE KU-
CesiuHu
E71.3 Pa3cTpoOncTBO HA OOMAHATA HA MACTHUTE KUCEJNTMHUN
AapeHoneskoauctpodusa [Addison-Schilder]
Hdedunuut Ha MycKynHaTa KapHUTUH-NanMUTUNTpaHcdepasa
He exmroyea: 6onect Ha Refsum (G60.1)
6onect Ha Schilder (G37.0)
cuHapoMm Ha Zellweger (Q87.8)

PasctpoiictBa Ha o6maHaTa Ha cmHronunuauTe M Apyru HapyweHus Ha HaTpynBaHe Ha
nunuauTe
He simoyea: Mykonunugosa, Tun I-1ll (E77.0—E77.1)
6onect Ha Refsum (G60.1)
E75.2 Opyru cchuHronunuaosu
BonecT Ha:
* Fabry(-Anderson)
* Gaucher
* Krabbe
* Niemann-Pick
Cungpom Ha Farber
MeTaxpomaTudHa neskognucTpodua
Hegoumbk Ha cyndpaTasa
He sxwmoyea: agpeHoneskoguctpodus [Addison-Schilder] (E71.3)
E75.4 JlunocpycumHo3a Ha HEBPOHUTE
Bonect Ha:
» Batten
* Bielschowsky-Jansky
* Kufs
* Spielmeyer-Vogt

E83.0 PascTpoicTBa Ha OOMAHATa HA MeaTa
Bonect Ha Wilson

Jleka yMCTBeHa M30CTaHANOCT
F70.0 Jleka yMcTBEeHa W30CTAHarNoOCT, HAMa HapyweHUWe WM € Hanuue MMWUHUMASTHO
HapylweHWe Ha NOBeOEeHUETO
MpubnuanTenHUTe HMBA Ha IQ (MHTENEeKTyanHUsa KBOTUEHT) ca B rpaHuuute mexay 50 n 69
(Npu BBb3paACTHM nNuua TOoBa OTroBapd Ha yMCTBeHa Bb3pacT oT 9 Ao 12 roauHun). Nma
BEPOSATHOCT Aa AoBeAe A0 NosBaTa Ha U3BECTHM OOYYUTENHU 3aTpyaHeHus B yumnuwe. MHoro
OT Bb3pacTHUTE Cca B CbCTOAHME pJAa paboTar u  nogabpkar gJobpu  coumanHu
B3aUMMOOTHOLLEHUS 1 Ja ca OT nonsa 3a o0LWwecTBoTo.
Biunroyea: cnaboymue
rneka ymcrBeHa HegoCTaTbYHOCT
F70.1 Jleka ymMCTBEHA U30CTAHANOCT, 3HAYUTESTHO HapyLWeHUe Ha NoBeAeHUEeTO, U3UCKBALLO
FPVXKU UK NieYeHune
MpubnuanTenHUTe HMBA Ha IQ (MHTENEeKTyanHUsa KBOTUEHT) ca B rpaHuuute mexay 50 n 69
(Npu BBb3pACTHM nNuUUA TOBa OTroBapAd Ha yMCTBEHa Bb3pacTt oT 9 Ao 12 roauHu). Mma




BEPOSATHOCT Aa AoBeAe A0 NosBaTa Ha U3BECTHU OOYYUTENHU 3aTpyaHeHus B yumnuwe. MHoro
OT Bb3pacTHUTE Ca B CbCTOAHME pJAa paboTar wu  nogabpkar gobpu  coumanHu
B3aUMMOOTHOLLEHUS W Ja ca OT nonsa 3a o0WwecTBoTo.

Biumnoyea: cnaboymue

neka ymcTBeHa HeJOCTaTbYHOCT

F70.8 Jleka ymcTBeHa M30CTaHasnocCT, ApPYro HapyweHWe Ha NOBeAEeHNETO

MpubnuanTenHUTe HMBA Ha IQ (MHTENEeKTyanHUsa KBOTUEHT) ca B rpaHuuute mexay 50 n 69

(Npu BBb3paACTHM nNuua ToBa OTroBapd Ha yMCTBEHa Bb3pacT oT 9 Ao 12 roguHu). MNma
BEPOSATHOCT Aa AoBeAe A0 NosBaTa Ha U3BECTHM OOYYUTENHU 3aTpyaHeHus B yuunuwe. MHoro
OT Bb3pacTHUTE Ca B CbCTOAHME pJAa paboTar u  nogabpkar gJobpu  coumanHu
B3aUMMOOTHOLLEHUS 1 Ja ca OT nonsa 3a o0WwecTBoTo.

Biunoyea: cnaboymue

rneka ymcTBeHa HegoCTaTbYHOCT

YmMepeHa yMCTBEHA USOCTaHANOCT
F71.0 YMepeHa yMcTBeHa MU30CTaHaNoOCT, HAMA HapylleHWe WM € Hanuue MWUHUMAanHo
HapylweHue Ha NOBeOeHUETO
MpubnusnTenHuTe HUBA Ha IQ ca B rpaHuumTe Mexay 35 u 49 (Npy BL3PACTHM nuua ToBa
oTroBaps Ha yMmCTBeHa Bb3pacTt OoT 6 A0 9 roguHu). ima BepoATHOCT ga Aoeede Ao
3HAYMTENHO M30CTaBaHE B PA3BMTUETO B AETCTBOTO, HO rofiiMa 4yacT OT 3acerHaTute moraTt ga
YCBOAT HAKOW HaBULM 3@ caMOOOCny>xBaHe, afeKBaTHW YMEHUS Ja YCTaHOBABAT KOHTAKTU U
eneMEHTapHN YYUIULLHM NOCTMXKeHUs. BbapacTHuTe OOMKHOBEHO MMaT Hyxda OT pasnu4Ha
CTEneH Ha noakpena B 6uta u Ha paboTHOTO MSACTO.
Bknroyea: yMepeHa ymCTBEHA HEJOCTaTbYHOCT
F71.1 YMepeHa yMcCTBEHA MW30CTaHariocT, 3HAYUTESIHO HapylleHUe Ha noBedAeHUeTO,
M3UCKBALLO FPUXKU UITN NIeYeHne
MpubnuanTenHuTe HKUBA Ha IQ ca B rpaHuumTe Mexay 35 u 49 (npy BL3paCcTHM nuua ToBa
oTroBapsa Ha yMCTBeHa Bb3pacT OT 6 40 9 roauHu). Mima BepoATHOCT Aa AoBeae Ao
3HAYMTENHO M30CTaBaHE B PA3BMTUETO B AETCTBOTO, HO rofiiMa 4yacT OT 3acerHaTute moraTt ga
YCBOAT HAKOW HABULM 32 CaMOODCnyXBaHe, ageKkBaTHW yMEHWUS Aa YCTaHOBABAT KOHTAKTU M
eneMEeHTapHU YYUITULLHM NOCTMXEHUs. Bb3pacTHuTe 0OMKHOBEHO MMAT HyXxAa OT pasnuyHa
CTENneH Ha noakpena B 6uta u Ha paboTHOTO MACTO.
Bknroyea: yMepeHa ymCTBEHA HeJOCTaTbYHOCT
F71.8 YMepeHa ymcTBEHA U30CTaHarocCT, ApYro HapylweHue Ha NOBeAEHMETO
MpubnusnTenHuTe HUBA Ha IQ ca B rpaHuumTe Mexay 35 u 49 (Npy BL3PACTHU nuua ToBa
oTroBaps Ha yMCTBeHa Bb3pacT OT 6 40 9 roauHu). Mima BepoATHOCT Aa AoBeae Ao
3HAYMTENHO M30CTaBaHE B PA3BMTUETO B AETCTBOTO, HO rofiiMa 4yacT OT 3acerHaTute moraTt ga
YCBOAT HAKOW HaBULM 3@ caMOODCny>xBaHe, afeKBaTHU YMEHUS Ja YCTaHOBABAT KOHTAKTU U
eneMEeHTapHU YYUITULLHM NOCTMXEHUs. Bb3pacTHuTe 0OMKHOBEHO MMAT HyXxAa OT pasnuyHa
CTENeH Ha noakpena B 6uta u Ha paboTHOTO MSACTO.
Bknroyea: yMepeHa ymCTBEHA HEJOCTaTbYHOCT

Texka ymMcTBEHA U30CTAHANOCT
F72.0 Texxka yMCTBEHA W30CTAHANOCT, HAMA HapylleHWe WU € Hanuue MWUHUMASTHO
HapylweHue Ha NOBeOEeHUETO
MpubnusnTenHuTe HUBA Ha IQ ca B rpaHuumTe mMexay 20 u 34 (npy BL3PACTHU nuua ToBa
oTroBaps Ha ymcTBeHa Bb3pacT oT 3 o 6 roguHu). Mima BepoATHOCT ga aoseje 40 TpaiHa
Hy>xAa OT nogkpena 3a (PyHKUMOHUPaHe.
Bknroyea: TEXKA YMCTBEHA HE4OCTaTbYHOCT
F72.1 Texxka yMCTBEHAa M30CTAHANOCT, 3HAYUTESIHO HapylleHWe Ha noBeaOeHUeTo,
M3UCKBALLO FPUXKU UITN NIeYeHne
MpubnusntenHuTe HKUBA Ha IQ ca B rpaHuumTe Mexay 20 n 34 (Npu Bb3pACTHM nuua ToBa
oTroBaps Ha ymcTBeHa Bb3pacT oT 3 Ao 6 roguHu). Mma BEpOATHOCT da AoBede A0 TpaiHa
Hy>xAa OT Nogkpena 3a (PYHKUMOHUPaHe.
Bknroyea: TEXKA YMCTBEHA HE4OCTaTbYHOCT
F72.8 Texxka ymMmCcTBeHa U30CTaHArNoCT, APYro HapyweHWe Ha NOBeAeHUETO
MpubnusntenHuTe HUBA Ha IQ ca B rpaHuumTe mMexay 20 u 34 (npy BL3PACTHM nuua ToBa
oTroBaps Ha ymcTBeHa Bb3pacT oT 3 Ao 6 rogmHu). Mma BEpOATHOCT Aa AoBede O0 TpaiHa
Hy>xAa OT nogkpena 3a (PYHKUMOHUPaHe.
Bknroyea: TEXKA YMCTBEHA HE4OCTaTbYHOCT

Obn6oka ymcTBEHA U3OCTAHANOCT
F73.0 Abnb6oka yMCTBEHAa M30CTAHANOCT, HAMA HapyLIEeHWe WX € Hanuue MUHUMArHO




HapylweHWe Ha NOBeOEeHUETO
IQ e noa 20 (npu BBL3pACTHU nuuUa TOBa OTroBaps Ha YyMCTBEHA Bb3pacT noj 3 roguHu).
Boau 40 TexKku orpaHMdeHnsa B CNOCODHOCTTA 3a camMo0oOCny)BaHe, 3a KOHTPON Ha Ta3oBuUTe
pesepBoapu, 3a o0LLyBaHEe 1 ABUraTenHa genHocCT.
Bknroyea: AbnOOoKa YMCTBEHA HEAOCTATBYHOCT
F73.1 Abnb6oka yMCTBEHAa W3OCTAHANOCT, 3HAUYUTESIHO HapylleHUWe Ha MNOBeAeHMUeTo,
M3UCKBALLO FPUXKU UITK JIeYeHne
IQ e nog 20 (npu BBL3PACTHU nuLUa TOBa OTroBaps Ha yMCTBEHa Bb3PacT noj 3 roAuHu).
Boau 40 Texku orpaHmdeHnsa B CnoCOBHOCTTA 3a camMO00Cny>KBaHe, 38 KOHTPOS Ha Ta30BUTE
pesepBoapu, 3a o0LLyBaHe 1 ABUraTenHa genHocCT.
Bknroyea: AbnOoKa YMCTBEHA HEAOCTATBYHOCT
F73.8 Abn6oka ymcTBEHA U30CTAHANOCT, APYro HapyleHue Ha NoBeAeHUETOo
IQ e noa 20 (npu BBL3pACTHU nuuUa TOBa OTroBaps Ha yMCTBEHA Bb3pacT noj 3 roguHu).
Boau 40 TexKu orpaHmdeHmsa B CnOCOBHOCTTA 3a camMO00Cny>kBaHe, 38 KOHTPOS Ha Ta30BUTE
pesepBoapu, 3a o0LLyBaHEe 1 ABUraTenHa genHocCT.
Bknroyea: AbnOoKa yMCTBEHA HEQOCTATBYHOCT

CneunduyHu pascTpoNCcTBa B pa3BUTMETO HA peyTa M e3uka

F80.3 Mpuao6uta adpasmua ¢ enunencua [cuHapom Ha Landau-Kleffner]

Pa3cTponcTeo, Npu KOETO AETETO, Cried NbpPBOHAYarHO HOPMANHO Pa3BUTME Ha €3uKa,
3arybBa KakTO peLenTUBHUTE, Taka M EKCMPECUMBHUTE CM PEYEBM YMEHUHA, HO 3ana3Ba o0wysa
CU MHTenekT. Hayanoto Ha pas3CTPONCTBOTO € CLNPOBOAEHO C napokcuamanHa EEI aktueHocT
U B MOBEYETO OT CrydamTe — M C enunenTudHn npunagasuym. Hayanoto 0GMKHOBEHO € Mexay
TPU- U cegemMroguluHa Bb3pacT, KaTo 3arybara Ha yMEeHMs HACcTbNBa 32 HAKONKO AHW WM
cegMuumn. Bpb3kata BbB BPEMETO MexXay nosiBata Ha npunagbuuTe W 3arybaTta Ha e3uka e
TBbpPAE MPOMEHNMBA, KATO €4HOTO MOXE Aa Mpeaxoxaa APYroto B pa3CTOSHUE HA HAKOJIKO
Meceua 4O ABe roauHu. Kato Bb3MOXHA Mpu4YMHA 3a nosiBaTa Ha TOBa pPa3CTPOWCTBO ce
npegnonara Bb3NanMTENEH Npouec B rMNaBHUA MO3bK. OKONO ABE-TPETU OT nauueHTuTe
ocTaBaT C MO-CUSIHO MIn No-crabo napaseH cepuo3deH aeduuuT B peLenTuBHaTa peu.

F82 CneundguyHmn pascTpoiCTBa B Pa3BUTUETO Ha ABUratesriHata (pyHKUMA

Pa3cTponcTBO, Npu KOETO OTAMYUTENHUAT NPU3HAK € CEPUO3HO HAPYLLUEHWE B Pa3BUTUETO
Ha ABuratenHata KooOpAuHaUMA, KOETO He MOXe ga ce O00SiCHM camMO ¢ 00O YMCTBEHO
M30CTaBaHE WU C HAKAKBO CNeuMdPUYHO BPOAEHO WM  NpuaoduTo  HEBPOMOTMYHO
pascTponcTBo. HesaBucuMo OT TOBa, B MNOBEYETO CMy4aum BHUMATENHOTO KIMHUYHO
u3cnegBaHe Moka3Ba MoA4vYepTaHa He3panoct B PasBUTMETO HA HepBHATa cuUCTeEMa Kato
XOPeENOPMHU ABWXEHUS HA KPaWHULUTE WU OrnefarnHu ABWXKEHWS U APYrM acouumpaHu
ABUraTernHu ocobeHocTH, KakTo 1 Benesn Ha nowa dpuHa u obLwa ABuraTenHa KoopanHauus.

CuHAPOM Ha aeTcka TpOMaBOoCT
Csbp3aHo(-a) C pasBUTUETO:
* pasCTPOMCTBO HA KOOpAMHAaUUATA
e gucnpakcus
He einoyea: abHOPMHOCTM B NoxoAkaTta unu noasmxHoctTa (R26.—)
nunca Ha koopauHauma (R27.0)

* KaTo pesynrart oT yMmcTBeHa usocraHanoct (F70—F79)

F83 Cmecenu cneumnnvHn pasCTPOUCTBA B NCUXONIONMYHOTO pa3sBUTHUE

OcraTb4Ha Karteropua oT pasCTPOWCTBA, NPU KOATO € Hanuue cMmecuua oT cneunduyHun
pasCTPOWCTBA HA peyTa M €3UKa UMM Ha YYWITULLHWTE YMEHWSA U ABuratenHara (pyHkums, HO
HATO edHO OT Te3u pasCTPOWCTBa He npeobnajgaBa JOCTATbYHO Hajh oOcTaHanuTe, 3a Ja
000CHOBE OCHOBHaTa AuarHosa. Ta3u CMeceHa kaTteropusi cnejgsa ga ce M3noniea, camo
Korato uMMa ronsiMO NPUMOKPMBAHE MEXAY BCWUYKM Te3u cneunduyHu pascTpoincTBa B
pasBuTMeTOo. Te3u pasCTpPOMCTBA Ce CBbp3BaT OOMKHOBEHO C M3BECTHA CTeneH Ha obLwo
HapyLUeHMe Ha KOTHUTMBHMTE DYHKLUUU, HO TOBA He BMHarM ce Habniogaea. ETo 3awo, Tasu
pybpuka cnegea Aa ce U3nonsea B criyvyauTe, Korato ca Hanvue AUCYHKUMM, OTroBapALLM Ha
ANArHOCTUMHUTE KpUTEPUK 3a ABe unu nosede pyopukn ot: F80.—, F81.— un F82.




HacnencreeHa arakcus
He swmoyea: HacnegcteeHa U uguonaTtuyHa Hesponatus (G60.—)
aetcka uepebpanHa napanusa (G80.—)
pasCcTponcTBa Ha obmMsaHaTa Ha Bewecrteata (E70—E90)
G11.1 PaHHa MankoMo3b4Ha aTakcus
3abenexka: 3anoysa 0OMkHOBEHO npeaun 20-rogullHa BbL3pacT.
PaHHa MankoMo3byHa aTakcus C:
* eceHuuaneH TpeMop
* MMWOKMOHWUMK [aTakcua Ha Hunt]
* 3ana3eHu CyxXOXUIHKW pednekcu
ATtakcua Ha Friedreich (aBT0O30MHO-peLieCUMBHA)
X-CcBbp3aHa peuecuBHa cnmHouepebenapHa atakeus
G11.3MankoMmo3b4Ha aTakCUA ¢ HapylweHne BbB Bb3cTaHOBABaHeTO Ha 1HK
ATakcusa - Teneadruekrasua [cuHapom Ha Louis-Bar]
He exnoyea: cuHapom Ha Cockayne (Q87.1)
nUrmeHTHa kcepoaepmus (Q82.1)
G11.4HacneacTBeHa cnacTU4YHa napannerus
G11.8 pyra HacneacTBeHa aTakcusa

Opyru gereHepaTuBHU 60NeCTU HA O6a3anHUTE raHIIuu
He sinoyea: MynTUCUcTeMHa aereHepauusa (G90.3)
G23.0bonecT Ha Hallervorden-Spatz

MurmeHTHa NanuaapHa gereHepauus

G23.8 Apyrv yTOYHEeHU gereHepaTUBHM 60ecTu Ha 6as3anHuTe raHrmum
BkanusiBaHe Ha 6a3anHuTe raHriummu
OucTonus

G24.1 MguonaTtnyHa chamunHa AUCTOHUA
Manonatuuna auctonus 6AY
G24.2guonaTtuyvHa HecpaMmuriHa AUCTOHUA

Opyrv gereHepaTtuBHU 6071€CTU HA HEPBHATA CUCTEMA, Heknacuduumpatu gpyrage
G31.8 Apyru yToOuHeHU AereHepaTUBHU 6ONeCcTU Ha HepBHATA CUCTEMA
HereHepauusa Ha CMBOTO BELLECTBO [bonecT Ha Alpers]
Moaoctpa HekpoTuampawa eHuedanonatua [6onect Ha Leigh]

Hetcka uepebpanHa napanusa

Bknroyea: oonecrt Ha Little

He sioyea: HacnegcTeeHa cnactudHa napannerua (G11.4)

G80.0 CnacTtuuHa uepebpanHa napanusa
BpogeHa cnactuyHa napanusa (uepebpanHa)

G80.1 CnacTuyHa aunnerus

G80.2 letcka xemunnerus

G80.3AucknHeTYHa UepeOparnHa napanusa
ATteTougHa uepebpanHa napanusa

G80.4 ATakTuuHa uepebpanHa napanusa

G80.8 Apyra geTcka uepebpanHa napanusa
CmeceHu CMHAPOMU Ha uepebpanHa napanusa

Xemunnerns

3abenexka: Tasu pybpuka cnegBa ga ce M3nonsBa 3a MbPBUYHO KOAupaHe camo
TOraepa, KoOrato 3a xemunnerusta (nbriHa) (HenbnHa) ce cboOwWaBa ©6e3 AOMBIIHUTENHO
YyTOYHABaHEe WM Ce MNOTBLPXOAaBa, Y€ TA € YCTAaHOBEeHa OTAABHA, WM CbLIeCTBYBa Npo-
OBLIDKUTENHO BpeMe, HO HellHaTta npuYMHa € HeyTovyHeHa. PyGpukarta ce u3nonsBa Cbllo npu
KOAMUpPaHe N0 MHOXECTBO NMPUYUHU 3a naeHTMUUUPAHe HA TUNA XeMUNJIerusa, npegu3BuKaHa ot
BCSIKAKBa NPU4MHa.

