KM Ne 83 NIEYEHUE HA NNIWUA C METABOJINTHU HAPYLUEHUA

KM Ne 83.2 NEYEHWE HA JIMUA C METABOJINTHUN HAPYLLEH WA
nPn NUUA nNoa 18 rOANHU

1. MuHumaneH 60nHUYEH NpecTon - 3 AHU

nPU OELA
2.1. KOOOBE HA BOJIECTU NO MKB-10

E41 AnumeHTapeH Mapasbm
TexXko pasCTpONCTBO HA XPaAHEHETO C MapasbMm
He ekmroyea: kBalumopkop npu mapasbm (E42)

E43 TeXKo 6enTbYHO-KaNnoOpUNUHO HeAOXpPaHBaHe, HEYTOYHEHO
OToK OT rnagyBaHe

3aTnbCTABaHe

He eknroyea: agunosoreHvTanHa guctpodusa (E23.6)
nunomarosa:
* BAlY (E88.2)
* fonesHeHa [6onecT Ha Dercum] (E88.2)
cvHgpom Ha Prader-Willi (Q87.1)

Opyrv aHeMuu, CBbp3aHU C XpaHEeHeTo
Bknroyea: meranobnactHa aHemusi, Henoaaasalla ce Ha fedyeHne ¢ BUTamMuH Bqo

unu cdonatu

D53.0 AHeMus, NpUYMHEHA OT 6enTb4yeH He[QOMMBK
AHEeMUS OT HEAOUMBbK Ha aMUHOKUCETMHN
OpoTtaumaypenHa aHeMus

He sknroysa: CuHgpom Ha Lesch-Nyhan (E79.1)

E66.2 EkcTpeMHO 3aTnbCTABaHe C anBeoslapHa XMNnoBeHTUNauus
Cungpom Ha Pickwick

E66.8 [pyru cbopmu Ha 3aTnbCTSABaHEe
BonecTtHo 3aTnbCTsIBaHe
MeTabonuteH cuHapom

Pa3scTponcTBa Ha 06MsiHaTa Ha apOMaTHUTE aMUHOKUCENUHU

E70.0 Knacuuyecka eHUNKeTOHYpUA
E70.1 Opyru Buaose xunepdeHnnanaHnHeMmm

E70.2 PascTponcTea Ha o6MsAiHaTa Ha TUPO3UNHa
AnkanToHypus
XvnepTnposnHemus
OxpoHo3a
TuposnHemunsa
TuposnHosa

E70.3 ANOUHN3BM
AnBUHN3BM:
* OYyeH




E70.8

* OYHO-KOXEH

CuHpgpom Ha:

¢ Chediak(-Steinbrinck)-Higashi
* Cross

* Hermansky-Pudlak

Opyru pascTponcTBa Ha O6MsiHaTa Ha apoOMaTHUTE aMUHOKUCENUHU
PascTtpowicTBa Ha:

¢ obmsiHaTa Ha xMcTMamHa

¢ obmdAHaTa Ha TpunTtodaHa

Pa3cTponcTBa Ha o6MsAHaTa Ha aMUHOKUCENUHUTE C pa3KIOHeHa Bepura u Ha MacTHUTe

KUCEeNIUHU
E71.0 BonecT Ha “ypuHa KaTo kneHoB cupon”
E71.1  [Opyru pascTpoicTBa Ha O6GMsIHaTa HA aMMHOKUCENTMHUTE C pa3K/ioHeHa Bepura
XvinepneBunH-N30MeBUMHEMUS
XvnepBanuHemus
M3oBanepuaHoBa aungemumsi
MeTunmanoHoBa aumMgemMus
MponnoHoBa aungemns
E71.2 PascTtpocTBO Ha o6OMsAHaTa Ha aMWHOKUCESIMHUTE C pasK/liOHeHa Bepwra,
HEeYyTOYHEHO
E71.3 Pa3scTponcTBO Ha O6MsiHaTa HA MacTHUTE KACENTUHU

