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

KN Ne 58.2 AUATHOCTUKA U NEYEHWUE HA HACJIIEACTBEHU U

AETEHEPATUBHU 3ABONNIABAHNA HA HEPBHATA CUCTEMA,

3ACArAWLN LUHC C HAYAJIO B AETCKA Bb3PACT NPU NNNLUA
nog 18 roanHH

1.MunHnmManeH 6onHUYEeH NpecTon - 5 AHK

2.1 KOOOBE HA BOJIECTU NO MKB-10

Pa3ctpoinctBa Ha o6MsiHaTa Ha aMUHOKUCENIMHUTE C Pa3K/IOHEeHa Bepura U Ha MacTHUTe Kuce-
JIMHU
E71.3 Pa3cTponcTBO Ha OOMsIHaTa Ha MacTHUTE KUCETTUHMU
AppeHoneBkoguctpodusi [Addison-Schilder]
HeduunTt Ha MycKynHaTa KapHUTUH-NanMUTUNTpaHcgepasa
He eknmroyega: 6Gonect Ha Refsum (G60.1)
©onect Ha Schilder (G37.0)
cvHApom Ha Zellweger (Q87.8)

Pa3ctponctBa Ha o6msHata Ha cdwuHronunuaute 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

BonecT Ha:

* Fabry(-Anderson)

* Gaucher

* Krabbe

¢ Niemann-Pick

CwuHgpom Ha Farber

MeTtaxpomaTtndHa neskognucTpousi

Hepoumbk Ha cyndaTtasa

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

Bonect Ha:

* Batten

» Bielschowsky-Jansky

e Kufs

* Spielmeyer-Vogt

E83.0 PascTponcrtBa Ha oomMsAHaTa Ha MeaTa
Bonect Ha Wilson

Jleka ymcTBeHa nsocraHanoct

F70.0 NNeka ymcTBeHa uM30CTaHaNOCT, HAMa HapyleHuWe MuNM € Hanuue MWUHUMArHO
HapyleHue Ha NnoBeAeHUETo
MpnbnuantenHute HUBa Ha |Q (MHTeneKkTyanHWs KBOTUEHT) ca B rpaHuunTe mexay 50 n 69
(Mpy BB3paCTHM nvua ToBa OTroBapsd Ha yMCTBeHa Bb3pacT oT 9 go 12 roguHu). Nma
BEPOSATHOCT Aa AOBede [0 nosBaTa Ha M3BECTHU OOyuuTenHu 3aTpygHEHUs B ydumnuLie.
MHOro oT Bb3pacTHMTE Ca B CbCTOSHME Aa paboTAaT v noggabpxaT Aobpu coumanHu
B3aVMOOTHOLLEHUS 1 Aa ca OT Non3a 3a obLecTBoTO.

Bknroyea: cnaboymue
neka ymcTBeHa HeJOCTaTbYyHOCT
F70.1 Jleka ymcTBeHa M3ocTtaHasiocT, 3Ha4YUTESTHO HapyLeHue Ha NOBeAEeHMETO, M3MCKBALLO

rPVKU UNK neyveHune
MpnbnuantenHute HUBa Ha |Q (MHTeneKkTyanHWs KBOTUEHT) ca B rpaHuunTe mexay 50 n 69
(Mpu BB3pACTHWM NnuMLUa TOBa OTroBaps Ha ymcTBeHa Bb3pacT oT 9 go 12 roguHu). Vima




F70.8

BEpPOATHOCT Ja JoBede A0 nosiBaTta Ha M3BECTHU ObydnTenHu 3aTpyoHEeHUs B yuyunuile.
MHoOro ot Bb3pacTHMUTE Ca B CbCTOsiHME Aa paboTaT u nogabpxaT gobpu coumanHu
B3aMMOOTHOLLEHWNS W Aa ca OT nonsa 3a 06LecTBoTO.
Bknroyea: cnaboymue

neka ymcTBeHa HeJOCTaTb4yHOCT
INeka ymcTBeHa nsoctaHanocT, ApPyro HapylieHue Ha NoBeAeHUeTo
MpubnuanTenHnTe HUBa Ha IQ (MHTEeneKkTyanHus KBOTMEHT) ca B rpaHunumTte 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 OOyuYuTenHW 3aTpygHEHMS B ydunuLie.
MHOro oT Bb3pacTHMTE cCa B CbCTOSHME Aa paboTAaT v nogabpxaT Aobpu coumanHu
B3aMMOOTHOLLEHWS U Aa ca OT nonsa 3a o6LwecTBoTO.
Bknroyea: cnaboymue

neka ymcTBeHa HeOCTaTb4yHOCT

YmMepeHa ymcTBeHa U30CTaHanocT

F71.0

F71.1

F71.8

YmMepeHa yMcCTBeHa WM30CTaHanocT, HAMa HapylleHWe WU € Hanvue MUHUMalHO
HapylweHue Ha NnoBegeHNeTo

MpnbnunsntenHuTe HMBa Ha IQ ca B rpaHuumTe mexay 35 n 49 (npyn Bb3pacTHM Nuua ToBa
OTroBapsi Ha yMCTBEeHa Bb3pacT OT 6 o 9 roguHu). Mima BepoATHOCT da JoBede Ao
3Ha4YMTErNHO M30CcTaBaHe B pa3BUTUETO B AETCTBOTO, HO FOfsiMa 4acT OT 3acerHatuTe morat
Ja YCBOAT HSAKOM HaBULM 3a camooOcnyxBaHe, aJeKkBaTHM YMEHUs1 Oa YycTaHoBABaT
KOHTaKTU N eNeMEHTapHN YYUIULLHM NOCTMKEHNs. Bb3pacTHUTe 0OMKHOBEHO MMaT HyXaa
OT pasnu4yHa cTeneH Ha nogkpena B 6uta n Ha paboTHOTO MSACTO.

Bknroysa: yMepeHa yMCTBEHa HeJoCTaTbYyHOCT

YMmepeHa yMcTBeHa MW30CTaHasloCT, 3Ha4UTesIHO HapylleHue Ha TMoBeAeHMueTo,
M3NCKBALLO FPUXWN UMK NevyeHne

MpubnusntenHnte HMBa Ha |Q ca B rpaHuumTe mexay 35 n 49 (Npu Bb3pacTHW nuua ToBa
OTroBapsi Ha yMmcTBeHa Bb3pacT OT 6 Ao 9 roguHu). Mima BepoATHOCT ga gosede Ao
3Ha4MTenHO n3ocTaBaHe B pa3BUTUETO B AETCTBOTO, HO rofisiMa 4acT OT 3acerHatuTte morat
Oa YCBOAT HSKOM HaBULM 3a camooOCnyXBaHe, adekBaTHWM YMEHWst da ycTaHoBsiBaT
KOHTaKTU N eNeMEHTapHU YYUIULLHM NOCTMKEHNs. Bb3pacTHUTe 0OMKHOBEHO MMaT HyXaa
OT pasnu4yHa CcTeneH Ha nogkpena B 6uta n Ha paboTHOTO MSACTO.

Bknroyea: yMepeHa yMCTBEHa HeoCTaTb4yHOCT

YMepeHa ymCTBEHa M30CTaHaNoCT, APYro HapylleHne Ha NoBeAeHNeTO
Mpubnuantennnte HMBa Ha IQ ca B rpaHuumTe Mexay 35 n 49 (Npu Bb3pacTHM Nuua ToBa
OTroBapsi Ha yMmcTBeHa Bb3pacT OT 6 Ao 9 roguHu). Mima BepoATHOCT ga gosede Ao
3Ha4MTenHO n3ocTaBaHe B pa3BUTUETO B AETCTBOTO, HO rofisiMa 4acT OT 3acerHatuTte morat
Oa YCBOAT HSAKOM HaBuLM 3a camooObcnyxBaHe, adeKkBaTHM YMEHWs da ycTaHoBsiBaT
KOHTaKTU N eNeMEHTapHM YUYUITULLHN NOCTUXEHUS. Bb3pacTHNTe OOMKHOBEHO UMAaT HyXaa
OT pas3nuyHa CTeneH Ha noakpena B 6uTa u Ha paboTHOTO MSACTO.

Bknroyea: yMepeHa yMCTBEeHa HeOCTaTb4yHOCT

TexKa yMCTBeHa U30CTaHANOCT

F72.0

F72.1

F72.8

Texxka yMCTBEHa M30CTaHANOCT, HsIMa HapyweHWe WU e Hanuue MWHUMAITHO
HapyLieHue Ha NoBeAeHNeTo

Mpubnuantennnte HMBa Ha IQ ca B rpaHuumTe Mmexay 20 n 34 (Npu Bb3pacTHM Nuua ToBa
OTroBapsi Ha ymMCTBeHa Bb3pacT oT 3 Ao 6 roguHun). ima BepoATHOCT Aa AoBeae [0 TpanHa
Hy>K[a OT nogkpena 3a (pyHKLMOHUPaHE.

