KN Ne 58 ANATHOCTUKA U NEYEHUWE HA HACINNIEACTBEHU U
AETEHEPATUBHU 3ABONABAHNA HA HEPBHATA CUCTEMA,
3ACATAlLIK LUHC C HAYAJO B AETCKA BBb3PACT

KN Ne 58.1 AUATHOCTUKA U NEYEHUWUE HA HACJIIEACTBEHU U

AETEHEPATUBHU 3ABONNIABAHNA HA HEPBHATA CUCTEMA,

3ACArAWLN LUHC C HAYAJIO B AETCKA Bb3PACT NPU NNNLUA
HAQ 18 TOAUHU

1.MunHnmManeH 6onHUYEeH NpecTon - 5 AHK

2.1 KOOOBE HA BOJIECTU NO MKB-10

Pa3ctponctBa Ha o6MsiHaTa Ha aMUHOKUCENIMHUTE C Pa3KiIOHeHa Bepura U Ha MacTHUTe Kuce-
JIMHU
E71.3 Pa3cTponcTBO Ha OOMsIHaTa Ha MacTHUTE KUCENTUHMU
AppeHoneskoguctpodust [Addison-Schilder]
HeduunTt Ha MycKynHaTa KapHUTUH-NanMUTUNTpaHcgepasa
He eknmroyega: 6Gonect Ha Refsum (G60.1)
©onect Ha Schilder (G37.0)
cvHApoM Ha Zellweger (Q87.8)

Pa3cTtpoinctBa Ha o6msHata Ha cduHronunuaute M Apyrn HapyweHWsi Ha HaTpynBaHe Ha
nunuauTe
He sknroysa: mykonunugosa, Tun |-l (E77.0—E77.1)
6onect Ha Refsum (G60.1)

E75.2 Opyru cdouHronunuposu

Bonecrt Ha:

* Fabry(-Anderson)

* Gaucher

* Krabbe

¢ Niemann-Pick

CuHgpom Ha Farber

MeTaxpomaTtundHa neskoancTpodus

Hepoumbk Ha cyndaTtasa

He exmoyea: appeHoneskoancTpodumsa [Addison-Schilder] (E71.3)
E75.4 NunodycumHo3a Ha HeBpOHUTE

BonecrT Ha:

e Batten

» Bielschowsky-Jansky

o Kufs

* Spielmeyer-Vogt

E83.0 PascTponcrtBa Ha oomMsAHaTa Ha MeaTa
Bonect Ha Wilson

Ilexka ymcTBEeHa nsocraHanocrt

F70.0 Nexa ymcTBeHa u30CTaHaANoOCT, HAMa HapylleHWe unu e Hanuue MWHUMarHo
HapylweHue Ha NnoBeAeHNETo
MpnbnuantenHute HUBa Ha |Q (MHTeneKkTyanHWs KBOTUEHT) ca B rpaHuunTe mexay 50 n 69
(Mpy BB3paACTHWM nuLa TOBa OTroBaps Ha yMCTBeHa Bb3pacT oT 9 go 12 roguHu). Mma
BEPOSATHOCT Aa AOBede [0 nosBaTa Ha M3BECTHU OOyuuTenHu 3aTpygHEHUS B ydumnuLie.
MHOro oT Bb3pacTHMTE Ca B CbCTOSHME Aa paboTAaT v noggobpxaT Aobpu coumanHu
B3aMMOOTHOLLEHWS 1 Aa ca OT nonsa 3a o6LecTBoTO.

Bknroyea: cnaboymue
neka ymcTBeHa HeoCTaTbYyHOCT
F70.1 Jleka ymcTBeHa M3ocTaHasiocT, 3Ha4YUTESNTHO HapyLeHue Ha NoBeAEeHMETO, M3MCKBALLO

FPUXKU Unun nevyeHue




F70.8

MpnbnunsntenHuTe HUBa Ha IQ (MHTeNeKTyanHUst KBOTUEHT) ca B rpaHuumnTe mexay 50 n 69
(Mpn BB3paACTHWM nuLa TOBa OTroBaps Ha ymMcTBeHa Bb3pacT oT 9 ao 12 roguHu). Mma
BEpPOATHOCT Ja JoBede A0 NnosiBaTta Ha M3BECTHU ObydnTenHu 3aTpyoHEeHUs B yuyunuile.
MHoOro ot Bb3pacTHMUTE Ca B CbCTOsiHME Aa paboTaT u nogabpxaT Aobpwu coumanHu
B3aMMOOTHOLLEHNS 1 Aa ca OT nonsa 3a 06LecTBoTO.
Bknroyea: cnaboymue

rieka yMmCTBEHA HEOCTaTbYHOCT
INeka ymcTBeHa nsocraHanocT, Apyro HapyLweHue Ha NnoBegeHUeTo
MpubnuanTenHnTe HUBa Ha IQ (MHTEeneKkTyanHus KBOTMEHT) ca B rpaHnumTte mexay 50 n 69
(Mpy BB3pacCTHM nvua ToBa OTroBaps Ha ymcTBeHa Bb3pacT oT 9 go 12 rogunwn). Mma
BEPOSITHOCT Aa [OBede [0 nosBaTa Ha M3BECTHU OOyYMTEenHW 3aTpygHEHMS B ydumnuLie.
MHOro oT Bb3pacTHMTE ca B CbCTOSHME Aa paboTAaT M nogabpxaT Aobpu coumanHu
B3aMMOOTHOLLEHNS 1 Aa ca OT nonsa 3a 06LecTBoTO.
Bknroyea: cnaboymue

neka ymcTBeHa HeOCTaTb4yHOCT

YmMepeHa ymcTBeHa U30CTaHanocT

F71.0

F71.1

F71.8

YmMepeHa yMCTBeHa WM30CTaHanocT, HAMa HapylleHWe WNU e Hanvue MUHUMalHO
HapyleHue Ha noBeAeHUETo

MpubnuantenHnte HMBa Ha IQ ca B rpaHuumTe Mmexay 35 n 49 (Npu Bb3pacTHM Nuua ToBa
OTroBapsi Ha yMCTBeHa Bb3pacT OT 6 o 9 roguHu). Mima BepoATHOCT Ja JoBede Ao
3Ha4MTErNHO M30CTaBaHe B pa3BUTUETO B AETCTBOTO, HO FOfsiMa 4acT OT 3acerHatuTe morat
0a YCBOAT HSAKOM HaBULM 3a camooOcnyxBaHe, aJeKkBaTHM YMEHUs1 Oa YycTaHoBABaT
KOHTaKTU N eNeMEHTapHN yYUIULLHN NOCTMKEHNs. Bb3pacTHUTe 0BMKHOBEHO MMaT Hyxaa
OT pas3nuyHa CTeneH Ha noakpena B 6uTa u Ha paboTHOTO MACTO.

Bknroysa: yMepeHa yMCTBEHa HeJoCTaTbYyHOCT

YMmepeHa yMcTBeHa MW30CTaHasloCcT, 3Ha4UTesIHO HapylleHue Ha TMoBeAeHMueTo,
M3UCKBALLO FPUXWN UK NevyeHne

Mpubnusntennnte HMBa Ha |Q ca B rpaHuumTe mexay 35 n 49 (Npu Bb3pacTHW nvua ToBa
OTroBapsi Ha yMcTBeHa Bb3pacT OoT 6 Ao 9 roguHu). Mima BepoaTHOCT ga goBede OO
3Ha4MTErNHO M30CcTaBaHe B pa3BUTUETO B AETCTBOTO, HO FOfsiMa 4acT OT 3acerHatuTe morat
Oa YCBOAT HSKOM HaBULM 3a camooOCnyXBaHe, adekBaTHWM YMEHWst Ja ycTaHoBsBaT
KOHTaKTU N eNeMEHTapHN YYUIULLHM NOCTMKEHNs. Bb3pacTHUTe 0OMKHOBEHO MMaT HyXaa
OT pasnu4yHa cTeneH Ha nogkpena B 6uta n Ha paboTHOTO MSACTO.

Bknroyea: yMepeHa yMCTBEHa HeoCTaTb4yHOCT

YmepeHa yMmcTBeHa U30CTaHanNocCT, APyro HapyleHue Ha NoBeAeHNeTo
MpubnusntenHnte HMBa Ha |Q ca B rpaHuumnTe mexay 35 n 49 (Npu Bb3pacTHM Nuua ToBa
OTroBapsi Ha ymcTBeHa Bb3pacT oT 6 o 9 roguHu). Mma BepoATHOCT Aa goBede OO0
3Ha4MTenHoO n3ocTaBaHe B pa3BUTUETO B AETCTBOTO, HO FOfsiMa 4acT OT 3acerHatuTte morat
Oa YCBOAT HSAKOM HaBuLUM 3a camoobcnyxBaHe, adekBaTHM YMEHWs da ycTaHoBsiBaT
KOHTaKTU N eNeMEHTapHN YYUIULLHM NOCTMKEHNS. Bb3pacTHUTe 0BMKHOBEHO MMaT HyxXaa
OT pasnu4yHa cTeneH Ha nogkpena B 6uta n Ha paboTHOTO MSACTO.

Bknroyea: yMepeHa yMCTBEeHa HeOCTaTb4yHOCT

TexKa yMCTBeHa U30CTaHANoCT

F72.0

F72.1

F72.8

Texxka yMCTBEHa M30CTaHANOCT, HsiIMa HapyweHWe WU € Hanuue MWHUMAIrTHO
HapylweHue Ha NnoBegeHUeTo

MpubnusntenHute HMBa Ha |Q ca B rpaHuumnTe mexay 20 n 34 (Npu Bb3pacTHM Nuua ToBa
OTroBapsi Ha YMCTBEHa Bb3pacT oT 3 o 6 roamHu). Vima BepoATHOCT Aa goBede 40 TpanHa
Hy>X[a OT nogkpena 3a (pyHKLMOHUPaHE.

Bknroyea: TEXKa YMCTBEHA HEJOCTATbYHOCT

Texka yMcTBEHa W30CTaHanocT, 3Ha4YUTeNHO HapyweHue Ha MNoBeAeHUueTo,
M3UCKBALLO FPVXN UMK NeYyeHne

MpubnuantenHnte HMBa Ha IQ ca B rpaHuumTe Mexay 20 u 34 (Npu Bb3pacTHU nvua ToBa
OTroBapsi Ha yMCTBEHa Bb3pacT oT 3 A0 6 roauHu). Mima BepodATHOCT Aa foBefe 40 TpanHa
Hyka OT noakpena 3a PyHKUMOHUPaHe.

Bknroyea: TeXKa YMCTBEHa HeJoCTaTbYyHOCT

TexKa yMCTBEeHa M30CTaHarnocCT, APYyro HapyleHne Ha NoBeAeHNeTo
MpnbnusntenHuTe HMBa Ha IQ ca B rpaHuumTe mexay 20 n 34 (npyu Bb3pacTHM Nuua ToBa
OTroBapsi Ha yMCTBEHa Bb3pacT oT 3 40 6 roguHu). Mima BepoATHOCT Aa foBeae 4O TpalHa
Hy)X[a OT nogkpena 3a pyHKLMOHMPaHE.