He simoyea: BpOAeHa U geTcka uepedpanHa napanusa (G80.—)

G 81.1 CnacTtnyHa xemunnerus

MNapannerus v TeTpannerus




3abenexka: Tasu pybpuka cnegsa ga ce M3N0s3Ba 3a NbPBUYHO KOAMpPaHe camo
Torasa, Korato 3a CbCTOfAHMATA ce cbob6GwWaBa 6e3 JONBJ/IHUTE/THO YTOYHABaHe WAN ce
noTBbpxXagaBsa, 4Ye Te ca ycTaHOBeHMW OTjaBHa, WAU CblUecTByBaT MNPOABAXUTE/NTHO BpemMe, HO
TAXHaTa NpuYnHa e HeyTouyHeHa. Py6pukata ce M3nonsea CblWO MNPU KoAMpPaHe MO MHOXECTBO
NPUYUYNHK 3a MAgeHTUNLUMPaHe Ha Te3n CbCTOAHUA, NPefnU3BUKAHN OT BCAKaAKBa NpUYnHa.

He Bk/toUBa: BpoageHa n getcka uepebpanHa napanu3a (680.—)

6 82.1 CnacTm4yHa napannerms

KOOOBE HA OCHOBHW NPOUEAYPU

2.2 OCHOBHW OWATHOCTUYHW NPOLUEAYPWU

Nlym6anHa nyHKuunsa

39000-00/lymb6anHa nyHKuus
CnuHanHa nyHKuunsa

ApYyrn onarHoCTUYHUW OYHW TecTOoBe, N3MepBaHNA NN N3cnenBaHns

11212-00M3cnepnBaHe Ha OYHO ABHO

Bkniousa: BEHO3HO MHXeKTupaHe Ha Garpuno
o Tanmockonus

Bunoncua Ha ApYrM MYCKYJ/THO-CKENeTHU TOYKN

30075-01 bBnoncusa Ha MeKu TbKaHu

Bknwousa: 6ypca
hacuyunsa
MYCKYN
cyxoxunnune

KomnwoTbpHa TOMOrpag s Ha MO3bK

KomnioTbpHa Tomorpaduna Ha rnasa b4y
He BknwouBa: KOMMNITbpHa TomMorpadusa:
e nNpu cnupanHa aHrnorpacdua (57350 [1966])
npu ckaHupaHe Ha:
erpbaeH kow (57001,57007 [1957])
* 1 kopem (57001-01,57007-01 [1957])
e TULeBa KOCT W OKONTOHOCeH cuHyc (56030-00, 56036-00 [1956])
e CpefHO yxo ntemnopanHa koct (56016-02, 56016-03, 56016-06, 56016-07 [1955])
e op6uta (56013-02, 56013-03 [1954])
e nuTyntapHa amka (56010-02, 56010-03 [1953])

56001-00KomnioTbpHa ToMOrpamna Ha MO3bk

56007-00KomnioTbpHa ToMOorpama Ha MO3bK C MHTPaBeHO3Ha KOHTpacTHa matepus
KomnwTbpHa Tomorpaduns Ha Mo3bk 6e3, cnej ToBa C BEHO3eH KOHTpacT

MarHMTHO pe3oHaHCceH obpas

90901-00MarHMTHO pe3oHaHCHa Tomorpaumnsa Ha MO3bk

He BknouBa: P YHKLMWOHANHO MarHUTHO pe30HaHCHO M3cneaBaHe Ha M03bk (90901-09
[2015])



EnekTpoeHuedanorpadgwuna [EET]

11000-00EnekTpoeHyedanorpadus

M3cnepBaHe Ha eBOKMpPaHM OTFOBOPM Ha LeHTpasiHAa HepBHa cucTema

Bknwousa: TakaBa 4pe3 KOMNKOTPpU3INpaHO ycpeagHeHU TeXHUKN

3aGenexka: EfHO uscnepBaHe - efVWH CTUMYN B efHa Touyka
BTopo unu nocnepBalun m3cnenBaHUs - pa3iMyeH CTUMYN B cblUiaTa TOYKa MAKU Apyra Touka
Ha cTUMynupaHe

He BkNUBa: TakaBa, BknwuyBawm ayguometpusa (Bux 6nok [1839])

11024-00 M3cnepBaHe Ha eBOKMpaHW NOTeHUManu Ha LeHTpasiHa HepBHa cuctema, 1 unun
2 n3cnepBaHnna

11027-00 N3cnepBaHe Ha eBOKMpaHW NOTeHLMANM Ha LeHTpanHa HepBHa cuctema, > 3
nicnenBaHns

1934 [OApyrun nabopaToOpHU mnacnengBaHmnsa

92182-07 O6wWwoO n3cnegBaHe Ha NMKBOP
M3cnepBaHe Ha NMKBOpP 3a 6eNTbK, KNETKW, KCAHTOXPOMMUSA, 3aXxap U eNeKTPoONuTHn

1923 XemMaTO/NIOTMYHUN n3cnenBaHusd

91910-04 KpbBHa KapTuHa - NOHe OCeM WAM NoBeyYe OT NOCOYEHUTe nokasaTenu: XemornobwuH,
epuTpoOLMNTM, NeBKOLUTN, XeMaToKkpuT, Tpombouyntn, M ~, MCH, MCHC

1924 BrnoxmmMmnyHa micnepnBaHuA

91910-12 KAMHWUYHO-XMMWYHWN M3CNefBaHUA 3a rnwkosa

91910-13 K/AWHWYHO-XUMUYHUN M3CNefBaHNA 3a KpeaTUuHUH

91910-14 KAWHWYHO-XUMUYHKN n3cnefBaHnda 3a ypes

91910-26 K/AMHWMYHO-XMMWUYHKN n3cnepnBaHuna 3a ACAT

91910-27 K/AMHUYHO-XUMWUYHKN n3cnepnsaHuna 3a ANAT

91910-41 KAWMHWUYHO-XMMMWUYHWU M3cNnepfBaHuAa 3a lioHorpama

1933 XUMUKO-TOKCUKOJSIOTUYHMK N3cnensBaHnsa

no npeueHka:

91927-00 OnpepgensHe Ha NekapcTBeHa KOHUeHTpauuns Ha kapb6amasenuH

no npeueHka:
91927-01 OnpepensHe Ha nekapcTBeHa KOHUeHTpauusa Ha BannpoeBa kncenunHa

1934 [Opyrun nabopaToOpHU macnengBaHmns

no npeueHka:
91881-00 AHK aHanus

no npeueHka:

91916-00 FeHeTMYHKU M3cnenBaHuA

1934 [Opyrun nabopaToOpHU m3cnepgBaHmns

92191-00 MonumepasHa BepuxHa peakuus 3a gokassaHe Ha COVIN-19

92191-01 TecT 3a oTKpuBaHe aHTureH Ha 3AP3-Co”"2

HeBpoMYyCKy/iHa enekTpoaMarHocTumka

EMT [enekTpomuorpadusal:

e Ha > 1 myckyn(u)

* N3M0N3BalikM KPpbroBW UTEHN eNnekTpoau
MN3cnepBaHe Ha HeBPOMYCKYy/Ha NpoBOAMMOCT

11012-00Enektpomuorpacdusa (EMI)

He BknwouBa: MYCKYN¥W Ha Ta30BO AbHO W aHaneH chuHkTep (11833-01 [1859])



MN3mepBaHe nnm nicnepgsaHe Ha 3puTesiHa (*)yHKLI,I/IFI

96038-00 MN3mepBaHe Ha 3puTeNHa ocTpoTa

Mepumetpunsa

M3cnepBaHe Ha 3pUTENHO none

96041-00 MaHyasnHa nepumMeTpusa, ABYCTPaHHO

ApYyrn onarHoCTUYHUW OYHWN TeCcTOBe, N3MepBaHNA NN N3cnepnBaHnsa

92015-00 Bu3syaneH eBokupaH noteHuman [BEM]

2.3 OCHOBHW TEPANEBTWYHW NPOLUEAYPWU

TpaxeocTomMus

41881-00 OTBOpeHa TpaxeoCTOMMUA, BpeMeEHHA
Tpaxeoctomusa bAY

Bknwousa: oTAendHe Ha TMmpoungeH NCTMycC
oTaenAHe Ha NOAE€3NYHN MYCKynu

BeHTnnatopHo nognomaraHe

BAHMBO C NO3UTMBHO Bb3AYWHO HanAraHe "P AP ] [BeHTunauynsa c ocsoboxpgasal,o

HansraHe] [KOHTPON Ha HanaraHe Ha BeHTUNauusTal c eHgoTpaxeanHa Tpb6a MAU TpaxeocTomMus

MpoABAXWUTENHO NO3UTUBHO HansraHe npu o6anwsBaHe [CPAP] c eHgoTpaxeanHa Tpbb6a -

TpaxeocTomMmusda

yaca

MpomeHNuBa 3agbNxuTenHa BeHTunaumna [IMY]

MHBasnmBHa BeHTUnauma

MexaHW4YHa BeHTUNALMNA

HandraHe c Nno3MTuBEH ekcnupaTtopeH kpai

BeHTnnaumna c nognomarauwo Hanfarave [P3V]

CMHXpPOHHA NpoOMeHNMBa 3a4bNXuTenHa BeHTnnauuna [31MY]

Bkniousa: eHjoOTpaxeanHa:
e UHTYybaumnsa
e acucTupaHo guwaHe
MexaHU4YHa BeHTMnauus c:
e eHpoTpaxeanHa Tpbba (ETT)
e HazafnHa
e opanHa
e TpaxeocTomMus

OTyuyBaHe Ha UHTy6upaH (eHAoTpaxeasHa Tpb6a, TPaxeoCTOMMUA) NaLUeHT C HAKAKbB MeTop

Kogupail cbuWwo KOraTo e HanpaBeHa:
e TpaxeocToMus:
e nepkytaHHa (41880-00 [536])
e NnocTosiHHa (41881-01 [536])
e BpemeHHa (41881-00 [536])

He BknwouBa: npoAbNXWUTENHA BeHTUNauuna ¢ HeraTuBHO HanaraHe [CNPV] (92041-00 [568])
OV aHe C NPOMEHMBO NO3UTUBHO HansaraHe [1LPPB] (Bux 610k [570])

BEHTMNALWa C NTPOMEHANBO NO3UTUBHO HanAraHe [IPPV] (Bux 6nok [570])

HEeMHBa3WBHO NojanomaraHe Ha gumwaHe (Bux 6nok [570])

13882-01 TIpwuxa n nogAbpXaHe Ha NPOABAXMUTENIHO NoAnomMaraHe Ha guwaHeTto > 24 n < 96

13882-02 Ipuxa n nogAbpXaHe Ha NPOABNXKNTENHO NognomMaraHe Ha AuwaHeTo > 96 yaca



MpunoxeHue Ha papmakoTepanus

MpunaraHe Ha papMakoNOTMYHN areHTU CbC CUCTEMEH ed ekT

He Bknwousa: npunaraHe Ha:
* KPbB U KPBbBHU NpoaykTn (Bux 6nok [1893])
e (hapMaKko/iorMyeH areHT 3a:
e aHecTe3ns (Bux 6nokose [1333], [1909] n [1910])
* UMYHM3auma (Bux 6nokose [1881] go [1884])
* nokasneH edekT (BUX NHAeKc: VHXeKkTMpaHe, NO sokann3auna U MHXeKTupaHe,
no BmpoBe, MO siokanusaymns)
e noBefeHMe nNpm eKkTonnyHa 6pemeHHOCT (BUX 6n0k [1256])
e noBepeHne npm 6onka (Bux 6nokose [31] go [37] n [60] go [66] n [1552])
e nepdy3una (Bux 6nok [1886])
e BakCuHaumna (Bumx 6nokosBe [1881] no [1883])
XUPYPrnyecko npmuaaraHe Ha xmmumoTepaneBTUUYHU areHTn (BuX 6N0kK[741])
3a6enexka. NMocnepBawWw AT CNUCHK C NPUNOXEHUA e cb3AafeH 3a ynoTpeba c kogoBeTe
oT 6n0kK [1920] NMpunaraHe Ha papmakoTepanus

96199-03 NHTpaBEHO3HO MPU/IOXEHMNE Ha hbapMaKONOrM4yeH areHT, cTepoug
MpunaraHe Ha hapMaKoO/IOrMYeH areHT ypes:

* MH(PY3NOHEH nopT
« Porl-A-Call
* pesepBoap (NOAKOXEH)
* YCTPOWCTBO 3a CbAO0B AOCTbN
* BEHO3€eH KaTeTbp

Kogupaihi cbWwo KOraTo e HanpaBeHa:
e NoCTaBsAHe, n3BaxpgaHe UNN peBU3NA Ha YCTPOIKCTBO 3a CbAOB AOCTbN (BUX 610K [766])
e 3apexjaHe Ha YCTPOMCTBO 3a AOCTaBAHe Ha MegukameHTu (96209 [1920])

He BknwuBsa. XUPYPrnyHa Katetepmsauma ¢ npunaraHe Ha XxuMumoTepaneBTUYEH areHT (BUX

6nok [741])

96197-03 MYyCKY/ITHO NMPUNOXeEHME HAa papMaKo/IOTUYEH areHT, cTepous

96199- 09 NWHTpaBeHO3HO NpuOXeHWe Ha bapMaKo/IOrMyeH areHT, ApYyr u HecneundmnyeH
apMakonormyeH areHTt
MpunaraHe Ha hapmMmakonoOrnyeH areHT ypes:
* UH(PY3MOHEeH nopT
e Porl-A-Call
* pe3epBoap (NOAKOXEH)
* YCTPOWCTBO 3a CbAOB AOCTbN
* BEHO3eH KaTeTbp
Kogupalhi cbWwo KOraTo e HanpaBeHa:
e NOCTaBAHe, n3BaxgaHe UNN peBU3NA Ha YCTPOWCTBO 3a CbAOB A0CTbN (BUX 610K [766])
e 3apeXxjaHe Ha YCTPOMCTBO 3a AOCTaBAHe Ha MegukameHTu (96209 [1920])
He Bkniwousa. XUpyprnyHa Kkatetepmsaumnsa c npunaraHe Ha XMMmoTepanesBTUUEH areHT (BUX
6nok [741])

96197-09 MYCKY/ITHO NpuUNOXeHMne Ha papMaKo/OrMyeH areHT, Apyr n HecneuyunduryeH
hapMakonormyeH areHTt

96200- 09 MOA[KOXHO NpUAOXeHWe Ha hapMakonorvMyeH areHT, ApPYr U HecneunduyeH

hapMakonornyeH areHT

Kogupaih cbuWwo KoraTo e HanpaBeHa:

e 3apexpgaHe Ha YCTPOWCTBO 3a AOCTaBAHe Ha MeaukameHTn (96209 [1920])

M3nckBaHe: KnuHMuYHaTa nNbTeka ce cuuMTa 3a 3aBbpllieHa, ako ca MNPUIOXEHU W OoTyeTeHU nABe
OCHOBHMW [MAarHOCTMYHM U efHa OCHOBHAa TepaneBTMYHa npoueaypa, nocovyeHun B Tab6nuua KopgoBe Ha

OCHOBHUW Npoueaypwu.



OcHoBHa npoueaypa 92191-00 unun 92191-01 ce ocblLUeCTBABA NPU HEOBXOAUMOCT M Ce npunara npu
anarHoctuyupaHe Ha COVID-19. Tasum npouegypa ce u3BbpLuBa MNpuU MNoKasaHWs M ce OT4yuMTa Karto
JOMbJIHUTENHA AMArHoCTU4YHa npoueaypa KbM APYruTe AMArHOCTUYHM MPOUEAypM, MOCOYEHU BbLB BCEKU
AUarHOCTUYHO-neYyebeH anropuTbM Ha CbOTBETHATA KIMHUYHA NbTeKa.

Mpu guarHosn ¢ kogoee E75.2, E75.4, G11.1, G11.3, Kato 3agbipKMTeNnHa Tpeta AuMarHoCTudHa
npoueaypa ce npunarat Hakou oT cnegHute: 11212-00, 96038-00, 96041-00. B Te3u cnyvyanm KNUHUYHATA
NbTEKa ce OTYUTA C TPYU OCHOBHM AUArHOCTUYHU U ABE OCHOBHM TEPaNeBTUYHU NPOLEAYPU.

Korato ce Hanara nanonssaHe Ha KogoseTe oT bnok 1923, 1924, 1933 n 1934 — kogoBeTe oT BNoOKoBe
1923 n 1924 ca 3agbmxuTenHu, a ot 6nokoee 1933 1 1934 ce u3BbLPLUBAT U KOAUPAT MO MpPELEHKa, KaTo
BCUYKM KOAOBE Ha u3cneaBaHus OT OMNOKOBETE Ce cuuTarT 3a eaHa AuarHoCTMYHa npoueaypa 3a
3aBbpLiBaHe u otyuTaHe Ha tasm Krl.

B cnyyauTe, korato pesyntatute OT npoBefeHM oOpasHU u3crneaBaHMs He MOrat ga ocTaHaTt B
fonHWYHOTO neyebHo 3aBeseHue, B M3 Ha nauuMeHTa crnejBa fAa Ce OMULIE TOYHO pesynTata oT
NpoBeAEHOTO 06pasHo M3cneaBaHe, a CaMUTE CHUMKWU OT HEro Ce NpeaocTaBAaT Ha nauueHTa cpeLly noanuc
B 3.

4. YCNOBUA 3A CKNIOYBAHE HA AOIOBOP 1N 3A USOBIAHEHUE HA KIIMHUYHATA MbTEKA

KnuHuuHata nbTeka BKMAOYMBA AEWHOCTM UM yCryrM OT obxesara Ha MeAMUMHCKaTa CcneuuanHocT
~,HepBHM BonecTun”, oCbLUECTBABAHA HAN-MANKO Ha BTOPO HUBO HA KOMMETEHTHOCT, CbIMAaCHO MEAULUHCKU
crtaHgapt ,HepsHu Bonectu®.

A. SAOBIDKUTENHN 3BEHA, MEOVMLMHCKA AMAPATYPA N OBOPYABAHE, HAJIMYHUN U
®YHKUMOHUPAWLMN HA TEPUTOPUATA HA JNEYEBHOTO 3ABEOEHME, WU3NBIHUTEN HA
BOJIHNYHA MOMOLL,

JleyeBGHOTO 3aBegeHue 3a OOMHMYHA MOMOLLY MOXE Aa OCUTypM 4pe3 AOroBop, BMEHEHUTE KaTo
3a4b/MKMTENHM 3BEHA, MeAuuMHCKa anapatypa u obopyaBaHe, u ¢ Apyro nevebHO 3aBefeHue 3a
U3BBbHOONHUYHA MM BOMHMYHA MOMOLLL, PA3NONOXKEHO HA TEPUTOpUsiTa My U nmawlo aoroeop ¢ H3OK.

3aabmKUTenHo 3geHo/MegUMUMHCKA anapartypa
1. KnuHuka/oTaeneHne no HEBPONIOrug
2. Knunnyna na6oparopus ot Il unwm lll HMBO n Bb3MOXHOCT 3a KI'A
3. EEl — kabuHeT (anapar)
4. EMI” — kabuHeT (anapar), BKNIOYUTENHO 3a U3CneaBaHe Ha Npean3BUKaHU NOTEHUMANM

*- B cnyuawute, korato JI13bI1 He pasnonara ¢cbC COOCTBEHA KNMHM4YHA nabopatopus, TO cneasa ga
OCUTYpU OCBLLLUECTBABAHETO HA AEMHOCT NO KNUHMYHA nabopaTopusa OT CbOTBETHOTO HMBO, MO AOTOBOP CbC
CaMOCTOSITENHA MEAUKO-ANArHOCTUYHA nabopaTtopus Unu ¢ KNMHMYHA nabopatopua — CTPyKTypa Ha apyro
neyebHo 3aBegeHue. B Te3am cnyyam nabopartopusAta, C KOATO € CKITOMEH AOroBOpbLT, crneasa ga 6bae
pasnonoXeHa B €AHa M cblia crpaga ¢ GonmHuuata unu B pamkute Ha 6GonHuuata. C pgoroesopa
3aQbIDKUTENHO ce obe3nevyaBa 24-4acoOBO OCLLLUECTBABAHE HA AEMHOCTUTE MO KNUHM4YHA nabopaTtopua 3a
HY>XAWUTE Ha CTPyKTypaTta Nno HepBHU GONECTM!.

SAABIDKUTENHN 3BEHA, MEOVMLUMHCKA ANMAPATYPA U OBOPYOBAHE, HEOBXOOUMA 3A
M3NBbJIHEHWE HA AJNMNOPUTBMA HA MNBTEKATA, HEHAIMMHUA HA TEPUTOPUATA HA
JIEMEBHOTO 3ABEAEHUE, U3MBJIHWTEN HA BOJIHUYHA NMOMOLL,

NeyebHoTO 3aBeaeHue 3a GOMHWYHA MOMOLL, MOXE Ja OCUrypu AeiHOCTTa Ha CbOTBETHOTO
3abIKMTENHO 3BEHO Ype3 AOroBOp C APYro nevyebGHo 3aBeeHUe Ha TEPUTOPUATA HA HACENEHOTO MSCTO,
KOETO OTroBapsi Ha U3MCKBaHWUATA 3a anapaTypa, obopyasaHe U cneuuanucTu 3a Tasu KM v uma aorosop ¢
H3OK.