Bknroyea: TEXKa YMCTBEHA HEJOCTATbYHOCT

Texka yMcTBEHa W30CTaHanocCT, 3Ha4YUTeNHO HapylweHue Ha NoBeAeHUueTo,
M3UCKBALLO FPUXWN UMK NevyeHne

Mpubnusntennute HMBa Ha |Q ca B rpaHuumTe mexay 20 n 34 (Npu Bb3pacTHM nvua ToBa
OTroBapsi Ha yMCTBeHa Bb3pacT oT 3 Ao 6 roauHu). Mima BepodATHOCT Aa AoBefe 40 TpanHa
Hyka OT noakpena 3a PyHKUMOHUPaHe.

Bknroyea: TeXKa YMCTBEHa HeJoCTaTbYyHOCT

TexKa yMCTBEeHa M30CTaHarnocCT, APYyro HapyleHne Ha NoBeAeHNeTo
MpubnuantenHnte HMBa Ha IQ ca B rpaHuumTe Mmexay 20 n 34 (Npu Bb3pacTHM Nuua ToBa
OTroBapsi Ha yMCTBEeHa Bb3pacT oT 3 A0 6 roauHun). Mima BepodATHOCT Aa foBefe 40 TpanHa
Hy)X[a OT nogkpena 3a pyHKLMOHMPaHeE.

Bknroyea: TEXKa YMCTBEHA HEJOCTATbYHOCT

Obn6oka yMCTBeHA U3ocTaHanocTt

F73.0

Obn6oka yMCTBéHa M30CTaHanocCT, HAMa HapyuweHue unun e Hanuvue MWHUMaInHo




F73.1

F73.8

HapyLleHne Ha NnoBeAeHMeTo
IQ e noa 20 (Npy Bb3pacTHWU nuua TOBa OTrOBapsl HA YMCTBEHA Bb3pacT noA 3 roguHm).
Boan OO0 Texku orpaHuMdeHusi B CMOCODOHOCTTa 3a camooOcnyXBaHe, 3a KOHTPON Ha
Tas3oBWTe pe3epBoapu, 3a obLiyBaHe 1 ABuratenHa AenHocCT.

Bknroyea: Abnboka ymcTBEHa HeJOCTaTbYHOCT

Abn6oka ymMcTBeHa W30CTaHanocT, 3HA4YUTENIHO HapyleHue Ha noBeAeHUeTo,
M3UCKBALLO FPUXWN UMK NevyeHne

IQ e noa 20 (npy Bb3pacTHU nuua ToBa OTrOBaps Ha YMCTBEHa Bb3pacT nof 3 roauHu).
Boam po Texku orpaHuueHust B CrnocobHOcTTa 3a camoobcenyxBaHe, 3a KOHTPON Ha
Ta3oBWTE pe3epBoapu, 3a obLlyBaHe 1 ABUraTenHa 4enHocT.

Bkntoysa: Abnboka yMCcTBEHA HEAOCTATBLYHOCT

Abn6oka ymcTBeHa N30CTaHanocT, APYro HapyLieHue Ha NoBeAeHNeTo

IQ e nog 20 (npu Bb3paCcTHM nuua TOBa OTroBaps Ha yMCTBEHa Bb3pacT Noa 3 roguHu).
Boon OO0 Texkum orpaHu4eHus B CNOCOOHOCTTa 3a camoobcernyxBaHe, 3a KOHTPOM Ha
Tas3oBWTe pe3epBoapu, 3a obLlyBaHe 1 ABuUratenHa A4enHocCT.

Bknroyea: Abnboka ymcTBEHa HeJOCTaTbYHOCT

CneumncdmyHu pa3cTporcTBa B pa3BUTUETO Ha peyTa M e3uka

F80.3

Mpupobuta adasusa c enunencusa [cuHapom Ha Landau-Kleffner]

PascTponcTBo, npu KOeTo AETeTo, crnej NMbpBOHaYanHO HOPMAnHO pa3BUTME Ha €3UKa,
3arybBa KakTO peLenTMBHWUTE, Taka W EKCNPECUBHUTE CUM PEYEBU YMEHMS, HO 3anas3sa
obwusa cm nHTenekT. HavyanoTto Ha pascTPOMCTBOTO € CbMPOBOAEHO C NapokcuamanHa EEN
aKTMBHOCT M B MOBEYETO OT cfy4yaute — M C enunenTuyHuM npunagsuu. Havanoto
0OMKHOBEHO € Mexay Tpu- U Ce4eMrofuviliHa Bb3pacT, KaTo 3arybata Ha yMeHust HacTbnBa
3a HSAKOIKO OHWM unn cegmMmuuu. Bpb3kata BbB BpeMeTo Mexay nosiBata Ha npunagbuuTe U
3arybata Ha e3nka e TBbpAe NMPOMEHNMBA, KaTo €AHOTO MOXe Aa npegxoxaa ApYyroTo B
pa3CTosiHME Ha HSIKONKO Mecela A0 ABe roanHun. Kato Bb3MOXHa NpuMyMHa 3a nosisata Ha
TOBa pa3CTPOMCTBO Ce npeanornara Bb3nanvTeneH npouec B rnaBHUs Mo3bKk. Okono gee-
TPeTU OT NauueHTUTEe ocTaBaT C NO-CUSIHO UM no-criabo m3paseH cepuoseH geduuunT B
peuenTMBHATa peu.

F82 CneuundmyHmu pascTpomcTBa B pa3BMTUETO Ha ABUratenHata pyHKuua
Pa3cTpoincTBO, NMpu KOETO OTNUYUTENHUAT MPU3HAK € CEPUO3HO HapylleHMe B pas3BUTUETO Ha

F83

JBuratenHaTa KoopauHauus, KOeTo He MoXe da ce 0BsiCHM camMo C 00WoO YMCTBEHO
n3octaBaHe WM C HSAKAKBO CcneumduyHO BPOAEHO MMM NpPUMAOOMTO HEBPOSIOTMYHO
pascTponcTBo. HesaBucMMO OT TOBa, B MOBEYETO Clyv4an BHMMATENHOTO KMAMHUYHO
n3crefBaHe MokasBa nogyepTaHa He3psnocT B Pa3BUTUETO Ha HEpBHATa cUCTEMa KaTo
XOpendopMHU OBWXKEHUS Ha KpanHULUTE UMW ornedanHu OBWXKEHUs U Apyrn acouumpaHmi
apuratenHun ocobeHocTn, KaktTo M 0Genesn Ha nowa d¢uHa n obuwa AaBuraTenHa
KoopauHaums.

CuHgpom Ha getcka TpoOMaBoCT

Cebp3aHo(-a) ¢ pa3BUTUETO:

* pa3CTPOMCTBO Ha KoopAuHaLMsATa

e aucrpakcus

He sknroyga: abHOpPMHOCTW B Noxoakata unu noasmxkHocTtTa (R26.—)
nunca Ha koopauHaums (R27.0)

* KaToO pe3ynTaTt OT ymcTBeHa nsoctaHanoct (F70—F79)

CmeceHM cneunduryHM pascTporMcTBa B NCUXONOrMYHOTO pasBuTHe

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

pa3CTPOWCTBA Ha peyTa U e3nKa UMK Ha YYUITULLHUTE YMEHUS U ABUraTenHata yHKLUus, HO
HWTO edHO OT Te3n pa3CcTponcTBa He npeobnagaBa AOCTATbYHO Hag OCTaHanuTe, 3a Aa
obocHoBe OCHOBHaTa AguarHosa. Ta3un cMeceHa kaTeropus crnefsa fa ce M3nomnssa, camo
Korato mMma ronsiMo MpunokpmMBaHe Mexgy BCUYKM Te3n crneumduyHn pascTponcTea B
pa3BuTeTo. Te3n pa3cTponcTBa ce CBbp3BaT OOMKHOBEHO C M3BECTHa CTerneH Ha o6Lo
HapyLleHne Ha KOTHUTMBHUTE byHKUMK, HO TOBa He BMHaru ce Habnmogasa. ETo 3awo, tasu
pybpuka crnefisa fa ce U3Mnon3ea B ClyyanTe, KoraTto ca Hanmue AUCHYHKLUW, OTroBapsLLm
Ha AMarHOCTMYHMTE KpuTepum 3a ase unum noseve pybpuku ot: F80.—, F81.— 1 F82.