AppeHoneBkoguctpodus [Addison-Schilder]
Odednumnt Ha MycKynHaTa KapHUTUH-NanMUTUATPaHcdepasa
MuTOXxoHApWanHM n NepoKkcM3oMHM 6onecTu
He eknroyea: Gonect Ha Refsum (G60.1)
6onect Ha Schilder (G37.0)
cvHapom Ha Zellweger (Q87.8)

Opyrv pascTtponcTsa Ha obMsAHaTa Ha aMMHOKNCENUHUTE
He eknrousa: OTKIMOHEHMA OT HopmaTa 6e3 n3siseHo 3abonsasaHe (R70—R89)

E72.0

E72.1

E72.2

pa3CcTpoNCTBa Ha:

* obmsaHaTa Ha apomMaTHuTe amuHnokncenuHm (E70.—)

* obmsAHaTa Ha aMUHOKUCENUHUTE C pa3knoHeHa sepura (E71.0—E71.2)
¢ obmsiHaTa Ha MacTHuUTe kKncenuuu (E71.3)

¢ obmsHaTa Ha nypuHa u nupumuanHa (E79.—)

nogarpa (M10.—)

Pa3cTpoincTBa Ha TpaHCNOPTMPAHETO HA aMUHOKUCETTUHU
LinctnHosa

Lincturypusa

Cungpom Ha Fanconi(-de Toni)(-Debre)

Bonect Ha Hartnup

CuHgpom Ha Lowe

He eknroyea: pascTpoicTBa Ha obMsHaTa Ha TpuntodpaHa (E70.8)

PascTponcrTBa Ha o6MsAiHaTa Ha csApa-CbAbpPXKALWMUTE aMUHOKUCESTUHU
LinctatnoHmnypusi

XOMOUUCTUHYpUSA

MeTnoHuHemus

Oeduumnt Ha cyndutokecngasa

He ekmoysa: pedvumt Ha TpaHckobanamuH Il (D51.2)

Pa3ctpoicTBa B MeTabonuTHUA LMKBI Ha ypeATa
AprrHmHemus

ApPrMHMHOCYKUUHOBA aumaypus

LntponuHemus

XvnepamoHnemus

He eknroyea: pascTpoicTBa Ha oOMsHaTa Ha opHUTUHA (E72.4)




E72.3

E72.4

E72.5

E72.8

Pa3scTponcTBa Ha o6MAHaTa Ha JIM3MHA U XUAPOKCUIIN3MHA
myTtapoBa aumaypusi

XnapoKCHUnmnanHemms

XvnepnmanHemus

PascTpoicTBa Ha o6MAHaTa Ha OPHUTUHA
OpnutuHemuns (tun |, 1)

PascTpoicTBa Ha oOMsAHaTa Ha rMULMHa
XunepxnapoKCcMnponnHeMns
XunepnponuHemus (tvn |, 11)

HekeToHOBa xuneprnuumMHeMums
CapkosnHemus

[Opyrn yTouyHeHu pa3cTponcTBa Ha O6MsAHaTa Ha aMUHOKUCENTUHUTE
PascTtpoicTsa:

* Ha obmgaHaTa Ha B-aMUHOKMCENVHUTE

* B Y-IMyTamMnnoBus LMKb

HenoHocMMOCT KbM N1aKTO3a

E73.0 BpoaeH HeaOMMBK Ha nakTasa

E73.1 BropuyeH HeQOMMBK Ha Nnakrasa

E73.8 dpyrn BuaoBe HEMNOHOCUMOCT KbM JlaKkTo3a

r'M pa3scTponcTBa Ha oOMsAHaTa Ha Bbrnexuaparurte
He ekrnrousa: noBULLIEHa cekpeLms Ha rniokaroH (E16.3)

E74.0

E74.1

E74.2

E74.4

3axapeH gnabet (E10—E14)
xunornukemusa 6AY (E16.2)
mykononusaxapugosa (E76.0—E76.3)

Bonect Ha HaTpynBaHeTO Ha rMUKOreH
CbpaeyHa rnukoreHosa

Bonect Ha:

¢ Andersen

e Cori

e Forbes

* Hers

* McArdle

* Pompe

e Tauri

¢ Von Gierke

Heponmbk Ha YepHoapobHa docopmnasa

PascTpoicTBa Ha o6msAHaTa Ha ppyKTo3aTa
EceHumnanHa dpykrosypus

Heponmbk Ha ppykTo30-1,6-gnudocdarasa
HacneactBeHa HEMOHOCUMOCT KbM (PpyKTO3a

PascTponcTBa Ha o6MsAiHaTa Ha ranakrosara
HepgovmMbK Ha ranakTokMHasa
["anakro3emus

PascTpoiicTBa Ha o6MsiHaTa Ha NUpyBaTa U FMOKOHeoreHe3aTa
Hepgonmbk Ha:
¢ thochoeHonnupysaTt kapboKCHKnHa3a
¢ nupyear:
* kapbokcunasa
e JexuaporeHasa




He sknroysa: c aHemus (D55.—)

E74.8 [Qpyrv yTouHeHM pa3CcTponCTBa Ha oOMAHaTa Ha Bbrnexmgparure
EceHuunanHa neHTo3ypusi
Okcanosa
Oxkcanypusi
PeHnanHa rntoko3ypus

PascTponcTBa Ha o6MsHaTa Ha ccoMHronNnuUNMAUTE U APYrun HapyLieHUs Ha HaTpynBaHe Ha
niunuauTe
E75.0 FaHrnuMo3nposa GM2

BbonecT Ha:

¢ Sandhoff

e Tay-Sachs

GM5 raHrnvosnaosa:
« BY

* Mpu Bb3pacTHU

* [OBEHUITHA

E75.1  [Opyrv raHrnmosnaosu
FaHrnmosmp,osa:
By

°GM1

e GM
3
Mykonunngosa IV

E75.2 [Opyru cdomHronunugosu
BonecT Ha:
* Fabry(-Anderson)
* Gaucher
* Krabbe
* Niemann-Pick
CwvHgpowm Ha Farber
MeTtaxpomaTtunyHa neskoamcTpodus
Hepoumbk Ha cyndaTtasa
He ekmoyea: appeHoneskoancTpodus [Addison-Schilder] (E71.3)

E75.3 CdmHronunuaosa, HeyTouHeHa

E75.4 NunodycumHo3a Ha HeBpOHUTE
Bonect Ha:
» Batten
» Bielschowsky-Jansky
e Kufs
* Spielmeyer-Vogt

E75.5 [pyru pa3cTpoMCcTBa Ha HaTpyNnBaHeTO Ha nNuNuau
LlepebpoTenanHo3Ha xonecteposa [van Bogaert-Scherer-Epstein]
Bonect Ha Wolman

Pa3scTponcTBa Ha O6MsiHaTa Ha MMKO3aMUHOIMMKaHUTe

E76.0 Mykononusaxapupgo3a, Tun |
CvHapomu Ha:
e Hurler
¢ Hurler-Scheie
¢ Scheie

E76.1 Mykononusaxapuaosa, Tvn i
CuHgpom Ha Hunter

E76.2 Apyrn MmyKkononusaxapuaosu




E76.8

Heponmbk Ha B-rnokypoHvaasa
Mykononusaxapugosa, Tunose lll, 1V, VI, VI
CuHgpom Ha:

¢ Maroteaux-Lamy (nek)(Texwbk)

¢ Morquio(-nogo6eH)(knacu4eckm)

¢ Sanfilippo (Tun B)(tun C)(tTun D)

D,perI pGSCTpOﬁCTBa Ha o6MsiHaTa Ha rMIOKO3aMUHOITIMKaHUTe

PascTpoincTtBa Ha o6MsiHaTa Ha rMIOKONPOTENHUTE

E77.0 HDedekTn B nocTTpaHcnaumMoHHaTa moamcpukaumsa Ha NM3030MHUTE EH3UMU
Mykonunmngo3sa Il [I-kneTbuHa 6onecT]
Mykonmnngosa lll [ncesgo- Hurler nonnanctpodgus]
E77.1 DedekTn B pasrpaxaaHeTo Ha rNHOKONPOTEUHUTE
AcnapTunrnioko3aMmmHypms
dyko3maosa
MaHHo3Mao3a
Cwunanupgosa [mykonunugosa |
E77.8 [pyru pa3cTpoMcTBa Ha OOMsAHaTa Ha rMIOKONPOTEeNHNUTE
Pa3cTtponctBa Ha o6MaHaTa Ha NIUNONPOTEUHUTE U APYIY NIUNUgEeMUn
He eknroyea: cchunronunngosn (E75.0—E75.3)
E78.0 Yucrta xunepxonecreponemus