3aabmKUTEeNnHo 3BeHo/MeAULIMHCKA anapartypa
1. OBpasHa AnarHocTuka — PEHTreHOB anapar 3a ckonua u rpadus
2. O6pasHna anarHoctuka — KT unu MPT
3. Naboparopusa (0TAENEHUE) NO KNMHMYHA NaTONOrus
4. MukpobuonornyHa naboparopus, Ha TeEpuTOpUATa Ha obnacrra

B. HEOBXOAUMWU CNEUNATTUCTUN 3A USMBJIHEHUE HA KIIMHUYHATA NMBbTEKA.
- AlBama nekapu CbC CneLmnanHocT rno HeBPOSOrMs 3a KIMMHUKa/OTAeneHne no HeBponorus



- nekap - cneuuanuct no cmankanHa u pexabunutaumoHHa MeanuUmHa;
- MCKXOTOr.

AONMBIHUTENHA U3NCKBAHUA 3A U3MBIHEHUE HA ANMOPUTBMA HA KIIMHAYHATA
MbTEKA:

1. KabuHet/oTAeneHne no u3MKanHa U pexacunuTauMoHHA MeaduuMHA — Ha
TEPUTOPUATA HA NNeYeOHOTO 3aBeAeHUe, U3NbIIHUTEN HA 6ONMHUYHA NOMOLL.

2. KabuHeT no odranmonorna — gonycka ce gorosop ¢ apyro J13 3a ocurypsiBaHe Ha
OelHocTTa.

3. KabuHet 3a NCUXOMETPUYHO U HEBPOMCUXOSIOTMYHO M3CneABaHe - HA TePUTOPUATA
Ha ne4ye6HOTO 3aBegeHUe, U3NbITHMTEN Ha 60NHUYHA nomoul,.

4. 3a EEI — HeBpONOIr/geTCKN HEBPOSOr UM NeauaThbp cneuuarnusupaH B obnactra Ha
JeTckarta HeBpOSorus, c OONbIIHUTESNHA KBanudukaums 3a M3BbpLUBaHe Ha

enekrpoeHuedanorpadusa, ygoctoBepeHa u4pe3 ceptudukar (CbrnmacHoO MeOWUUHCKM CcTaHOapT
“HepBHU 6Gonectun”).

5. 3a EMI" — HeBpONOI/OAeTCKU HEBPOSIOr UMK NeguaTbp cneunanu3vpaH B obrnacrtra Ha

JeTcKata HeBpPOJiOrus, ¢ AONbIIHUTENHA KBanudukauua 3a M3BbPLIBaAHE Ha ernekTpomuorpadwus,
yAoOCTOBEpeHa ypes cepTudukar (CbrmacHO MeaUUMHCKKU cTaHgapT “HepBHu 6onectn”).

5. MHOUKALIMKM 3A XOCNUTANU3SALIMA W JNEYEHUE A. MHOMKALMA  3A
XOCMUTANTU3ALINA:

* CMELLUHN CbCTOSHUSA, CBbP3aHWM C OCHOBHOTO 3abonseaHe, HENOBNUABALLM Ce OT feyeHue B
aMOynaTtopHu yCrnoBus;

* TEXKM CNyyaun C TeXbK KBaApunapeTuyeH u ncesaobynbapeH CUHAPOM ¢ HEOOXOAMMOCT OT
napeHTeparHo XpaHeHe;

MbpBOHAYANHO AMArHOCTUYHO YTOYHABAHE W NIEYEHUE Ha NaUMEeHTH CbC:

* NIEBKOAUCTPOPMYUHMA unu obMeHeH eHuedanonarteH CMHAPOM C NPOorpecupaLy, HEBPOOrM4yeH
AepuunT;

e OCTPO HacTbMBaWO (3@ MbPBM NbT) WM PEUUAUBMPALLO CLCTOSHUE HA KOJNIMYECTBEHU
HapyLUeHMsA Ha Cb3HAHUETO, NOBPBLLUAHE, aTAaKCUSA UM PUTBMHU PA3CTPOWCTBA HA AULLAHETO;

» uepebenapeH CMHAPOM, 3aAHOCTLNOLIOBA aTaKCUS;

* eKkcTpanMpaMmuieH CUHAPOM;

+ JOMHa cnacTMyHa napanapesa;

* WHTEenekTyaneH aepuunt (yMCTBEHa U30CTaHANOCT);

* KSIMHWUYHKM aaHHu 3a OUI.

* MIaHUPaAHO NEeYeHWe CbINMAacHO OnpedenieHMd TepaneBTUYEH MfaH crnej NbpBOHAYanHoO
AWarHOCTUYHO YTOYHSIBAHE HA MAaUUEHTU C HAcneACTBEHW U AEereHepatuBHM 3a0onsBaHMA Ha HepBHaTa
cucTemMa C Havarno B AeTcka BbapacT, 3acarawm LIHC.

OeviHoctute mn ycnyrute no Ttasm Kl ce ocbulecTBABaT He3abaBHO uMnM Ce nnaHupat 3a
U3NbJIHEHWE B 3aBMCMMOCT OT pPa3BUTUETO, TEXECTTA M OCTpOTaTta Ha CbLOTBETHOTO 3abonsaBaHe W
onpeaeneHus AUarHoCTU4HoO-nedYedeH nnax.

b. AMATHOCTUYHO - JIEYEBEH ANTOPUTDBM.

lNpuem 1 N3roTBsHe Ha ANArHOCTUYHO-Nne4vebeH nnaHx.

JleyeHneTo sanoysa criefl YyTOYHSIBaHE Ha AMarHosata Ha GasaTa Ha KMMHUYHUTE CUMMNTOMU U
NpoBEeEHUTE HEOBXOAUMM USCNEBAHUS.



3a guarHoctuympade Ha “neskoguctpodpus’ KT u MPT Ha rnaBeH MO3bK, JIMKBOPHO u3cneaBaHe
(obuwo u enekTpodhopesa, Ilg), 3EM, CEM, MeTabonUMTEH CKPUHUHT, OABITOBEPUXKHU MAaCTHU KUCENMUHM (3a
aapeHoBekoaguctpodusn), N-dietyl-aspartat (3a Canavan), cepymHa apuncyndarasa A (3a metaxpomaTudHa
neekogucTpodusi), ranakrouepebposna B-ranakrosmgasa (3a neskoguctpodus tun Kpabe), reHeTudHu
uscnegesanus, EEI, mo3buyHa 6uoncua XxucTONaTonorMyHO U3CneaBaHe, MNCUMXONOMMYHO u3cnejBaHe,
EMI/EHI. OO ¢ apyru npouecu B PaHHOTO AETCTBO C nogobHa CMMMTOMATMKA Kato NepcucTupalm
HeBpouHdekuun (SSPE; nogoctbp HIV eHuedanuT); MHOXECTBEHa ckneposa - Tun Balo u tun Schilder;
MO3BbYEH TYMOP; onuroppeHns; AeTcku ncuxmuHn 3adbonsieanusa (MHdaHTMneH aytuabM; CMHAPOM Ha Heller;
LWM30hpeEHEH CUHAPOM B AETCTBOTO), CcTauuoHupanun npouecu (OLIMN, XxpoMO30MHM aHOManuu).

3a amarHoctuuympane Ha nonuoauctpodpua - MPT u KT Ha rmaBeH MO3bK, MO3b4yHa Ouoncusa ¢
XWUCTOMNOMMYHO U XMCTOXUMUYHO n3crneaBaHe, koxHa duoncua, EEl, 3EM, CElN, meTabonutHW nacneaBaHus.
OO0 ¢ gpyrv npouecu B PaHHOTO AETCTBO C nogobHa cumnToMaTuka Kato NneBkogucTpoduu, 0OMEHHM
eHuedanonatumn, nepcuctupawy HespouHdpekunn (SSPE; nopgoctbp HIV eHuedanut); MHOXECTBEHA
cknepo3a - Tun Balo u Tun Schilder; Mo3byeH Tymop; onurodpeHus; AETCKM NCuxmuHu 3abonaBaHus
(MHbaHTMNeH ayTuabMm; cuHapom Ha Heller; wmnsopeHeH cuHAPOM B AETCTBOTO), CTaUMOHUPAHU Npouecu
(OUr, xpomMo30MHM aHOMAmNKUK).

3a guarHoctuumpaHe Ha obmeHHu eHuedanonatun - 24-4yacoga ypuHa 3a mMetabonuteH CKPUHUHT -
ranakrosa, opoToBa k-Ha (xunepamoHemus); megn (6onect Ha Wilson), cnanoBsa k-Ha; 6enesyn Ha peHanHa
TybynapHa pgucdyHkuma (Lowe, Hartnup); amuHOKMCENMHM (aMmumHOaumaypum), BKJ. TeCcT 3a
EHNNKETOHYPUS, OPraHUYHU KUCENUHM, cyndaTtnan, Mykononu3axapuam, onurosaxapuan, XOMOLUCTENH;
Kpbe: 00wy BUOXMMUYHM MU3CMNEedBaHMA M METAbONUTEH CKPUHMHI 3a [MIOKO3a, KeTOoTena, ypesi, aMOHSK
(xunepamoHemun), AKP, nupyBaT, nakrar, enekTponutu, YepHoApOoOHM YyHKUUKM (EH3UMM, XONEeCTepon,
Tpurnuuepuan), Men, uUepynonnasMuH; exoepachus Ha cbpue, 4YepeH 0pob, Ovbpeyu. OO ¢
neskoagncTpodmmn, NOAUOAUCTPOhMK, NOAOCTPU U NEPCUCTUPALLM eHLedanuTu.

3a pguarHocTuuupaHe Ha uepebenapHu gereHepatuBHM 3abonaABaHua  (cnMHouepebenapHu,
uepebenapHu u uepebpouepebenapHu atakcumn): KT u MPT Ha rnaBeH u rpbOHAYEH MO3bK, NUKBOPHO
uscneaeaHe (06wo u enekrpodopesa, Ig), muenorpacus; BUPyCONOrMdHU, CEPONOrMYHU U3CNeaBaHus 3a
nyec, HIV; EEl;, EMIT; eBokupaHn noTeHumManu (ctesonosu crnyxosu ElMN, sputenHu El, comatoceH3opHn);
OTOHEBPONONMYHO M3creaBaHe, exorpadus Ha BbTPELWHU OpraHu, BKM. exokapauorpadwms, duoncua ot
nepudepeH HepB M MYCKYJl; HEBPOBEIETOMNOIMYHO U3CNEABaHE; WMYHOIOTMYHO W3CNeABaHe; FeHETUYHO
nacneasare. A1 ¢ OUM-mankomo3abyHa chopma, neBkoANCTPOdUN.

3a AuarHoCTMUMpaHe Ha eKkcTpanupaMuMaHu OereHepaTuBHM 3abonsBaHUA C Hadyano B jgeTckata
Bb3pact- KT u MPT Ha rnaBeH MO3bk, uscnegsaHe Ha Cu B CepyM M ypuHA U TECT C KyNpeHun,
LuepynonnasmMuH, uacneasaHe Ha obuw u oHusmpaH Caz+ (3a [ ¢ xunonapatupeouansbm), nukeop (3a 44
C NoAoCTbP eHuedanuT), KPbBHM U BUOXUMUYHK M3CNEeABaHMA, KoarynaunoHeH npodpun (3a 44 ¢ npoteuH
C-, S gedmunt, XOMOUUCTEUHYPUA), U3CreaBaHUs 3a CUCTEMEH BacKynuT (aHTMnynycHu aHTtutena, LE
KNeTku, aHTukapguonunuHosu aHtutena (04 ¢ aHtudocchonunuaeH CUHAPOM).

3a auarHoctuuympane Ha damunHa cnactudHa napannerus: MPT Ha rnaBeH u rpbbHayeH mo3bk, KT
Ha rnaBeH M rpbOHAYEH MO3bK, JIMKBOPHO M3CneABaHe, reHETUYHO M MONEKYNSAPHO-TEHETUYHO U3cneaBaHe,
MmeTabonmabm Ha BuT. B12; 0O ¢ AUM, rpbbHayHOmMO3byeH obemeH npouec, B12 apeduumt,
neskoaucTpoduns

3a pguarHoctuumpanHe Ha QUM - KT Ha rnaBeH mo3bk, MPT (kopTtukanuu gucnnasuu), EET,
NCUXOMOTMYHO U3CNEABaHeE.

3a guarHoctuympaHe Ha “ymMCTBEHA M30CTaHanocT’ — NCUXONOrMYHO M3cneaBaHe 3a YyTOYHABaHE Ha
CTeneHTa Ha yMmcTBeHata usocraHanoct, KT Ha rnaBeH mo3bk, MPT Ha rnaBeH MO3bK, MeTabonuteH
CKPUHWHI, FeHeTUYHU uscnegsaHna (UMToreHeTudHu w/mnu OHK aHanu3), ceponornyHu uscneapaHusa 3a
Aoka3BaHe Ha BpOAeHU uHdekummn (UMToMeranoBupycu, Tokconnasmosa, xepnec u ap.), EErl.

JEYEHUE:



Mpu neekoauctpochuu, nonmoauctpodun, obMeHHM eHuedanonatum, cnuHouepebenapHu
JereHepauuu, gereHepauuu B 6asanuiute sapa NevyeHUeTo € CUMNTOMATUYHO M BKITIOYBA:

HooTtponHu cpeacTea.

AHTUENUNENTUYHN MEAUKAMEHTU (MPK HEOBXO0AMMOCT).

MeaukameHTH 3a NOBNUABAHE HA MYCKYNMHUS TOHYC (NpyU HEOOX0AUMOCT).

Mpu BBb3OyAa (Mpn HEOBXOAMMOCT):

- Mpun ekctpanupamuaeH cuHgpom - DOPA aroHuctu u DOPA — cbabpkaliy MeaukameHTu.

Butamuuu ot rpyna B, C.

OuxaTenHa peaHumauus - Npu HeOOXOAMMOCT (Npu AUCMETabONMTHU eHuedanonaTtum, enunenTUYeH
cTaryc).

BoaHo-conesa peanumaumsa (npu He06xoaMMOCT).

Kopekuusa Ha HapyLIEHMATA Ha ankanHO-KUCENUHHOTO paBHOBECHE (NpU HEOBX0AUMOCT).

MNpn xunepamoHeMuUA: NEeYEeHWEe B WHTEH3UBHO OTAENEHue npu HeobXx0AMMOCT 3a NeyveHue Ha
xuriepamoHemMu4Hama Koma.

- Xemoauanu3a unv nepuToHeanHa guanuaa.
OeuratenHa pexabunurauua n usnorepanus.

6. MNOCTABAHE HA OKOHYATENHA ANATHOS3A.

OkoHuaTemnHata JuarHosa ce nocraBd Ha 0asaTta Ha aHaMHECTUYMHWTE [JaHHU, COMAaTUYHUA WU
HEBPOMOIrMYHMA CTAaTyC, NPOBEAEHUTE MAaPAKIMMHUYHU U3CMEABAHNUA M KIMHWUYHMA XO04 Ha 3abonsaBaHeTo.
OunarHosara “neskoducmpochuss” ce nocrapa Ha 6asara Ha nporpecupall KsagpunapetTudeH, uepebenapen,
JEMEHTEH enunenTuyeH CMHAPOM, ambnuonud, amaspo3a, MPT gaHHu 3a geMuenuHu3auusi, JaHHuTe oT
MeTabONMUTHUA CKPUHMHT M EH3UMHWUTE W3CnegBaHus, B HAKom cnydaum u EMI gaHHm 3a cermeHTHa
AeMUEenuHu3auud, Kakto u oT buoncuara oT MO3bK, nepudepeH HepB. [OuarHosara “memabonumida
eHyecdparionamus” ce NOCTaBa NpU NOCMENeHHO npozpecupawy KsagpunapetTudeH, uepebenapeH, 4eMeHTEH
U enunenTudeH CUHAPOM, 3PUTESNTHU HAPYLUEHWS, B HAKOM Cry4auM CbYe€TaH C XenaTo-CrnieHoMeranus,
KOCTHU aHOManuu; peyudusupawu npucmbiHU CbCMOAHUA C KONMYECTBEHU HAPYLUEHUS HA Cb3HaHMETO,
aTtakcus, [OKa3BaHe Ha cneuuduyeH eH3UMEH M meTabonuteH gedekT ype3 MeTabonUTEH CKPUHMHT,
MonekynapHo-6uonormdHn mnscneaeadus. MNpu MPT ce gokasBa HapyweHa MuenuHusauusa. JduardHosarta
“‘uepebenapHu gereHepaTtuBHu 3abonsisaHus (cnmHouepebenapHu, uepebenapHu n uepebpouepebenapHu
atakcum)” ce nocraBs Ha 0asara Ha aHaMHECTMYHUTE [AaHHW, COMaTUYHUSA W HEBPONOrMYEH CTaTyc,
npoeegeHute nabopaTopHM W3CMeABaHMA, HaNMYMETO Ha HacneACTBEHOCT M KIMMHUYHUS XO4 Ha
3abonaeaHeTo. [HuarHosara “JUIM1”: npu Henporpecupal, HeBpornorndeH aeduuut (NMUpamuiHm,
ekcTpanupaMmuaHu, uepebenapHu yspexaanusi), KT ¢ KUCTUYHM, aTpodhuyHU nesuun, areHesun, npu MPT -
KOPOBM AMCMNA3uK, XeTEPOTOMNUKN, HapyLLEHO rmpoobpasyBaHe 1 T.H. [lnarHosara “yMmCTBEHa M3ocTaHanoct”
Cce MoCTaBs Ccrnej M3KMYBaHe Ha Apyra npuyuHa (AUcmetabonuTHa) 3a CUHAPOM MpPU APYrOo OCHOBHO
3abonsaBaHe.

7. JEXOCNMUTANTU3AUMA N ONPEAENAHE HA CNEABOJIHUYEH PEXKNM.

OunardHocTuyHu, nevyedHU M pexabunUTauMOHHU AEMUHOCTU M YCNyru NpU AexocnutanusauuaTa:

KoHTpon Ha 34paBHOTO CbLCTOSIHME HA MauUMeHTa W MEeAWLIMHCKO 3akMiodeHue 3a nunca Ha
MEAWULUMHCKM PUCK OT TNPUKMIOYBaHe Ha BGOMHWYHOTO fNeYeHue Bb3 OCHOBA Ha OBEKTUBHM AaHHKU 3a
cTabunuampaHe Ha CLCTOAHWUETO (KMUHUYHW W/UNKU MEeAUKO-ANArHOCTUYHM) U €HO UMK MOBEYE OT cneaHuTe
YCINOBUS:

. MpuUKMIOYBaHE Ha AMArHOCTUYHMA NPOLIEC U ONpeaensHe Ha TepaneBTUYEH NnaH.

. CrtabunuaupaHe Ha HEBPOMOrMYHOTO W COMATMYHO CbCTOSIHME WNU KOPEKUUsl Ha HapyLUeHW
JKM3HEHU nokasaTenmu.



Mpu nauueHTUTE C NEBKOAMCTPOMUKU, NMONUOAUCTPOMK, 0OMEHHM eHuedanonatun ¢ AuxaTernHu
HapyLUEHMSA U KONIMYECTBEHU HAPYLUEHUS HA Cb3HAHWETO:

. nNpeoaonsABaHe Ha AUXATENHUTE Pa3CTPONCTBA;
. Bb3CTAHOBSABAHE HA Cb3HAHUETO;
. Kopekuua Ha HapylweHusita B AKP 1 npu Bb3MOXHOCT Ha MeTabonuama.

8. JOKYMEHTUPAHE HA NEMHOCTUTE MO KNMHUYHATA MbTEKA

1. XOCNMUTANMU3ALUMATA HA NMAUMEHTA ce pgokymeHtupa B “Mcemopus Ha
3aboniseaHemo” (A3) n B vact Il Ha ,Hanpaenerue 3a xocrnumanu3ayus/nedeHue no ambynamopHuU
npouedypu” (6n. M3 - HBOK Ne 7).

2. AJOKYMEHTUPAHE HA OUATHOCTUYHO - NEYEBHUA ANMTOPUTBM - B “Ucmopus
Ha 3abosiseaHemo”.

3. M3NMNCBAHETO/MPEBEXOAHETO KBbM APYIrO JIEMEBHO 3ABEOEHME CE
OOKYMEHTUPA B:

-“Ucmopus Ha 3abonseaHemo”;

-vact lll Ha ,HanpaeneHue 3a xocnumanusayus/nedyerHue no améynamopHu npouedypu” (6n. M3 -
H30K Ne 7);

-enuKpu3a — nony4vyasa ce cpeLly noganuc Ha nauymeHTa (poauTensa/HacTonHuka), otpaseH B N3.
4, DEKNAPALIMA 3A MH®OPMWUPAHO CBITIACUE — nognucea ce oT nayueHTa
(poautens/HacTOMHUKA) U € HepasaenHa yacT oT “Mcmopus Ha 3abosiseaHemo”.