Bknroyea: TEXKa YMCTBEHA HEJOCTATbYHOCT




Obn6oka ymCTBEHA U30CTaHaNnocT

F73.0

F73.1

F73.8

Obn6oka ymMcTBeHa M30CTaHanocT, HAMA HapylleHWe WM e Hanuue MUHUMAIHO
HapyLleHne Ha NnoBeAeHMeTo

IQ e nog 20 (npu Bb3pacTHM nuua TOBa OTroBaps Ha yMCTBEHa Bb3pacT Noa 3 roguHu).
Boon OO0 Texkum orpaHu4eHus B CNOCOOHOCTTa 3a camoobcernyxBaHe, 3a KOHTPOM Ha
Tas3oBWTe pe3epBoapu, 3a obLiyBaHe 1 ABuratenHa AenHoCT.

Bkntoysa: Abnboka yMCcTBEHA HEAOCTATHYHOCT

AbnbGoka ymcTBeHa W30CTaHanNoCT, 3HAYMTENIHO HapylleHMe Ha noBeAeHMUeTo,
M3UCKBALLO FPUXWN UMK NevyeHne

IQ e noag 20 (npy Bb3pacTHKU Nuua ToBa OTrOBaps Ha YMCTBEHa Bb3pacT nof 3 roguHu).
Boanm po Texku orpaHuueHust B CrocobHOCTTa 3a camoobcrnyxBaHe, 3a KOHTPON Ha
Ta3oBWTE pe3epBoapu, 3a obLlyBaHe 1 ABUraTenHa 4enHocT.

Bknroyea: Abnboka ymcTBEHa HeJOCTaTbYHOCT

Abn6oka ymcTBeHa N30CcTaHanocT, ApPYro HapylueHue Ha NoBeAeHNeTo

IQ e nog 20 (npu Bb3paCTHM nuuUa TOBa OTroBaps Ha yMCTBEHa Bb3pacT Noa 3 roguHu).
Boon OO0 Texkum orpaHu4eHus B CNOCOOHOCTTa 3a camoobcernyxBaHe, 3a KOHTPOM Ha
Tas3oBWTe pe3epBoapwu, 3a obLiyBaHe 1 ABuUraTenHa A4enHoCT.

Bknroyea: Abnboka ymcTBeHa HeJoCTaTbYyHOCT

CneunduyHM pa3cTporCTBa B pa3BMTUETO HA peyTa M e3MKa

F80.3

Mpuao6uTta achasuna ¢ enunencus [cuHapom Ha Landau-Kleffner]

PascTponcTBo, npu KOeTo AETeTo, crej NMbpBOHaYanHO HOPMAnHO pa3BUTME Ha €3UKa,
3arybBa KakTO peLenTMBHWUTE, Taka U EKCNPECUBHUTE CUM pPEYEBU YMEHMS, HO 3anas3sa
obwmsa cm nHTenekT. HavyanoTto Ha pa3cTPOMCTBOTO € CbMPOBOAEHO C NapokcuamanHa EEN
aKTMBHOCT M B MOBEYETO OT Ccfy4yaute — M C enunenTuyHuM npunagsun. Havanoto
0BMKHOBEHO € Mexay Tpu- U cegeMroauviiHa Bb3pacT, KaTo 3arybata Ha yMeHus HacTbnBea
3a HSKONKO OHM nnn ceammnun. Bpb3kata BbB BPEMETO MEXAY NosdBaTa Ha npunagbunte u
3arybata Ha e3uka e TBbpAe NMPOMEHNMBa, KaTo eAHOTO MOXe Aa npegxoxaa ApYyroTo B
pa3CcTosHME Ha HAKONKO Meceua o Ase roavHu. Kato Bb3moXHa npuymHa 3a nosisata Ha
TOBa pas3CTPOMCTBO Ce npegnonara Bb3nanuTeneH npouec B rnaBHUS Mo3bk. Okono ase-
TpeTV OT NnauMeHTUTe ocTasaTt C MO-CUMHO unun no-cnabo uspaseH cepuoseH aeduunt B
peLenTuBHaTa peu.

F82 CneuundmyHmu pascTpomcTBa B pa3BMTUETO Ha ABUratenHata pyHKuusa
Pa3cTpoincTBO, NMpyv KOETO OTNUYUTENHUAT MPU3HAK € CEPUO3HO HapylleHMe B pa3BUTUETO Ha

F83

ABuratenHata KoopauHauusl, KOeTo He Moxe Ada ce obAcHM camo ¢ obo yMCTBEHO
M3oCTaBaHe WM C HAKAKBO CneumprMyHo BPOAEHO MM NpPUMOOOMTO HEBPOMOrNYHO
pa3CTponCTBO. HesaBucMMO OT TOBa, B MOBEYETO Cryvyau BHUMATESTHOTO KIMHUYHO
n3crefBaHe Moka3Ba nogyepTaHa He3psnocT B Pa3BUTUETO Ha HEpBHATa cUCTEMa KaTo
XOpendopMHU OBWXKEHUS Ha KpanHULUTE UMW ornedanHu OBWXKEHUs U Apyrn acouumpaHmi
apuratenHun ocobeHocTn, KaktTo M 0Gene3n Ha nowa d¢uHa n obuwa AaeuraTenHa
KoopauHaums.

CuHapom Ha geTcka TpoMaBoCT

Cebp3aHo(-a) ¢ pa3BUTUETO:

* pPa3CTPOMCTBO Ha KoopauHauusaTa

e oucnpakcusi

He eknroyea: abHOpPMHOCTU B NoxoAkata unu nogaswxkHocTTa (R26.—)
nunca Ha koopauHaumsa (R27.0)

* KaToO pe3ynTaTt OT ymcTBeHa nsocrtaHanoct (F70—F79)

CmeceHM cneundcmryHM pascTporMcTBa B NCUXONOrMYHOTO pasBuTHUe

OctaTtb4Ha Kateropua ot pa3CTpOVICTBa, npn KOATO € Hanuue cmecuua OoT CﬂeLl,I/I(bI/I‘-IHM

pa3CcTPOMCTBA Ha peyTa M e3unka UNn Ha YYUIULLHWTE YMEHUS U ABUraTenHaTa OyHKLMUS, HO
HWTO edHO OT Te3Wn pa3CcTpoicTBa He npeobrajaBa AOCTAaTbYHO Hang OCTaHanwuTe, 3a fa
060CHOBe OCHOBHaTa guarHosa. Tasu cMeceHa KaTeropusi crieqBa ga ce U3ronsea, camo
KoraTo MMa TronsiMO MPUMNOKPUBAHE MeXZy BCUYKM Te3n crneuuduyHu pascTponcTBa B
pa3BuTUeTO. Tesn pascTpoicTBa ce CBbp3BaT OBMKHOBEHO C M3BECTHa CTEneH Ha o6LLo
HapyLleHVe Ha KOTHUTUBHUTE PYHKLMM, HO TOBa He BMHaru ce Habnogaea. ETo 3awo, Tasm




pybpuka crneaBa Aa ce U3nonssa B criyyamte, KOraTo ca Hanuue AUCYHKLMM, OTroBapsLLm
Ha AMarHOCTUYHUTE KpuTepun 3a ABe unu nosede pybpukn ot: F80.—, F81.— un F82.

HacneaocrteeHa atakcusa
He eknroyea: HacneacTBeHa v ugnonaTnyHa Heeponatus (G60.—)

AeTcka uepebpanHa napanusa (G80.—)
pascTponcTBa Ha obmsaHaTa Ha BellecTtBaTta (E70—E90)
G11.1 PaHHa Mankomo3b4Ha aTakcus
3abenexka: 3anoysa obukHoBeHO npean 20-rogviiHa BbL3pacT.
PaHHa mankomo3byHa aTtakcus C:
* eceHuunaneH Tpemop
* MUOKMOHWUM [aTakcusa Ha Hunt]
* 3anaseHn CyxXoXunHu pednekcu
Atakcus Ha Friedreich (aBTo30MHO-peLiecnBHa)
X-cBbp3aHa peLecuBHa cnuHouepebenapHa atakcus
G11.3 MankomMo3b4Ha aTakcusa ¢ HapylweHne BbB Bb3cTaHoBsABaHeTO Ha [1HK
ATakcus - TeneaHrmekTasusa [cuHapom Ha Louis-Bar]
He eknroyea: cuHapom Ha Cockayne (Q87.1)
nurMeHTHa kcepogepmus (Q82.1)
G11.4 HacnepctBeHa cnacTuyHa napannerus
G11.8  [Ipyra HacneacTBeHa aTakcus

Opyrn nereHepaTuBHM 60necT Ha 6asanHMUTE raHrnum

He eknro4ea: MynTucucTemHa gereHepauusa (G90.3)

G23.0 BonecT Ha Hallervorden-Spatz
MurmeHTHa NanvaapHa gereHepauus

G23.8 Opyrv1 yTouyHeHu gereHepaTuBHM 60necT Ha 6a3anHUTe raHrnuu
BkanusBaHe Ha 6a3anHuTe raHrnum

EVICTOH na

G241 UovonatuyHa hamunHa gucToHUuNA
MaononaTtuyna auctonus bOY
G24.2 Uavonatn4yHa HecphamunHa AUCTOHUA

Opyrv gereHepaTuBHU 6051ecTU Ha HEPBHaTa cucTema, HeknacuduumpaHiu gpyrage
G31.8 Opyrn yTouHeHu gereHepaTuBHU GONecTV Ha HEpBHaTa cucTema
[ereHepalms Ha cMBOTO BeLLeCcTBO [bonecT Ha Alpers]
MopocTpa HekpoTusmpalla eHuedanonaTtus [6onect Ha Leigh]

DeTcka uepebpanHa napanusa

Bkrroyea: ©onecr Ha Little

He eknroysa: HacneacTBeHa cnactudHa napannerus (G11.4)

G80.0 Cnactu4Ha uepebGpanHa napanusa
BpogeHa cnactuyHa napanusa (uepebpanHa)

G80.1 CnactnyHa gunnerus

G80.2 [Netcka xemunnerus

G80.3 [OuckuHeTM4Ha uepebOpanHa napanusa
ATteTongHa uepebpanHa napanuaa

G80.4 ArakTM4yHa uepebpanHa napanusa

G80.8 [pyra getcka uepebpanHa napanusa
CwmeceHu cMHapoMu Ha uepebpanHa napanusa

Xemunnerus

3abenexka: Tasu py6Gpuka cnefBa Aa ce U3nonsBa 3a NbPBUYHO KogMpaHe camMo
TOoraBa, Korato 3a xemunnerusita (nbnHa) (HenbnHa) ce cbobuwaBa 6e3 gonbn-
HUTENHO YTOYHsIBAHE WU Ce NOTBLPXKAABA, Ye TA € yCTaHOBeHa OTAaBHa, UMM
CblieCcTByBa NPOALIDKUMTENIHO BpemMe, HO HelHaTa MpUYMHA € HeyTouYHeHa.
Py6pukaTta ce M3nonsea CbLlL0 NpU KoAUPaHe NO MHOXECTBO NMPUYUHU 3a nAeHTUDM-
LuMpaHe Ha TMNa XxemMUnerus, npeaM3BMUKaHa OT BCAKAKBA NPUYMHA.