HacneacreeHa atakcus
He eknroysa: HacnegcTBeHa v uguonaTtnyHa Hesponatus (G60.—)
AeTcka uepebpanHa napanusa (G80.—)
pa3cTponcTBa Ha obmMsHaTa Ha BellecTBaTa (E70—E90)
G111 PaHHa Mankomo3b4Ha aTakcus
3abenexka: 3anoyBa obukHoBeHO npean 20-rogviiHa BbL3pacT.
PaHHa MankoMo3byHa aTakcus C:
* eceHuunaneH Tpemop
* MUOKMOHWUK [aTakcus Ha Hunt]
* 3anaseHn CyXOXWUIHW pedrekcu
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 HacneactBeHa cnacTu4yHa napannerus
G11.8  [Opyra HacneacTBeHa aTakcus

Opyru gereHepaTMBHU 6onecTu Ha 6a3anHWUTe raHrNuu

He ekmnroyea: MynTucuctemHa gereHepaums (G90.3)

G23.0 BonecT Ha Hallervorden-Spatz
MurmMeHTHa nanuaapHa gereHepaums

G23.8 Opyrv yTouyHeHu gereHepaTuBHM 60necT Ha 6a3anHUTe raHrnuu
BkanusieaHe Ha 6a3anHuTe raHrnmMm

QVICTOH nsa

G241 WpnonatuyHa dpamunHa guCToHus
MaononaTtuyHa auctoHus bOY
G24.2 Uavonatu4yHa HecphamunHa AUCTOHUA

Opyrv gereHepaTuBHU 6051eCTU Ha HEPBHaTa cucTema, Heknacudmumpaiu gpyrage
G31.8 Opyrn yTouHeHu gereHepaTuBHU 6051ecTM Ha HEpBHaTa cucTtema
[ereHepaLmsa Ha cMBOTO BeLLeCTBO [bonecT Ha Alpers]
MopocTpa HekpoTusmpalla eHuedanonaTtus [6onect Ha Leigh]

DeTcka uepebpanHa napanusa

Bkrroyea: Oonecrt Ha Little

He ekrnroysa: HacreacTBeHa cnactudHa napannerus (G11.4)

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

G80.1 CnactnyHa gunnerus

G80.2 [Netcka xemunnerus

G80.3 [OuckuMHeTMuYHa UepebpanHa napanusa
ATteTomaHa uepebpanHa napanmsa

G80.4 ArakTM4yHa uepebpanHa napanusa

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

Xemunnerus

3abenexka: Ta3u pybpuka cnegBa Aa ce U3NON3Ba 3a MbPBUYHO KoAgMpaHe camo
ToraBa, Korato 3a xemunnerusta (nbnHa) (HenbnHa) ce cboOliaBa 6e3 pgonbI-
HUTeNNHO yTOYHABaHe WUJIM Ce NOTBbLpXAaBa, 4Ye TA e yCTaHOBeHa oTAaaBHa, Uiu
CbliecTByBa MPOALIMKUTENIHO BpemMe, HO HeWHaTa FMpPUYMHA € HeyTOYHeHa.
Py6pukaTa ce nsanonsea cbllo Npyu KogupaHe No MHOXECTBO NPUYUHM 32 uAeHTUDMU-
LMpaHe Ha TMNa xeMunnerus, npean3BUKaHa oT BCsKaKBa NpUYnHa.

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

G 81.1 CnactnyHa xemunnerus




Mapannerus v TeTpannerus

3abenexka: Ta3un pybpuka cnegBa Aa ce M3Non3Ba 3a NMbPBUYHO KogupaHe caMo
ToraBa, Korato 3a CbCTOSIHUATA ce cbob6waBa 6e3 AONbLIIHUTENHO YTOYHsIBaHe MNnu
ce NOTBbLpPXKAaBa, Ye Te ca yCTaHOBEHM OTAAaBHA, UMK CbLeCTBYBAT NPOABLITKUTENHO
Bpeme, HO TsIXHaTa MpPUMYMHA e HeyTOouHeHa. PyGpukata ce mM3nonsBa CbLO Npwu
KoaupaHe no MHOXeCTBO MPUYMHUN 3a VI.quTVICbVILIVIpaHe Ha Te3n CBHCTOAHUA,
npeAau3BUKaHW OT BCAKaKBa NpUYMHa.

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

G 82.1 Cnactu4Ha napannerus

KOOOBE HA OCHOBHM MNPOLEAYPU
2.2 OCHOBHU OUATHOCTUYHU NPOLIEOYPU

Jlymb6anHa nyHKuua

39000-00 JlymbBanHa nyHKums

CnuHamHa MyHKIUS

ﬂpyrw AWarHoCTu4YHM O4YHU TeCToBe, U3MepBaHUA U n3crnegBaHus

11212-00 WM3cnepgBaHe HaA OYHO ABHO

Bxntousa: ~ BEHO3HO HH)KEKTHUpaHE Ha Oarpuio
o TaTIMOCKOTIHS

Buoncusa Ha ApYyrY MyCKYITHO-CKENeTHU TOYKMN

30075-01  Buoncus Ha MekM TbKaHW
Brousa: Oypca
dbacuus
MYCKYJI
CYXOKHUITHE

KomMmnioTbpHa ToMmorpadms Ha MO3bK

KommrorspHa ToMOrpadus Ha rnasa b/IY

He gxou6a: KOMITIOTBPHA TOMOTpaQus:
* ipu cupaHa aaruorpadus (57350 [1966])
[PU CKaHUPaHE Ha!
* rppaeH xom (57001, 57007 [1957])
* u xopem (57001-01, 57007-01 [1957])
* IMIIEBa KOCT U OKOJIOHOCeH cuHyc (56030-00, 56036-00 [1956])
* cpeaHo yxo u Temmnopanna koct (56016-02, 56016-03, 56016-06, 56016-07 [1955])
* opbuTa (56013-02, 56013-03 [1954])
* uTyuTapHa sMka (56010-02, 56010-03 [1953])

56001-00 KomnwoTbpHa TOMOrpadusa Ha MO3bK

56007-00 KomnwoTbpHa TomMorpadust Ha MO3bK C MUHTPABEHO3HA KOHTPAcTHa MaTepus
KOMHIOTLpHa TOMOFpa(I)I/ISI Ha MO3BK 663, CJIeZI TOBAa C BEHO3CH KOHTPACT

MarHuTHO pe3oHaHceH obpa3

90901-00 MarHuTHO pe3oHaHCcHa Tomorpadus Ha MO3bK
He sxnousa: (HyHKIIMOHAIHO MAarHUTHO PE30HAHCHO M3cieaBaHe Ha MO3bK (90901-09 [20157])




EnektpoeHuedanorpadwms [EEI]

11000-00 EnekTpoeHuedanorpadus

M3cnepBaHe Ha €BOKMpaHun OTroBoOpun Ha UeHTpaJliHa HepBHa Cucrtema

Brnousa: TaKaBa Ype3 KOMIIIOTPU3UPAHO YCPEIHEHHU TEXHUKU

Babenesicka: Enno uscnenBane — enuH CTUMYJI B €JHa TOYKa
BTOpO WM MOoCJICABAI U3CJICABAHNA — pa3JIMYCH CTUMYIJI B ChlllaTa TOYKa UK JApyTra
TOYKa Ha CTUMYJIMpPAHE

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

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

11027-00 WscnepBaHe Ha eBOKMpPaAHM MNOTEHLUMANKU Ha LieHTpanHa HepBHa cuctema, = 3 u3cneaBaHus

1934 Opyru nabopaTtopHu nscneaBaHus

92182-07 OO6LWo n3cnegeaHe Ha NMKBOP
I/I3cnez[BaHe Ha JIMKBOP 34 66HT’LK, KIJICTKH, KCAHTOXPOMHUS, 3aXap U CICKTPOJIUTH

1923 XemaTonoru4yHu nscrnegBaHus

91910-04 KpbBHa KapTMHa — MOHE OCEeM MMM NoBeYe OT MOCOYEHUTE MoKasaTenu: XemorrnobuH,
epUTPOLINTY, NEBKOLUTU, XeMaTOKpUT, TpomboumTtn, MCV, MCH, MCHC
1924 BbuoxumuyHa nscnenBaHus
91910-12  KnNUHMYHO-XMMWUYHW U3cneaBaHua 3a roKosa
91910-13  KnMHUYHO-XMMWYHW n3crnenBaHns 3a KpeaTuHuH
91910-14  KnMHMYHO-XMMWYHW N3cneaBaHns 3a ypes
91910-26  KnNMHUYHO-XMMUYHU n3cneasaHns 3a ACAT
91910-27  KnUHMYHO-XMMWYHKU n3cneaBaHusa 3a AJIAT
91910-41  KNUHNYHO-XMMUYHM U3CreaBaHus 3a NoHorpama

1933 XMMUKO-TOKCUKONOrMYHU nscneaBaHns

no npeLeHka:

91927-00 OnpepgensiHe Ha nekapcTBeHa KOHLUEHTpauns Ha kapbamasenvH

no npeLeHka:

91927-01 OnpepensiHe Ha NekapCcTBeHa KOHLEHTpauusa Ha Bannpoesa kucenunHa
1934 Opyrn nabopaTtopHu uscnepBaHus

no npeLeHka:

91881-00 [OHK ananus

no npeLeHka:

91916-00 [eHeTU4HM N3cneaBaHUs

1934 Opyrn nabopaTtopHu uscnepBaHusA

92191-00 lMonumepasHa BepwkHa peakuus 3a gokassaHe Ha COVID-19

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

HeBpomyCKynHa enekKTpoanarHoCTuka
EMI [enekTpomuorpadus]:
* Ha > | MycKym(n)
* M3TMIOJI3BAWKH KPBIOBH UTJICHU EEKTPOAN
W3cnenBane Ha HEBPOMYCKYJTHA TIPOBOIMMOCT
11012-00 Enextpomwuorpadusa (EMI)
He sxnousa: Myckynu Ha Ta30BO AbHO U aHaieH chuukrep (11833-01 [1859])