AOKYMEHT Ne 4
WH®OPMALSA 3A NALMEHTA (POAUTENS /HACTONHUKA/MOMNEYNTENS)

HacnepctBeHuTe gereHepaTUBHM 3a00NABaHUA Ha LEeHTpasiHaTa HepPBHA CUCTEMA C Havasno B
geTckata Bb3pacT (neekoducmpochuu, nonuoducmpogpuu, OeeeHepayuu Ha basanHume £0pa,
MaliKoOMO3bYHU U criuHouepebenapHu 0ezeHepauuu) n odbMeHHUTE eHuedanonaTum uMaT cxoaHa KNuHUYHA
XapakTepuCTUKa: B Nepuoga cnej paxkgaHe, B KbpMayecka U geTcka MU I0HOLecka Bb3pacT, ce pa3suBar
Oenesn Ha Nporpecupalla yBpeaa Ha LeHTpanHarta HepBHa CUCTEMA CbC 3PUTENHN HApPYLUEHUA, ynaabK Ha
WHTENEKTYanHoTO M ABWIaTtesiHo pa3BuTMe, NPOMEHM B MYCKYMHMA TOHYC, HapylueHa KoopAuHauus,
HEBOJIEBO TPENEPEHE HA PBLUETE, rnasaTa, O4HUTE A0BMKKU, ENMNENTMYHM Npunagbun. B HAKou cnydaum Tesu
NposiBM Ce cbyeTaBaT C MYCKYNHU aTpodmm nopagmn NofvHEBPONaTeH CUHAPOM, MuonaTtus. MNpu HAKOM Aeua
HeoOACHUMKUTE, NOBTAPSALLM CE €eNU30AM OT CBHIUBOCT, 3anNUTaHe, TPENEPEHE HA PbLETE U APYIU NPOSBM HA
HapylleHa KoopAuHauud, NOBpbLUAHE Morat ga ce npuuuMHABaT OT BpoAeH aedekt B obmsiHaTta Ha
BewecTeaTta. Npu 4act oT geuata ¢ onuroppeHus (MHTenekTyaneH AeuunT) CbWO € Hanuue BpoAeH
aedekt Ha meTabonmama Ha HAKOM aMUHOKUCENUHMW, OPraHUYHN KUCENWHK, BbInexuapaTu. MNpu Hanuuue Ha
nogobHU OGenesu Ha NpPOrpecupallo yBpPEXOaHe Ha HepBHaTa CUCTEMA, KOUTO € Bb3MOXHO Aa ca
HabnwgaBaHn U Mpu APYrUM YNEHOBE Ha CEMENCTBOTO, MHOrO BEPOATHO € Ja Ce AuarHoctuuupa
HacnegCcTBEHO AereHepaTuBHO 3ab0NsBaHE HA HEPBHATA CUCTEMAa MU 0OMeHHa eHuedanonaTtus.

JNleBkogucTpoumte ce Abpkar Ha reHeTUYHO obycnoBeH ged)ekT B CTPyKTypaTa Ha MUEnuHa.
ObuiaTta um yectota e okono 30/100 000. Npynupart ce Bb3 OCHOBA Ha XUCTOXMMUYHATA XapakTepPUCTMKa Ha
MUENUHOBUTE AerpagauMOHHM NPOAYKTU Ha: agpeHoneskoauctpodusi, bonect Ha Pelizeaus-Merzbacher,
CMOHIrMO3Ha aereHepauus Ha 6anoto BewecTBo (bonect Ha Canavan), 6onect Ha Alexander, 6onect Ha
Krabbe (rnobymagoknerbyHa ckneposa). [lpotumdaT € nporpecupawlo yBpeXXaaHe Ha ABWXKEHUATA,
KOOPAUHALMATA, 3PEHMETO, MHTENEKTA U EMUNENTUYHN NPUNagbLm.

Mpun nonuogucTtpoduute gereHepupaT MO3bYHWUTE HeBpOHU. TakuBa ca CuHapom Ha Alpers ¢
MO3bYEeH NUpyBaTeH agehuunt, eHuedanoMmmonaTunTe, BEPOATHO cuHApoma Ha Rett.



CnuHouepebenapHata pereHepauusa (o6onect Ha Friedreich) 3anousa oT 4-7 1. Bb3pacTt C
MOCTENEHHO 3acunBawWo Ce 3anuWTaHe, 0COOEeHO Ha TbMHO U gedopMauusa Ha crbnanarta, rpbOHaqHo
uskpussaBaHe. Npu Gonectta Ha Louis Barr, OCBEH MOCTENEHHO 3anutaHe u 4ecto GonegyeaHe nopaau
BPOAEH AeULUT HA UMYHOTTIODYNMHK, CE BUXKAA Pa3LLUMPABAHE HA CbAOBE NO CKIIEPUTE B OYUTE.

OOMeHHMTe eHuedanonaTum ce AbMKAT Ha reHHU AedekTu, NPpUUUHABaWU AedUUnUT HA EH3UMU
unu 6entbumn. Te ce pasgendat Bb3 OCHOBA HA XapakTepHUTE BMOXUMUYHU aBHOPMHOCTU: pa3CTPONCTBA Ha
AMWHOKUCENUHHMA  MeTabonu3bMm; pa3CcTPOWCTBA Ha OenTbyHuA  TPAHCMOPT; pas3cTpPoONCTBA Ha
BbINexuapaTHUs MeTabonm3bM; OpPraHuvyHu auuaypuu; 3abonsBaHUA C HATPYNBaHUA B 1M3030MUTE;
pascTpoCTBa Ha NMUNUAHWUA METabONMM3bM; NEPOKCU3OMHM Pa3CTPONCTBA; (PaMUITHU MUOKITOHYC ENUIENCUH;
nMnuao3m OT HEM3BECTEeH MpoM3xod; PasCTPOMCTBA Ha MeTabonuama Ha MeTanuTe; pasCcTpoOMCTBa Ha
NYPUHOBUSA U NUPUMUMAMHOB MeTabonuabm. Yectotata um e obuwo okono 40/ 100 000. AmarHocTuuymupar ce
npW Hanu4ue Ha:

1. Peyudueupawu enu3o0u OT HapylleHWe Ha KOOpAUHAUMSATA, MOBULLEH MYCKYNEH TOHYC,
HapyLUeHUs1 HA Cb3HAHWETO OT CbHMMBOCT A0 KOMa UN HEOBACHUMI NOBPbLUAHUS;

2. Mpoepecupawio yepexOaHe Ha LJHC, yBpexagaHe Ha ABWKEHMATA, KOOpAMHAUMATA, 3PEHUETO,
YMCTBEHA M30CTaHamnoCT, XapakTepHW OTKIOHEHUA B COMAaTUYHMUA CTaTyc (auamopdmynm Benesm,
XenatoMmeranusa, CnneHoMeranud), namonozus 6 uscnedeaHusma Ha ypuHama (npu pasCcTponcTBa B
obmMsaHaTa Ha aMMHOKMCENUHWUTE W BBLINEXUApPaTUTE), Kpbema (XunepamoHeMus Mpu pascTpoicTBa B
YPENHUA LUMKDBI; XMMNOTMMKEMUS;, MHTEPMUTEHTHA aumpo3a; MOBULLEH fakTaT M MUMPYBAaT, BKI. B FMKBOP,
CEPYMHU XOMNECTEpPOn, NUNUAKU, Mel, MMKOYHA KUCENMHA, CEPYMHU aMUHOKUCESNTMHU U OPraHWYHU KUCETUHU;
CEepPyMHWU NU3030MHWU eH3uMU (apuncyndgarasa A, B-ranakrosmagasa, XekcoamuHuwaasa), rnamorsnoaus npu
MUKPOCKOINCKOMO, BUOXUMUYHO U YIImpacmpykmypHO u3criedeaHe Ha OWOMNCUYHU maTepuanu OoT MO3bK,
nepudepeH Heps (NMNUZ03KW, NEBKOAUCTPOGUN).

HacnegctBeHute U gereHepatmBHuM  3abonsgBaHMs Ha HepBHaTa cuctemMa U ODMEHHuUTE
eHuedhanonatuM NpoTudaT ¢ MOCTEMEHHA MPOrpecus M mporHo3ara e HebnaronpuaTHa. MNMopagu ToBa €
MHOFO Ba>kHO Aa ObJe MOCTaBeHa TOYHaTa AuarHo3a, KOATO OMpeaens U no-HaTaTblUHATa NporHosa 3a
>KMBOTA Ha MayueHTa.

DeTckata uepeGpanHa napanusa (OLIM) e eauH Henporpecupall npouec, ¢ NMnca Ha BNoLlaBaHe u
C Bb3MOXHO MOCTENEHHO nogobpeHue Ha yHkumuTe. OUIM BBb3HMKBA B pPE3ynTar Ha yBpexaaHusa Ha
HepBHaTa cucTtema OT pasnuuHm )akTopu MO BPEME Ha OpemMEeHHOCTTa, paXgaHeTo M B nepuoja cneg
paxgaHeto. MNpu OUIM e Hanuue HeoBnagsBaHe Ha ABUraTeNHUTE YMEHUA B OonpejeneHute 3a Bb3pacTtra
CPOKOBE, HenpoxoxaaHe Ha geteto Ao 1 r. 3 meceua u 3abaBsHe U3rPaXKZaHETO Ha ABUraTENHU YMEHUS;
npwW 4acT OT geuaTa ca Hanuue U enUNenTUYHU NPUNagbuy U MHTENEKTyaneH aeduyur.

MUuTenektyaneH aecpuumt (onurodpeHus), Hanuue owe oT PaHHOTO AETCTBO, MOXE da € pesynrar
OT XPOMO3OMHO 3abonsBaHe, reHeTudeH pedekr, AUMY3HU UM OTHULLHM CTPYKTYPHU aHOManuMu Ha
HepBHaTa cucTtema, obMeHHa eHuedhanonatus, BpoAeHa UNU MHTpaHatanHa uHdgekuna Ha LUHC. Hskou
obmMeHHM eHuedanonatum NpPegonpeaenaT nporpecupaly xog Ha 3abonsisaHeTo, nopaan KoeTo Tpabdea aa
Ce W3BbPLIAT TEHEeTUYHU u3creaBaHus, OUOXUMUYEH CKPUHWMHI W HeBpousoOpassiBaluM K3cneaBaHus
(KT/MPT).

3a nocTaBsAHE Ha TOYHATa AmarHo3a — onpeAernieH TN HacneaCcTBEHO AereHepaTuBHO 3abonsiBaHe Ha
HepBHaTa cuctema, obmMeHHa eHuedanonatus, onUroPpeHuss, ca HeE0BX0AMMN NEPUOJUYHO HEBPOSOTUYHO,
COMATUYHO M MCUXONOTUYHO M3CMNEeABaHe, KakTO M BUCOKOCMELManu3upaHu W3crnefBaHusa - KOMMTbpHAa
Tomorpadusa (KT) u marHuTHo-pe3oHaHCHa Tomorpacdus Ha rnaseH Mo3bK (MPT), NMMKBOPHU U3CneaBaHus,
MeTabonMTHM u3cnegBaHWs 3a JOKa3BaHe Ha xapakTepeH OuoxumudeH gedpekt B marepuanu OT KPbB,
YPWHA; FeHETUYHW M3CNEeABaHUSA, BKIMIOYUTENHO MOMNEKYNAPHO-BuonormyHu uscnegesanus vypes OHK ananuma.



Bcako oT Teaun uscneaBaHus € MHOTO BaXkHO M HEODOX0AMMO 3a AMarHocTuumpaHe Ha 3abonaBaHeTo, a
U3ACHABAHETO HA TOYHUA OUOXMMMYEH AedeKT € BaXEH 3a OnpefensaHe Ha Bb3MOXHA AueTa U
orpaHu4aBaHe pasBUTMETO Ha 3abonaBaHeTo. M3cnegBaHusTa umart cneuuduyHa MHGOPMaTUBHOCT 3a
nocraesHe Ha aguarHosata: KT Ha rnmaBeH MO3BbK MOXE Aa paskpue 30HM Ha yBpeXgaHe Ha MO3bka umm
obwa mo3byHa aTpodus. MPT Ha rmaBeH MO3bK paskpuBa GONECTHM NPOMEHU B BANOTO BELLUECTBO Npu
NeBKOAMCTPOMPMUTE U B CUBOTO BELLECTBO. [peau3BUKaAHWTE 3PUTESTHU U CIIYXOBU MNOTEHUManu ca
NPOMEHEHMN MpPU 3acsAraHe Ha 3PEeHUETO U criyxa. BnoxumMmuvHuUTe U3cneaBaHuA Ha KPbB, JIMKBOP M ypuHa
Ca Ba>kHM 3a MOCTaBsHE Ha guarHosata oOMeHHa eHuedanonartus, 3awoTo Npu BPOAEHU EH3UMHU gedekTu
Ce HaTpynBaT MOBULLEHM KONMYECTBa Ha onpegeneHn MetabonuTu, KOUTO HE Ce pasrpaxaart no-HaTaTbk.
JINKBOPHOTO M3crneaBaHe Ha marepuan OT rpbLOHAYHO-MO3bYHA TEYHOCT pPaskpuBa yBenuYeH 6enTbK npu
NEBKOAMCTPOMUUTE, U HENPOMEHEHM rama-rnobynuMHU M MMYHOTrnOOYMMHKU, KOWTO CE& YBEenu4yaBaT npu
MO3bYHM Bb3naneHus. MeTabONMUTHUA CKPUHMHT OT KPBB W ypUHa JAuarHoctuumMpa onpegenex
MeTabonuteH gedekT. EH3SUMHUTE u3cneaBaHUs C JaHHM 3@ CHW)KEHA CepyMHa apuncynd)arasa A cnyxar
3a AuarHocTuuMpaHe Ha MeTaxpomaTtumdHa neBkoaMCTpodusa, a CHWkeHa ranakrouepebposug B-
ranakrosmgasa - neskogucrtpodpua tun Kpabe. MNMpu HAKOM OT HacneacTBeHuTe 3abonsieaHus, ypes OHK
aHanu3s ce [oKa3Ba TOYEH reHeH JedekT, KOETO € BaXKHO MpU MNaHMpaHe Ha HOBM OpEeMEHHOCTM B
CeMeNnCcTBOTO. BUpyconornyHuTte nscneaBaHuAa Ha Matepuany o1 CEPYM U JIMKBOP CNY>KaT 3a OTXBbLPNSAHE
Ha BpOoAeH unu xpoHudeH eHuedanut. EEF, EMIT nscneaBaHusaTa ca npoMeHeHU Npu NONUHeBponaTuda
Unu MUONaTMs, KOUTO MOrat Ja CbNbTCTBAT MO3bYHWUTE JEereHepaTuBHu 3a00nsBaHUA W OOMEHHuTE
eHuedpanonatun. buoncua Ha MO3bK, MYCKyr, nepudepeH HepB, KoXa W natoMopd)oniornyHuUTe
U3CnegBaHUs C XWUCTOXMMMSA, ENEKTPOHHA MMKPOCKOMUA Ha Te3n CTPYKTYPU € €AMHCTBEH HayuH 3a
ANarHoCcTuUMpaHe Ha HAKOM NeBkoAUCTPOod UM n 06MeHHn eHuedanonatun. Exorpadgmara Ha cbpue, YepeH
apo6, 6bubpeun e HeobOXoauma nNpu TNUKOTEHO3M UM HAKOM OOMEHHM eHuedpanonatumn, npu KOUTO ce
HaTpynBaT BELLECTBA U B KNETKUTE HA YepHusa apob u creskara.

JIEMEHMWE: Mpu HsKON OT HacneaACTBEHUTE MO3bYHU AereHepaumun u obMeHHUTe eHuedanonatum ce
npoBeXaa NaToreHeTUYHO fieYeHne ¢ AUeTa, orpaHMyaBalla npuema Ha onpefeneHu BewwecTBa (AMEeTUYHU
xpaHun). AMeTUYHUAT pexum € C pasnuyueH nedebeH ycnex npu pasnuuHuTe 3abonsasaHusa. AGCOMIOTHO
HeoOX0AMMO € Cha3BaHeTo My npu (PeHUNKETOHypuATa, XuMNnepamoOHeMuuTe, ranaktasHua geduuyur.
OrpaHudeHudTa B AueTata Ha AbATOBEPWKHWTE MAacCTHU KUCEMMHW HE € CUFYPHO JEeYEHMe.
CMMNTOMATUYHOTO JIeYEHUE BKIIOYBA AHTUENUNENTUYHU CPEACTBA, MEAMKAMEHTM CpeLly cnactuumTeTa,
HOOTPOMHU CpeacTBa (NMMpamMeM, TaHakaH, aMMHOKUCENWHU), aHKCMONUTMUM npu Bb3OyAa, €pPeTUYHO
noBedeHune; ABUraTenHa pexabunurauma ¢ uen nogobpsBaHe HA €nUNEnTUYHWA CUHAPOM, MOBULLEHWAT
MYCKYJEeH TOHYC M UHTENEeKTyanHara gerpagauus.

Moao6Ho e n neyenuneto npu OUM: aHTMenunenTuyHu cpeacrea (Mpu HEOBX0AUMOCT), MEAUKAMEHTU
Cpelly crnactuuuTeTa, HOOTPONHM CPeAcTBa, aHKCMONMMTUUM npu Bb3Oyga, CuCcTeMHa ABuratenHa
pexabunutauus. Mpu onuropeHnUTe NEYEHMETO BKNIOYBA HOOTPONHU MEAUKAMEHTU, aHKCUONUTULM NpU
HeobxoaumocT. bonHute ¢ OUM u onurodppeHns morat aa 6bvaar obyyaBaHu cnopej koedUUMEHTa Ha
WHTENUIEHTHOCT C LIeN Aa Ce OCbLLECTBM COLMarnHa MHTerpauus.

HacneacteeHute MOTOPHM M CEH30PHM HEBPOMATUX, MUONATUM, MPOrPECUMBHU MYCKYJTHU
auctpodoumn ca ronemu rpynu OT KIMHUYHO M TEeHETUYHO XeTeporeHHu 3abonsiBaHusl. Bcako oT Tsx ce
AbIDKM Ha reHeTuyeH aedekT, yHacneAeH OT PpOAUTENUTE UMM Bb3HWKHAN 3@ MbPBM NbT Y CaMUA NALUEHT,
MMa XxapakTepHa naToreHesa M OTHOCUTENHO crneuuduyeH KnuHUYeH dheHoTun. OBWOTO 3a Te3u
3abonsBaHus e, Ye Te ce XxapaKkTepusmpar ¢ nporpecupalla MyckynHa cnabocT, Bojella 40 UHBanuausauus
M HamarneHa MNpoAbIDKMTENHOCT Ha >KMBOTA. TOYHOTO AMArHOCTMLMpPaHe Ha Te3u 3abonsiBaHUsi M3UCKBA
M3NON3BAHETO HA peauua KIMHWYHKU, HeBPOMM3MOMOrMYHM, HEBPOM30GpassiBalUM, HEBPOMATONOIMYHU U
MOMNEKYNSAPHO-TEHETUYHN  K3CrneABaHus. Jle4YeHMeTo e CUMNTOMAaTUYHO W Ce u3passBa [MaBHO B
npunaraHeTo Ha ABUratenHa pexabunutauuss U CTUMynMpalla Tepanust ¢ BUTaMWHKU, aHaBONMHWM U
aHTUXONWUHecTepasHu cpeacTsa. MNpu noBeyeTo HONMHWM C HEBPOMYCKYNHU 3aBONABaHMS CbLUO Ca BaXKHM
OPTONEAUYHUTE KOPEKLIMU M HOCEHETO Ha cneumaniu NOMOLLHM CbOPBKEHUS, KAKTO U XPAHUTENHUST PEXUM.
KaTo usino neyeHneTo Ha Te3n 6onHu Uenu 3abassiHe Ha MHBanUau3auusaTa U nogobpsBaHe KaYeCTBOTO UM
Ha >KMBOT.



MocTaBAHETO HA TOMHA FeHeTMYHa AuarHo3a Ha To3u eTan umMa no-ronsiMo 3Ha4YeHue 3a POAHWHWUTE Ha
GOnHKSA, OTKONMKOTO 3a caMusi mauueHT. Ta cb3gaBa Bb3MOXHOCTM 3a M3MOMN3BaHETO HA METOAUTE Ha
npeHaTanHa guarHoctuka B Te3W CeMeiicTBa C orrej HeOoMnyckaHe pPaXaaHeTo Ha HOBWM BOMHW C TEXKO
MHBaNMAU3MpaLUM HEBPOMYCKYNHU 3abonsiBaHus.

MankoMo3byHa aTtakcusi — pasHopoAHA rpyna oOT HeBpoAereHepatuBHW 3abonsiBaHusl.
XapakTepusupar ce rfaBHO C pa3CTPONCTBO Ha (OYHKLUMWUTE HA Mankusi MO3bK: HapyLULEHUE B PABHOBECUETO,
noxoakata WM KoopauHauusTa Ha ABWkeHusTa. Morat ga ce npubaBsT MU CUMNTOMM W3BBLH HapylueHaTa
KoOpAMHALMS, B PE3YNTaT HAa yBpeXaaHe Ha BPBL3KWTE HA MAarnkusi MO3bK C APYrM CTPYKTYpPWU Ha HepBHaTa
cuctema. Mpotnyat 6GaBHO, XPOHUYHO, Bb3MOXXHA € HACNEACTBEHOCT NpM YacT oT BonHuTe.