He eknoyea: BpopaeHa n geTcka uepebpanHa napanusa (G80.—)




G 81.1 CnacTtuyHa xemunnerus

I'Iapannervm n TeTpannermsa

3abenexka: Ta3un pyb6puka cnegBa Aa ce M3Non3Ba 3a NMbPBUYHO KogupaHe caMo
ToraBa, Korato 3a CbCTOSIHUATA ce cbob6waBa 6e3 AONbLIIHUTENHO YTOYHsIBaHe MNnu
ce NOoTBbLpPXKAaBa, Ye Te ca yCTaHOBEHM OTAAaBHA, UMK CbLeCTBYBAT NPOABLITKUTENHO
BpeMe, HO TAXHaTa NMPUUYMHA e HeyTouHeHa. PyGpukata ce u3nonsBa cblo NpM
KoOAUpPaHe MO MHOXEeCTBO MNPUYUHM 3a uaeHTUdMLMpaHe Ha Te3n CHLCTOAHUA,
npeAau3BUKaHW OT BCAKaKBa NpUYMHa.

He eknoyea: BpoAeHa U aeTcka LepebpanHa napanusa (G80.—)

G 82.1 Cnactu4yHa napannerus

KOOOBE HA OCHOBHU NPOLUEAOQYPU
2.2 OCHOBHU AMATHOCTWUYHU NPOLIEAYPU

JlymGanHa nyHKums

39000-00 JlymbBanHa nyHkuus
CrmHaiHa IIyYHKIUA

.L'lpyru AWarHoCTU4HM O4YHU TeCToBE, U3MepBaHUA UNN n3cnegBaHunsA

11212-00 W3cnepgBaHe HA OYHO ABHO

Brniouea: BEHO3HO MHXXEKTHUpaHe Ha 0arpuio
o TaIMOCKONHUS

Buoncusa Ha ApYrn MyCKYJfIHO-CKeNneTHU TOYKMN

30075-01 Buoncusa Ha Mekun TbKaHu
Brarousa: Oypca
dacuus
MYCKYH
CYXOIKHUIINC

KomnioTbpHa ToMorpacgpma Ha MO3bK

Kommiorspra Tomorpadus Ha rnaBa bY
He 6xniousa: KOMIIOTBPHA TOMOTpadus:
* ipu cnupanHa anruorpadus (57350 [1966])
IIpU CKaHUpaHEe Ha:
* rpbaeH ko (57001, 57007 [1957])
* 1 xopem (57001-01, 57007-01 [1957])
* TUIIEBa KOCT U 0KoJIoHOCeH cuHyc (56030-00, 56036-00 [1956])
* cpeaHo yxo u TeMnopaina koct (56016-02, 56016-03, 56016-06, 56016-07 [1955])
* opbura (56013-02, 56013-03 [1954])
* mutyuTapHa siMka (56010-02, 56010-03 [1953])

56001-00 KomnoTbpHa Tomorpadus Ha MO3bK

56007-00 KomniwoTbpHa TOMOrpaumsa Ha MO3bK C MHTPaBEHO3Ha KOHTpacTHa MaTepus
KommiorspHa ToMorpadus Ha MO3bK 0€3, CJe]l TOBa ¢ BEHO3€H KOHTPACT

MarHuTHO pe3oHaHceH o6pa3

90901-00 MarHuUTHO pe3oHaHCHa Tomorpadus Ha MO3bK




He sxnousa: (HyHKIIMOHAIIHO MarHUTHO PE30HAHCHO HM3ciieaBaHe Ha MO3bK (90901-09 [2015])

EnektpoeHuedanorpadwms [EEI]
11000-00 EnekTpoeHuedanorpadus

M3cnepBaHe Ha €BOKMpaHu OTroBopun Ha LUeHTpaJiHa HepBHa Cucrtema

Brnousa: TaKaBa Ype3 KOMIIIOTPU3UPAHO YCPEIHEHU TEXHUKU

Babenesicka: Enno uscnenBane — enuH CTUMYJI B €JHa TOYKa
BTOpO WM MOoCJIeABaI U3CJICABAHNA — pa3JIMYCH CTUMYIJI B ChblllaTa TOYKa UKW JApyTra
TOYKa Ha CTUMYJIMPAHE

He sxniousa: TakaBa, BKIIIOYBAIU ayauoMeTpus (Bux 010k [1839])

11024-00 WscnepBaHe Ha eBOKMpPaHWM NOTEHUMAnNU Ha LUeHTpanHa HepBHa cuctema, 1 nnm 2
n3cneaBaHus

11027-00 WscnegBaHe Ha eBOKMpPaAHM NOTEHLUMANKU Ha LiEeHTpanHa HepBHa cucTtema, = 3 u3crneaBaHus

1934 Opyrn nabopaTtopHu uscnepnBaHusA

92182-07 O6wo n3cneaBaHe Ha NUKBOP
W3cnensane Ha TUKBOP 3a OENTHK, KICTKH, KCAHTOXPOMHUS, 3aXap U €JIEKTPOIUTH

1923 XemaTonoru4yHu nscrniegBaHus

91910-04 KpbBHa KapTMHa — MOHE OCEeM MMM NoBeYe OT MOCOYEHUTE MoKasaTenu: XemorrnobuH,
€pUTPOLNTHN, NEBKOLUTU, XeMaTOKpUT, TpomoboumTtn, MCV, MCH, MCHC

1924 BuoxumMmuyHa nscnepBaHus

91910-12  KNUHWYHO-XMMUYHM M3CreaBaHuA 3a rMoKo3a

91910-13  KNMHUYHO-XMMUYHM n3cnenBaHns 3a KpeaTuHUH

91910-14  KnMHWYHO-XMMMWYHM u3cneaBaHns 3a ypes

91910-26  KnuHUYHO-XxMMUYHU n3cneasaHnsa 3a ACAT

91910-27  KnUHMYHO-XMMWYHKU n3cneaBaHusa 3a AJIAT

91910-41  KnMHWYHO-XMMWYHW N3crnenBaHna 3a noHorpama

1933 XUMUKO-TOKCUMKONOrM4HU uscneaBaHus

no npeLeHka:

91927-00 OnpeaensiHe Ha NnekapcTBeHa KOHLEHTpauus Ha kapbamasenuH

Mo npeLeHka:

91927-01  OnpepgensiHe Ha NekapCTBEHA KOHLEHTPaLKua Ha BannpoeBa kucenuHa
1934 Opyru nabopaTopHu nscnegsaHus

no npeLeHka:

91881-00 [OHK ananus

no npeLeHka:

91916-00 [eHeTU4HM n3cneaBaHus

1934 Opyru nabopaTopHu nscnegsaHus

92191-00 TlMonumepasHa BepwkHa peakums 3a gokassaHe Ha COVID-19

92191-01  TecT 3a oTkpmBaHe aHTUreH Ha SARS-CoV-2

HeBpomycKyrnHa enekTpoanarHocTuka
EMT [enexkrpomuorpadusi]:
* Ha > | Myckyi(n)
* U3M0J3BaKHU KPBbIroB1 UIJICHU C€JICKTPOIU
W3cnienBaHe Ha HEBPOMYCKYJTHA TIPOBOIUMOCT
11012-00 Enektpomuorpadus (EMI)
He sxniousa: MyCKyJY Ha Ta30BO JbHO  aHaieH chuukrep (11833-01 [1859])




NamepBaHe unu uscneaBaHe Ha 3puTenHa pyHKUUA

96038-00 W3mepBaHe Ha 3puTenHa ocTpoTa

MepumeTpus
W3cnenBane Ha 3pUTEIIHO I10JIE

96041-00 MaHyanHa nepumeTpus, ABYCTPaHHO

ﬂpyrw AWarHoCTU4HM O4YHU TeCToBE, U3MepBaHUA UNN n3cnenBaHuA

92015-00 BwusyaneH eBokupaH noteHuman [BEIT]

2.3 OCHOBHU TEPANEBTUYHM NPOLIEAYPU

Tpaxeoctomusa

41881-00 OTBOpeHa TpaxeoCcToOMMsl, BPEMEHHA
Tpaxeocromus BIY
Brniousa: OTZEIIHE Ha TUPOUIECH UCTMYC
OTACIAAHC Ha MMOAC3UYHU MYCKYJIN

BeHTVIﬂaTopHO noanomaraHe

Bi-HUBO ¢ MO3UTHBHO BB3MymHO Hamsrane [BiPAP] [BeHTHmammst ¢ ocBoO0KIaBanio HajlsTraHe |
[koHTpON HA HaNsATaHEe HAa BEHTWIANUATA]| C €HAOTpaXxeaTHa TPHOa MITH TPaxXeoCTOMUS
[IpoxemxuTenHO MO3UTHBHO HasAraHe nmpu ooaumBane [CPAP] ¢ eanorpaxeanHa Tproa —
TPaxeOCTOMUS
[IpomennuBa 3aabmxkuTenHa BeHTuaanys [[IMV]
VHBa3uBHA BEHTHIIAIIHS
MexaHu4yHa BEHTHUIIAIHUS
Hansirane ¢ mo3uTuBeH eKCUpaTOPEH Kpait
BenTunanus ¢ nojanomarariio Hajsirane [PSV]
CHUHXpOHHA MPOMEHIIMBA 3abJDKUTENHA BeHTIIanus [SIMV]
Brnousa: eHJl0TpaxeaHa:
* UHTYOAIHS
* ACUCTHPAHO JTUILIAHE
MEXaHWYHA BEHTHJIAIHS C:
* enpoTpaxeanna Tproa (ETT)
* HazaJjHa
* opayHa
* TPaxeoCTOMUS
OTy4BaHE Ha MHTYOUpaH (eHAOTpaxearHa TpH0Oa, TPaXeOCTOMUS ) MAIIMEHT C HIKAKBB
METOJ
Kooupaii cowo kocamo e nanpasena:
* TPaxCOCTOMHUS:
* mepkyTanHa (41880-00 [536])
* ocrosinHa (41881-01 [536])
* BpeMeHHa (41881-00 [536])
He sxnousa: mpomgbKuTeTHa BEeHTHIAMS ¢ HeratuBHO Hasrane [CNPV] (92041-00 [568])
JIIaHe ¢ IIPOMEHINBO Mo3UTHBHO Haisrane [[PPB] (Bmk 6ok [570])
BEHTIJIAIMSA C IIPOMEHIINBO MO3UTHBHO Haysrane [[PPV] (Bmxk 6ok [570])
HEMHBA3MBHO MOJIIIOMAarane Ha qumane (Brx 01ok [570])