NamepBaHe unu uscneaBaHe Ha 3puTenHa pyHKUUA

96038-00

96041-00

92015-00

41881-00

13882-01
13882-02

N3mepBaHe Ha 3puTenHa ocTpoTa

MepumeTpus

W3cnenBane Ha 3pUTEIIHO I10JIE

MaHyanHa nepumeTpusi, 4BYCTPAHHO

ﬂpyrw AWarHoCTU4HM O4YHU TeCToBE, U3MepBaHUA UNN n3cnegBaHusA

BusyaneH eBokupaH noteHuyuan [BEIM]

2.3 OCHOBHU TEPANEBTUYHM NPOLIEAYPU

Tpaxeoctomus

OTBOpEHa TpaxeoCcToOMUS, BpEMEHHa

Tpaxeocromus BIY

Braousa: OTJeNsTHE Ha THPOUIEH UCTMYC
OTJICJIIHE HA TOAEC3UYHI MYCKYIIH

BeHTuUnaTtopHo noanomaraHe

Bi-HUBO ¢ MO3UTHBHO BB3aymHO Hamsrane [BiPAP] [BerTHmams ¢ ocBoO0KaaBamio HalsTraHe |
[koHTpON HA HaNsATaHEe HAa BEHTWIANUATA]| C €HAOTpaXxeaTHa TPHOa M TPaxeoCTOMHUS
[IpoawsmxuTeTHO MO3UTHBHO HassraHe nmpu ooaumBane [CPAP] ¢ engorpaxeanHa Tproa —
TPaxeoCTOMHUs
[MpomenmnuBa 3aabmmkuTenHa BeHTunanus [[IMV]
WNHBa3uBHA BEHTUIAIIHS
MexaHu4yHa BEHTHUIIAIHUS
Haisirase ¢ MO3UTHBEH SKCIUPATOPEH Kpait
BenTunanus ¢ noxnomaranio Hausirane [PSV]
CHHXpOHHA IPOMEHJIMBA 3a/bJDKUTENIHA BeHTHIauus [SIMV]
Brarousa: eHJIoTpaxealrHa:
* HHTYOAIHs
* aCHCTHPAHO TUIIIAHE
MEXaHWYHA BEHTHIALHUA C:
* egpoTpaxeanna Tprda (ETT)
* HazaJjHa
* opayHa
* TPAXEOCTOMHUS
OTy4YBaHE Ha MHTYOWpaH (€HAO0TpaxeanHa Tpb0a, TPaXeoCTOMUS) MAIIUEHT C HIKAKbB
METOJI
Kooupaii cvwo xoeamo e nanpasena:
* TPAXEOCTOMUSI:
* nepkyTanHa (41880-00 [536])
* moctosinHa (41881-01 [536])
* BpemenHa (41881-00 [536])

He sxniousa: TIpOIBIDKUTENHA BEHTHIIAIMS ¢ HeraTuBHO Hassirane [CNPV] (92041-00 [568])
JUIIIaHe C IPOMEHINBO MO3uTHBHO HansraHe [[PPB] (Buxk 610k [570])
BEHTHUJIANMS ¢ TPOMEHIIMBO MO3UTHBHO Haysirane [[PPV] (Buwx 610k [570])
HEWHBA3WBHO TOJITOMAaraHe Ha aumrane (Bux 0ok [570])

Mpvxa 1 nogabpXKaHe Ha NPOOBLIMKUTENHO NognoMaraHe Ha guwaHeTo > 24 n < 96 yaca

Fmea M nogabpKaHe Ha NPoAbIMKUTENHO nognomMaraHe Ha gULWaHeTo 2 96 yaca




MpunoxeHue Ha chapmakoTepanus

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 JOKaNU3aIHs 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 (B 0yokose [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 WHTpaBeHO3HO NpuMoXeHWe Ha hapMakonorMyeH 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 OCTHII (BIK OJIOK [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 hapMakorormiyeH 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 cowo koecamo 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 JIocTaBsHE Ha MenukameHTu (96209 [19207])

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-NeYebEeH anropuTbM Ha CbOTBETHATA KIMHUYHA NbTEKa.

Mpn pguarHosam c¢ kogose 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 OTYMTa 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 u3crneaBaHusi 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 NnevebHo 3aBeneHne, B I3 Ha nauueHTa crnedBa ga ce onuvue 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 MeguumuHcKata crneumanHocT
.,HepBHM OonecTtn®, ocbluecTBABaHa HaW-Maniko Ha BTOPO HMBO Ha KOMMETEHTHOCT, CbracHo
MeaMUUHCKK cTaHgapT ,HepBHU Gonectn®, oT obxBaTta Ha MeduUMHCKaTa creuuanHocT ,JeTtcka
HeBponornsa“, ocblecTBABaHa HaW-Manko Ha BTOPO HMBO Ha KOMMETEHTHOCT, CbrNacHo
MeaunUnHCKu ctaHgapT ,HepeHu 6onectn” (3a geua oo 18 roguHn).

A. SAOBITXUTENHU 3BEHA, MEOAUMLUMHCKA AMNMAPATYPA U OBOPYOABAHE, HAJIUYHU U
®YHKUMOHUPALLMN HA TEPUTOPUATA HA NNEYEBHOTO 3ABEOEHUE, U3MBJIIHATEN HA
BOJTHUYHA NMomoLy

NeyebHoOTO 3aBefeHMe 3a GONMHMYHA MOMOLL MOXeE Ja OCUrypu 4pes LOroBOp, BMEHEHUTE KaTo
3a4bIKUTENHM 3BEHA, MeaWLMHCKa anapaTtypa u obopyaBaHe, 1 ¢ Apyro nevyebHo 3aBeaeHue 3a

NM3BBbHOOMHUYHA UM BONHMUYHA NOMOLL, pa3norioXXeHo Ha TeputTopudatTa My U nMmallo Aorosop C
H3OK.

3aabmxkuTenHo 3BeHo/MegULMHCKA anapaTtypa
1. KnuHuka/otgeneHune no HeBponorus
Unn geTcka HeBpPOorus
2. KnuHnyHa nabopatopusi ot Il nnu Il HMBo 1 Bb3MOXHOCT 3a KI'A
3. EEl — kabuHeT (anaparT)
4. EMI” — kabuHeT (anapar), BKMNIOYUTENHO 3a n3cnegBaHe Ha Nnpeav3BrkaHy noTeHunanm

*- B cnyyaute, korato JI3BI He pa3nonara cbc cobcTBEHA KNUHUYHA nabopaTopus, TO cnefea ga
OCUIYpU OCBLUECTBABAHETO HA LEMHOCT Mo KMMHU4YHa nabopatopusi OT CbOTBETHOTO HMBO, MO
JOroBOp CbC CaMOCTOATENHA MeanKo-AnarHoCTMYHa nabopaTopus UNn ¢ KNMHU4YHa nadopartopus
— CTPYKTypa Ha gpyro nedebHo 3aBegeHue. B Te3n cnyyam nabopatopusaTa, C KOATO € CKIOYeH
JOroBopbT, cneasa aa 6bae pa3nonoXeHa B eAHa U cblla crpaga ¢ bonHuuata unu B paMmkuTe Ha
6onHuuata. C poroBopa 3adbikKUTENHO ce obesneyaBa 24-4acoBO OCbLIECTBABAHE Ha
AENHOCTUTE NO KNMHUYHa nabopaTopus 3a HyXKauTe Ha CTpyKTypaTa no HepBHu BonecTw.

SAOBITXKUTENHN 3BEHA, MEOULUMHCKA AMNAPATYPA N OBOPYOABAHE, HEOBXOOUMU
3A USNBJITHEHUE HA AINTOPUTBMA HA NbTEKATA, HEHAITUMHUA HA TEPUTOPUATA HA
NEMEBHOTO 3ABEAEHUE, U3NBNHUTEN HA BOJIHUWYHA NMOMOLL,

JleyebHOTO 3aBegeHue 3a OGOMHMYHA MOMOLL, MOXE Aa OCUrypu AEeVHOCTTa Ha CbOTBETHOTO
3a4bJPKMTENHO 3BEHO Ype3 A0roBop C ApYyro neyebHo 3aBefeHne Ha TeEpUTOpUsiTa Ha HaceneHoTo
MSICTO, KOETO OTrOBaps Ha U3MCKBaHUSATA 3a anapaTypa, obopyaBaHe u cneumanuctu 3a Tasm KM u
uma gorosop ¢ H30K.

| 3aabnXUTENHO 3BeHo/MeAMLIMHCKa anapaTypa |




1. O6pa3Ha gmarHoCTnKa — peHTreHoB anapar 3a ckonus 1 rpadus
2. O6pasHa gnarHoctuka — KT nnn MPT

3. JlabopaTtopus (oTAeneHre) nNo KNMHUYHa NaTonorns

4. MukpobuonornyHa naboparopus, Ha TepuTopusaTa Ha obnacrtra

B. HEOBXOOWMU CNEUMAITNCTU 3A USNMBJNTHEHUE HA KITMHUYHATA NMBbTEKA.

- nekap - cneuuanucT no dumankanHa u pexabunutaumoHHa MeanLUuHa- Ha TEpUTOpUSATA Ha
ne4yebHoOTO 3aBeaeHne

1 ABaMa nekapu CbC CreLmanHocT No HEBPONOrnA 3a KNMHUKa/OTAeNeHne No HeBPONOrns

nnn gBama C I'IpVILI,O6I/ITa cneunanHoCt AOeTCKa HeBpOoJiorna 3a KnMHUKa/oTaeneHne no
OeTCKa HeBpoJiormna

UNu nekap - cneuuanucT no neauaTpus, cneunanuavpan B obnactta Ha geTckara
HeBporiorusi, paboTell B AeTCKka HEBPOMOrMYHa KNnMHMUKa/ oTaeneHme;

- ncuxonor.