KN Ne 568 AUATHOCTUKA U NEYEHWUE HA HACNEOCTBEHU U
OETEHEPATUBHU 3ABONABAHNA HA HEPBHATA CUCTEMA,
3ACATALLUN UHC C HAYANO B AETCKA BBb3PACT

KM Ne 5§8.2 ANATHOCTUKA U NEYEHWE HA HACNEACTBEHU U
OETEHEPATUBHU 3ABONABAHNA HA HEPBHATA CUCTEMA,
SACATNALWLIM UHC C HAYANO B AETCKA BBb3PACT NPU NNLUA NOAO 18
roanHu

1.MuHumaneH 60nHuMYEeH NpecTon - 5 AHn

2.1 KOOOBE HA BOJIECTU NO MKB-10

Pa3cTpoicTBa Ha O6MAHATa HA AMWUHOKUCENTIMHUTE C PA3KIIOHEHA BEPUIa U HA MacTHUTE
KUCENNHMU
E71.3 Pa3cTpoOncTBO HAa OOMAHATA HA MACTHUTE KUCEJNTMHU

AapeHoneskoauctpodusa [Addison-Schilder]

Hdedunuut Ha MycKynHaTa KapHUTUH-NanMUTUNTpaHcdepasa

He exroyea: 6onect Ha Refsum (G60.1)
6onect Ha Schilder (G37.0)
cuHapoMm Ha Zellweger (Q87.8)

PascTtponcTBa Ha o6mMaAHaTa Ha CHUHIONMUNUOUTE WU OPYIM HaPYWEHUA HAa HaTpynBaHe
Ha nunuauTe
He eknioyea: Mykonunugosa, Tun I-1ll (E77.0—E77.1)
6onect Ha Refsum (G60.1)
E75.2 Opyru chuHronunuaosu
Bonecr Ha:
* Fabry(-Anderson)
* Gaucher
* Krabbe
* Niemann-Pick
Cungpom Ha Farber
MeTtaxpomaTtuyHa neeskoauctpodus
Hegoumbk Ha cyndpaTasa
He sxmoyea: agpeHoneskoguctpodus [Addison-Schilder] (E71.3)
E75.4 JlunodgycunHo3a Ha HEBPOHUTE
Bonect Ha:
» Batten
* Bielschowsky-Jansky
* Kufs
* Spielmeyer-Vogt

E83.0 PascTtponcTBa Ha oOMsAHaTa Ha meaTa
Bonect Ha Wilson

Jleka yMCTBeHa M30CTaHanocT
F70.0 Jleka yMcTBeHa W30CTaAHarioOCT, HAMAa HapyweHWe WM € Hanuue MMWUHUMASTHO
HapylweHue Ha NOBeOEeHUETO

MpubnuanTenHuTe HMBA Ha IQ (MHTEneKkTyanHUsa KBOTWMEHT) ca B rpaHuumTe mexgy 50 mn 69
(Npu BBb3pacCTHU nNUuUa ToBa OTroBapsa Ha YMCTBEHa Bb3pacT OT 9 A0 12 roauHun). Mma BepoATHOCT
Ja poBege A0 nosiBaTa Ha M3BECTHU OOYYUTENHU 3aTpyaHeHus B ydunuwe. Muoro ot
Bb3pacTHUTE Ca B CbCTOSAHUE Aa paboTaT U NoAabpKaTt A400pu coupanimi B3aMMOOTHOLLIEHNSA 1 A
ca oT non3a 3a obLecTBoTO.

Biumoyea: cnaboymue
rneka ymcrBeHa HegoCTaTbYHOCT
F70.1 Jleka yMcTBEHa M30CTaHaNOCT, 3HAYUTENIHO HapyweHue Ha

noBeOEeHUETO, M3UCKBALLO FPVXKUN UIN NIeYeHne
MpubnuanTenHuTe HMBA Ha IQ (MHTEneKkTyanHUsa KBOTWMEHT) ca B rpaHuumTe mexagy 50 mn 69
(Npu BBb3pacCTHU nNUUa ToBa OTroBapsa Ha YMCTBEHA Bb3pacT OT 9 A0 12 roauHun). Mma BepoATHOCT
Ja poBege A0 nosiBaTa Ha M3BECTHU OOYYWTENHU 3aTpyaHeHus B ydunuwe. Muoro ot
Bb3PacCTHUTE Ca B CbCTOAHUE Aa paboTaT U Nogabpkat 4o0pu coumanii B3aMMOOTHOLLIEHNSA 1 A




ca oT non3a 3a obLecTBOTO.

Biumoyea: cnaboymue

rneka ymCTBeHa HeJoCTaTbYHOCT
F70.8 Jleka ymcTBeHa M30CTaHasnoCT, APYro HapyweHUe Ha NOBeAEHNETO

MpubnuanTenHuTe HMBA Ha IQ (MHTENeKTyanHus KBOTWUEHT) ca B rpaHuuyute mexay 50 mu 69
(Npu BBb3pacCTHU nNuUUa ToBa OTroBapsa Ha yMCTBEHa Bb3pacT oT 9 A0 12 roauHn). ima BepOATHOCT
Ja poBege A0 nosiBaTa Ha WM3BECTHU OOYYWTENHU 3aTpyaHeHus B ydunuwe. Muoro ot
Bb3pacCTHUTE Ca B CbCTOAHUE Aa paboTAaT U NoAAbpKaT A00pu coumanimn B3aMMOOTHOLLIEHNA 1 Aa
ca OT non3a 3a obLecTBoTO.

Biumoyea: cnaboymue
rneka ymcrBeHa HegoCTaTbYHOCT

YmMepeHa yMCTBEHA USOCTaHANOCT
F71.0 YmepeHa ymMCTBEHa M30CTaHaNOCT, HAMA HapylleHue Urn e Hanuue MUHUMAariHoO
HapylweHne Ha NOBeOeHUETO
MpubnuanTenHuTe HMBA Ha IQ ca B rpaHuuuTe mexay 35 n 49 (npu Bb3pPACTHM fMua ToBa
OTroBaps Ha ymcTBeHa Bb3pacT OT 6 40 9 roguHu). MiMa BepOATHOCT ga AoBede A0 3HAYMTESHO
U30CTaBaHe B PasBUTMETO B AETCTBOTO, HO rofisiMa 4acT OT 3acerHatute Morat ga ycBOAT HAKOM
HaBULUM 3a camooOCny>xBaHe, ageKkBaTHM YMEHMSA Ja YCTAHOBABAT KOHTAKTU U €NeMeHTapHM
YYUITULLIHU MOCTMKEHMSA. Bb3pacTHuTe 0OMKHOBEHO MMAT Hy>4a OT pasnnMyHa CTeneH Ha noakpena
B 6uTa 1 Ha pabOTHOTO MACTO.
Bknroyea: yMepeHa yMCTBEHA HeJOCTaTbYHOCT
F71.1 YMepeHa yMCTBEHA MW30CTaHarioCcT, 3HAYUTESNIHO HapylweHUe Ha noBedAeHUEeTO,
M3UCKBALLO FPUXKU UITN JIeYEeHne
MpubnuanTenHuTe HKMBA Ha IQ ca B rpaHuuuTe mexay 35 n 49 (npu Bb3pacTHM nuua ToBa
0TroBaps Ha ymcTBeHa Bb3pacT OT 6 40 9 roguHu). MiMa BEpOATHOCT Aa AO0BeAe A0 3HAYUTESTHO
U30CTaBaHe B PasBUTMETO B AETCTBOTO, HO roOfisiMa 4acT OT 3acerHaTute Morat ga yCcBOAT HAKOM
HaBuUM 3a camooDCnyxBaHe, agekBaTHU YMEHWS Aa YCTAHOBSIBAT KOHTAKTU M €NeMeHTapHM
YUYUITULLIHU MOCTMKEHUS. Bb3pacTHuTe 0OMKHOBEHO MMAT Hy)4a OT pasnunyHa CTeneH Ha nogkpena
B 6uta 1 Ha pabOTHOTO MACTO.
Bknroyea: yMepeHa ymCTBEHA HEJOCTaTbYHOCT
F71.8 YMepeHa ymcTBEeHa U30CTaHanNoCT, ApPYro HapylweHue Ha NOBeAEHUETO
MpubnuantenHuTe HMBa Ha IQ ca B rpaHuuuTe mexay 35 u 49 (Mpu Bb3pacTHU nmua ToBa
0TroBaps Ha ymcTBeHa Bb3pacT oT 6 40 9 roguHu). MiMa BepOATHOCT Aa AO0BeAE A0 3HAYUTESTHO
U30CTaBaHe B PasBUTMETO B AETCTBOTO, HO rofisiMa 4acT OT 3acerHatute Morat ga yCcBOAT HAKOM
HaBUUM 3a camooOCny>xBaHe, afeKkBaTHM YMEHMSA Oa YCTAHOBABAT KOHTAKTU U €NeMEeHTapHM
YUYMITULLIHU MOCTMKEHUS. Bb3pacTHuTe 0OMKHOBEHO MMAT Hy)4a OT pasnunyHa CTeneH Ha nogkpena
B 6uta 1 Ha pabOTHOTO MACTO.
Bknroyea: yMepeHa ymCTBEHA HEJOCTaTbYHOCT

Texka yMCTBEHA M30CTAHANOCT
F72.0 Texxka ymMcTBEHa W30CTAHArOCT, HAMA HapylleHWe WU € Hanuue MWUHUMASTHO
HapylweHue Ha NOBeOEeHUETO
MpubnuantenHuTe HKMBA Ha IQ ca B rpaHuuuTe mexay 20 n 34 (Npu Bb3pPACTHM fMua ToBa
oTroBapsl Ha yMCTBEHa Bb3pacTt oT 3 40 6 roanHu). ima BepoATHOCT aa AoBede A0 TpanHa Hyxaa
OT moakpena 3a yHKUMOHMPaHE.
Bknroyea: TEXKA YMCTBEHA HE4OCTaTbYHOCT
F721 Texka yMCTBEHAa M30CTAHANOCT, 3HAUYUTESIHO HapylleHWe Ha noBeaOeHUeTo,
M3UCKBALLO FPUXKU UITN NIeYeHne
MpubnusntenHuTe HUBa Ha IQ ca B rpaHuuuTe mexay 20 n 34 (Mpu Bb3pPACTHM nuua ToBa
oTroBaps Ha yMCTBEeHa Bb3pacT oT 3 40 6 roanHu). ima BepoATHOCT Aa A0Bede A0 TpaWHa HyxXaa
OT moakpena 3a yHKUUOHMPaHE.
Bknroyea: TEXKA YMCTBEHA He4OCTaTbYHOCT
F72.8 Texka ymcTBeHa U30CTaHarnocT, ApYro HapyweHue Ha NOBeAeHNETO
MpubnuantenHuTe HKMBa Ha IQ ca B rpaHuuuTe mexay 20 n 34 (Npu Bb3pPACTHM fMua ToBa
oTroBaps Ha yMCTBEeHa Bb3pacT oT 3 40 6 roanHu). ima BepoATHOCT Aa A0BeAe A0 TpaWHa HyxXaa
OT moakpena 3a yHKUMOHMPaHE.
Bknroyea: TEXKA YMCTBEHA HE4OCTaTbYHOCT

Obn6oka ymMcTBEHA U3OCTAHANOCT
F73.0 Obnboka yMCTBEHAa M30CTAHANOCT, HAMA HapylleHWe WIKM € Hanuue MUHUMArHO
HapylweHWe Ha NOBeOEeHUETO
IQ e noa 20 (Nnpy BBL3pACTHU NWLia TOBA OTroBaps Ha YMCTBEHA Bb3pacT noj 3 roguHu). Boau




40 TEXKM OrpaHM4eHuss B CMOCOOHOCTTa 3a CcamooDCnyXBaHe, 3a KOHTPOM Ha Ta30BUTE
pesepBoapu, 3a 00LLyBaHE W ABUraTenHa genHoCT.
Bknroyea: AbnOOoKa YMCTBEHA HEAOCTATBYHOCT
F73.1 Obnboka yMCTBEHAa W30OCTAHANOCT, 3HAYUTESIHO HapylleHUWe Ha NOBedeHUeTo,
M3UCKBALLO FPUXKU UITK NIeYeHne
IQ e noa 20 (Nnpy BB3pacTHU NuLa TOBa OTroBaps Ha YMCTBEHa Bb3pacT noA 3 roauHu). Boau
40 TEXKU OrpaHM4eHus B CMOCOOHOCTTa 3a CcamooOCny>XKBaHe, 3a KOHTPON Ha Ta3oBUTE
pesepBoapu, 3a 00LLyBaHEe W ABUraTenHa genHoCT.
Bknroyea: AbnOOoKa YMCTBEHA HEAOCTATBYHOCT
F73.8 Obnboka ymCcTBEHA U30CTAHANOCT, APYro HapylWeHne Ha NOBeAEHUEeTOo
IQ e noa 20 (npu BBL3paACTHU nuLa TOBA OTroBaps HA yMCTBEHa Bb3pacT noA 3 roauHun). Boau go
TEXKM OrpaHMYeHus B CNOCOOHOCTTA 3a camooOCny>kBaHe, 3a KOHTPOS Ha Ta30BMTE pe3epBoapu, 3a
obulyBaHe u gBuraTenHa genHocCT.
Bknroyea: AbnOOoKa YMCTBEHA HEAOCTATBYHOCT

CneunduyHu pascTPONCTBa B pa3BUTMETO HA PeyTa u esuka

F80.3 MNMpuaoobuta adpasmua ¢ enunencua [cuHapom Ha Landau-Kleffner]

Pa3cTponcTBo, Npu KOETO AETETO, Cried NbpPBOHAYanHO HOPMANHO Pa3BUTME Ha €3uKa,
3arybBa KakToO pPeuenTUBHUTE, TAKa M EKCMPECMBHUTE CU PEYEBM YMEHUA, HO 3ana3sa obwmsa cu
MHTenekT. HayanoTo Ha pas3CTPOMCTBOTO € CLNPOBOAEHO C napokcuamanHa EEI aktueBHOCT u B
MOBEYETO OT CrydauTe — M C enNuIenTudHM npunagbun. Hayanoto 0OMKHOBEHO € Mexay Tpu- U
cegemMroguliHa Bb3pacT, kato 3arybaTa Ha yMEHMsA HAcTbMNBa 38 HAKOMKO AHU UM CeaMMUUM.
Bpb3kata BbB BpeMeTO Mexay nosieata Ha npunagbuute u 3arybata Ha e3uka € TBbpae
NPOMEHNNBA, KaTO €4HOTO MOXE Aa Mpeaxoxga APYroto B pa3CTOSHME Ha HAKONKO Meceua go
aBe roguHu. Kato Bb3MOXHA MpuU4YMHA 3a nosiBata Ha ToBa pPa3CTPOMCTBO Ce npegnonara
Bb3ManuTeneH Npouec B rMaBHUA MO3bK. OKOMNO ABE-TPETU OT MauueHTuTe OCcTaBaTt ¢ NO-CUITHO
unu no-cnabo m3paseH cepmoseH geduunT B peLenTuBHaTa pey.

F82 CneundguuyHmn pascTpoiCTBa B Pa3BUTUETO Ha ABuUrateriHata (pyHKUUA

Pa3cTponcTBo, Npy KOETO OTNUYMTENHUAT MPU3HAK € CEePUO3HO HapyLUeHWe B pa3BUTMETO Ha
ABurarenHara KoopauHauus, KOETO HE MOXe Aa ce 0DACHM camo ¢ 000 YMCTBEHO M30CTaBaHe
UIKN C HAKAKBO CNEeUMPUYHO BPOAEHO MU NPUA0OUTO HEBPOSIOTMYHO Pa3CTPONCTBO. HesaBucumo
OT TOBa, B MOBEYETO CNyvyaum BHMMATENHOTO KIMHUYHO M3CNEABaHE MOKasBa nogyvepraHa
HEe3pANoCT B Pa3BMTUETO HA HEPBHATa CUCTEMA KaTO XOPEU(OPMHU ABMKEHWUA HA KpaWHuuuTe
UNKU OrneganHn ABWKEHMA U APYIU acouuupaHyu ABUrateriim 0coBEHOCTM, KakTo u Oenesm Ha
nowa dmHa n obLya ABuratenHa KoopauHaums.

CuHApPOM Ha geTcka TPOMaBoCT
Csbp3aHo(-a) C pasBUTUETO:
* PasCTPOMCTBO HA KOOpAMHAUUATA
e gucnpakcus
He exnroyea: abHOPMHOCTM B noxoakara unu nogemxkHocTtTa (R26.—)
nunca Ha koopauHauma (R27.0)

* KaTo pesynrart oT yMmcTBeHa usocraHanoct (F70—F79)

F83 CwmeceHu cneunuyHN pasCcTPOUCTBA B NCUXONIONTMYHOTO pa3sBUTHUE

OcraTb4Ha kaTeropus OT pPas3CTPOWCTBA, MPU KOATO € Hanuue cmecuuya OoT cneunpuyHmn
pasCTPONCTBA HA peyTa M e3MKa UK Ha YYUSULLHMTE YMEHUS U ABUraTenHaTa (PyHKUMS, HO HUTO
eHO OT Te3n pasCTpPoMCTBa He npeobrnagasa JOCTaTbYHO Hag ocTaHanute, 3a ga oboCHOBe
OCHOBHaTa guarHo3a. Ta3u CMeceHa KkaTeropus cnejsa ga ce u3nonssa, camo Korato uma ronsmo
NPUNOKpPUBAHE MEXOy BCUYKW T€3U cneumpuyHn pascTponcTea B pasBMTUMETO. Te3un pasCcTponcTea
ce CBbp3BaT 0OMKHOBEHO C U3BECTHA CTEMEH Ha OOLLO HAPYLUEHWE HA KOTHUTUBHUTE (PYHKLMU, HO
TOBa He BuHaru ce Habnwogasa. ETo 3awo, Tasm pybpuka crnegsa ga ce uM3nonsea B criyyaute,
KoraTto ca Hanuue AUCYHKUUM, OTroBapsLLM Ha OMArHOCTUYHWUTE KPUTEPUM 3a ABE WM MOBEYE
py6pukn oT: F80.—, F81.— u F82.

HacnencteeHa atakcus
He eknioyea: HacnegcTBeHa u uanonartuyHa Hepponartus (G60.—)




aetcka uepebpanHa napanusa (G80.—)
pascTponcTBa Ha obMsaHaTa Ha Bewecrteata (E70—E90)
G11.1 PaHHa MankoMo3b4Ha aTakcus
3abenexka: 3anousa 06MkHOBEHO npeaun 20-roguillHa Bb3pacT.
PaHHa mankoMo3b4Ha aTakcus C:
* eceHuuaneH TpeMop
* MMWOKMOHWUMK [aTakcua Ha Hunt]
* 3ana3eHu CyxXOXUIHKW pednekcu
ATtakcua Ha Friedreich (aBT0O30MHO-peLieCuBHA)
X-cBbp3aHa peuecuBHa cnuHouepebenapHa atakcus
G11.3 Mankomo3b4Ha aTakCufl ¢ HapylweHue BbLB Bb3cTaHOBABaHeToO Ha [1HK
ATakcusa - Teneadruekrasua [cuHapom Ha Louis-Bar]
He exmroyea: cuHgpom Ha Cockayne (Q87.1)
nUrMeHTHa kcepogepmus (Q82.1)
G11.4 HacneacTtBeHa cnacTU4YHa napannerus
G11.8 Opyra HacneacTBeHa aTakcusa

Opyru aereHepatueHu 6onecTu Ha 6asanHUTe raHmuu
He eknioyea: MynTUCUCTEMHA aereHepauusa (G90.3)
G23.0 bonecTt Ha Hallervorden-Spatz
MurmeHTHA NanuaapHa gereHepauus
G23.8 Opyru yTOMHEHU AereHepaTUBHU 60recTn Ha GasasiHuTe raHrnum
BkanuasaHe Ha 6asanHuTe raHrnmm

QMCTOHMH

G24.1 NguonaTtnyvHa bamMunHa AUCTOHUA
Manonatuuna auctonus 6AY
G24.2 NguonaTtuvHa HechaMusiHa AUCTOHUSA

Opyrv nereHepaTtuBHU 6051€CTU HA HEPBHATa CUCTEMA, HeKnacuduumpaHu gpyrage
G31.8 Opyru yToOuHEeHU AereHepaTUBHU 6ONeCTU HA HepBHATA CUCTEMA

JereHepauusa Ha CMBOTO BELLECTBO [bonecT Ha Alpers]

Moaoctpa HekpoTuampawa eHuedanonatua [6onect Ha Leigh]

Detcka uepe6panHa napanusa

Bknroyea: oonecrt Ha Little
He eknioyea: HacnegcTeeHa cnactudHa napannerua (G11.4)
G80.0 CnacTuuHa uepebpanHa napanusa
BpogeHa cnactuyHa napanusa (uepebpanHa)
G80.1 CnacTnyHa gunnerus
G80.2 fleTtcka xemunnerma
G80.3 AucknHeTYHa UepeOpariHa napanusa
ATteTougHa uepebpanHa napanusa
G80.4 AtakTuuHa uepebpanHa napanusa
G80.8 Opyra geTcka uepebpanHa napanusa
CmeceHu CMHAPOMU Ha uepebpanHa napanusa

Xemunneruns

3abenexka: Tasu pybpuka cnegBa ga ce M3nonsBa 3a MbPBUYHO KoAupaHe camo
TOraea, Korato 3a xemunneruata (nbfiHa) (HembsiHA) ce cboOwWwaBa 6e3 AOMBIIHUTENTHO
YTOYHABAaHE WIS Ceé NOTBbPXKAABA, Y€ TA € yCTaHOBEHa OTAABHA, WM CbLEeCTBYBa Npo-
OBbIDKUTENHO BpeMe, HO HelHaTa NMpUYuHa e HeyTovyHeHa. Pybpukarta ce u3nonsea cblo
npu KOOUpPAHe MO MHOXECTBO MPUYUHU 3a uaeHTUdMUMpaHe Ha TunNa XeMunserus,
npeav3BMKaHa OT BCAKAaKBa NPUYMHA.