13882-01 [pwxa v nogabpKaHe Ha NPOOBLIPKUTENHO NoAnoMaraHe Ha guwaneTo > 24 n < 96 yaca

13882-02  [pwka v nogabpXxaHe Ha NPOAbIPKUTENHO MoArnoMaraHe Ha auwaHeTo = 96 yaca




MpunoxeHue Ha cphapmakoTepanus

HpI/IHaI‘aHC Ha q)&pM&KOHOI‘I/I‘IHI/I ar¢HTu CbC CUCTEMCH ereKT

He gxaiouea: mpunarane Ha:
* KPBB ¥ KPBBHU MPOIYKTH (BrK 010K [1893])
* (papmMaKoJIOTHYCH areHT 3a:
* a"ecre3us (B Omoxose [1333], [1909] u [1910])
» uMyHm3anus (Bmk Ookose [1881] mo [1884])
* nokasieH edexT (Bmx Vanekc: MHxekTHpaHe, 10 JOKaNU3aIHsI U HHXEKTHPAHE,
TI0 BUJIOBE, IO JIOKATH3AI[H)
* IOBE/ICHHE MIPH EKTOMTNYHA OpeMeHHOCT (BIk 0ok [1256])
* moBeeHuUe mpu Ooka (Brk O610koBe [31] mo [37] u [60] mo [66] u [1552])
* nep¢y3us (Bux 010K [1886])
* pakcuHaIus (Brok 6sokose [1881] mo [1883])
XHPYPrU4ecKo NpuilaraHe Ha XMMHOTEPaNeBTUYHH areHTH (Brx 0110k[741])
3abenexcka: TlocnenBamusaT CIUCHK C MPUIIOKEHUS € Ch3/aJIeH 3a ynoTpeda ¢ KOJoBeTe OT OJIOK
[1920] IIpunarane Ha hapmakoTepanus

96199-03 WNHTpaBeHO3HO NpuMoXeHWe Ha hapMakonoOrMyeH areHT, ctepouns
[Tpunarane Ha apMaKoJIOTHUYECH areHT Ypes:
* nH(y3UOHEH MOPT
* Port-A-Cath
* pe3epBoap (ITOIKOKEH)
* YCTPOWCTBO 32 CHIOB JIOCThII
* BEHO3€H KaTeThp

Kooupaii cvwo kocamo e nanpasena:
* MOCTaBSHE, N3BAXKIAHE WM PEBHU3HS HA YCTPOWCTBO 3a CHIIOB JOCTHIT (BIDK OJI0K [766])
* 3apeKJaHe Ha YCTPOHCTBO 3a IOCTaBsHE HAa MenukamMeHnTH (96209 [1920])

He gxnou6a: XupyprudHa KaTeTepu3alys ¢ puiaraHe Ha XMMHOTEPANIEBTHYEH areHT (BIK OJIOK
[741])

96197-03  MyckynHo npunoxeHume Ha chapMakororm4yeH areHT, ctepoung

96199-09  WHTpaBeHO3HO NpUoXeHne Ha apMakonornyeH areHT, pyr n HecneunduyeH
hapmakonormyeH areHT
[Tpunarane Ha (papMaKoOIOTHYECH areHT upes:
* HH(PY3UOHEH MTOPT
* Port-A-Cath
* pe3epBoap (ITOIKOKEH)
* YCTPOMCTBO 32 CHAOB JOCTHIT
* BEHO3CH KaTeThP
Kooupaii cvwyo xoecamo e nanpasena:
* MOCTaBSHE, N3BAXKIAHE WJIM PEBH3HS HA YCTPOWCTBO 3a CHJIOB JOCTHIT (BHXK OJIOK [766])
* 3apeKIaHe Ha YCTPOHCTBO 3a IOCTaBsiHE HA MenukamMeHTH (96209 [1920])

He gxnousa: XxupyprudHa KaTeTepu3alys ¢ NpuiaraHe Ha XMMHOTEPANeBTUYEH areHT (B OJIOK
[741])

96197-09  MyckynHo npunoXxeHune Ha chapmMakonorMyeH areHT, Apyr U HecneuuduyeH
dapMakonormyeH areHT

96200-09 TNogKkoXXHO NpUMOXeHWe Ha papMakonorMdeH areHT, apyr U HecneundguyeH
hapMaKkonorMyeH areHT
Kooupaii cowo kocamo e nanpasena:
* 3apeKJIaHe Ha YCTPOMCTBO 3a JIocTaBsHEe Ha MenukameHTu (96209 [1920])

M3unckBaHe: KnuHnyHata nbTeka ce cyMTa 3a 3aBbpLUEHA, aKo Ca MPUIOXEHU U OTYETEHU
ABE OCHOBHW OMAarHOCTUMHWM U edHa OCHOBHA TepaneBTWYHA npoueaypa, NocoveHn B Tabnuua
KopoBe Ha oCHOBHM npoueaypm.



OcHoBHa npoueaypa 92191-00 nnu 92191-01 ce ocbluecTBABa Npu HEOOXOOUMOCT M ce
npunara npu guarHoctuumpaHe Ha COVID-19. Taau npoueaypa ce u3BbpLUBa Npu NokasaHusa u ce
OTYMTa KaTo AOMbIHUTENHA AMArHOCTU4YHA npoueaypa KbM ApYruTe OUarHOCTUYHWU MpOoLeaypw,
NMOCOYEHN BbB BCEKN OMArHOCTUYHO-NeYebeH anropuTbM Ha CbOTBETHATA KIMHUYHA NbTEKa.

Mpn pguarHosam ¢ kogoee E75.2, E75.4, G11.1, G11.3, kaTo 3agbimkutenHa TpeTa
AnarHocTMYHa npouenypa ce npunarat Hskou oT cnegHute: 11212-00, 96038-00, 96041-00. B
TEe3N crnyyam KIMHUYHaTa MbTeka ce OoTyMTa C TPUM OCHOBHM [OUArHOCTUMHU WU [ABE OCHOBHMU
TepaneBTUYHM NpoLeaypu.

Korato ce Hanara nsnonssaHe Ha KogoBeTe oT 6nok 1923, 1924, 1933 u 1934 — kogoBeTe OT
6nokose 1923 n 1924 ca 3agbmkuTenHu, a ot 6nokose 1933 n 1934 ce mn3BbpLUBAT M KOgUpPAT No
npeueHka, KaTo BCMYKM KOOOBE Ha u3cneaBaHusi OoT GrIOKoBeTe ce cumTaT 3a edHa AnarHoCTUYHa
npouenypa 3a 3aBbplLUuBaHe 1 oTynTaHe Ha Tasm K.

B cnyyauTte, koraTo pesyntatuTte oT NnpoBeaeHn 0Opa3Hn nscneasaHvs He morat ga octaHaT
B 6onHM4HOTO nevebHo 3aBegeHune, B VI3 Ha nauneHTa crneasa ga ce onuvuwe TOYHO pesynTaTa oT
npoBedeHOTo 00pasHO u3crenBaHe, a CaMUTE CHUMKW OT HEro ce NpeaocTaBsaAT Ha MnaumeHTa
cpelly nognuc B 3.

4. YCNIOBUA 3A CKIIOYBAHE HA OOroBOP U 3A U3NBIHEHWE HA KIIMHUYHATA
NbTEKA

KnuHnyHaTta nbTeka BKMYBaA AEVHOCTM M ycnyrn oT obxBaTa Ha MeguuMHcKata cneumanHocT
.,HepBHM OonecTtn®, ocbluecTBABaHa HaW-Maniko Ha BTOPO HMBO Ha KOMMETEHTHOCT, CbracHo
MeANUWHCKM cTaHaapT ,HepeHu 6onectn®.

A. SAO0BITXUTEINHUN 3BEHA, MEOUUMHCKA ANAPATYPA U OBOPYOBAHE, HAJIUMHU U
OYHKUMOHUPALLN HA TEPUTOPUATA HA NEMEBHOTO 3ABEOEHUE, N3NBJITHATEN HA
BONMHUYHA NomMoLYy

JNleyebHOTO 3aBepeHWe 3a GOMHMYHA NMOMOLL MOXe [a OCUrypu 4pe3 OOroBop, BMEHEHUTE KaTo
3a4b/KUTENHM 3BEHa, MeauuMHCKa anapaTtypa u obopyasaHe, 1 ¢ gpyro ne4yebHo 3aBegeHue 3a

N3BbHOOMHMYHA MK GOMHMYHA MOMOLL, Pa3noSioKeHO Ha TepuTopusiTa My M MMallo AOroBop C
H3OK.

3aabmkuTenHo 3BeHo/MegULMHCKA anapaTypa
1. KnuHuka/otgeneHune no HeBpomnorvs
2. KnuHnyHa nabopatopusi ot Il nunu Il HMBo 1 Bb3MOXHOCT 3a KI'A
3. EEl — kabuHeT (anaparT)
4. EMI” — kabuHeT (anapar), BKMNIOYUTENHO 3a n3cnegsaHe Ha Npeav3ByMKaHy NnoTeHumnanu

*- B cnyyawnte, korato JI3BI He pasnonara cbc cobcTBEHa KNUHUYHA nabopaTopus, TO cnegsa Aa
OCUIypU OCBLUECTBABAHETO Ha LEMHOCT MO KIMHU4Ha nabopatopus OT CbOTBETHOTO HUBO, MO
AOroBOp CbC CaMOCTOSITENTHA MeAUKO-AMarHOCTUYHa nabopaTopusa unu ¢ KnMHMYHa nabopatopus
— CTPYKTypa Ha apyro ne4yebHo 3aBegeHue. B Te3n cnydyam nabopatopusaTa, C KOSATO € CKIIHYeEH
AOroBoOpbT, crieaBa Aa 6bae pasnonoxeHa B e4Ha 1 cblua crpaga ¢ 6onHuuata unm B pamkmTe Ha
6onHuuaTta. C pgoroBopa 3agbiKUTENHO ce obe3nedaBa 24-4acoBO OCBLUECTBSIBAHE Ha
AENHOCTUTE NO KNMHUYHa nabopaTopus 3a HyXKaUTe Ha CTPyKTypaTa no HepBHM BonecTu.