E78.1

E78.2

E78.3

E78.4
E78.6

damunHa xmnepxonecrteponemums
XunepnunonpoTtenHemus Ha Fredrickson, Tun lla
XvnepbeTtanunonpoTenHemMus

Xunepnunugemus, rpyna A

XnnepnmnonpoTeMHEMNS C NIUMONPOTENHU C HUCKA NAbTHOCT [LDL]

Yucrta xuneprnuuepuaemums

EHpgoreHHa xvneprivuepungemms

XvnepnunonpoTenHemus Ha Fredrickson, Tun IV

Xvnepnunugemus, rpyna B

XunepnpebeTtanunonpotenHemus

XvnepnvnonpoTemHemMms ¢ IMNOMNPOTEMHU C MHOIO HUCKa nNibTHOCT [VLDL]

CMeceHa xunepnunuaemMusa
O6wwpHa nnu nnasawa 6eTanunonpoTenHeMuns
XvneprnvnonpoTtenHemus Ha Fredrickson, tun Ilb nnw Il
XuvnepbeTtanunonpotenHemus ¢ npebetanunonpoTenHemMus
XunepxonecteponeMuns ¢ eHaoreHHa xuneprivuepnaemms
Xunepnunugemus, rpyna C
Tybepo-epynTMBHa KCaHTOMa
Xanthoma tuberosum
He eknrousa: uepebpoTeHanHo3Ha xomecTepo3a [van
Scherer-Epstein] (E75.5)

XunepxnnomMmKkpoHeMus

XvneprnivnonpotenHemus Ha Fredrickson, tun | nnn V
Xvnepnvnugemus, rpyna D

CwmeceHa xuneprivuepvaemums

Opyru xunepnunuaemum

Heponmbk Ha NnUNonpoTenHn
AbeTanunonpotenHemMus

Hegoumbk Ha MMNOMPOTENHU C BUCOKA MITBTHOCT
XvnoandanunonpoTenHemus
XvnobeTtanunonpotemHemus (doammnHa)

Hegoumbk Ha NeumTUH-XonecTepon-aumMnTpaHcdepasa

Bogaert-




TaHxepcka 6onect

E78.8 [pyru pascTtpoMcTBa Ha o6MsiHaTa Ha NUNONPOTEUHUTE
E79.1 Cunpgpom Ha Lesch-Nyhan

E79.8 [Opyrm pa3cTponcTBa Ha obMsiHaTa Ha NypuHa U NMpUMUANHA
HacnencteBeHa KCaHTUHYpUS

Pa3cTponcTBa Ha o6MsaAHaTa Ha nopdupuHa n BGUNUPyouHa

E80.0 HacneactBeHa eputponoeTuyHa nopdpupus
BpoaeHa epuTtponoeTnyHa nopgpupms
EputponoeTtuyHa npotonopgpupus

E80.1 Mopdmpua kytaHea Tapaa

E80.2 [Opyrn nopcmpun
HacnepncteeHa konponopdupus
Mopdupus:
* By
* OCTpa MHTEPMUTEHTHA (YepHoapobHa)
Mpn HeobGxoAMMOCT OT MaeHTUMLMpaHe Ha NpuYMHaTa ce M3Mnon3Ba AOMbIHUTENEH KOg
3a BbHLUHM NpUYnHK (knac XX).