OOMBbNMHUTENTHN UBNCKBAHUA 3A U3NBIIHEHUE HA AINFTOPUTBMA HA KITMHUYHATA
MBbTEKA:

1. KabuHet/oToeneHue no ¢u3MkanHa u pexaobunuTauMoHHa MeauuMHa — Ha
TepuTopusiTa Ha Ne4yebHOTO 3aBeaeHUe, U3MbMHUTEN HA OOMHMYHA NOMOLL,.

2. KabuHeTt no ocdranmonorna — gonycka ce gorosop ¢ gpyro JI3 3a ocurypsiBaHe Ha
OenHocTTa.

3. KabuHeT 3a NMCNXOMETPUYHO N HEBPOMCUXOJIOTMYHO MU3crneaBaHe - Ha TepUTopudaTa
Ha Nne4YyebHOoTOo 3aBefeHune, N3NbrHnUTes Ha OonHn4Ha NnOMOLL.

4. 3a EEI — HeBponor/oeTtckn HeBponor unu neamatbp cheumanuavpaH B obnacTtrta Ha
netckaTta HeBponorus, C  OonbiHUTENHa kBanudmkaums 3a n3BbpLUBaHe Ha
enekTpoeHuedanorpadus, yooctoBepeHa 4ype3 ceptudumkaT (CbrnacHO MeguuMHCKM cTaHdapT
“HepBHu bonecti’).

5. 3a EMI" — HeBponor/geTckn HeBpoONnor uin neguatbp crneuuwanuavMpaH B obractra Ha
AeTckata HeBpomnorus, ¢ AONbNHUTENHA KBanuduKauns 3a U3BbpLUBaHe Ha enekTpomMuorpadums,
yOoocToBepeHa ypes ceptudmnkat (CbrinacHo MeanunHCeKkn ctaHgapT “HepsHu 6onectu”).

5. UHOUKALIMA 3A XOCNMUTANU3ALNA U NEYEHUE
A. UHOUKALUU 3A XOCIMUTANUIALNA:

e ChNelHUn CbCTOoAHMA, CBbpP3aHUN C OCHOBHOTO 3abongaBaHe, HenoBnuMsABalM ce OT
JiedyeHune B aM6ynaTopH|/| ycnoBus;

e TEXKM Cnyyanm C TEXbK KBagpunapeTudeH u nceBgobynGapeH CcuHOPOM C
HeoBX0AMMOCT OT NapeHTepanHo XpaHeHE;

[MbpBOHAYANHO AMArHOCTUYHO YTOYHABAHE M NTEYEHUE HA NALUMUEHTUN CbC:
e [1eBKOOUCTPODUYHMA M oOMeHeH eHuedanonaTteH CUHAPOM C Mnporpecupall
HEBPOJIOrMyeH aepuuuT;
e OCTPO HacTbMNBALLO (32 NbPBU MbT) NN PELMANBMPALLO CbCTOSHME Ha KONUYECTBEHM
HapyLeHNs Ha Cb3HAHWETO, MOBpPbLUAHE, aTakCuMsl UM PUTbMHKU Pa3CTPOWCTBA Ha
OVLIaHEeTO;

e uepebenapeH CUHOPOM, 3a4HOCTBLIIOLIOBA aTaKcus;
e eKcTpanupaMuaeH CUHAPOM;

e [l0NHa crnacTu4yHa napanapesa;
e WHTenekTyaneH aeduunt (yMCTBEHA N30CTaHanocCT);
e  KIMHWYHM AaHHK 3a OU.



e [InaHupaHO ne4vyeHMe CbInacHO onpefeneHnss TepaneBTUYEH nNnaH cneq
MbpBOHAYaNHO AMArHOCTMYHO YTOYHSABAHE Ha MauMeHTW C  HacneacTBeHW U
JereHepaTuBHN 3abonsiBaHNA Ha HepBHaTa CMCTEMa C Ha4yano B OeTcka Bb3pacT,
3acdarawm LIHC.

HenHoctute n ycnyrnte no tasm Kl ce ocbliecTBaABaT He3abaBHO wnn ce nnaHupaT 3a
N3NbJIHEHNE B 3aBUCMMOCT OT Pa3BUTUETO, TEXECTTA N OCTPOTaTa Ha CbOTBETHOTO 3abornsiBaHe U
onpeaeneHnsa AnarHoCTUYHO-Ne4YyedeH nnaHx.

B. ANATHOCTUYHO - JIEYEBEH AJTTOPUTDBM.
Mprem 1 n3roTBsiHe Ha AMarHOCTUYHO-NeYebeH nnaH.
NeyveHveTo 3anoyBa cnep yTouHsBaHe Ha AuarHosaTta Ha 6as3arta Ha KIMHWYHUTE CUMMTOMM
1 npoBefeHnTe HeobxoanMun n3cneaBaHus.

ANATHO3A:

3a auarHocTuumpaHe Ha “neskoguctpocduma’™ KT n MPT Ha rnaBeH MO3bK, JIMKBOPHO
nscnenBaHe (obwo n enektpodopesa, Ig), 3EM, CEl, meTabonuTeH CKPUHWHT, ObArOBEpPVIKHM
MacTHM KucenuHu (3a agpeHoBekoguncTpodus), N-dietyl-aspartat (3a Canavan), cepymHa
apuncyndarasa A (3a meTaxpomMmaTtnyHa neeskogmctpodust), ranakrouepebposung B-ranakrosvngasa
(3a neskoguctpodmsi TN Kpabe), reHetuuHn wuscnegBanus, EEIN, mosbyHa 6Guoncusa
XMCTONATOSMOMMYHO U3cnegBaHe, nNcuxonornyHo uacnensade, EMI/EHI. OO ¢ gpyrm npouecu B
pPaHHOTO [OETCTBO C nogobHa cumnToMaTtvka KaTo nepcuctupawm HeBpouHdekuumn (SSPE;
nogoctbp HIV eHuedannTt); MHOXeCTBeHa ckneposa - Tun Balo n tun Schilder; Mo3b4eH Tymop;
onurodpeHns; OeTCkM NCuxmdHm 3abonaBaHus (MHdaHTuneH aytusbMm; cuHgpom Ha Heller;
Wwn3opeHeEH CUHOPOM B AETCTBOTO), CTaumMoHnpaHu npouecu (OLUIM, xpoMo3oMHM aHomanum).

3a guarHoctuuupaHe Ha nonuoguctpocdua - MPT u KT Ha rnmaBeH MO3bK, MO3b4Ha
ounoncusi ¢ XUCTONMOMMYHO W XUCTOXMMWMYHO u3credBaHe, KoxHa 6wuoncusa, EEM, 3EM, CEIM,
mMeTabonuTHM nscneasaHusa. O ¢ Apyr npouecu B paHHOTO AETCTBO € nogobHa cMmnToMaTuka
Kato neekoguctpoduu, OOMeHHM eHuedanonatuu, nepcuctvpawm HespouHdekunn (SSPE;
nogoctbp HIV eHuedannTt); MHOXecCTBeHa cknepos3a - Tun Balo n tnn Schilder; Mmo3byeH Tymop;
onuroopeHns; OeTcku NceuxudHm 3abonaBanHus (MHdaHTuNeH aytusbMm; cuHgpom Ha Heller;
LWM30PPEHEH CMHAPOM B AETCTBOTO), CTaumMoHupanu npouecu (LM, xpoMo3oMHU aHOManun).

3a aunarHocTuumpaHe Ha o6MeHHM eHuedanonaTumn - 24-yacoea ypuHa 3a metabonuteH
CKPUHWHT - ranakTto3a, OpoToBa K-Ha (xunepamoHemus); meq (bonect Ha Wilson), cuanoBa K-Ha;
Genesun Ha peHanHa TybynapHa ancdyHkums (Lowe, Hartnup); ammHokucenuHu (ammHoaumgypum),
BKI. TeCcT 3a (EHWUIKETOHYPUS, OPraHW4YHn KucenuHu, cyndartngn, MyKononmsaxapuau,
onvrosaxapugu, XoMOUUCTEWNH; KPBbB: 00N BUOXUMUYHN N3creaBaHns U MeTabonMTeH CKPUHUHL
3a rnKo3a, KetoTena, ypes, aMmoHsk (xunepamoHemum), AKP, nupyBaT, nakrart, enekTponuTu,
YepHOAPOOHN  (PyHKLUMM  (EH3UMKM, XOnecTepon, Tpurnuuepuau), Men, LepynonnasmuH;
exoepaghusi Ha cbpue, YepeH O0pob, 6bL6peyu. OO c neskoguctpodumm, nonuogncTpoum,
nogocTpy N NepcucTmpalm eHuedanmTu.