He exsroyea: BpoaeHa u geTckKa uepeobpanHa napanusa (G80.—)

G 81.1 CnacTtnvHa xemunnerus

Napannerua v TeTpannerus

3abenexka: Tasu pybpuka crneasa Aa ce M3Nosi3aBa 3a NbLPBUYHO KOAUPAHE CaAMO




ToraBa, KoratTo 3a CbCTOSSHMATa ce cbobwaBa 6e3 AOMNBAHUTENIHO yTo4YHABaHe wnnun ce
noTBbpXaAaBa, Ye Te Cca yCTaHOBEeHN OTAaBHa, Manm cbulwecTByBaT NpoaABNXNTE/NTHO BpemMe,
HO TAXHaTa NpMyYMHa e HeyTOYHeHa. Pybpukata ce M3nonsBa CblWO Npu KogupaHe NO MHO-
XeCcTBO NPUYUHKN 3a I/I,Cl,eHTI/I(’*)I/ILlVIpaHe Ha Te3n CbCTOAHMA, nNpegnsBuUuKaHuM OT BCAKakBa
npunynHa.

He BK/lOUBA: BpopgeHa u geTcka uepe6panHa napanusa (680.—)

6 82.1 CnacTuyHa napannerunsa

KOOOBE HA OCHOBHW NMPOUEAYPWU

2.2 OCHOBHW AMNATHOCTWYHW NMPOLUEAYPW

Nymb6anHa nyHKUuMA

39000-00 Nym6b6anHa nyHkuuns

CnuHanHa nyHkKuunsa

OApyrn oMarHOCTMYHWN OYHU TecTOBe, N3MepPBaHNA NN n3cneaBaHuA

11212-00 N3cnepBaHe Ha OYHO ABHO

Bkniousa: BEHO3HO MHXeKTupaHe Ha Garpuno
ohpTanmockonus

Bunoncua Ha ApYyrn MYCKY/THO-CKeJIeTHUN TOUYKMN

30075-01 Buoncua Ha Mekn TbKaHwu
Bkniouga: 6ypca

hacuunsa

MYCKyn

cyxoxunnune

KomnioTbpHa TOMOrpagusa Ha MO3bK

KomnioTbpHa Tomorpaduma Ha rnasa b4y

He BknwuBa: KOMNWTbpHa ToMorpadua:
e Npu cnupanHa aHrnorpacdgua (57350 [1966])
npu ckaHupaHe Ha:
erpbaeH kow (57001,57007 [1957])
* 1 kopem (57001-01,57007-01 [1957])
e TuLeBa KOCT U OKONTOHOCeH cuHyc (56030-00, 56036-00 [1956])
e CpefHO yxo ntemnopanHa koct (56016-02, 56016-03, 56016-06, 56016-07 [1955])
e op6uta (56013-02, 56013-03 [1954])
e nuTyntapHa amka (56010-02, 56010-03 [1953])

56001-00 KomnioTbpHa ToMorpaduma Ha MO3bkK

56007-00 KomnioTbpHa ToMorpadma Ha MO3bK C MHTPaBeHO3Ha KOHTpacTHa mMaTepus
KomnwTbpHa Tomorpaduns Ha M0o3bk 6e3, cnej ToBa C BEHO3eH KOHTpacT



N3cnepBaHe

Bknwousa:

3abenexka:

Ha eBOKMWpPaHW OTroBopn Ha yeHTpasiHa HepBHa cuctTemMma

TakKaBa 4Ype3 KOMNKOTPU3INPAHO YyCpeaAHEeHUN TeXHUKn

EaHO u3cnepBaHe - eAuH CTUMY/N B efHa Touka

BTOpO nnun nocnepgBawm nscnenBaHma - pas3sinyeH CTMMyn B CbllaTa TOYKa UNKM gpyra Todyka

Ha CTumMmynunpaHe

He Bknwusa:

11024-00
2 n3cnepBaHuna

11027-00
nscnepsaHuns
1934 Apyru

92182-07
N3cnepBaHe

TakaBa, BknwuBawm ayguometpusa (Bux 6nok [1839])

M3cnepBaHe Ha eBOKMpaHW NOTeHUManun Ha LeHTpasiHa HepBHa cuctema, 1 unun

M3cnepBaHe Ha eBOKMPaHW NoTeHUManun Ha LeHTpasiHa HepBHa cuctema, > 3

naéopaTopHu n3cnepBaHuA

O6uW0 n3cneaBaHe Ha NUKBOP
Ha NMKBOP 3a 6€NTbK, KNEeTKW, KCAHTOXPOMMUS, 3axap M €NeKTPOINTH

1923 XemMaTONIOTMYHWN n3cnenBaHud

91910-04

KpbBHa kKapTuHa - noHe ocemM WunNuM noseye OT NOCOYeHUTE NokKasaTenun:

XeMOrnobuH, epuTpoLnTN, NE€BKOLUTU, XeEMATOKPUT, TpombounTn, M ~, MCH, MCHC

1924 Bwuoxwu
91910-12
91910-13
91910-14
91910-26
91910-27
91910-41

MWYHa n3cnepBaHus
KAWHWYHO-XUMUNYHN n3cnenBaHns 3a rnwokosa
KAWHWYHO-XUMUNYHN n3cnenBaHnsa 3a KpeaTUHUH
KAWHWYHO-XUMUNYHKN n3cnepgBaHna 3a ypes
KAWHWYHO-XUMUYHN n3cnensanmna 3a ACAT
KAWHWYHO-XUMUUYHN n3cnengBaHna 3a ANAT

KAWHWYHO-XUMUUYHN n3cnengBaHnsa 3a 17|0Horpama

1933 XMMWUKO-TOKCUKOJIOTUYHN N3CNneaBaHusd

no npeyeHka
91927-00
no npeyeHka:
91927-01
1934 Apyru
no npeyeHka
91881-00
no npeuyeHka:
91916-00

1934

92191-00

92191-01

OnpepensHe Ha nekapcTBeHa KOHLUeHTpauusa Ha kap6amasenuH

OnpegensiHe Ha fnekapcTBeHa KOHUeHTpauusa Ha Bannpoesa KucenuHa

naéopaTopHu n3cnepBaHuA

AHK aHanwns

feHeTUYHN n3cnenBaHus

Opyrn na6opaTopHu nscnenBaHus

MonnmepasHa BepuxHa peakuua 3a gokassaHe Ha COVI*-19

TecT 3a oTKpuBaHe aHTureH Ha 3AP3-CoV-2

HeBpoMyCcKy/nHa enekTpogmarHoctmka

EMT [enekTpomuorpadual:

e Ha > 1 myckyn(n)

* N3MO0N3BaAlKN KPBIrOBW UTTEHN eNeKkTpoau
MN3cnepBaHe Ha HEBPOMYCKYynHa NpoBoguMMoOCT

11012-00

He BKNnwusa.:

Enektpomuorpacgua (EMT)

MYCKY/M Ha Ta3oBO AbHO ¥ aHaneH chuHkTep (11833-01 [1859])

MN3mepBaHe unm nicnepnsaHe Ha 3puTesiHa (*)yHKLI,VIFI

96038-00

M3mepBaHe Ha 3puTeNHa ocTpoTa



MepumeTpunna
M3cnepBaHe Ha 3puTenHoO none

96041-00 MaHyanHa nepumeTpusa, 4BYCTPaHHO

Apyrm ANarHOCTUYHMW OYHW TeCcTOBe, U3MepPBaHUA NN N3cnenBaHNA

92015-00 BusyaneH eBokmpaH noteHumnan [BEM]

23 OCHOBHW TEPANEBTUWYHW NPOLUEAYPWU

TpaxeocTomMus

41881-00 OTBOpeHa TpaxeoCTOMUSA, BPeMeEHHa
Tpaxeoctomua 6AY

Bkntousa: oTAeNiIAHEe Ha TUpOULEeH UCTMYC
oTAeNnsAHEe Ha NoAe3WYHU MYCKYnu

BeHTnnatopHo nognomaraHe

BAHMBO C NO3NTWBHO Bb3AYWHO HanAraHe "P AP ] [BeHTunaunsa c ocsoboxpgaBalyo
HansraHe] [KOHTPON Ha HanAraHe Ha BeHTMNnauuaTal c eHpgoTpaxeanHa Tpbba MM TpaxeocTomMus
MpoABbNXNUTENHO NO3UTUBHO HansraHe npu o6auweaHe [CPAP] c eHaoTpaxeanHa Tpbba -
Tpaxeoctomus
MpomeHnunBa 3afgbnXxXnutenHa seHtunauyna [IMY]
MHBa3nBHa BeHTMNauns
MexaHn4yHa BeHTUNaLnsa
HanfraHe c N0O3MTMBEH eKcnupaTopeH kpah
BeHTunaumna c nognomaraw,o HanaraHe [P3V]
CMHXpPOHHA NpoOMeHNMBaA 3aAbNXuTenHa seHTnnauuna [31MY]
Bknousa: eHaoTpaxeanHa:
e UHTYybaumnsa
e acucTupaHo guliaHe
MeXxaHW4yHa BeHTUNauuna c:
e eHaoTpaxeanHa Tpbba (ETT)
* HaszanHa
e opanHa
e TpaxeocToMmnsa
oTyuyBaHe Ha MHTybupaH (eHAoTpaxeanHa Tpbba, TpaxeoCcTOMMUA) NALNEHT C HAKAKbB MeTofA
Kogupaih cbuwo KOraTo e HanpaBeHa:
e TpaxeocTomMusa:
e nepkyTaHHa (41880-00 [536])
e noctossHHa (41881-01 [536])
e BpeMeHHa (41881-00 [536])

He BknuBa: npoAabNXWUTENHA BeHTUNauma ¢ HeraTuBHO HanaraHe [CNPV] (92041-00 [568])
AV aHe C NPOMEHNUBO NO3UTUBHO HanaraHe [1PPB] (Bux 6nok [570])

BEHTMMALUWa C NTPOMEHNNBO NO3UTUBHO HanaraHe [|[Ppy] (Bux 6nok [570])

HeMHBa3MBHO NognomMaraHe Ha guwaHe (Bux 610k [570])

13882-01 Ipuxa v nogAabpxaHe Ha NPOABNXUTENHO NnognoMaraHe Ha guwaHeTo > 24 n < 96
yaca

13882-02 I'puxa v nogabpxaHe Ha NPOABMXUTENHO NognoMaraHe Ha guwaHeTo > 96 yaca

MpunoxeHue Ha papmakoTepanus

MpunaraHe Ha PapMakoNOrMYHN areHTU CbC CUCTEMEH e ekKT

He BknwouBa: npunnaraHe Ha:



KPbB M KPBbBHUM NpoaykTtu (Bux 6nok [1893])

(hapmakonornyeH areHT 3a:

aHecTe3nna (Bux 6nokosBe [1333], [1909] u [1910])

MMyHM3auma (Bux 6n1okose [1881] no [1884])

nokaneH ec ekt (BUX NHAeKe: MHxXekTUpaHe, No nokanu3saunsa U NHXeKTMpaHe,

no BmpoBe, Mo siokanusaymns)
nosefeHve nNpu ekTonnyHa 6pemeHHOCT (BUX 6nok [1256])
noBepeHne npu 6onka (Bux 6nokose [31] go [37] n [60] go [66] n [1552])
nepdysna (Bux 6nok [1886])
e BakCnHauunsa (Bux 6nokose [1881] go [1883])
XUPYPrnyecko npuaaraHe Ha xmMmumoTepaneBTUYUYHU areHTn (Bux 6n0k[741])

3a6enexka. MocneaBawWMAaT CNNCBK C NPUIOXKEHUSA e cb3fafeH 3a ynoTpeba c kogoBeTe
oT 6Nn0kK [1920] NMpunaraHe Ha papmakoTepanus

96199-03 VHTpaBeHO3HO NpunoxeHWe Ha hapMakKoONOrMyYeH areHT, cTepoup
MpunaraHe Ha papMakKoNOrMyeH areHT ypes:
* UH(PY3MOHEH nopT
e Porl-A-Call
* pesepBoap (NOAKOXEH)
* YCTPOWCTBO 3a CbAOB AOCTbN
* BEHO3eH KaTeTbp
Kogupaih cbu, o0 KOraTo e HanpaBeHa:
e NOCTaBAHe, n3BaxpgaHe UNN peBU3NA Ha YCTPOIKCTBO 3a CbAOB AO0CTbN (BUX 610K [766])
e 3apexjaHe Ha YCTPOMCTBO 3a fOCTaBAHe Ha MegukameHTu (96209 [1920])
He Bknwousa. XWUPYpruyHa Kkatetepusaunsa c npusaraHe Ha XxMMmunoTepaneBTUYEH areHT (BUX
6nok [741])

96197-03 MyCKY/IHO NpuUSIOXeHWe Ha hapMako/NOrM4YeH areHT, ctepouj

96199- 09 VIHTpaBeHO3HO NPUNOXeHUe Ha hpapmMakoNOrnyeH areHT, ApYyr n HecneuyuduryeH
apMakonormyeH areHTt
MpunaraHe Ha bapMakKoNOrMyeH areHT ypes:
* UHPY3MOHEeH nopT
e Porl-A-Call
* pesepBoap (NOAKOXEH)
* YyCTPOWCTBO 3a CbAOB AOCTbN
* BEHO3eH KaTeTbp

Kopgupaih cbuwo KoraTo € HanpaBeHa:
e NOCTaBAHe, n3BaxgaHe UNN peBU3NA Ha YCTPOWCTBO 3a CbAOB A0CTbN (BUX 610K [766])
* 3apex/pjaHe Ha yCTPOWCTBO 3a fOCTaBAHe Ha MmeaumkaMmeHTn (96209 [1920])

He Bknwousa. XWUPYpPrnyHa kateTepusaunss c npusaraHe Ha XMMuMoTepaneBTUUYEH areHT (BUX
6nok [741)])

96197-09 MycCKy/nHO nNnpunoxeHue Ha hapMakosiorMyeH areHT, ApYyr u HecneundunyeH
apMakonormyeH areHTt

96200- 09 MOAKOXHO NPUNOXeHNEe Ha hapmMakonoOrnyeH areHT, ApYyr n HecneuuduryeH
apMakonormyeH areHTt

Kopaupaih cbwo KoOraT o e HanpaBeHa:

* 3apexpgaHe Ha yCTpPOWMCTBO 3a AOCTaBsHe Ha meaukameHTn (96209 [1920])

M3nckBaHe: KnuHuMuyHaTa nNbTeka ce cuyuMTa 3a 3aBbplieHa, ako ca MNPUIOXEHW U OTYeTeHU pABe
OCHOBHMW AMarHOCTMYHM K efHa OCHOBHa TepaneBTuM4YHa npouepypa, nocodeHm B Tabnuua KopoBe Ha
OCHOBHUW npoueaypu.

OcHoBHa npouegypa 92191-00 unm 92191-01 ce ocbliecTBABa NPM HeOBXO4MMOCT M Ce Npuaara npwu
AnarHoctuumpaHe Ha COVIN-19. Ta3nm npouegypa ce U3BbpWBa MNpuM MnokasaHUs ©N ce OTyuTa KaTo
AOMNBb/IHWTENHA AMarHocTM4yHa npouefypa KbM ApPYrMTe AMArHOCTUMUYHW npouenypu, MNOCOYEHU BBB BCEKMU

,qVIaFHOCTI/I‘-IHO-I'Ie‘-IeGeH anropnTbeM Ha CbOTBeTHaTa K/IMHNMYHA NbTekKa.



Mpu guarHosn ¢ kogoee E75.2, E75.4, G11.1, G11.3, kato 3agbimkuTenHa TpeTta AMarHOCTUYHA
npoueaypa ce npunarat Hakou oT cnegHute: 11212-00, 96038-00, 96041-00. B Te3u cnyvyanm KNUHUYHaTA
NbTEKa e OTYUTA C TPU OCHOBHM AUATHOCTUYHU U ABE OCHOBHM TEPANEBTUYHU NPOLEAYPU.

Korato ce Hanara nanonsBaHe Ha KogoseTe oT 6nok 1923, 1924, 1933 n 1934 — kogoBeTe oT 6noKoBe
1923 n 1924 ca 3agbmxuTenHu, a ot 6nokose 1933 1 1934 ce u3BbLPLUBAT U KOAUPAT MO NPEUeHKa, KaTo
BCUYKM KOAOBE Ha u3cneaBaHuss OT OMNOKOBETE Ce cuuTarT 3a eaHa AuarHoCTMYHa npoueaypa 3a
3aBbpLuBaHe u oTymMTaHe Ha Ttasu Krl.

B cnyyaute, korato pesyntatute OT npoBefeHM oOpasHW M3cneaBaHMs He MoraT Aa ocTaHaTt B
fonHWYHOTO neyebHo 3aBeseHue, B M3 Ha nauueHTa crneaBa aa Ce OMNWLIE TOYHO pesyntata oT
NnpoBeAeHOTO 06pa3Ho M3cneaBaHe, a CaMUTE CHUMKWU OT HETO ce NPeaoCTaBAT Ha NauueHTa cpellly noanuc
B 3.

4. YCNOBUA 3A CKNIOYBAHE HA AOrOBOP 1N 3A USMBAHEHWE HA KIIMHWUYHATA NbTEKA

KnuHudHata nbTeka BKMAOYMBA AEWHOCTM M ycnyrm OT obxeara Ha MeAMUMHCKaTa cneuuanHocT
~,HEPBHM BonecTn”, 0CbLUECTBABAHA HAN-MAmNKO HA BTOPO HMBO HA KOMMNETEHTHOCT, CbrMacHO MEeAULUHCKU
ctaHpapt ,HepsHu Oomnectn, oT obxBata Ha MeaMUMHCKATa cneyuanHocTt ,Jletcka HeBponorus“,
OCbLUECTBSIBAHA HaW-Manko Ha BTOPO HWMBO HA KOMMETEHTHOCT, CbIMAaCHO MEAMLUUHCKU CTaHaapT ,HepBHU
Bonectn” (3a aeua Ao 18 roguHnm).

A. BAOBIDKUTENHU 3BEHA, MEAULUIMHCKA ANAPATYPA U OBOPYABAHE, HAJIMYHU U

®YHKUMOHUPALLN HA TEPUTOPUATA HA JNIEYEBHOTO 3ABEOEHUME, M3NBIHUATEN HA
BOJIHNYHA NOMOLL,

JleuebHOTO 3aBegeHue 3a OONMHMYMHA MOMOLL, MOXE Aa OCUTYypWU u4pe3 AOroBOp, BMEHEHMTE KaTto
3aQbIDKUTENHN 3BEHA, MeAMUMHCKA anapatypa u obopyaBaHe, M C Apyro neyebHO 3aBeaeHue 3a

M3BBHOOMHNYHA MM BOMNHMYHA MOMOLL, PA3NONOXKEHO HA TepuTopusaTa My U umatlo gorosop ¢ H30OK.
3agbmKUTenHo sgeHo/MeAULIMHCKA anaparypa

1. KnuHuka/oTaeneHue no HEBPONOrus

UK JETCKA HEBPONOTUs

2. KnuHnuna naboparopus ot Il unwm lll HMBO n BbamoxXHoCT 3a KI'A

3. EEl — kabuHeT (anapar)

4. EMI" — kabuHeT (anapar), BKNIOYMTENHO 3@ U3CNeABaHe Ha NPeau3BUKAHU NOTEHLMANM

*- B cnyuawute, korato JI13bI1 He pasnonara ¢cbC COOCTBEHA KNMHM4YHA nabopatopus, TO cneasa ga
OCUTYpU OCBLLLUECTBABAHETO HA AEMHOCT NO KNUHMYHA nabopaTopusa OT CbOTBETHOTO HMBO, MO AOTOBOP CbC
CaMOCTOSITENHA MEAUKO-ANArHOCTUYHA nabopaTtopus Unu ¢ KNMHUMYHAa naboparopus — CTPyKTypa Ha apyro
neyebHo 3aBegeHue. B Te3am cnyyam nabopartopusAta, C KOATO € CKITOMEH AOroBOpbLT, crneasa ga 6bae
pasnonoXxeHa B €AHa M cblya crpaga ¢ GonHuuata unu B pamMkute Ha GonHuuyata. C goroBopa
3aQbIDKUTENHO ce obe3nevyaBa 24-4acoOBO OCLLLUECTBABAHE HA AEMHOCTMTE NO KNMHU4YHA nabopartopus 3a
HY>XAWUTE Ha CTPyKTypaTta Nno HepBHU GONECTM!.

SAABIDKUTENHU 3BEHA, MEOVMUMHCKA ANAPATYPA U OBOPYOBAHE, HEOBXOOUMU 3A
M3NBbJIHEHWE HA AJNMOPUTBMA HA NMBTEKATA, HEHAIMWYHU HA TEPUTOPUATA HA
JIEMEBHOTO 3ABEAEHUE, U3NMBJIHWTEN HA BOJIHNYHA NMOMOLL,

NeyebHoTO 3aBeaeHue 3a GOMHMYHA MOMOLL, MOXE Ja OCUrypW [AeiHOCTTa Ha CbOTBETHOTO
3abIKUTENHO 3BEHO Ype3 AOroBOp C APYro nevyebGHo 3aBeeHUe Ha TEPUTOPUATA HA HACENEHOTO MSCTO,
KOETO OTroBapsi Ha U3MCKBaHWUATA 3a anapaTypa, obopyasaHe U cneuuanucTu 3a Tasu KM v uma aorosop ¢
H3OK.