Pa3cTtponcTBa Ha MMHepanHaTa obmsHa

He esknrousa: anMMeHTapeH HeJOUMbK Ha MUHepanHm BewecTsa (E58—E6G1)
pascTponcTBa Ha napaiumMtoBugHara xnesa (E20—E21)
HeJoMMbK Ha BuTamuH D (E55.—)

E83.0 PascTponcTBa Ha o6MsAHaTa Ha MeAaTa
Bonect Ha Menkes (6onecT Ha kbapaBuTe kocu) (6oNecT Ha CTOMaHeHUTe KOCH)
Bonect Ha Wilson

E83.2 PascTponcrTBa Ha o6MsAHaTa Ha LiIMHKa
EHTeponaTeH akpogepmaTut

E83.4 PascTponcrTBa Ha o6mMsAHaTa Ha MarHe3us
XunepmarHesemus
XunomarHesemusi

Opyrvu pascTpoucTBa BbB BOOHO-ENIEKTPONIUTHUSA U anKanHO-KUCEeNUHHUA 6anaHc

E87.0 XunepocmonaputeT xunepHaTpmemMmus
M3nuwbk Ha HaTpui [Na]
lMpeTtoBapBaHe ¢ HaTpun [Na

E87.8 [HOpyru pascTtponcTBa BbLB BOAHO-COJIEBOTO paBHOBecue, HeknacuduumpaHm
Apyraae
Pa3scTponcTBo Ha enekTponutHus 6anaHc bY

Xvnepxnopemusi
Xunoxnopemus

Opyrv pascTpoiicTBa Ha o6MsAHaTa Ha BellecTBarTa

He eknroysa: xunctmounTtosa X (xpoHunyHa) (D76.0)
Mpn HeobxoAMMOCT OT uAeHTMdUUMPaHE Ha JeKapCTBEHOTO CPEeACTBO, MpeausBuKano
pa3CcTponcTBO Ha obmsHaTa Ha BellecTBaTa, Ce M3MNomn3Ba AOMbIHUTENEH KOA 3@ BbHLUHM
npu4mHK (knac XX).

E88.1 Nunoauctpodusna, HeknacudmumpaHa gpyrage
Jinnoguctpodus 6OY
He eknroyea: 6Gonect Ha Whipple (K90.8)




E88.2 NunomaTto3a, HeknacuduumpaHa gpyraage
JlunomaTo3a:
By
e 6onesHeHa [Dercum]

E88.8 [pyru yTouyHeHM pa3CcTpoOMCTBa Ha OOMsAHaTa Ha BellecTBaTa
ApeHonunomarosa Ha Launois-Bensaude
TpumeTunammHypus

KOOOBE HA OCHOBHM MNMPOLIEQYPH
2.2. OCHOBHM OUATHOCTUYHU NPOLIEAYPU

KomnioTbpHa ToMmorpacpmsa Ha MO3bK

Komnrorepaa Tomorpadus aa rmasa Y

He sxniousa: xKoMIIOTBEpHA TOMOTpadus:
* npu crupanna anruorpadus (57350 [1966])
IIpH CKaHUpaHE Ha:
* rppaeH xom (57001, 57007 [1957])
 u xopem (57001-01, 57007-01 [1957])
* TUIIeBa KOCT U oKoJoHOCeH cuHyc (56030-00, 56036-00 [1956])
* cpemHO yX0 U TeMnopaiHa KocT (56016-02, 56016-03, 56016-06, 56016-07 [1955])
* opbura (56013-02, 56013-03 [1954])
* nmuTyuTapHa sMka (56010-02, 56010-03 [1953])

56001-00 KomnioTbpHa TOMOrpadms Ha MO3bK

56007-00 KomnwoTbpHa TomMorpadust Ha MO3bK C MHTPaABEHO3HA KOHTPAcTHa MaTepus
KOMHIOT”pra TOMOFpa(I)I/ISI Ha MO3BK 663, CJICA TOBA C BCHO3CH KOHTPACT

PeHTreHorpacus Ha rmaBa unu wus

He sxntousa: na mmeH rppoHax (58100-00 [1968])

57901-00 PeHTtreHorpadus Ha Yepen

Brriousa: KaJBapuyM
He sxnousa: nedpamomerpus (57902-00, 57930-00, 57933-00 [1967])
TakaBa Ha:

» mactouHa KocT (57906-00 [1967])
* okonoHOCeH cuHyc (57903-00 [1967])
* eTpo3Ha Temropanaa koct (57909-00 [1967])