3a pumarHocTuuupaHe Ha uepebenapHu pgereHepaTUBHM 3abonsiBaHuA (cnuHoue-
pebenapHu, uepebenapHm un uepebpouepebenapHu atakcum): KT u MPT Ha rnaseH u
robbHadYeH MO3bK, FNWMKBOPHO wu3cnegBaHe (06wo u enektpodopesa, Ig), muenorpadus;
BUPYCOMNOrMYHW, CeponornyHn mscrieaBaHus 3a nyec, HIV; EEl;, EMIT; eBokupaHu noteHumanm
(ctBonosn cnyxosu EI, 3putenHn EIN, comaTtoceH30pHKU); OTOHEBPOSIOMMYHO WU3CnenBaHe,
exorpauss Ha BBLTPELHW OpraHwW, BKM. exokapauorpadwus, buoncus oT nepudepeH Heps U
MYCKyn; HEBPOBEreTONOorM4HO n3cnensaHe; MMyHONOMMYHO M3CneaBaHe; reHeTUYHO n3cnenBaHe.
OA c Our-mankomosbyHa oopma, neBkoagnCTpodun.



3a guarHocTMuMpaHe Ha eKCcTpanMpamMuaHu gereHepaTMBHU 3a00NsiBaHMA C Hayano B
peTtckaTta Bb3pacT- KT u MPT Ha rmaBeH Mo3bk, nscrnegsaHe Ha Cu B CepyM M ypuHa U TeCT C
KynpeHun, uepynonnasmuH, wuacrnegBaHe Ha o0w, u  MoHmsmpaH Ca*+ (3a [ c
Xunonapatmpeonansbm), nukeop (3a [l ¢ nogoctbp eHuedanuT), KpbBHU U BUOXUMUYHN K3-
cnefBaHusa, KoarynaumoHeH npocun (3a OO c npotenH C-, S geduumt, XOMOLUCTEUHYPUS),
n3cnenBaHnst 3a CUCTEMEH BacKynuT (aHTUNynNycHW aHtutena, LE kneTkw, aHTMKapAnonMnuHoBu
aHtuTena (04 ¢ aHTudocdhonmMnmaeH CUHOPOM).

3a puarHoctuuupaHe Ha ¢amunHa cnactumyHa napannerusa: MPT Ha rnaBeH u
rpbbHavyeH Mo3bk, KT Ha rnaBeH u rpbbOHa4YeH MO3bK, JNIMKBOPHO M3CnenBaHe, FEeHETUYHO U
MOEKYNAPHO-TeHETUYHO M3cnegsaHe, metabonmsbm Ha But. B12; OO c OUMM, rpbbHayHo-
MO3b4yeH obemeH npouec, B12 pedunuunt, neskoguctpodus

3a guarHoctuumpane Ha AUM - KT Ha rnaBeH Mo3bk, MPT (kopTukanHu gucnnasun), EET,
NCUXOMNOrNMYHO U3CcneaBaHe.

3a guarHocTyuympaHe Ha “yMcTBEHa M30CTaHanocT”’ — NCUXONOrM4yHoO uscrenBaHe 3a
YyTOYHSIBaHe Ha cTerneHTa Ha ymcTBeHaTta usocrtaHanoct, KT Ha rnaBeH mo3bk, MPT Ha rnaeseH
MO3bK, MeTabonUTeH CKPWHWHE, FeHEeTUYHU u3cnenBanus (uutoreHeTuuHn w/unu OHK aHanus),
CEeponorM4yHM UM3crnedBaHns 3a [OKa3BaHe Ha BpoAeHn uHdekumn (LUMToMeranoBupycu,
TOoKconnasmosa, xepnec n ap.), EErl.

NEYEHMUE:

Mpu neskoauctpodcpum, nonuoauctpocum, OOGMEeHHM eHuecpanonaTuun,
cnuHouepebenapHu pgereHepauvu, pAereHepauuum B 0OasanHUTe sApa feyYeHWeTo e
CMMMNTOMAaTU4YHO M BKIOYBA:

HooTponHu cpeacTBa.

AHTMenMnnenTUYHM MeguKamMmeHTn (Npyu HeobXxoaMMOoCT).

MeagukameHTH 3a NOBNMABaHe HA MYCKYJTHUA TOHYC (Npy HEOOX0OUMOCT).

Mpu BB36YAa (Nnpn HeobxoanmocT):

e [lpn ekctpanupammgeH cuHgpom - DOPA aronHunctmn n DOPA - cbabpxawm
MeaMKaMEHTMW.

Butamunu ot rpyna B, C.

OunxaTtenHa peaHMmauua - npu Heob6xooMMOCT (Npv OUCMeTabonuTHWU eHuedanonaTuu,
enunenTuyeH cTaTtyc).

BoaHo-coneBa peaHMmauus (Nnpy Heo6xo0AMMOCT).

Kopekuumss Ha HapyweHusATa Ha  ankarHO-KACENIMHHOTO paBHoBecue (Mpu
HeobxoanMOcCT).

Mpu xMnepamoHeMus: nevyeHme B MHTEH3MBHO OTAENEHME Npu HEOBXOAMMOCT 3a fneyeHune
Ha xunepamoHeMu4YyHama Koma:.

- XemMoauvanusa unu nepuToHearnHa guanunsa.

OBuratenHa pexabunutaumsa u cousnotepanms.

6. NTOCTABAHE HA OKOHYATEJNIHA AUWATHO3A.



OxkoH4yaTenHaTa gnarHosa ce noctaBs Ha 6a3ata Ha aHaMHeCTUYHUTE AaHHU, COMAaTUYHNS U
HEBPONOrMYHMA CTaTyC, NPOBEAEHUTE MNapPaKMMHUYHM MW3CNEeABaHUA W  KIMHUYHWUS XO4 Ha
3abonsBaHeTo. [marHo3aTta ‘“neekoducmpodgbusi” ce noctaBs Ha 0GasaTta Ha nporpecupaly
KBagpunapeTuyeH, uepebenapeH, JeMEHTEH enunenTuyYeH CMHApoM, ambnunonud, amasposa, MPT
AaHHW 32 AeMWennHM3auuns, OaHHUTE OT MEeTaboNMUTHUA CKPUHWMHT U €H3UMHUTE U3cnenBaHusi, 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 crneunduyeH eHsMMeH n meTabonuteH aedekt ype3 meTabonuteH
CKPUHWHI,  MOnekynapHo-6uonormyHn wmscnegsanusa. [lMMpu MPT ce pgokasBa HapylweHa
MUENUHU3aUms. OwnarHosaTta “uepebenapHm AereHepaTuBHU 3abonsBaHuA
(cnuHouepebenapHu, uepebenapHun u uUepebpouepebenapHu arakcum)” ce nocTaBa Ha
GasatTa Ha aHaAMHECTUYHUTE [aHHW, COMaTUYHWUS W HEBPOSIOTMYEH CTaTyc, NpoBeAeHuTe
nabopaTopHW n3crnenBaHns, HaNUYMETO Ha HacNeaCcTBEHOCT M KMMHUYHUSA Xo4 Ha 3abonsBaHeTo.
OuwarHozata  “4QUIM”: npn  Henporpecupal, HeBponorndeH  gecovunt  (MMpamMugHu,
eKkcTpanupamugHu, uepebenaphu yepexaaHus), KT ¢ KUCTUYHK, aTpOdUYHM Ne3nmn, areHesum, npum
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 3abonsaBaHe.

7. AEXOCMUTANMU3ALUA U ONPEOENAHE HA CNEOBONMHUYEH PEXUM.
[varHocTnyHu, neyebHM U pexabunutaumoHHM  OeVHOCTM M yCnyru  npwu
aexocnutanusauuaTa:

KOHTpOJ'I Ha 30paBHOTO CbCTOAHME Ha naumeHTa n MegununHCKO 3aKrtoveHune 3a nunca Ha
MeaNLMNHCKN PUCK OT NMPUKIHOYBAHE Ha OOMHNYHOTO NeYeHne Bb3 OCHOBA Ha OOEKTMBHU OaHHU 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 HEeBpPOJ&IOTMYHOTO N COMATUYHO CBLCTOAHUE WU KOpeKuuAa 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 HapylwieHuaTa B AKP 1 npu Bb3MOXHOCT Ha meTabonuama.

8. JOKYMEHTUPAHE HA JEMHOCTUTE NO KNMUHUYHATA MbTEKA

1. XOCMUTAITUSALUMUATA HA NALMEHTA ce gokymeHTupa B “Ucmopusi Ha 3abornsieaHemo”
(U3) n B vacT |l Ha ,HanpaeneHue 3a xocriumanusayusi/nedyeHue no ambynamopHuU npouyedypu’
(651. M3 - H30OK Ne 7).

2. JOKYMEHTUPAHE HA OUATHOCTUYHO - NEYEBHUA AINTOPUTBM - B “UIcmopus Ha
3abornsieaHemo”.

3. W3MNUCBAHETO/MPEBEXOAHETO KbM [OPYro JEYEBHO 3ABEAOEHUE CE
NOKYMEHTUPA B:



- “Ucmopus Ha 3abosiseaHemo”;

-vact lll Ha ,HanpaeneHue 3a xocnumarnusayus/neyeHue rno ambynamopHu npouedypu
(671. M3 - H30K Ne 7);
- envKpusa — nony4yasa ce cpeLlly NoAnuc Ha nauveHTa (PoAMTens/HacToMHUKa), OTpaseH B

“

nN3.