3aabmKUTeNnHo 3sgeHo/MeAULIMHCKA anaparypa
1. OBpasHa AnarHocTuka — pEHTreHoOB anapar 3a ckonua u rpacusa
2. O6pasHa gnarHoctuka — KT unu MPT
3. Naboparopusa (0TAeNeHUe) N0 KNMHMYHA NaTONorus
4. MukpobuonornyHa naboparopus, Ha TepuTopudara Ha obnacrra

b. HEOBXOOMUMU CNELUMANUCTU 3A USNMBIIHEHUE HA KTMHAYHATA NMbTEKA.



- nekap - crneuuanuct no duaukanHa W pexabunuTauMoHHa MeAuUMHA- Ha TeputopusiTa Ha
neyeBHOTO 3aBejAeHWe W [ABaMa Nekapu CbC CMELWAarnHoCT MO HEBPONOrUs 3a KNMHWKA/OTAEneHwe no
HEeBPONOTUS UMK ABaMa ¢ npuaobuTa cneuuanHocT 4eTCka HEBPONOTKs 3a KNMHUKA/OTAENeHNe no

JeTcka HeBporormss Wnu nekap - cneuuanuct no neamartpus, cneuuanusupan B obnactta Ha
aeTckarta

HeBponorus, paboTeLy B AeTCKa HEBPONOTMYHA KIMHUKA/ OTAENeHne; - MCUXONOT.

OONBINHUTENHN U3NCKBAHUA 3A U3NBIHEHUWE HA ANMMOPUTBMA HA KIWHUYHATA
NMBbTEKA:

1. KabuHet/oToeneHne no u3MkanHa wm pexadbunurayMoHHa MeguuMHA — Ha
TepuTopusATa Ha ne4ebHOTO 3aBeaeHue, U3NbHMTEN Ha BONHMYHA NOMOLL,

2. Ka6buHeT no odranmonorua — gonycka ce goroeop ¢ apyro JI3 3a ocurypsieaHe Ha
JENHOCTTA.
3. KaGuHeTt 3a NCMXOMETPUYHO M HEBPONCUXOSIOTMYHO U3CrieABaHe - Ha TepPUTOpUSTa Ha

ne4yebHOTO 3aBeAeHUe, U3NbIHUTEN HA BONMHUYHA MOMOLL.

4. 3a EEI — HeBpOnoOr/aeTcku HEBPONOr UNU neauaTbp cneuuanu3upaH B obnacrra Ha
JeTcKkata HeBpOnorusi, ¢ AOMbIHUTENHA KBanudukaumusi 3a M3BbPLUBAHE HA enekTpoeHuedanorpadus,
yAOCTOBEpEHa Ype3 cepTudukaT (CbrnacHo MeauMUMHCKM cTanaapTt “HepBHu Bonectu’).

5. 3a EMI — HeBponor/aeTcku HEBPONOr UNM neauaTbp cneuwanuaupaH B obnacrra Ha
JeTckarta HeBpomnorusi, € [AOMbIHUTENHA KBanuAUKaUMs 3a U3BbPLUBAHE Ha enekTpomuorpadus,
yAOCTOBEpEHa Ype3 cepTudukaT (CbrnacHo MeauMUMHCKM cTanaapTt “HepBHu Bonectn”).

5. WMHOWKALIMKA 3A XOCNUTAIUSALIMA W JNEYEHUE A. WHOMKALIMK  3A
XOCMUTANTU3ALINA:
. CMELUHN CbCTOSIHWUA, CBbP3aHW C OCHOBHOTO 3abonsBaHe, HEMnoBnUABALLWM Ce OT feyeHue B

aMOynaTtopHu yCrnoBus;

. TEXKM CIyyau C TEXbK KBagpunapeTuyeH u ncepaobynbapeH CUHAPOM C Heo6XoaAMMOCT OT
napeHTeparHo XpaHeHe;

nprOHal-IaJ'IHO ANArHoCTU4HO yTOYHABAHE U NeYyeHne Ha naunueHTn CbCe:

. NeBKOAUCTPOMIUYHUA NN OOMEHEeH eHuedanonateH CMHAPOM C nporpecupal), HEBPONMOTrMYeH
AepuunT;

. OCTPO HacTbnBawo (3a NbpBM NbT) UM pPeuMaMBUPALLO CbCTOAHME Ha KOJSIMYECTBEHMU
HapyLLEeHUA Ha Cb3HAHWUETO, NOBPbLLUAHE, aTaKCUS UMK PUTBMHM PasCTPOMCTBA Ha AULLAHETO;

. uepebenapeH cuHAPOM, 3agHOCTbNOLOBA aTaKcus,
. ekcTpanupamMmaeH CUHAPOM;

. JOMHa cnactudHa napanapesa;

. MHTENeKTyaneH gecuunt (YMCTBEHA M30CTaHANOCT);
. KNWUHUYHKU AaHHu 3a O,

. MnaHupaHo neyvyeHme CbLIMAcHO OMNpeaeneHWss TepaneBTUYEH NnaH crej NbpPBOHAYasHO
AWarHOCTUYHO YTOYHSIBAHE HA MAaUUEHTU C HAcneACTBEHW U AEereHepatuBHM 3aboNnsBaHMA Ha HepBHaTa
cucTeMa C Havarno B AeTcka BbapacT, 3acarawm LHC.

HeniHocTuTe u ycnyrute no tasu Kl ce ocbwecTBsaBaTt He3abaBHO MK Ce NNaHMpaT 3a U3NbIHEHUE B
3aBMCMMOCT OT PasBUTMETO, TEXECTTa M OCTpoTaTa Ha CbOTBETHOTO 3abonsaBaHe M onpeaeneHus
AWarHOCTUYHO-neYvebeH nnaH.

B. AMATHOCTUYHO - JIEYEBEH AJITOPUTDBM.
Mpuem 1 U3roTBAHE Ha AUArHOCTUYHO-NeYeBeH nnaH.

JleyeHneTo sano4ysa criejl YyTOYHsSIBaHE Ha auMarHosata Ha 6asata Ha KMUMHWUYHUTE CUMMTOMM U
npoBeEHUTE HEOBX0AUMM U3CNENBAHUS.



ANATHO3A:

3a guarHoctuuympaHe Ha “neskoguctpodpuma’ KT u MPT Ha rnaBeH MO3bK, NMMKBOPHO M3cneaBaHe
(obwo u enektpodhopesa, Ilg), 3EM, CEMN, MeTabonNMTEH CKPUHUHI, ALITOBEPWXKHU MACTHU KUCENUHU (3a
aapeHoBekoaguctpodusn), N-dietyl-aspartat (3a Canavan), cepymHa apuncyndarasa A (3a metaxpomaTudHa
neekogucTpousi), ranakrouepebposua PB-ranaktosmgasa (3a neskoguctpodus tun Kpabe), reHeTudHu
uscnegesanus, EEI, mo3buyHa 6uoncma xucTONaToNoOrMYHO M3CreABaHe, MNCUMXONONMYHO M3creaBaHe,
EMI/EHI. OO ¢ apyrm npouecu B PAHHOTO AETCTBO C nogobHa cUMMITOMAaTMKA KaTo MEepPCUCTUPALLIM
HeBpouHdekuun (SSPE; nogoctbp HIV eHuedanuT); MHOXECTBEHa ckneposa - Tun Balo u tun Schilder;
MO3BbYEH TYMOP; ONUroppeHuns; AeTCkU NCUXmMIHK 3abonsieaHna (MHMaHTUNEH ayTU3bM; CUHAPOM Ha Heller;
Wn30hpeHEH CUHAPOM B AETCTBOTO), CTaunmoHupanu npouecu (OLIM, XxpoMO30MHK aHOManNuu).

3a guarHocTuumpaHe Ha nonuvoauctTpoduma - MPT n KT Ha rnaBeH MO3bK, MO3b4HA Buoncust ¢
XWUCTOMNOMMYHO U XMCTOXUMUYHO M3cneaBaHe, koxkHa duoncua, EE, 3EM, CEM, meTtabonuTHu nacneasaHus.
DA ¢ gpyrm npouecum B PaHHOTO AETCTBO € nogobHa CMMNTOMATMKa Kato NeBKoAMCTPOduU, 0OMEHHU
eHuedanonatumn, nepcuctupawy HespouHdpekunn (SSPE; nogoctbp HIV eHuedanut); MHOXeCTBeHa
cknepo3a - Tun Balo u Tun Schilder; Mo3byeH Tymop; onurodpeHus; AETCKM NCuxmvHu 3abonsiaHus
(MHbaHTMNeH ayTuabMm; cMHAPOM Ha Heller; wn3odpeHeH CMHAPOM B AETCTBOTO), CTALUMOHUPAHU Npouecu
(OuUr, xpomMo30MHM aHOMamNKUK).

3a pguarHoctuuupaHe Ha o6MeHHM eHuedanonatum - 24-yacoea ypuHa 3a MeTabonuTeH
CKPUHMHT - ranakro3a, opoToBa k-Ha (xunepamoHemus); mea (bonect Ha Wilson), cuanosa k-Ha; 6enesu Ha
peHanHa TyOGynapHa auccdyHkuua (Lowe, Hartnup); amMuHOkuMcenuHu (aMmuHOaUMAYpWUM), BKN. TeCT 3a
EHNNKETOHYPUS, OPraHUYHU KUCENMUHU, cyndatugu, Mykononusaxapugu, onurosaxapugum, XOMOLUCTENH;
Kpbe: 00wy OMOXMMMYHM M3creaBaHua M MeTabonNuTEeH CKPWHUHT 3a FIOKO3a, KeToTena, ypesa, aMOHSK
(xunepamoHemun), AKP, nupyBaT, nakrar, enekTponutu, YepHoApOoOHM YyHKUUKM (EH3UMM, XONEeCTepon,
Tpurnuuepuan), mea, UepynonnasMuH;, exoepachus Ha cbpue, yYepeH 0Opob6, 6bL6peyu. OO c
neskoagncTpodmmn, NOAUOAUCTPOhMK, NOAOCTPU U NEPCUCTUPALLM eHLedanuTu.

3a guarHocTuMuMpaHe Ha uepebenapHu OereHepaTuBHM 3a00onsABaHuA (CNMHOUepeOenapHm,
uepebenapHu u uepedbpouepedenapHu atakcum): KT u MPT Ha rnaBeH u rpbOHadYeH MO3bK, NMKBOPHO
uscneaeaHe (00wWwo u enekrpodopesa, Ig), mmenorpacus; BUPyCONOrMiHU, CEPONOrMYHU U3CNeaBaHus 3a
nyec, HIV; EEl;, EMIT; eBokupaHn noTeHumManu (ctesonosu crnyxosu ElMN, sputenHu El, comatoceH3opHn);
OTOHEBPONIOMMYHO M3creaBaHe, exorpadduss Ha BbTPELUHU OpraHu, BKM. exokapauorpadwms, éuoncusa ot
nepudepeH HepB M MYCKYJl; HEBPOBEIETOMNOIMYHO U3CNEABaHE; WMYHOIOTMYHO W3CNeABaHe; FeHETUYHO
nacnegsane. An c AUM-mankomo3b4yHa hopma, neskogmuctpodun.

3a gnarHocTuuMpaHe Ha eKcTpanMpaMuaHu OAereHepaTMBHU 3abonsABaHUA ¢ HaYano B AeTckarta
Bb3pact- KT u MPT Ha rnaBeH MO3bK, u3acrneaBaHe Ha Cu B CepyM U ypuHa W TECT C KynpeHun,
LuepynonnasmMuH, uacneasadHe Ha obuw u oHusmpaH Caz+ (3a [ ¢ xunonapatupeouansbm), nukeop (3a 44
C NoAoCTbP eHuedanuT), KPbBHM U BUOXUMUYHKU U3CNeABaHMSA, KoarynauuoHeH npocun (3a 40 ¢ npoteunH
C-, S gedmunt, XOMOUUCTEUHYPUA), U3CreaBaHUs 3a CUCTEMEH BacKynuT (aHTMnynycHu aHTtutena, LE
KNeTku, aHTukapguonunuHosu aHtutena (O ¢ aHtudocchonunuaeH CUHAPOM).

3a guarHocTuumMpaHe Ha ¢pamunHa cnactuyHa napannerus: MPT Ha rnaBeH u rpbOHayYeH MO3bK,
KT Ha rmaBeH u rpbOHa4yeH MO3bK, JIMKBOPHO M3CNeABaHe, TEHETUYHO W MONEKYNAPHO-TeHETUYHO
uscneaeaHe, metabonuabm Ha sut. B12; A0 ¢ OUM, rpbbHavHOMO3bYEH 06emeH npouec, B12 aeduuut,
neskoaucTpodus

3a gwarHoctuumpadHe Ha JOUMN - KT Ha rnaeseH Mo3bk, MPT (kopTukanHu gucnnasum), EET,
NCUXONOTMYHO U3cneaBaHe.

3a pguarHocTuumpaHe Ha “yMCTBEHa W30CTAHaNOCT’ — TMCUXOJIOTMYHO M3cneaBaHe 3a
YTOYHSIBAHE HA CTeNneHTa Ha yMcTBeHata usoctaHanoct, KT Ha rnaBeH MO3bK, MPT Ha rnaBeH MO3bK,
METabONMUTEH CKPUHWHI, TEHETUYHU u3cneaBaHus (UMTOreHeTudHu wunum OHK aHanmu3), ceponornyxu
u3crneaBaHus 3a AokasBaHe Ha BpoAeHU MHAeKuuu (UUTOMEranoBMpyCu, TOKCONnasmosa, xepnec u ap.),
EET.



JEYEHUE:

Mpu neBkoguctTpocdum, nonuoaucTtpodun, OOMeHHM eHuedanonaTum, cnuHouepedGenapHu
JereHepauuu, gereHepauvm B 6asanHute Agpa Ne4eHNeTo € CUMNTOMATUYHO 1 BKIIOYBA:;

HooTponHu cpeacrtia.

AHTMENUNEeNTUYHNU MeauKaMeHTH (Npu HeobXxoaUMOCT).

MeaukameHTH 3a NOBNUSABAHE HA MYCKYNHUA TOHYC (Npy HEOBX0AUMOCT).

Mpu BBL36yaa (Npyu HEOOBXOAUMOCT):

- Mpu ekcTpanupamugeH cuHapom - DOPA aroHuctn n DOPA — cbabpxkalum MeguKkaMeHTu.
Butamuuu ot rpyna B, C.

OuxatenHa peaHumauus - npu HeobxogumocT (npu AucMmeTabonuTHM eHuedbanonaTtum,
enunenTUYeH cTaTyc).

BopgHo-coneBa peaHumaums (Npyu HEOOXO0AUMOCT).
Kopekuusa Ha HapyLLeHUATA Ha anKanHO-KMCENMHHOTO paBHOBeCHe (Mpu He0BX0AMMOCT).

Mpu xunepaMmoHeMuA: nNeyYeHue B WHTEH3UBHO OTAENEHWEe npwu HeobXx0AMMOCT 3a FeYeHue Ha
xuriepamoHemMuUu4Hama Koma.

- Xemoguanu3a unv nepuToHeanHa guanusa.
OBuratenHa pexabunurauma v pusnotepanms.

6. MNOCTABAHE HA OKOHYATENHA ANATHOS3A.

OkoHuaTemnHata JuarHosa ce nocraBd Ha 0asata Ha aHaMHECTUYMHWTE [JaHHU, COMAaTUYHUS WU
HEBPOMOIMYHMA CTaTyC, NPOBEAEHUTE MapakMMHUYHU U3CMEABAHUS W KIUHWYHMA XO04 Ha 3abonsBaHeTo.
OnarHosata “meexoducmpogpus™ ce nocraBa Ha 0Gasara Ha nporpecupal KBaapunapeTUyeH,
uepebenapeH, AeMEHTEH enunenTU4eH CUHAPOM, ambnmonus, amaspo3a, MPT gaHHu 3a gemuenuHusayus,
JaHHUTE OT MeTabONMUTHUA CKPUHWMHT W EH3UMHWUTE W3cneaBaHusA, B HAkou cnydam u EMI ganHm 3a
CerMeHTHa JeMUenuHu3aumsl, Kakto M oT Ouoncusta OT MO3bK, nepudepeH Heps. [uarHosata
“memabonumHa eHueghanonamusa’” ce NOCTaBa MPU OCMENEHHO npozpecupall KBaapunapeTuyeH,
uepebenapeH, AEMEHTEH W EenuIenTUYEH CUHAPOM, 3PWUTENHM HApPYLUEHWS, B HAKOWM Cryvanm CbYeTaH C
Xenato-CnneHOMeranus, KOCTHU aHoManuu; peyudusupalyu npucmMbiiHU CbCMOSHUS C KONMYECTBEHU
HapyLUeHMsA Ha Cb3HAHUETO, aTakcusl, AOKA3BaHE Ha cneunduyeH eH3UMEH U MeTabonuTeH aedekT Ypes
METabONMUTEH CKPUHWUHI, MOMNEKynapHo-6uonornyHn uacneasanuda. MNpu MPT ce pgokasesa HapylleHa
MuenuHuszauuda. [OuarHosata “uepebGenapHu JgereHepaTMBHM 3a0onaBaHuAa (CnuHoUepeOGeriapHu,
uepebenapHu u uepebpouepebenapHu aTtakcum)” ce nocraBs Ha Gasara HA aHAMHECTUYMHUTE OAHHW,
COMaTUYHUSA U HEBPONOTMYEH CTATyC, MNpOBeAEeHMTe nabopaToOpHM U3CNeaBaHus, HanM4MeTo Ha
HacneaCTBEHOCT UM KNMMHUYHMA X04 Ha 3abonasaHeto. [OuarHosata “4QUI”: npu Henporpecupawy
HeBpomnormdeH geduuut (MUpaMuaHu, ekcTpanupamuaHu, uepebenapHu yepexaaHusi), KT C KMCTUYHM,
aTpouyHKu nesun, areHesuu, npu MPT - KOPOBM AUCNNA3uKU, XeTEPOTONMMU, HAPYLLEHO TMpoobpasyBaHe u
T.H. [OuarHo3aTa “yMcTBeHa M30CTaHarioct’ ce [MOoCTaBA Cred W3KNYBaHe Ha Japyra npuyuHa
(ancmetabonuTHa) 3a CUHAPOM NpPU APYro OCHOBHO 3abonaBaHe.

7. JEXOCNMUTANTNM3AUMA N ONPEAENAHE HA CNEABOJIHUYEH PEXKNM.
OunarHocTnyHu, neyebHn u pexabunuTaumMoHH AERHOCTU U YCIYr NpU gexocnuTtanusauusrta:

KoHTpon Ha 34paBHOTO CbCTOSIHME Ha MauWMeHTa M MEeAULMHCKO 3akfiouYeHWe 3a nunca Ha
MEAULMHCKM PUCK OT MPUKNIOYBaHe Ha GOMHUYHOTO FEYEeHWe Bb3 OCHOBA Ha OOEKTMBHM [aHHM 3a
cTabunmanpaHe Ha CbCTOSIHMETO (KMUHUYHW W/WUMU MEAUKO-AUATHOCTUYHM) U €4HO UMK NOBeYe OT CnefHuTe
YyCNOBUS:

. MpuknoYBaHe Ha AWArHOCTUYHUS MPOLIEC U ONpeAensiHe Ha TEPANEBTUYEH MNIaH.

. CrtabunuaupaHe Ha HEBPOMOrMYHOTO M COMATMYHO CbCTOSIHME WU KOPEKUUsl Ha HapyLLeHW
JKM3HEHU nokasaTenmu.



Mpu naumeHTUTE C NeBkoauCTpoduu, nonmoauctTpodumn, obMeHHU eHuedanonatum C AUXATENHU
HapyLUEHMSA U KONIMYECTBEHU HAPYLUEHUS HA Cb3HAHWETO:

. nNpeoaonsABaHe Ha AUXATENHUTE Pa3CTPONCTBA;
. Bb3CTAHOBSABAHE HA Cb3HAHUETO;
. Kopekuua Ha HapylweHusita B AKP 1 npu Bb3MOXHOCT HA meTabonuama.

8. JOKYMEHTUPAHE HA NEMHOCTUTE MO KNMHUYHATA MbTEKA

1. XOCIMUTAJTIM3ALUMATA HA NAUMEHTA ce gokymenTupa B “Mcemopusa Ha 3abosiseaHemo’
(M3) n B vacT Il Ha ,HanpasneHue 3a xocnumanu3layus/nedeHue no améynamopHu npoyedypu” (6n. M3 -
H30K Ne 7).

2. JOKYMEHTUPAHE HA OMATHOCTUYHO - NIEMEBHUA ANMTOPUTBM — B “Ucmopus Ha
3aboniseaHemo”.

3. M3NMUCBAHETO/NPEBEXXJAHETO KbM AOPYFrO JIEMEBHO 3ABEOEHUE CE
OOKYMEHTUPA B:

-“Ucmopus Ha 3abonseaHemo”;

-vact lll Ha ,HanpaeneHue 3a xocnumanusayus/nedeHue no ambynamopHu npouedypu” (6n. M3 -
H30K Ne 7);

-enuKpu3a — nony4vyasa ce cpeLly noanuc Ha nauueHTta (poauTens/HacTorMHuKa), otTpaseH B U3.

4. JAOEKNAPALMA 3A UH®OPMUPAHO CBIJIACUE — nognucea ce oT nauueHTa
(poautena/HacTONHUKA) U € HepasaernHa YacT oT “Mcmopus Ha 3abosiseaHemo”.