SAOBLINKUTENHU 3BEHA, MEOULMWHCKA AMNAPATYPA U OBOPYOBAHE, HEOBEXOOUMU
3A UBNBJIHEHUE HA AINTOPUTBMA HA MBbTEKATA, HEHAJTUMHU HA TEPUTOPUATA HA
NEYEBHOTO 3ABEAEHUE, U3NBJITHATEN HA BOJTHUYHA NMOMOLL,

JleyebHOTO 3aBegeHne 3a OOMHMYHA MOMOLL MOXe [a OCUrypu OEeVHOCTTa Ha CbOTBETHOTO
3a4b/HKMUTENHO 3BEHO Ype3 JOroBOp C ApYro fe4ebHOo 3aBeeHne Ha TEPUTOPUSiTA HA HACENEHOTO
MSICTO, KOETO OTroBaps Ha M3NCKBaHWUATA 3a anapatypa, obopyasaHe u cneunanucty 3a 1asm Kl um
nma gorosop ¢ H3O0K.

3aabnxuTenHo 3BeHo/MeAULIMHCKA anapaTtypa
1. ObpasHa guarHocTrka — peHTreHOB anaparT 3a ckonus u rpadums
2. O6pasHa grarHocTtuka — KT unu MPT
3. Jlabopartopus (oTAeneHre) no KnMHUYHa naTonorus




| 4. MukpoburonornyHa nabopartopusi, Ha TepuTopuaTa Ha obnacrra |

b. HEOBXOOUMU CNELUMNAIIUCTU 3A USITBJIHEHUE HA KITMHUYHATA NMbTEKA.
- ABama fekapu CbC creumanHocT no HeBposiornsa 3a KrnuHuka/otaeneHne no HeBponorus
- nekap - cneumnanuct rno dusnkanHa u pexabunuraumoHHa MeamumHa;
- Mcuxornor.

AONBbINHUTENHUA USUCKBAHUA 3A U3NBJIIHEHUE HA AJITOPUTBMA HA KINUHNYHATA
MbTEKA:

1. KabuHet/oToeneHue no ¢du3MKkanHa wu pexadbunuTauMoHHa MeauuMHa — Ha
TeputopusiTa Ha ne4yebHOTO 3aBedeHne, M3NbIHMUTEN Ha BONHMYHA NOMOLL,.

2. KabnHeTt no oc¢Ttanmonorma — gonycka ce gorosop ¢ gpyro J13 3a ocurypsieaHe Ha
JenHocTTa.

3. KabnHeT 3a NCUXOMETPUYHO N HEBPOMNCUXONIONMYHO M3cneaBaHe - Ha TepuTopusiTa
Ha ne4ebHOTO 3aBegeHve, N3NbAHMTEN HA 6OMHMYHA NOMOLL,.

4. 3a EEIl — HeBponor/getckn HeBponor wunu neguatbp cneumanuavpaH B obracTtta Ha
JeTtckata  HeBpoOnorns, C  OOMbIHUTENHa  KBanuduKaums  3a  U3BbpPLUBAHE  Ha
enekTpoeHuedanorpadus, yooctoBepeHa 4ype3 ceptudmkaT (CbrnacHO MeguuMHCKM cTaHdapT
“HepsHu 6onectn”).

5. 3a EMI" — HeBponor/aeTckn HeBponor uin neguMatbp cneuuanuavMpaH B obnactra Ha
JeTtckaTta HeBponorusi, ¢ AoONbNHUTENHA KBanudukaums 3a u3BbpLUBaHe Ha enekTpomuorpadums,
yOoCTOBepeHa 4pes cepTudmnkar (CbrinacHo MeanUMHCKK ctaHgapT “HepBHu 6onectun”).

5. UHOUKALIMK 3A XOCIMUTANTUSALINA U NTEYEHUE
A. UHOUKALWU 3A XOCIMUTANUIALNA:

e CMelHN CbCTOSIHUS,, CBbP3aHW C OCHOBHOTO 3abonsiBaHe, HEenoBnusiBaly ce OoT
neveHvie B ambynaTopHU YCroBUS;

e TEXKM Cfydau C TeXbK KBagpunapeTudeH W nceBgobynbapeH CcuHOPOM C
HeobXoAMMOCT OT NapeHTeparHoO XpaHeHe;
MbpBOHAYaNHO AMArHOCTUYHO YTOYHSIBAHE U NEYEHME Ha NaLUMEHTU CbC:
e NEeBKOAUCTPOUYHUA WNM OOMEHEH eHuedpanonaTteH CUHOPOM C Mporpecupaly
HEeBPOJIOrMYeH aepuuuT;

e OCTPO HaCTbMBALLO (32 MbPBU MbT) UNN PELIMANBUPALLO CbCTOSIHWME HA KONMYECTBEHU
HapyLLeHMs1 Ha Cb3HaHMEeTO, MoBpbLUaHe, aTakCUs UMM PUTBMHU Pa3CTPOWNCTBa Ha
JULIaHeTo;

e UepebenapeH cUHOPOM, 3aAHOCTBLIIOLIOBA aTakcus;
e eKcTpanvpamuaeH CUHAPOM;

e [I0fHa cnacTuUyHa napanapesa;

® WHTenekTyaneH gepuunt (yMCTBEHA U30CTaHamNoCT);
e KMMHWYHWM AaHHW 3a OLIT.

e [lnaHupaHO neyveHne CbIMacHO onpederneHns TepaneBTUYEeH nNnaH cneq
MbpPBOHAYaNHO [AWarHOCTUYHO YTOYHSBaHE Ha NauWMeHTM C HacneacTBEeHU W
AereHepaTnBHM 3abonsBaHUA Ha HepBHATa cucTemMa C Havano B [eTcka Bb3pacT,
3acsarawm LUHC.

OenHoctute n ycnyrnte no tasm KIl ce ocbliecTBaBaT He3abaBHO wnu ce nnaHupaT 3a
N3NbrHEeHNe B 3aBMCMMOCT OT pa3BUTUETO, TEXECTTa M OCTpoTaTa Ha CbOTBETHOTO 3abonsBaHe u
onpegeneHvs AnarHocTnyHo-nevyebeH nnaH.




5. ANATHOCTUYHO - NEYEBEH AITTOPUTBM.

anIeM N N3rotBAHeE Ha Ll,l/laFHOCTI/I‘-IHO-J'Ie‘-Ie6eH nnaH.

JleyeHnneTo 3anoysa cnep YTO4YHABaAHE Ha gunarHo3aTta Ha 0asarta Ha KIMMHUYHUTE CMMMTOMU
M npoeegeHunTe Heobxoanmmn nscrniegBaHus.

ANATHO3A:

3a auarHocTuumpaHe Ha “neskoguctpocdpuma’™ KT u MPT Ha rnmaBeH MO3bK, NUKBOPHO
nscnenBaHe (o6wo n enektpodopesa, Ig), 3EM, CEl, meTabonuTeH CKPUHWHT, ObArOBEpPVIKHM
MacTHM KucenuHu (3a agpeHoBekoguncTpodus), N-dietyl-aspartat (3a Canavan), cepymHa
apuncyndarasa A (3a meTaxpomaTtuyHa neeskogucTpodus), ranakrouepedbposng B-ranakrosmgasa
(3a neskoguctpodmsi TN Kpabe), reHetudHn wuscnegBanus, EEIN, mosbuHa 6Guoncus
XMCTONATOSMOMMYHO U3cnegBaHe, nNcuxonornyHo uacnensade, EMI/EHI. OO ¢ gpyrn npouecu B
paHHOTO [OEeTCTBO C nogobHa cumnToMaTtvka KaTo nepcuctupawim HeBpouHdekumm (SSPE;
nogoctbp HIV eHuedannTt); MHOXecTBeHa ckneposa - Tun Balo n tun Schilder; Mo3b4eH Tymop;
onurodpeHns; OeTCkM NCuxmdHn 3abonaBaHus (MHdaHTuneH aytusbMm; cuHgpom Ha Heller;
Wwn3opeHeH CUHOPOM B AETCTBOTO), cTaumoHupanm npouecu (AL, xpoMo30MHM aHoManum).

3a guarHoctuuupaHe Ha nonuoguctpocdua - MPT u KT Ha rnmaBeH MO3bK, MO3b4Ha
ounoncusi ¢ XUCTONMOMMYHO W XUCTOXMMWMYHO u3credBaHe, KoxHa 6woncusa, EEM, 3EM, CEIM,
mMeTabonuTHM nscneasanusa. [l ¢ Apyrv npouecn B paHHOTO AETCTBO C NogobHa cumnTomMaTuka
Kato neBkoguctpoduu, OOMEeHHM eHuedanonatuu, nepcucTupawm HeepouHdekunn (SSPE;
nogoctbp HIV eHuedannTt); MHOXeCTBeHa cknepos3a - Tun Balo n tnn Schilder; Mmo3byeH Tymop;
onuroppeHunst; OeTckn ncuxmdHu 3abonsaBanHunsa (MHdaHTuneH aytudbm; cuHopom Ha Heller;
Wwn3opeHEH CUHOPOM B AETCTBOTO), CTaumoHnpaHu npouecu (OUIM, xpoMo30MHM aHOoManum).

3a gnarHoctuumpaHe Ha oomMeHHU eHuedanonaTum - 24-yacoea ypuHa 3a MeTabonuTeH
CKPUHUMHI - ranakros3a, opoToBa K-Ha (xunepamoHemus); meq (bonect Ha Wilson), cnanoBa k-Ha;
0enesn Ha peHarnHa TybynapHa aucdyHkums (Lowe, Hartnup); aMmHokMcenuHmn (ammHoaumaypun),
BKM. TeCcT 3a (EHWIKETOHYPUSA, OPraHW4YyHn KucenuHu, cyndartngn, MyKononmsaxapuau,
onurosaxapvan, XOMOUMCTENH; KPpbE: 00N BMOXMMUYHN n3cneaBaHna u MeTabonuTeH CKPUHUHE
3a rnKo3a, KetoTena, ypes, aMoHsK (xunepamoHemum), AKP, nupyBsaT, nakrart, enekTponutu,
YepHOAPOOHN  (PyHKLUMM  (EH3UMM, XONecTepon, Tpurnuuepuau), Men, LepynonnasmuH;
exoepaghusi Ha cbpue, YepeH O0pob, 6bL6peyu. OO c neskoguctpodmm, nonmoancTpocum,
noaoCTpu 1 NepcucTmpaLLm eHuedanutu.

3a puarHocTuuupaHe Ha uepebenapHu pfereHepaTMBHM 3abonsiBaHus (cnuHoue-
pebenapHu, uepebenapHm u uepebpouepedbenapHu atakcuu): KT u MPT Ha rnaseH u
rpbbHavYeH MO3bK, FNUKBOPHO wu3cnegBaHe (obwo wu enekTtpodopesa, lg), mMuenorpadus;
BUPYCOMNOrM4YHU, CEepornornyHn mscrieasaHus 3a nyec, HIV; EEl;, EMIT; eBokupaHu noTteHuumanu
(ctBonosn cnyxosu El, 3putenHn EI, comaTtoceH30pHKU); OTOHEBPOSOMMYHO WU3CnenBaHe,
exorpacmsi Ha BbBbTPELUHW OpraHu, BK. exokapauorpadwus, Guoncus oT nepudepeH HepB u
MYCKYn; HEBPOBEreTONOorMyHO n3cnegsaHe; MMyHONOMMYHO M3CreaBaHe; reHeTUYHO u3crenBaHe.
00 c OLUMN-mankomo3sbyHa dpopma, neskoamnctpodumn.