4. OEKNAPAUMA 3A WUHPOPMUPAHO CBITIACUE - nognucea ce OT nauveHTa
(poauTensa/HacTorHKKa) 1 e HepasaenHa YacT oT “Mcmopusi Ha 3abornsieaHemo”.

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

HacneactBeHuTe aereHepaTMBHU 3a00nsiBaHUA Ha LEeHTpanHata HepBHa cuctema cC
Hayano B pJeTckaTta Bb3pacT (f1eskoducmpogbuu, nonuoducmpoghuu, OezeHepauuu Ha
bazanHume s0pa, MalKOMO3b4YHU U crnuHouepebenapHu OezeHepauuu) W OOMEHHUTE
eHuedanonatMm wmMmaT CxodHa KIMHUMYHA XapaKTepucTuka: B nNepuoda cnen paxagaHe, B
KbpMadecka 1 geTcka unm toHowecka Bb3pacT, ce pa3BuBaT 6enesn Ha nporpecupalla yspega Ha
UeHTpanHata HepBHA CUCTEMA CbC 3pPUTENHWM HapylweHus, ynaabK Ha WHTENeKTyarHoTO U
ABUraTenHo pasBuTMEe, MNPOMEHW B MYCKYNHUSA TOHYC, HapylleHa KOoOopAuHauusi, HeBOneBO
TpenepeHe Ha pbLeTe, rnaBaTta, O4HUTE AO0bMAKM, enunenTuYHK npunaabum. B HAKOM cnyyam Tesn
NposiBU Ce CbyeTaBaT C MYCKYSIHW aTpodum nopagu nonMHeBponaTteH cMHApoMm, muonatus. Mpu
HAKOW Aeua HeobsCHMMUTE, MOBTapAWM Ce enn3oanM OT CbHMMBOCT, 3anuTaHe, TpenepeHe Ha
pbLeTe U OpYyrn NPOsiIBU Ha HapylleHa KoopauHauus, NoBpbluaHe MoraT Aa ce npuumMHsBaTt oT
BpooeH pgOedekt B obmsaHaTa Ha BewecTteata. [lpym vact oTr pgeuata € onurodpeHuns
(MHTEenekTyaneH geguunTt) CbWO € Hanuue BpoAaeH AedekT Ha MeTabonuama Ha HsKou
AMUHOKUCENNHN, OPraHn4YyHn KucenwHw, sBbriexuapatv. [Npu Hanndne Ha nopgobHu Genesn Ha
nporpecupaLlo yBpexaaHe Ha HepBHaTa cuctTema, KOMTo € Bb3MOXHO [a ca HabnogasaHn 1 npu
OPYr 4YrneHoBe Ha CEeMENCTBOTO, MHOrO BEPOSATHO € Ja Ce AuarHoctuuupa HacneacTBeHO
aereHepaTnBHO 3abonsiBaHe Ha HepBHaTa cucTemMa unm obMeHHa eHuedanonaTms.

INNeBkogucTtpocpmmnte ce ObmkaT Ha reHeTMYHO oOycnoBeH AedeKT B CTpykTypaTa Ha
muenuHa. Obwata nm YectoTa e okorno 30/100 000. NpynupaT ce Bb3 OCHOBa Ha XUCTOXUMUYHATA
XapakTepucTvka Ha MMENNHOBUTE AerpagaunoHHN NPOAYKTU Ha: agpeHoneBkoamcTpodus, bonect
Ha Pelizeaus-Merzbacher, cnoHrnosHa gereHepauunsa Ha 6san01o BelwlecTBo (6onect Ha Canavan),
bonect Ha Alexander, ©6onect Ha Krabbe (rmobyugoknetrbyHa ckneposa). [lpotmyaTt c
nporpecvpaiwlo yBpexaaHe Ha [OBWKEHWUSTa, KOOpAMHauuATa, 3pEeHWeTo, UWHTenekra u
enunenTUYHN NpUnagbLm.

Mpn nonunoguctpocduntTe gereHepupat MO3bYHUTE HeBpPoHW. TakmBa ca CuHOPOM Ha
Alpers ¢ MO3bYeH NupyBaTeH AeduumnT, eHuedanommonaTumTe, BEpoATHO cnHapoma Ha Rett.

CnuHouepebenapHaTa gereHepauusa (6onect Ha Friedreich) 3anousa o1 4-7 r. Bb3pacT ¢
MOCTEMEHHO 3acumnBallo ce 3anuMTaHe, 0CO0eHO Ha TbMHO M Aedopmaumsi Ha cTbhnanara,
rpbbHavyHO m3kpussBaHe. [Mpu 6onectta Ha Louis Barr, ocBeH MOCTENEHHO 3anutaHe N 4ecTo
GonenyesaHe nopaau BpoAeH AeduumnT Ha MMYyHOrnobynuHW, ce BKAA paswmpsBaHe Ha CbOoBe
Mo CKrepuTe B O4nTE.



O6meHHUTe eHuecdpanonaTum ce Ob/KAT HA FreHHN AedeKTu, npuunHaBawm aevumT Ha
eH3nuMKn nnn Gentbun. Te ce pas3gensaTt Bb3 OCHOBA Ha XapakTepHUTE BUOXUMUYHU aBHOPMHOCTH:
pa3CTpOMCTBA Ha aMWHOKUCENTMHHUA MeTabonnabM; pas3CTponcTBa Ha O6enTbYHMA TPaHCNOpT;
pas3CTponCcTBa Ha BbrnexuapaTHUa MeTabonuabM; OpraHvyHu auuaypuuv; 3abonsasaHusa C
HaTpynBaHWs B §NM3030MUTE; Pa3CTPOMCTBA Ha nNMNUOHUA MeTabonnabM; MNepOKCU3OMHMU
pa3cTponCTBa; amMuriHM  MUOKMOHYC enunencuu; nunuao3m OT  HEeu3BecTeH Npomsxos;
pascTponcTBa Ha MeTabonvaMa Ha MeTanuTe; pa3CcTpoMCcTBa Ha MypMHOBUA U NUPUMUOUHOB
meTabonuabm. YecrtotaTta nm e obwo okono 40/ 100 000. [inarHocTuumpat ce npu Hanuyme Ha:

1. Peyudueupawju enu3odu OT HapyLUEHNe Ha KoopAUHaLUMATA, NOBULLEH MYCKYSEH TOHYC,
HapyLLEHMs1 HA Cb3HAHMETO OT CbHMBOCT 40 KOMa U HeOBSICHNMM NOBPbLUAHUS;

2. lMpoepecupaw,o yepexdaHe Ha LJHC, yBpexagaHe Ha OBWXEHMsATa, KOOpAMHaUuAaTa,
3PEHNEeTO, YMCTBEHA W30CTaHAmNoCT, XapakTepHM OTKMIOHEHMS B COMaTuU4HMA  CTaTyC
(am3mopduyHm Genesn, xenatomeranusi, CnneHomeranus), namosioausi 8 u3credsaHusma Ha
ypuHama (npu pascTponcTBa B oOMsAHaTa Ha aMMHOKUCENUHUTE W BbIhexugpaTtuTe), Kpbema
(xvnepamoHemMus Npu pas3CTPONCTBA B YPENHUA LMKDBIT; XUMOIMIMKEMUS; MHTEPMUTEHTHA aumMaos3a;
MOBULIEH NakTaT M NUpyBaT, BKMN. B JIMKBOP, CEPYMHM XONeCTepos, nvnuau, men, nukodHa
KNCENWHA, CEPYMHW aMUHOKUCESNIUHW W OPraHWYHU KUCENWHW; CEPYMHU JIM3030MHU EH3UMMU
(apuncyndpatasa A, B-ranakto3upasa, XxeKCoaMuHWAasa); famosioc2usi fpu MUKPOCKONCKOMO,
6UOXUMUYHO U yrimpacmpyKmypHO u3criedgaHe Ha BMONCUYHN MaTepuan oT MO3bkK, nepudepeH
HepB (MMNMAao3n, NeBKOANCTPOUN).

HacnenctBeHute n pgereHepaTvBHM 3abonsBaHWs Ha HepBHaTa cuctema M OOMeEHHUTEe
eHuedanonatun npoTnyaT C NOCTENEHHa Nporpecus n nporHosaTta e HebnaronpuaTHa. Nopaau
TOBa € MHOro BaXHo Aa 6bae nocTaBeHa TOYHATa AuarHo3a, KosaTo onpeaens u no-HataTbluHaTa
MporHo3a 3a XMBOTa Ha NaumeHTa.