AOKYMEHT Ne 4
WH®OPMALA 3A NALMEHTA (POAUTENSA /HACTONHUKA/MOMNEYNTENS)

HacnepctBeHuTe gereHepaTUBHM 3a00NABaHUA Ha LEeHTpasiHaTa HEpPBHA CUCTEMA C Havasno B
geTckata Bb3pacT (neekoducmpodchuu, nonuoducmpoghuu, OeeeHepayuu Ha basanHume ddpa,
MaliKoOMO3bYHU U criuHouepebenapHu 0ezeHepauuu) n obMeHHUTE eHuedanonaTum uMmaT cxoaHa KNuHUYHA
XapakTepuCTUKa: B Nepuoga cnej paxkgaHe, B KbpMayecka U geTcka MU I0HOLecka Bb3pacT, ce pa3suBar
Oenesn Ha Nporpecupalla yBpeaa Ha LeHTpanHata HeEpPBHA CUCTEMA CbC 3PUTENHN HApPYLUEHUs, ynagbK Ha
WHTENEKTYanHoTO M ABWIaTesiHO pa3BuTME, NPOMEHM B MYCKYMHMA TOHYC, HapylLueHa KoopAuHauus,
HEBOJIEBO TPENEPEHE HA PLUETE, rnasaTa, O4HUTE A0BMKKU, ENMNENTMYHM Npunagbun. B HAKou cnydaum Tesu
NposiBM Ce cbyeTaBaTt C MyCKyNHU aTpodum nopagmn NofiIMHEBPONaTeH CUHAPOM, Muonatusa. MNpu HAKou geua
HeoOACHUMKUTE, NOBTAPSALLM CE €eNU30AM OT CLHIUBOCT, 3anNUTaHe, TPENEPEHE HA PbLETE U APYIU NPOSBM HA
HapylleHa KoopAuHauuMsA, MOBpbLUAHE Morat ga Ce NpuuuHABAT OT BpoAdeH aedekt B obmAHaTa Ha
BewectsaTta. [lpu 4act oT geuata ¢ onurodppeHus (MHTenekTyaneH AeuunT) CbLO € Hanuue BpOoAdeH
aedekt Ha meTabonmama Ha HAKOM aMUHOKUCENUHMW, OPraHUYHN KUCENWHK, BbInexuapaTu. MNpu Hanuuue Ha
nogobHU 0OenesM Ha NpOrpecupallo YBPEXKAAHE HA HepBHATa CUCTEMa, KOMTO € BBb3MOXHO Ja ca
HabnwgaBaHn U Mpu APYrUM YNEHOBE Ha CEMENCTBOTO, MHOrO BEPOATHO € Jda Ce AuarHoctuuupa
HacneaCcTBEHO AereHepaTuBHO 3abonsBaHe HA HEPBHATA CUCTEMa Mnu 0OMeHHa eHuedanonaTtus.

JNleBkogucTpoumte ce gbpkar Ha reHeTuyHO obycnoBeH Aged)ekT B CTPyKTypata Ha MuenuHa.
Obuwata um yvectota e okono 30/100 000. Npynupart ce Bb3 OCHOBA Ha XUCTOXMMUYHATA XapakTepPUCTMKa Ha
MUENUHOBUTE AerpagauMOHHM NPOAYKTU Ha: agpeHoneskoauctpodusi, bonect Ha Pelizeaus-Merzbacher,
CMOHIrMO3Ha aereHepauus Ha 6anoto BewectBo (bonect Ha Canavan), 6onect Ha Alexander, 6onecTt Ha
Krabbe (rnobymgoknerbyHa ckneposa). [lpotudaT € nporpecupawlo yBpeXXaaHe Ha ABWKEHUATA,
KOOPAUHALMATA, 3PEHNETO, MHTENEKTA U EMUNENTUYHN NPpUNagbLm.



MNpu nonuoaucTtpoduute gereHepupaT MO3bYHWUTE HeBpPOHU. TakuBa ca CuHgpom Ha Alpers ¢
MO3bYEH NUpyBaTeH aehuunt, eHuedanommonaTunTe, BEPOATHO cMHApOoMa Ha Rett.

CnuHouepebenapHata pereHepauusa (o6onect Ha Friedreich) 3anousa oT 4-7 1. Bb3pacTt C
MOCTENEHHO 3acunBawo Ce 3anuWTaHe, 0CO0EeHO Ha TbMHO U gedopMauusa Ha crbnanarta, rpbOHa4YHO
uskpussaBaHe. Npu Gonectta Ha Louis Barr, OCBEH MOCTENEHHO 3anutaHe M 4ecto GonegyeaHe nopaau
BPOAEH AeULUT HA UMYHOTTODYNMHK, CE BUXKAA Pa3LLUMPABAHE HA CbAOBE NO CKIIEPUTE B OYUTE.

OOMeHHUTe eHuedanonaTum ce AbMKAT Ha reHHU AedekTn, NPUUNHSABaWM AedUUUT HA EH3UMU
unu 6entbuu. Te ce pasgensaT Bb3 OCHOBA HA XapakTepHUTE BMOXUMUYHU aBHOPMHOCTU: pa3CTPONCTBA Ha
AMWHOKUCENUHHMA  MeTabonu3bMm; pa3CcTPOWCTBA Ha OenTbYyHuA  TPAHCMOPT; pas3cTpPoONCTBA Ha
BbINexuapaTtHUs MeTabonm3bM; OpPraHuvyHu auuaypuu; 3abonsBaHUA C HATPYNBaHUA B NMU3030MUTE;
pasCcTpoNCTBa Ha NMUNUAHWUA METaboNMM3bM; NEPOKCU3OMHM Pa3CTPONCTBA; (PaMUITHU MUOKITOHYC ENUIENCUH;
nMnuao3m OT HEeM3BECTEeH MNpoM3xod; pPasCTpPOWCTBa Ha MeTabonuama Ha MeTanuTe; pasCcTpOMCTBa Ha
NYPUHOBMSA U NUPUMUMAMHOB MeTabonuabMm. Yectotata um e obuio okono 40/ 100 000. AuarHoctuuymupar ce
npW Hanu4ue Ha:

1. Peyudueupawu enu3o0u OT HapylleHWe Ha KOOpAUHAUMSATA, MOBULLEH MYCKYNEH TOHYC,
HapyLUeHUs HA Cb3HAHWETO OT CbHMMBOCT A0 KOMa UN HEOBACHUMI NOBPbLUAHUS;

2. Mpoepecupawio yepexOaHe Ha LUHC, yBpexagaHe Ha ABWKEHUATA, KOOPAMHAUMATA, 3PEHMUETO,
YMCTBEHA M30CTaHamnoCT, XapakTepHW OTKIOHEHUA B COMAaTUYHMUA CTaTyc (auamopdmynm Benesm,
XenatoMmeranusa, cnneHoMeranud), namonoaus 6 uscrnedeaHusma Ha ypuHama (npu pasCcTponcTBa B
obmMsaHaTa Ha aMMHOKMCENUHWUTE U BBLINEXUAPATUTE), Kpbema (XunepamoHeMus Mpu pascTponcTBa B
YPENHUA LUMKDBI; XMMNOTMMKEMUS;, MHTEPMUTEHTHA auMpo3a; MOBULLEH fakTaT M MMPYBaT, BKM. B FMKBOP,
CEPYMHU XOMNECTEPOn, NUNUAU, Mel, MMKOYHA KUCENMHA, CEPYMHU aMUHOKUCESNTMHU U OPraHWYHU KUCETUHU;
CEPYMHWU NU3030MHKM eH3uMK (apuncyndgartasa A, B-ranakrosmagasa, XekcoamuHuwaasa), rnamorsoaus npu
MUKPOCKOINCKOMO, BUOXUMUYHO U YIImpacmpykmypHO u3criedeaHe Ha OWOMNCUYHU maTepuanu OoT MO3bK,
nepudepeH Heps (NMNUZ03KW, NEBKOAUCTPOGUN).

HacnegctBeHute U gereHepatmBHuM  3abonsgBaHMs Ha HepBHaTa cuctema UM OOMEHHuUTe
eHuedhanonatuM NpoTudaT ¢ MOCTEMEHHA MPOrpecus M mporHo3ara e HebnaronpuaTHa. MNMopagu ToBa €
MHOFO Ba>kHO Aa ObJe MOCTaBeHa TOYHaTa AuarHo3a, KOATO OMpeaens W Mno-HataTblUHATa NporHosa 3a
>KMBOTA Ha MayueHTa.

DeTckarta uepedpanHa napanusa (QLIM) e eauH Henporpecupall NpoLUec, ¢ NUNCa Ha BIOLIABAHE U
C Bb3MOXHO MOCTENEHHO nogobpeHue Ha yHkumuTe. OUIM BBb3HMKBA B pPE3ynTar Ha yBpexaaHusa Ha
HepBHaTa cucTtema OT pasnuuHm )akTopu MO BPEME Ha OpemMEeHHOCTTa, paXgaHeTo M B nepuoja cneg
paxgaHeto. MNpu OUIM e Hanuue HeoBnagsBaHe Ha ABUraTenHUTE YMEHUS B OnpeaeneHuTe 3a Bb3pacTtra
CPOKOBE, HenpoxoxaaHe Ha geteto Ao 1 r. 3 meceua u 3abaBsHe U3rPaXKZaHETO Ha ABUraTENHU YMEHUS;
npwW 4acT OT geuaTa ca Hanmmue U enUNenTUYHU NPUNagbuUy U MHTENEKTyaneH ageduumr.

UuTenektyaneH gedpuumt (onurod peHus), Hanuue owe oT PaHHOTO AETCTBO, MOXeE da € pesynrar
OT XPOMO3OMHO 3abonsBaHe, reHeTudeH pedekr, AUQY3HU UM OTHULLHM CTPYKTYPHU aHOManuMu Ha
HepBHaTa cuctema, obMeHHa eHuedhanonartus, BpoAeHa UNU MHTpaHatanHa uHdgekuna Ha LUHC. Hskowu
oOMeHHM eHuedanonatum nNpegonpesensT nNporpecupaly xo4 Ha 3abonasBaHeTo, nopaaun KoeTo Tpadea aa
Ce W3BbPLIAT TEHEeTUYHU u3creaBaHus, OUOXUMUYEH CKPUHWMHI W HeBpousoOpassiBaliM u3cnegBaHus
(KT/MPT).

3a nocTaBsAHEe Ha TOYHATa AmarHo3a — onpeAeneH TUN HacneaCTBEHO AereHepaTuBHO 3abonsBaHe Ha
HepBHaTa cuctema, obmMeHHa eHuedanonatus, onUroPpeHuss, ca He0BXo0AMMU NEPUOJUYHO HEBPOSOTUYHO,
COMATU4YHO M MCUXONOTUYHO M3CMNEeABaHe, KakTO M BUCOKOCMEUManu3aupaHu W3crneiBaHusa - KOMMTbpHAa
Tomorpadusa (KT) u marHuTHo-pe3oHaHCcHa Tomorpacdus Ha rmaseH Mo3bk (MPT), NnMKBOPHWU U3cneaBaHus,
MeTabonMTHM u3cnegBaHWs 3a JOKa3BaHe Ha xapakTepeH OuoxumudeH gedpekt B marepuanu OT KPbB,
YPWHA; reHETUYHW M3CNEeABaHUSA, BKIMIOYUTENHO MOMNEKYNAPHO-BuonormyHu uscnegesanus vypes OHK ananums.



Bcako oT Te3u uscnegBaHus € MHOTO BaKHO M HEOOX0AMMO 3a AuarHoctuyupaHe Ha 3abonssaHeTo, a
U3ACHABAHETO HA TOYHUA OUOXMMMYEH AedeKT € BaXEH 3a OnpefensaHe Ha Bb3MOXHA AueTa U
orpaHu4aBaHe pasBUTMETO Ha 3abonaBaHeTo. M3cnegBaHusTa umart cneuuduyHa MHGOPMaTUBHOCT 3a
nocraesHe Ha guarHo3arta: KT Ha rnmaBeH MO3BbK MOXE Aa paskpue 30HM Ha yBPEeXZaHe Ha MO3bka umu
obwa mo3byHa aTpodus. MPT Ha rmaBeH MO3bK paskpuBa GONECTHM NPOMEHU B BANOTO BELLUECTBO Npu
NeBKOAMCTPOMPMUTE U B CUBOTO BELLECTBO. [peau3BUKaAHWTE 3PUTESTHU U CIIYXOBU MNOTEHUManu ca
NPOMEHEHW MpPU 3acAraHe Ha 3peHUeTOo U crnyxa. BnoxumMuvHUTe U3cneaBaHuUA Ha KPbB, JIMKBOP M ypuHa
Ca Ba>kHM 3a MOCTaBsHE Ha guarHosata oOMeHHa eHuedanonartus, 3awoTo Npu BPOAEHU EH3UMHU gedekTu
Ce HaTpynBaT MOBULLEHM KONMYECTBa Ha onpegeneHn MetabonuTu, KOUTO HE Ce pasrpaxaart no-HaTaTbk.
JINKBOPHOTO M3crneaBaHe Ha marepuan OT rpbLOHAYHO-MO3bYHA TEYHOCT pPasKkpuBa yBenuYeH 6enTbK npu
NEBKOAMCTPOMUUTE, U HENPOMEHEHM rama-rnobynuMHU M MMYHOTrnOOYMMHKU, KOWTO CE& YBEenu4yaBaT npu
MO3bYHM Bb3naneHus. MeTabONMUTHUA CKPUHMHT OT KPBB WM ypUHa JAuarHoctuuuMpa onpegenex
MeTabonuteH gedekT. EH3SUMHUTE u3cneaBaHUs C JaHHM 3@ CHW)KEHA CepyMHa apuncynd)arasa A cnyxar
3a AuarHocTuuMpaHe Ha MeTaxpomaTtumdHa neBkoaMCTpodusa, a CHWkeHa ranakrouepebposug B-
ranakrosmgasa - neskogucrtpodpua tun Kpabe. MNpu HAKOM OT HacneacTBeHWTe 3abonaBaHus, ypes OHK
aHanu3s ce [oKa3Ba TOYEH reHeH JedekT, KOETO € BaXKHO MpU MNaHMpaHe Ha HOBM OpEeMEHHOCTM B
CeMeNnCcTBOTO. BUpyconornyHuTte nscneaBaHuAa Ha Matepuany o1 CEPYM U JIMKBOP CNY>KaT 3a OTXBbLPNSAHE
Ha BpoAeH unu xpoHudeH eHuedanut. EEF, EMIT nscneaBaHuaTa ca NnpoMeHeHU nNpu NonuHesponaTuda
Unu MUONaTMs, KOUTO MOrat Ja CbNbTCTBAT MO3bYHWUTE JEereHepaTuBHu 3a00nsBaHUA W OOMEHHuTE
eHuedpanonatun. buoncua Ha MO3bK, MYCKyr, nepudepeH HepB, KoXa W natoMopd)oniornyHuUTe
U3CneaBaHUs C XUCTOXMMMSA, €NEKTPOHHA MUKPOCKONUS Ha Te3n CTPYKTYPU € EAMHCTBEH HayuH 3a
ANarHoCcTuUMpaHe Ha HAKOM NeBkoAUCTPOod UM n 06MeHHn eHuedanonatun. Exorpadgmara Ha cbpue, YepeH
apo6, 6bubpeun e HeobOXoauma nNpu TNUKOTEHO3M UM HAKOM OOMEHHM eHuedpanonatumn, npu KOUTO ce
HaTpyneaT BELECTBA U B KNETKUTE Ha YepHus A4pob u cneskara.

JIEMEHMWE: Mpu HsKON OT HacneaACTBEHUTE MO3bYHU AereHepaumun u obMeHHUTe eHuedanonatum ce
npoBeXaa NaToreHeTUYHO fieYeHne ¢ AUeTa, orpaHMyaBalla npuema Ha onpefeneHu BewwecTBa (AMEeTUYHU
xpaHun). AMeTUYHUAT pexXuM € C pasnuyeH nedebeH ycnex npu pasnuuHuTe 3abonasaHusA. ADCOMIOTHO
HeoOX0AMMO € Cha3BaHeTo My npu (PeHUNKETOHypuATa, XuMNnepamoOHeMuuTe, ranaktasHua geduuyur.
OrpaHudeHudTa B AueTata Ha AbATOBEPWKHWTE MAacCTHU KUCEMMHW HE € CUFYPHO JEeYEHMe.
CMMNTOMATUYHOTO JIeYEHUE BKIIOYBA AHTUEMUIENTUYHW CPEeACTBA, MEAWKAMEHTU CpeLly cnactuumTeTa,
HOOTPOMHU CpeacTBa (NMMpamMeM, TaHakaH, aMMHOKUCENWHU), aHKCMONUTMUM npu Bb3OyAa, €pPeTUYHO
noBedeHune; ABUraTenHa pexabunurauma ¢ uen nogobpsBaHe HA €nUNEnTUYHWA CUHAPOM, MOBULLEHWAT
MYCKYJEeH TOHYC M UHTENEeKTyanHara gerpagauums.

Moao6Ho e n neyenuneto npu OUM: aHTMenunenTuyHu cpeacrea (Mpu HEOBX0AUMOCT), MEAUKAMEHTU
Cpelly crnactuuuTeTa, HOOTPONHM CPeAcTBa, aHKCMONMMTUUM npu Bb3Oyga, CuCcTeMHa ABuratenHa
pexabunutauus. Mpu onuropeHnUTe NEYEHMETO BKNIOYBA HOOTPONHU MEAUKAMEHTU, aHKCUONUTULIMA NpPU
HeobxoaumocT. bonHute ¢ OUM u onurodppeHns morat aa 6bvaar obyyaBaHu cnopej koedUUMEHTa Ha
WHTENUIEHTHOCT C LIeN Aa Ce OCbLLECTBM COLMarnHa MHTerpauus.

HacneacteeHute MOTOPHM M CEH30PHM HEBPOMATUX, MUONATUM, MPOrPECUMBHU MYCKYITHU
auctpodoum ca roneMu rpynu OT KIMHWMYHO M TEHETUYHO XeTeporeHHu 3abonsiBaHus. Bcsiko oT TsAX ce
AbIDKM Ha reHeTuyeH aedekT, yHacneAeH OT PpOAUTENUTE UMM Bb3HWKHAN 3@ MbPBM NbT Y CaMUA NALUEHT,
MMa XxapakTepHa naToreHesa M OTHOCUTENHO crneuuduyeH KnuHUYeH dheHoTun. OBWOTO 3a Te3u
3abonaBaHus e, Ye Te ce xapakTepusupaT ¢ nporpecupalla MyckynHa cnabocT, Bojella 10 UHBanuausauus
M HamarneHa MNpoAbIDKMTENHOCT Ha >KMBOTA. TOYHOTO AMArHOCTMLMpPaHe Ha Te3u 3abonsiBaHUsi M3UCKBA
M3NON3BAHETO HA peauua KIMHWYHKU, HEBPOMU3UOMOrMYHW, HEBPOWU30GPAa3siBaLLM, HEBPOMNATONOrMYHU U
MOMNEKYNSAPHO-TEHETUYHN  K3CrneABaHus. Jle4YeHMeTo e CUMNTOMAaTUYHO W Ce u3passBa [MaBHO B
npunaraHeTo Ha ABUratenHa pexabunutauuss U CTUMynMpalla Tepanust ¢ BUTaMWHKU, aHaBONMHWM U
aHTUXONWUHecTepasHu cpeacTtsa. MNpu noBeyeTo GOMHWM C HEBPOMYCKYNHU 3aBO0NsBaHWs CbLUO Ca BaXKHW
OPTONEAUYHUTE KOPEKLIMU M HOCEHETO Ha cneumaniu NOMOLLHM CbOPBKEHUS, KAKTO U XPAHUTENHUST PEXUM.
KaTo usino neyeHneTo Ha Te3n 6onHu Uenu 3abassiHe Ha MHBanUau3auusaTa U nogobpsBaHe KaYeCTBOTO UM
Ha >KMBOT.



MocTaBAHETO HA TOMHA FreHeTMYHA AUarHo3a Ha TO3M eTan “UMa No-ronsiMo 3Ha4YeHWe 3a POAHUHWUTE Ha
GOnHKSA, OTKONMKOTO 3a caMusi mauueHT. Ta cb3gaBa Bb3MOXHOCTM 3a M3MOMN3BaHETO HA METOAUTE Ha
npeHaTandHa guarHocTuka B Te3W CeMeiicTBa C ormnej HeAOMYCKaHe PaXkAaHeTO Ha HOBWU BOMHM C TEXKO
MHBaNMAU3MpaLLY HEBPOMYCKYNHN 3abonsiBaHus.

MankoMo3byHa aTtakcusi — pasHopoAHA rpyna oOT HeBpoAereHepatuBHW 3abonsiBaHusl.
XapakTepusupar ce rfaBHO C pa3CTPONCTBO Ha (OYHKLUMWUTE HA Mankusi MO3bK: HapyLULEHUE B PABHOBECUETO,
noxoakata W KoopauHauusATa Ha ABwkeHusTa. Morat ga ce npubaBaT M CUMNTOMM U3BBLH HapylieHaTa
KoOpAMHALMS, B PE3YNTaT HAa yBpeXaaHe Ha BPBL3KWTE HA MAarnkusi MO3bK C APYrM CTPYKTYpPWU Ha HepBHaTa
cuctema. Mpotnyat 6GaBHO, XPOHUYHO, Bb3MOXXHA € HACNEACTBEHOCT NpM YacT oT BonHuTe.