PeHTreHorpadus Ha ropeH KpanHukK

57512-03  PeHTtreHorpadus Ha anaH, NpbCTH U K1Tka

PeHTreHorpacusa Ha Ta3

57715-00 PeHTreHorpadgus Ha Ta3
Pagmorpadust Ha Ta30B BXOX

He sxnmousa: paauorpadceka nenpumetpust (59503-00 [1981])

57712-00 PeHTreHorpacusa Ha Ta3obegpeHa cTaBa




He sxniousa: koutpactHa aptporpadus (59751-00 [1985])
TakaBa Ha pemypra muitka (57518-00 [1983])

Papguorpacdus Ha goneH KpanHukK

57518-00 PeHTreHorpadus Ha cbemyp
Pannorpadus na 6expo
He gxnousa: Takasa rpu BbTpeniHa (pukcanus Ha Gpemopainna gppaxrypa (57721-00 [1981])

57518-01  PeHTreHorpadus Ha KOnsiHO
He exniousa: wm3cnenBaHe KOCTHA Bb3pacT Ha KoJisiHO U kuTka (58300-00 [1984])

57518-02 PeHTreHorpadus Ha nogdeapuua

1940 YnTpa3ByK Ha rnaBa u Wwus

55032-00 YnTpasByk Ha LWIKA
He exniousa: nyruiekc ckaH Ha KapOTHIHU chIoBe (BK O10koBe [1944] u [1946])

YnTpa3Byk Ha cbpue

Exokapauorpagus
Bralousa:  TaKbB M3IIBJIHEH:
* M3MOJI3BANKH:
* MalMpaHe ¢ IBETECH MOTOK
* Jlotep TeXHUKH (TIPOIBIDKUATENHA BBIHA) (ITyJICHpAIa BbIHA)
* MEXaHWYHO CEKTOPHO CKaHMPaHE
* TpaHcaIocep ¢ (pa3oBO M3TBUBAHE
* C BHJCO 3aITHC

55113-00 M-pexum n gBym3amepeH ynTpasByk Ha CbpLe B peariHo Bpeme

55036-00 YnTpasByk Ha Kopem
Braousa: CKaHHMpaHe Ha ypUHAPEH TPaKT

He sxatousa: xopemHa ctena (55812-00 [1950])
TIPH CHCTOSIHUSL, CBBP3aHu ¢ OpemeHHOCT (55700 [1943], 55729-01 [1945])

Odynnekc ynTpa3ByK Ha UHTpaToOpaKanHu UM UHTpaabaoMUHANHU cbAoBe

Braousa: B-mode yntpa3BykoBo n3cieaBane u MHTerpupaHo /loniepoBo n3MepBaHe Ha TOTOK
4pe3 CHEKTPaJieH aHaIn3

He sxntousa: TakaBa ¢ Manupane Ha KOHAYUT (55294 [1948])

55276-00 [ynnekc ynTpa3ByK Ha MHTpa-abgoMUHaNHK, aopTa v UMavyHu apTepun U/unu BeHa Kkaea
WHdEPUOpP U UNNadH BEHU
He sxnousa: mipu cbeTosiHUSA, CBBp3aHu ¢ OpeMeHHOCT (55700 [1943], 55729-01 [1945])

55278-00 [dynnekc ynTpasByK Ha peHanHu u/unun BucLepanHn cbaose

Braousa: JYIUIEKC yNTpa3ByK Ha:
* aopTa
* WINAYHH CHJIOBE
* BeHa KaBa HHpepHop

He sxniousa: tipu cbeTosiHUSA, CBBp3aHu ¢ OpeMeHHOCT (55700 [1943], 55729-01 [1945])

MarHuTHO pe3oHaHceH o6pa3

90901-00 MarHUTHO pe3oHaHCHa Tomorpadus Ha MO3bK
He sxnousa: (QpyHKIIMOHAITHO MAarHUTHO PE30HAHCHO mM3ciieBaHe Ha MO3bK (90901-09 [2015])