3a gnarHocTuumpaHe Ha eKcTpanupamMuMaHu AereHepaTuBHU 3abonsiBaHUsA ¢ Havyano B
peTtckaTta Bb3pacT- KT u MPT Ha rmaBeH Mo3bk, nscnegsaHe Ha Cu B cepyM M ypuHa U TeCT C
KynpeHun, uepynonnasmuH, u3crnegsaHe Ha o6w, wn noHmsmpan Ca*+ (3a A0 c
xvnonapatmpeonaunsom), nukesop (3a O ¢ nogocTbp eHuedanuT), KPbBHU U BMOXMMUYHWN U3-
cnegBaHus, koarynaumoHeH npocdoun (3a OO ¢ npoteuH C-, S gedmumt, XomMoumUCTEUHYpUS),
n3cnenBaHust 3a CUCTEMEH BacCKynuT (aHTUNynycHuW aHtuTena, LE kneTku, aHTMKapAnOnmMnuHOBM
aHTutena (40 c aHTudpochonnuaeH CUHOPOMm).



3a pgunarHoctuuupaHe Ha ¢amunHa cnactuuyHa napannerua: MPT Ha rnaBeH u
rpbbHavyeH Mo3bk, KT Ha rnaBeH U rpbOHa4YeH MO3bK, JNIMKBOPHO M3cnenBaHe, FeHeTUYHO U
MOEKYNAPHO-TeHETUYHO M3cnegsaHe, metabonmsbm Ha BuT. B12; OO c OUMM, rpbbHayHo-
Mo3b4yeH obemeH npouec, B12 gedunumnt, neekoguctpodus

3a guarHoctuumpane Ha UM - KT Ha rmaBeH mo3bk, MPT (kopTukanHu gucnnasun), EET,
NCUXONOrMYHO n3cneaBaHe.

3a guarHocTtyuympaHe Ha “yMCTBEHa M30CTaHanocT”’ — NCUXONOrM4YHO uscrnegBaHe 3a
YTOUYHSIBaHe Ha CTeneHTa Ha ymcTBeHaTa nsocraHanoct, KT Ha rmaBeH Mo3bk, MPT Ha rnaBeH
MO3bK, METabONMUTEH CKPUHWHF, FreHETUYHWU unacrnepBaHus (umtoreHetndHn n/vinn OHK ananus),
Ceponoru4yHu mnscredBaHuMs 3a  [JokasBaHe Ha BpPOAEHW WHeKunn (UmMToMeranoBupycu,
TOoKconnasmo3a, xepnec un gap.), EErI.

NEYEHMUE:

Mpu neeskoauctTpocpum, nonuoauctpocdpum, OOMEeHHM eHuecpanonarTuun,
cnuHouepebenapHu pereHepauuu, AereHepaumum B 0OasanHUTe sApa  NeyeHWeTo e
CMMMTOMAaTU4HO 1 BKIOYBA:

HooTponHu cpencrBa.

AHTMEenuNenTU4YHM MeauKaMeHTU (Npy HeoBXOAMMOCT).

MeaukameHTM 3a NnoBNUsiBaHe Ha MYCKYJTHUA TOHYC (Npy HEOBX0ANMOCT).

Mpwu BB36YAa (Npu HeobxoanMoOCT):

o [lpn ekctpanupamuaeH cuHgpom - DOPA aroHuctmy n DOPA — cbabpxawm
MeaMKaMEHTMW.

Butamunu ot rpyna B, C.

OunxatenHa peaHMmauua - npu HeobxooMMOCT (Npv AUCMETaAbOoNUTHU eHuedanonaTuu,
enunenTryeH cTaTyc).

BopgHo-coneBa peaHnmaumsa (npy HEOH6XOANMOCT).

Kopekuussi Ha HapylweHusTa Ha  ankarHoO-KMCENMMHHOTO paBHoOBecue  (npwu
Heo6xoauMmocT).

Mpu xunepamoHemMusi: fie4yeHne B UHTEH3NBHO OTAENEHUEe Npu HeobXOAMMOCT 3a feveHne
Ha xurnepaMoHeMu4YHama Koma:

- Xemoguanuaa unu neputoHeanHa ananuaa.

[BuratenHa pexabunurauusa m msnotepanus.

6. NTOCTABAHE HA OKOHYATEJIHA AUATHO3A.



OxkoH4yaTenHaTa gnarHosa ce noctaBs Ha 6a3aTta Ha aHaMHEeCTUYHUTE AaHHU, COMATUYHUA Y
HEBPONOrMYHMA CTaTyC, NPOBEAEHUTE MNAPaKIIUHUYHMU W3CNEABaHUA W KIMHUYHMA XO4 Ha
3abonsBaHeTo. [marHo3aTta ‘“neekoducmpodgbusi” ce noctaBs Ha 0GasaTta Ha nporpecupaly
KBagpunapeTuyeH, uepebenapeH, JeMEHTEH enunenTuyYeH CMHApoM, ambnunonud, amasposa, MPT
AaHHW 32 AeMUENUHU3aUUSA, OAHHUTE OT METabONMUTHUA CKPUHUHT U EH3UMHUTE U3cneaBaHus, B
Hakon cnyydam n EMI gaHHM 3a cermMeHTHa AeMMennHM3aums, Kakto u oT buoncmsita OT MO3bK,
nepudepeH Hep. [duarHoszata “memabonumHa eHueghasionamusi’” ce nNocTaBss npu
rnocmeneHHoO rpoepecupaw; KsagpunapeTuyeH, LuepebenapeH, OeMeHTEeH W  enunentuyeH
CYHOPOM, 3pUTENHN HapYLUEeHWs, B HSAKOM Crlydaum CbYeTaH C XenaTo-CrniieHoMeranusi, KOCTHU
aHomanuu; peyudusupawiu npuUCMbHU CbCMOSHUS C KONIMYECTBEHN HapyLUEeHUs Ha Cb3HaHMETO,
aTakcusi, AOKa3BaHe Ha crneuuduyeH eHsMeH n meTabonuteH aedekt 4ype3 meTabonuteH
CKPUHWHI,  MOnekynapHo-6uonormyHn wmscnegsanusa. [lMMpu MPT ce pgokasBa HapylweHa
MUENUHU3aUms. OwnarHosaTta “uepebenapHm AereHepaTuBHU 3abonsBaHuA
(cnuHouepebenapHu, uepebenapHun u uUepebpouepebenapHu arakcum)” ce nocTaBa Ha
GasaTa Ha aHAMHECTUYHUTE [aHHW, COMaTUYHMA W HEBPOSOrMYEH CcTaTyc, MnpoBefeHuTe
nabopaTopHW n3crnenBaHns, HaNUYMETO Ha HacNeaCcTBEHOCT M KMMHUYHUSA Xo4 Ha 3abonsBaHeTo.
OuwarHozata  “4QUIM”: npn  Henporpecupal, HeBponorndeH  gecovunt  (MMpamMugHu,
eKkcTpanupamugHu, uepebenapHu yepexaanus), KT ¢ KUCTUYHKU, aTpOUYHM Ne3unun, areHe3un, npu
MPT - kopoBu Aucnnasuu, XeTepoTonuu, HapyleHo rupoobpasyBaHe u T.H. [mnarHosarta
‘YMCTBEHa M30CTaHarocCT’ ce NocTaBsa creq U3KMNYBaHe Ha gpyra npuynHa (gucmertabonurtHa)
3a CMHAPOM NpW ApYro OCHOBHO 3abonsBaHe.

7. AEXOCNUTAINU3ALUUA U ONPEOENAHE HA CNEABOJTHUYEH PEXUM.

[varHocTnyHu, neyebHM U pexabunutaumoHHM  OeVHOCTM M yCnyru  npwu
aexocnutanusauuaTa:

KOHTpOJ'I Ha 30paBHOTO CbCTOAHME Ha naumeHTa n MegununHCKO 3aKrtoveHune 3a nunca Ha
MeaNLMNHCKMN PUCK OT NMPUKIHOYBaAHE Ha OOMHNYHOTO NeYeHne Bb3 OCHOBA Ha OOEKTMBHU AaHHW 33
CTa6I/IJ'IVI3I/IpaHe Ha CbCTOAHNETO (KJ'II/IHI/I'-lHI/I n/vnun MeD,I/IKO-,EI,I/IaFHOCTI/I‘-IHI/I) n egHoO UM nose4ye oT
cnegHuUTe ycrnoBsus:

o anKﬂ}O‘-IBaHe Ha ANarHoCTn4HUA npouec 1 onpeaendaHe Ha TepaneBTUYEH MNiaH.

o CTa6|/|r|V|3|/|paHe Ha HEeBPOJ&IOrTMYHOTO M COMATUYHO CbLCTOAHME WUITN KOpEeKUUA Ha
HapyLlleHN XXU3HEHN NoKa3aTern.

Mpn naumeHTUTE C neBkogucTpodum, nonmoancTpodur, OOMEHHM eHuedanonaTum c
OnxaTenHn HapyLEeHNs U KONIMYECTBEHN HapYLLEHUS Ha Cb3HAHWNETO:

e rpeogonsiBaHe Ha AnxaTenHuTe pa3cTPONCTBa;
e Bb3CTaHOBSBaHE Ha Cb3HAHWETO;
e Kopekuusi Ha HapyweHuaTa B AKP 1 npy Bb3MOXHOCT Ha meTabonumama.

8. JOKYMEHTUPAHE HA OEMUHOCTUTE NO KNUMHUYHATA MBbTEKA

1. XOCMUTANMU3ALUUATA HA [NAUUEHTA ce pokymeHtMpa B “Ucmopus Ha
3abonsseaHemo” (N3) n B vact Il Ha ,HanpaeneHue 3a xocnumanu3ayus/nedyeHue o
ambynamopHu ripouedypu” (6n. M3 - H3OK Ne 7).

2. AOKYMEHTUPAHE HA AUATHOCTUYHO - NEMEBHUA AINMTOPUTDBM - B “Mcmopust
Ha 3abornsieaHemo”.

3. U3NMUCBAHETO/MPEBEXOAHETO KbM [OPYro JEYEBHO 3ABEOEHUE CE
OOKYMEHTUPA B:

- “icmopus Ha 3abonsieaHemo”;

- vact lll Ha ,HanpaeneHue 3a xocrnumanu3ayus/nedyeHue rno ambynamopHu rpouyedypu”
(651. M3 - H30K Ne 7);




- enukpmnsa — nosflydaBa ce cpelly nognuc Ha nauueHTa (poguTens/HacTtorHuKa), oTpaseH B
nN3.