HeTckarta uepe6panHa napanusa (OLIM) e eguH Henporpecupaly, npouec, ¢ nunca Ha
BriOLLABaHE M C Bb3MOXHO nocTeneHHo nogobpexve Ha pyHkummTe. LM Bb3HMKBa B pe3ynTaTt Ha
YBpPEXOaHUA Ha HepBHATa cucTtema OT pasnuyHn akTopu no BpeMe Ha OpemMeHHOCTTa,
paxgaHeTo n B nepuoaa cnen paxaaHeto. MNpu OUM e Hanuue HeoBnagsiBaHe Ha ABUraTenHuTe
YMEHUs1 B onpegeneHnTe 3a Bb3pacTTa CPOKOBe, HEMpoxoxaaHe Ha geteto go 1 r. 3 meceua u
3abaBsHe nsrpaxxgaHeTo Ha ABUraTenHy yYMeHus; Npu YacT OT Ageuarta ca Hanvue 1 enunentuyHn
npunagbun 1 nHTEnekTyaneH aeuumT.

UHTenekTyaneH aedunumnt (onurocdpeHus), Hanuue owe OT paHHOTO AETCTBO, MOXe Aa €
pes3yntat OT XpOMO30OMHO 3abongaBaHe, reHeTudeH aedekt, AndY3HN UM OFTHULLHU CTPYKTYPHU
aHoOManuu Ha HepBHaTa cuctema, OOMeHHa eHueanonaTus, BpPOAEHaA WKW WHTpaHaTanHa
nHdekuna Ha LUHC. Hsakom obMeHHM eHuedbanonaTum npeaonpeaensat nporpecupal, xog Ha
3abongaBaHeTo, Nopagu koeTo TpsAbBa [a ce M3BbpLIAT reHEeTUYHW M3cnenBaHus, BUOXMMUYEH
CKPUHWHTI 1 HeBpomn3obpasssalum nacneasanuns (KT/MPT).

3a nocTtaBsHe Ha TodHATa AMarHo3a — OMpedesnieH TUM HacneacTBEHO AereHepaTuMBHO
3abongBaHe Ha HepBHaTa cuctema, obMeHHa eHuedanonaTus, onurodpeHnd, ca Heobxogmmm
NnepuognyHoO  HEBPOSIOIMYHO, COMATUYHO U MCUMXOMNOIMMYHO  M3CNedBaHe, KakTo U
BMCOKOCNeLManmsanpaHn nacnegsaHna - kKomniotbpHa Tomorpadumsa (KT) n marHUTHO-pe3oHaHCcHa
Tomorpadua Ha rnaBeH Mmo3bk (MPT), nukBOpHM m3cneaBaHusi, MeTabonuTHU M3cnegBaHusa 3a
AOKa3BaHe Ha xapakTepeH OumoxmmunyeH aedeKkT B maTepuanu OT KPbB, YPWUHA; FEHEeTUYHU
na3crnenBaHus, BKITIOUNTESNTHO MOSEKynapHo-6uonorniHn nscneasanms dYpes HK ananums.



Bcako oT Tesu uscnegBaHusi € MHOMO BaXHO M HeobxoAuMMO 3a AuarHocTuumMpaHe 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 AuarHosaTta: 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.
MpeansBvkaHUTE 3PUTENHU U CITYXOBU NOTEHUManNM ca NpoMeHeHU npu 3acsaraHe Ha 3peHuMeTo
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 KONMMYecTBa Ha onpegerieHn meTtabonutn, KOUMTO He ce pasrpaxgaT no-HaTaTbk.
IlukBopHOTO M3cneaBaHe Ha MaTtepwuan OT rPbOHAYHO-MO3bYHA TEYHOCT pasKpuBa yBeENUYeH
6enTbK Npu NeBKOANCTPOUNTE, N HEMPOMEHEHN rama-rnodynnHn 1 MMyHOrnobynmHKU, KOUTo ce
yBenuvyaBaT nMpu MO3bYHM Bb3naneHus. MeTabonMTHMA CKPUHUHI OT KPbB W  ypuHa
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 HacnencTeeHnTe 3abonseanHns, Ypes AHK aHanu3 ce gokasea TOYeH 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 eHuedannt. 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 natoMopdosiorMyHnuTe n3cnenBaHus C XUCTOXUMUSA, eNeKTPOHHa MUKPOCKOMUS Ha Tesu
CTPYKTYPU € €AMHCTBEH HayMH 3a AMarHoCTUuMpaHe Ha HsKou neBkoauctpodpmm n obmeHHu
eHuedanonatun. Exorpacdmara Ha cbpue, yepeH p[pob, 6bbpeum e Heobxoguma npu
FNIMKOreHo3n N HAKOM 0OMEHHW eHuedanonaTum, Npy KOMTO 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). OUETUYHUAT peXum e C pasnuyeH nevebeH ycnex
npu pasnuyHute 3abonsaeBaHusa. AOBCONITHO HeobxooMmMO €  cnasBaHeTo My  npu
DEHUNKETOHYPUATA, XunepamoHeMumnTe, ranaktasHua gedouumt. OrpaHudeHndaTa B guetarta Ha
ObNrOBEPMIKHUTE MACTHU KUCENUHU He € CUrypHo nedyeHne. CMMNTOMATUYHOTO neYeHue
BKMOYBA aHTUENUNENTUYHU CPeaCcTBa, MeAMKaMEHTU CpeLLy cnacTuumTeTa, HOOTPOMNHU CcpeacTea
(MMpamemMm, TaHakaH, aMWHOKUCENWHW), aHKCUONUTUUM npu Bb3Oyaa, €peTMdHO MoBefeHuE;
aBuratenHa pexabunutaumss ¢ uen nogobpsiBaHe Ha enunenTUYHWS CUHAPOM, MNOBULLEHUAT
MYCKYreH TOHYC U MHTeneKkTyanHarta gerpagaums.

MopobHo e n neveHmero npu AUM: aHTuenunenTnyHM cpeacTtsa (NpU HeEoOBXOAMMOCT),
MeAMKaMeHTU cpely cnacTuuMTeTa, HOOTPOMHW CPeacTBa, aHkcuonutuuu npu  Bb3byaa,
cucTeMHa asuratenHa pexabunutauusa. Mpu onurodpeHunTe nevyeHMeTo BKIHOYBA HOOTPOMHM
MeOMKaMeHTW, aHKCUonuTuun npm HeobxogumocT. bonHute ¢ OUIM u onurodpenns morat ga
Obaat obyyaBaHu cnopepf koeduLMEeHTa Ha UHTENUIEHTHOCT C Len Aa ce OCbLUEeCTBU coumanHa
WHTerpaums.



HacnencrBeHMTe MOTOPHM M CEH3OPHU HeBpomnaTMWM, MUOMaTUWU, MPOrpecuBHU
MYCKYNHU AUCTPOdUM ca rofieMu rpynu OT KIMHUYHO U FEHETUYHO XeTeporeHHU 3abonsiBaHus.
Bcsiko OT TX ce OAbIMKM Ha reHeTudeH OedekT, yHacrneaeH OoT poauTenvTe UNM Bb3HMKHAN 3a
MbPBU MbT Y CamMns NaUMEHT, Ma XxapakTepHa naTtoreHe3a U OTHOCUTENHO crneunduyeH KMMHUYEH
deHoTun. O6LWOTO 3a Te3un 3abonsBaHMs e, Ye Te Ce xapakTepuampar ¢ nporpecupalia MyckynHa
crnabocT, BoAella [0 WHBaNMAu3auusi U HamaneHa NPOABLITKUTENHOCT Ha XMBOTa. TOYHOTO
AVarHocTuuMpaHe Ha Te3n 3abonsiBaHMsi W3MCKBA M3MON3BaHETO Ha peguua  KIMHWYHMK,
HEeBPOMM3NONOrMYHKN, HEeBPOM306passiBal, HEeBPONaTONMOrMYHM U MOSEKYNSIPHO-FeHETUYHM
nscnenBaHus. JleYeHMeTo e CUMNTOMAaTUYHO U Ce 13passiBa rfaBHO B NpuUnaraHeTo Ha asuratenHa
pexabunuTaums 1M CcTMMynupawla Tepanus C BUTaMUHW, aHaboOMHM M aHTUXONUHEeCTepasHU
cpeactea. MNpu noseyeTo 6OMHM C HEBPOMYCKYNHM 3a60NsBaHMsA CbLLO Ca BaXHU OpToneanyHuUTe
KOPEKLMM 1 HOCEHETO Ha cneumanii NOMOLLHM CbOPBXEHWUS, KAKTO U XpaHUTENHUS pexum. KaTto
USNo neyeHMeTo Ha Te3an 6GonHM uenu 3abaBsHe Ha WHBanNMausauusita u nopobpsisaHe
Ka4yecTBOTO UM Ha XKMBOT.

[MocTaBAHETO Ha TOYHA reHeTU4Ha AuMarHo3a Ha To3W eTan MMma Mno-roNsMo 3HaveHue 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 MHBaNMAn3npaLwn HEBPOMYCKYIHN 3ab0nsiBaHus.

Mankomo3b4yHa aTakcusi — pasHoOpoA4Ha rpyna OT HeBpoaereHepaTyBHW 3abonsBaHus.
XapakTepusmpaT ce MaBHO C pas3CTPOMCTBO Ha (PYHKUMUTE Ha Mankms MO3bK: HapylleHue B
paBHOBECUETO, MOXOAKAaTa U KoopAnHaumaTa Ha aBwxkeHuaTa. MoraTt ga ce npnbaeaT u cMMNTOMM
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.