90901-08 MarHuTHO pe3oHaHCcHa Tomorpadus Ha ApYro MCTO
Brnarousa: KpT)BOCHaGHﬂBaHe Ha KOCTEH MO3BK

1932 WscnepsawmAmwaypwwava

BkntouBa Hsikou OT cnegHuTe:

91920-02  MuKpOCKONCKO M3cnenBaHe Ha ypuHa 3a KynTypa u YyBCTBUTENHOCT
91920-03 W3cnegsaHe 3a anbymuH B ypuHaTta. MukpoanbymuHypus
91920-05 W3cneaBaHe 3a ypobunuHoreH B ypuHaTta

91920-06 WacnepsaHe Ha pH Ha ypuHa

91920-07 W3cneaBaHe 3a keToTena B ypuHata

91920-08 W3cneaBaHe Ha 3axap B ypyHHa npoba

91920-11  N3mepBaHe Ha 6bLOpeYEH KNMPBLHC B yprHaTa

91920-13 WscneagBaHe 3a amunasa B ypuHaTa

91920-14 WN3cneaBaHe 3a 6enTbk B ypuHaTta

9192016 NacnepeaHe 3a 6unmMpyouH B ypuHaTta

91226-03 WscnepsaHe 3a cBOOOAEH KOPTM30IT B YyPUHA 3@ OpraHMYHU KUCESNHU

1863 opyru HeonepaTUBHU U3MepBaHUA U n3cnegBaHus

12533-00 BbrnepoaHo MapkupaHa ypesa guxateneH Tect
Bkntouea: mamepBaHe Ha nsgmwan 13C02 nnm 14C02
c nsnonaeaHe Ha nepopaneH 13C nnn 14C ypes

92207-00 Wa3cnepBaHe Ha ocHOBHaA oOMsIHA

1849 [lpyro namepBaHe Ha guxatesiHa PyHKLUA

11506-00 [pyrn nscneaBaHns Ha guxatenHarta pyHKUua-cnmpoMeTpus

1923 [InarHOCTUYHN TecTOBe, n3mMmepBaHuAa nnn n3cnegBaHusA, KpbB U KPbBOTBOPHU OpraHu

BknouBa HAKOW OT criegHuTe:

91910-04 KpbBHa kapTUHaA — MOHE OCEM WS MOBEYE OT NOCOYEHUTE NoKasaTenun: XeMOornoouH,
epuUTPOLNTN, NNIEBKOLNTU, XeMaToKpuT, TpombouuTtn, MCV, MCH, MCHC

32210-26 KnuHnyHo-xummnyHun nacnegsanHmsa 3a ACAT

3191 0-27  KnuHuYHO-XxuMun4HuM nscnenpanus 3a AJIAT

31910—29 KnNUHWYHO-XUMUYHN nscnegBanHmna 3a MM T

31910—30 KnuHnyHO-XxMMUYHKM n3cneaBaHuvs 3a ankanHa gocdatasa (AD)
31910-20 KnMHMYHO-XMMUYHN n3cneaBaHnsa 3a XonecTepon
31910-23 KnMHMYHO-XMMUYHN n3cneaBaHns 3a TpUrnuuepuan
31910-22 KnnHnyHo-xmumun4Hn nacnegsarHunsa 3a HDL-xonectepon
31910-25 KNUHWUYHO-XMMUNYHN n3cnedBaHuns 3a NMKOYHa KucenmHa
3111310-33 KnuHn4HOo-xuMmnyHM nscnensaHusa 3a Hatpun n Kanun
31910-34 KnnHWUYHO-XxnMmn4HM nacnegBanus 3a Kanuyum

31910-38 KNMHMYHO-XMMWYHN n3cnenBaHns 3a xnopuau

unm

13311-00 WN3mepBaHe Ha rasoBe Ha CMeceHa BEHO3Ha KPbB




"
91225-00 WN3cnegsane Ha NHcynuH (IRI)

"