4. OEKNAPAUMA 3A UHOPOPMUPAHO CBITIACUE — nognucea ce OT NauMeHTa
(poauTensa/HacTorHKKa) N e HepasaenHa YacT oT “Ucmopusi Ha 3abornsieaHemo”.

HOKYMEHT Ne 4
WH®OPMALIUA 3A MAUMEHTA (POOUTENA /HACTOMHUKA/NMOMEYUTENSA)

HacnepnctBeHuTe pereHepaTMBHM 3abonsiBaHMA Ha LeHTpanHaTa HepBHa cuctema C
Hayano B pJeTckaTta Bb3pacT (f1eskoducmpogbuu, rnonuoducmpogpuu, OezeHepayuu Ha
6aszanHume sA0pa, MasKOMO3bYHU U cruHouepebenapHu OezeHepayuu) W OOMEHHUTe
eHuedanonatMm wumaTt CxOA4HA KIWHWYHA XapakTepucTuKa: B nepuoda cnep paxagaHe, B
KbpMadecka 1 geTcka unm toHowecka Bb3pacT, ce pa3BmBaTt 6enesn Ha nporpecupalla yBpeaa Ha
LeHTpanHata HepBHA CUCTEMA CbC 3PUTENHM HapyLeHus, ynaabK Ha WHTENEeKTyanHoTO U
ABUraTenHo pasBuUTME, MPOMEHW B MYCKYIIHUSI TOHYC, HapylleHa KOOpAMHauusi, HEBOIEBO
TpenepeHe Ha pbLeTe, rMmaBaTta, O4HUTE AO6bMAKM, enunenTuYHn npunaabum. B HAKOM cnyyan Tesn
NposiBU Ce cbyeTaBaT C MYCKYSNHW aTpodmm nopagn NonnHeBponaTteH cMHAPOM, muonatus. lMpu
HSIKOM Jeua HeoBSACHMMUTE, MOBTapsiluM Ce enu3oan OT CbHIMBOCT, 3anvTaHe, TpenepeHe Ha
pbLeTe U OPYyrn NPOsIBU Ha HapylleHa KoopauHauus, NoBpbluaHe MoraT Aa ce npuymMHsBaTt OT
BpoaeH pgedekt B obmsaHata Ha BewectBaTa. [lpu dvact OT pgeuata c  onurogpeHust
(nHTEnekTyaneH ageduunt) CbLWO € Hanuue BpoaeH pedekT Ha meTabonmama Ha HAKOU
AMUHOKUCENNHWN, OPraHn4YyHn KucenwuHw, Bbriexuapatu. [Npu Hanndne Ha nogobHu Genean Ha
nporpecupaLLo yBpexaaHe Ha HepBHaATa CMCTEMa, KOMTO € Bb3MOXHO Aa ca HabntogaBaHu v npu
APYrM YNeHoBE Ha CEeMEWCTBOTO, MHOIO BEPOSiTHO € Ada Ce AuMarHoCTMuupa HacnegcTBEHO
aereHepaTnBHO 3abonsBaHe Ha HepBHaTa cuctemMa unm obMeHHa eHuedanonaTms.

INleBkogucTpocpmnte ce ObmkaT Ha reHeTMYHO oOycnoBeH AedeKT B CTpykTypaTa Ha
muenuHa. Obuwarta nm vyectota e okono 30/100 000. NpynupaT ce Bb3 OCHOBa Ha XMCTOXMMMUYHATA
XapakTepucTmka Ha MMENNHOBUTE AerpagaumoHHN NPOAYKTU Ha: agpeHoneBkoancTpodus, bonect
Ha Pelizeaus-Merzbacher, cnoHrnosHa gereHepaumnsa Ha 6an0To BellecTBo (6onect Ha Canavan),
bonect Ha Alexander, ©6onect Ha Krabbe (rmobyugoknerbyHa ckneposa). [lpotmyaTt c
nporpecupawLlo yBpeXxaaHe Ha [OBWKEHUsTa, KOOpAMHauuATa, 3pPEeHWETO, MWHTenekta u
enunenTUYHN NpunagbLUm.

Mpn nonmnogmucTpodmmnTe OereHepupatr MO3bYHUTE HeBpPOHWU. TakmBa ca CuHOPOM Ha
Alpers ¢ Mo3b4eH nupyBaTeH aenuunt, eHuedganommonaTmmte, BEposaTHO cuHapomMa Ha Rett.

CnuHouepebenapHaTa aereHepauusa (6onect Ha Friedreich) 3anoysa ot 4-7 r. Bb3pacT C
MOCTEMEHHO 3acurnBallo ce 3anuTaHe, ocobeHO Ha TbMHO W fedopmaums Ha cTbnanaTta,
rpbbHa4YHO u3kpmBsaBaHe. Npu Gonectta Ha Louis Barr, ocBeH NOCTENEHHO 3anuTaHe U 4ecTo
bonenyeaHe nopagu BpoaeH Aeomunt Ha MMyHOrnobynuHu, ce BuXaa paswmpsaBaHe Ha CbaoBe
Mo CKrepuTe B ounTe.

O6meHHUTe eHuedpanonaTum ce Ob/KaT Ha reHHW gedeKTn, npudmnHaBawm aeduumT Ha
eH3uMn nnn 6enTbun. Te ce pasgensit Bb3 OCHOBA Ha XapakTepHUTEe BUOXMMUYHM aBHOPMHOCTN:
pa3CTPOMCTBA Ha aMWHOKUCESTMHHUSA MeTabonvM3bMm; pascTpoMCTBa Ha OenTbyHUSA TPaHCMOopPT;
pa3CTpOMCTBA Ha BbrAexugpatHus MeTabonmsbM; OpraHuMyHu auugypum; 3abonssaHna C
HaTpynBaHWs B §NM3030MUTE; Pa3CTPOMCTBA Ha NUMNUAHUSA MeTabonmsbM; NEePOKCU3OMHM
pa3CcTponCTBa; amMuUHM  MUOKMOHYC enunencuu; nunugo3m OT  HEeu3BEeCTeH Mpomsxos;
pa3cTponcTBa Ha MeTabonuama Ha MeTanuTe; pPa3CTpoMCTBa Ha MYPUHOBUS U NMUPUMUOUHOB
meTabonuabm. YectotaTta nm e obio okono 40/ 100 000. inarHocTuumpat ce npu Hanuyme Ha:

1. Peyudueupawju enu3odu oT HapyLLEHNe Ha KOOPAUHALMATA, NOBULLEH MYCKYNEH TOHYC,
HapYLLEHWUA Ha Cb3HAHWETO OT CbHMMBOCT [0 KOMa UM HEOBSACHUMM MOBPbLLAHUS,



2. lMpoepecupaw,o yepexdaHe Ha LJHC, yBpexgaHe Ha OBWXKeHMsTa, KOOpAUHAUUATA,
3pEHNEeTO, YMCTBEHA W30CTaHAmNoCT, XapakTepHM OTKMOHEHMS B COMaTuU4HMA  CTaTyc
(an3mopduyHm Genesn, xenatomeranusi, CnneHomeranus), namosioausi 8 u3credsaHusma Ha
ypuHama (npu pascTpoucTBa B oOMsAHaTa Ha aMMHOKUCENUHUTE W BbrAexugpartuTe), Kpbema
(xvnepamoHemMus Npu pas3CTPONCTBA B YPENHUSA LMKbBIT; XUMOTMIMKEMUS; MHTEPMUTEHTHA auMaos3a;
MOBULIEH NakTaT M NUpyBaT, BKMN. B JIMKBOP, CEPYMHM XONeCTepos, nvnuau, men, nukodHa
KUCENWHA, CEPYMHW aMUHOKUCESNIMHWU W OPraHW4YHU KUCENWHW; CEePYMHU FU3030MHU EH3UMU
(apuncyndatasa A, B-ranakto3upgasa, XeKCoaMuHWAasa); famosio2usi fpu MUKPOCKONCKOMO,
6UOXUMUYHO U ynmpacmpyKmypHO u3criedgaHe Ha BUOMNCUYHM MaTepuanm OT MO3bK, nepudepeH
HepB (MMNMAao3n, NeBKOANCTPOUN).

HacnenctBeHnte n pgereHepaTvBHM 3abonsBaHMA Ha HepBHaTa cuctema n OBMeHHUTE
eHuedanonatun npoTnyaT C NOCTENEHHa Nporpecus 1 nporHosaTta e HebnaronpuaTHa. Nopagu
TOBa € MHOro BaXxHO Aa 6bae nocTaBeHa ToYHATa AuarHo3a, KoATo onpeaens u no-HatartbluHaTa
MpOrHo3a 3a XMBOTa Ha NaumeHTa.

HeTtckata uepe6bpanHa napanusa (OLUIM) e eguH Henporpecupaly, npouec, ¢ nunca Ha
BriOLLABaHE M C Bb3MOXHO nocTeneHHo nogobpexve Ha pyHkummTe. LM Bb3HMKBa B pe3ynTaTt Ha
yBpeXOaHUs Ha HepBHaTa CcUCTEMA OT pas3nMyHM akTopu no BpemMe Ha OpeMeHHOCTTa,
paxgaHeTo n B nepuoaa cnen paxagaHeto. MNpu QUM e Hanuue HeoBnagsiBaHe Ha ABuraTenHuTe
YMEHUsI B onpegeneHnTe 3a Bb3pacTTa CPOKOBe, HEMpoxoxaaHe Ha aeteto Ao 1 r. 3 meceua un
3abaBsiHe n3rpaxgaHeTo Ha OBUraTeriHM YMEHWsT; Npu YacT OT deuaTa ca Hanuue 1 enunenTudHn
npynagbumn N nHTEnekTyaneH aeuumT.

UHTenekTyaneH aedunumnt (onurocdpeHus), Hanuue owe oT paHHOTO AETCTBO, MOXe Ada €
pe3ynTtat OT XPOMO30OMHO 3abonsiBaHe, reHeTu4eH aedekT, ANY3HU UNN OTHULLHW CTPYKTYPHU
aHomManuMu Ha HepBHaTa cuctema, obmeHHa eHuedpanonaTus, BpOAEHaA WM WHTpaHaTanHa
nHdekuna Ha LUHC. Hsakom obMeHHWM eHuedanonatuu npegonpedensaT nporpecupal) xon Ha
3abonaBaHeTo, nopagn Koeto TpsibBa Aa ce M3BbpLIaT reHeTUYHUM mn3cnenBaHusi, OMOXMMUYEH
CKPVHWHT 1 HeBponzobpasasawum nacnegsaHus (KT/MPT).

3a nocrtaBsHe Ha TodHATa AuMarHo3a — OMpedesnieH TUM HacneacTBeHO AereHepaTyMBHO
3abonsiBaHe Ha HepBHaTa cuctema, obMeHHa eHuedanonaTus, onuUrodpeHns, ca Heobxoammm
NnepuognyHoO  HEBPOSIOrMYHO, COMATUYHO U MCUMXOMNOIMMYHO  M3CNedBaHe, Kakto U
BMCOKOCNeLmanmsanpadn nacnegsaHna - kKomniotbpHa Tomorpadumsa (KT) n marHUTHO-pe3oHaHcHa
TomMorpadua Ha rnaBeH Mmo3bK (MPT), NMKBOpHU M3cnenBaHusa, MeTabonuTHU uacrnenBaHusa 3a
AOKa3BaHe Ha xapakTepeH 6uoxmmmnyeH aedeKkT B maTepuanu OT KPbB, YPWHA; FEHEeTUYHU
na3crnenBaHus, BKITIOUUTESNTHO MOMEKyNapHo-6uonornyHn nscneasanms dpes AHK ananuma.



Bcako oT Tesu uscnegBaHus € MHOMO BaXHO M HeobxoAMMO 3a AmarHoctuumpaHe Ha
3abonaBaHeTO, a U3SCHABAHETO Ha TOYHUS BuoxMmmyeH aedbekT e BaKeH 3a onpefensHe Ha
Bb3MOXHa [MeTa W orpaHvyaBaHe pas3BUTMETO Ha 3abonsBaHeTo. WM3cnepBaHusiTa umar
cneungunyHa nHOPMATUBHOCT 3a NocTaBaHe Ha guarHosaTta: KT Ha rmaBeH MO3BLK MOXe Aa
pasKkpue 30HU Ha yBpeXxdaHe Ha Mo3bka unu obuwa mosbyHa atpodums. MPT Ha rmaBeH MO3bK
paskpuBa 60n1eCTHN NPOMeHM B BSNOTO BELLECTBO NPW NIEBKOAUCTPOUNTE N B CUBOTO BELLIECTBO.
MpeansBvKkaHUTE 3PUTENHU U CITYXOBU NOTEHUManNM ca NpoMeHeHU npu 3acsaraHe Ha 3peHUeTo
n cnyxa. BuoxumnyHuTe nMlcneaBaHUa Ha KPbB, NIMKBOP M YpPUHA Ca BaXHW 3a NOCTaBsHe Ha
anarHosaTa obmeHHa eHuedanonaTtus, 3awoTo NpuM BPOAEHU E€H3UMHWU AedekTn ce HaTpynsaT
MOBULLUEHM KONMUYecTBa Ha onpegerneHn meTtabonutn, KOUMTO He ce pasrpaxgaT no-HaTaTbk.
IlukBopHOTO M3cneaBaHe Ha MaTtepuan OT rPbOHAYHO-MO3bYHA TEYHOCT pasKpuBa yBeNUYeH
6enTbK Npu NeBKOANCTPOUNTE, N HEMPOMEHEHN rama-rnodynnHn 1 MMyHOrnobynmHKU, KOUTo ce
yBenuyaBaT nMpu MO3bYHM Bb3naneHusi. MeTaGonUTHUA CKPUHMHI OT KPbB W  YypuHa
anarHoctuumpa onpegeneH metabonuteH pedekt. EH3MMHMTE m3cneaBaHMA C JaHHM 3a
CHWXKeHa cepyMHa apuncyndarasa A cnyxaT 3a guarHoctuuMpaHe Ha MeTaxpomaTudHa
neeskoanCTpodus, a CHWXKeHa ranakrouepebposng B-ranakrosvgasa - neBkoaUCTpoua Tun
Kpabe. NMpu HAKon oT HacneacTBeHuTe 3abonseannsa, Ypes AHK aHanu3 ce gokasea To4YeH reHeH
nedekT, KOeTo € BaXHO TMpuM nNnaHupaHe Ha HOBM OpPEMEHHOCTM B CEMEWNCTBOTO.
BupyconornyHute uscneaBaHusl Ha MaTepuann OT CEpPyM U NIMKBOP CRyXXaT 3a OTXBbPJISHE Ha
BpOAEH WM XpoHuYeH eHuedanut. EEI, EMI wu3cneaBaHuATa ca nNPOMEHEHM Npu
noniMHeBponaTna WM MuonaTud, KOMTO MoraT fa CbAbTCTBAT MO3bYHUTE [AereHepaTuBHU
3abonaBaHMa U 06MeHHUTEe eHuedanonatui. Buoncua Ha Mo3bK, MycKyn, nepudepeH Heps.,
KOXa 1 natoMopdosniorMyHuTe mnscnegBaHus ¢ XMCTOXMMUS, eNEeKTPOHHa MUKPOCKOMUS Ha Tesu
CTPYKTYPU € €AMHCTBEH HayMH 3a AMarHoCTUUMpaHe Ha HAKoM neBkoaucTpodmm n obmeHHu
eHuedanonatun. Exorpacdmara Ha cbpue, yepeH p[pob, 6bbpeum e Heobxoguma npu
FMIMKOreHo3n N HAKOM 0OMEeHHW eHuedanonaTnm, Npy KOUTO Ce HaTpynBaT BELLECTBA U B KNETKUTE
Ha YyepHus 4pob 1 cneskara.

NEYEHMUE: Tlpu HsKOM OT HacneacTBeHUTE MO3bYHM [JereHepaumm UM obmMeHHuTe
eHuedanonatum ce npoBexaa naToreHeTUYHO NedeHne ¢ gueTa, orpaHuMyaBalla npuema Ha
onpegeneHn BewecTtBa (OMETUYHU XpaHK). OMETUYHUAT peXum e C pasnudeH nevebeH ycnex
npu pasnuyHute 3abonseaHusa. AOBCONOTHO HeobxoouMMO €  chnasBaHeTo My  npu
DEHUNKETOHYPUATA, XunepamoHeMumnTe, ranaktasHua gedouumt. OrpaHudeHndaTa B guetarta Ha
ObNrOBEPMIKHUTE MACTHU KUCENUHU He € CUrypHo nedyeHne. CMMNTOMATUYHOTO neYeHue
BKMOYBA aHTUENUNENTUYHM CPeacTBa, MeANKaMEHTU CpeLly cnacTuumteTa, HOOTPOMHU CpeacTBa
(MMpamemMm, TaHakaH, aMWHOKUCENWHW), aHKCUONUTUUM npu Bb3Oyaa, €peTMdHO MoBefeHuE;
aBuratenHa pexabunutaumss ¢ uen nogobpsiBaHe Ha enunenTUYHWS CUHAPOM, MNOBULLEHUAT
MYCKYNeH TOHYC U MHTeneKTyanHaTa gerpagaumsi.

MopobHo e n nevyeHmero npu AUM: aHTMenunenTnyHM cpeacTtsa (NpU HeoBXOAMMOCT),
MeAMKaMeHTU cpely cnacTuuMTeTa, HOOTPOMHW CPeacTBa, aHkcuonutuuu npu  Bb3byaa,
cucTeMHa asuratenHa pexabunutauusa. Mpu onurodpeHunTe nevyeHMeTo BKIHYBA HOOTPOMHM
MeOMKaMeHTW, aHKCUonuTuun npu Heobxogumoct. bonHute ¢ OUIM u onurodpenna morat ga
Obaat obyyaBaHu cnopepf koeduLMEeHTa Ha UHTENUIEHTHOCT C Len Aa ce OCbLUEeCTBU coumanHa
WHTerpaums.



HacneacTtBeHUTe MOTOPHU UM CEH3OPHU HeBponaTuM, MUOMAaTUKM, MPOrpPecUBHU
MYCKYJNHU AUCTPOUM ca ronemMm rpynn OT KNMHUYHO U FeHETUYHO XEeTeporeHHU 3abonsBaHus.
Bcsiko OT TX ce OAbIMKM Ha reHeTudeH OedekT, yHacrneaeH OoT poauTenvTe UNM Bb3HMKHAN 3a
NMbPBU MbT Y cCamMnsa NaUMEHT, Ma XapakTepHa naTtoreHe3a U OTHOCUTENHO crneunduyeH KMMHUYeH
deHoTun. O6LWOTO 3a Te3n 3abonsBaHMs e, Ye Te ce XxapakTepuampar ¢ nporpecupaiia MyckynHa
cnaGocT, BoAelwa 00 WHBanuAM3auus M HamaneHa NPOABLIMKUTENHOCT Ha XMBOTa. TOYHOTO
AvarHocTuuMpaHe Ha Te3n 3abonsBaHMs W3MCKBA M3MON3BaHETO Ha peauua  KIMHWUYHMK,
HEeBPOMM3NONOrMYHKN, HeBPOM30OpassiBal, HEBPOMNaTONOMMYHM U MONEKYNSIPHO-FeHETUYHM
nscneasaHus. JleyeHMeTo e CUMNTOMAaTUYHO 1 ce u3passiBa rMaBHO B NpUnaraHeTo Ha ABuraTenHa
pexabunuTauus 1 CcTMMynupalla Tepanuss C BUTaMUHW, aHaboNMHM M aHTUXONUHeCTepasHU
cpeactea. MNpu noseyeTo 60MHM C HEBPOMYCKYIHU 3a60MsiBaHNSA CbLLO Ca BaXXHW opToneandHuUTe
KOPEKLMN 1 HOCEHETO Ha creuunanHy NOMOLLHM CbOPBXEHUS, KaKTO U XpaHUTENHUSA pexnm. KaTo
LUAMNO IeYyeHMeTo Ha Te3an OonmHM uenu 3abaBsAHe Ha UWHBanNMAusauusTa U nogobpsisaHe
KayeCTBOTO UM Ha XXMBOT.

[MocTaBAHETO Ha TOYHA reHeTU4Ha AMarHo3a Ha To3W eTan MMa Mo-roNsMo 3HavyeHue 3a
POOHNHMTE Ha BONHWS, OTKOMKOTO 3a cCamus NaumeHT. Ta cb3gaBa Bb3MOXHOCTM 3a U3MON3BaHETO
Ha MeToauTe Ha NpeHaTanHa guarHocTuKa B Te3n cCeMencTBa C orfneq HegonyckaHe paxaaHeTo Ha
HOBM BOSTHU C TEXKO MHBaNMAn3MpaLy HEBPOMYCKYIHM 3abonsBaHus.

Mankomo3b4yHa aTakcusi — pasHoOpoA4Ha rpyna OT HeBpoaereHepaTyBHW 3abonsBaHus.
XapakTepusmpaT ce MaBHO C pas3CTPOMCTBO Ha (PYHKUMUTE Ha Mankms MO3bK: HapylleHue B
paBHOBECMETO, MOXOAKaTa U KoopAnHaumaTa Ha ABwxkeHuaTa. Morat ga ce npubaBsaT U CUMATOMMU
W3BbH HapylLleHaTa KoOpAMHauus, B pe3ynTaT Ha yBpexgaHe Ha BPb3KUTE Ha Mankma MO3bK C
ApyrM CTPYKTYpu Ha HepBHata cuctema. [lpotuyat 6aBHO, XPOHMYHO, Bb3MOXHa €
HacneacTBEHOCT NMpu YacT OT GonHuTe.