91225-02 WscnepBaHe Ha KOPTU3OMOB PUTHM

1934 Opyrn nabopaTtopHu nscneagsaHus

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

92191-01  TecrT 3a oTkpuBaHe aHTUreH Ha SARS-CoV-2

2.3. OCHOBHU TEPANEBTUYHU NPOLEAYPU

KoHcynTtauusa nnu obyyeHne cBbp3aHu C NMYHA rpuXa v Apyru exegHeBHU
AenHocTu/He3aBUCUM XKUBOT

96067-00 XpaHuUTenHu/gMeTU4HM KOHCynTaumm unm obpasoBaHme
He exniousa: mpeBaHTUBHA KOHCYITAIMs uin o0ydeHue (96066-00 [1867])

lNMpunoxeHue Ha chapmakoTepanus

[Mpunarane Ha papMaKOJIOTHYHH areHTH ChC CUCTEMEH e(eKT

He gxnousa: npunarane Ha:

* KPBB B KPBBHH POIYKTH (BIK 010K [1893])

* (hapMaKoJIOTHYEH areHT 3a:
* anecre3us (Bux Omoxose [1333], [1909] u [1910])
» uMmyHm3anus (B 0oxoBe [1881] mo [1884])
* nokaisieH edekt (Brx Vunekc: MHxekTHpaHe, 10 JOKaNU3alus U HHXEKTHPAHe,

10 BU/IOBE, IO JIOKATHU3ALUA)

* MOBE/ICHHUE MPU SKTOMUYHA OpeMeHHOCT (BHX 010K [1256])
* moBeeHue Tpu Oornka (Brk O10koBe [31] mo [37] u [60] mo [66] u [1552])
* epdy3us (Brx 6ok [1886])
* BakcuHarwms (B Osokoe [1881] mo [1883])

XHPYPTrAYeCcKO MpIiaraHe Ha XHMHOTEPATICBTHIHA areHTH (BIDK O10K[741])

3abenexcka: TlocnenBamyusaT CIUCHK C MPUJIOKEHNUS € Ch3/aJICH 3a yIoTpeda ¢ KOJoBeTe OT OJIOK
[1920] [Ipunarane Ha papMaKoTepaTIHs

96202-07 EHTepanHo npunoxeHue Ha hapMakoriormyeH areHT, XpaHUTenHo BewecTBo

MpunaraHe Ha KPbB U KPbBHU NPOAYKTU

13706-02 TlpunoxeHne Ha onakoBaHW KNeTKn
Tparcoy3us Ha:
* CPUTPOLIUTH
¢ OIIAKOBAaHU KJICTKHU
* YEpBCHU KPBbBHU KIICTKU

92062-00 MpunoxeHne Ha opyr cepym
Tpancoysus Ha:
* anOymuH
* a3Ma (mpsicHo 3ampasena) (FFP)

92064-00 lMpunoxeHne Ha opyr KpbBEH NPOOYKT
Tpancoysus Ha:
* KPBbBHU 3aMECTUTEIIN
* TPaHyYJIOLUTH




96199-07 WHTpaBeHO3HO NpUMoXeHe Ha hpapMakonorMyeH areHT, XxpaHUTeNHO BELLECTBO

96199-08 MHTpaBeHO3HO NpunoxeHne Ha bapMaKkoiorMyeH areHT, enekTponuT

96199-09 WHTpaBeHO3HO NpunoxeHne Ha hapMaKkonorMyeH areHT, Apyr u HecneundnyeH
dapmakonormyeH areHT

96200-09 TMoakoXKHO NpUNOXeHNe Ha hapMaKoMOrMYeH areHT, Apyr 1 HecneumduyeH
dapmMaKkonormyeH areHT

96197-09  MycKyrnHO npunoxeHue Ha oapMakonorMieH areHT, 4pyr u HecneundnyeH
dapmMaKkonormyeH areHT

M3nckBaHe: KnnHnyHata mbTeka ce cyMTa 3a 3aBbplUeHa, ako ca NMPUITOXEHN U OTYETEHU
TPU OCHOBHM OMArHOCTUYHW NPOLIEAYPU, OT KOUTO 3a4bIDKMTENHO eaHa nocoyeHa B 6mok 1923 u
eQHa OCHOBHa TepaneBTMYHA npoueaypa, nocoyeHn B Tabnuua KopoBe Ha OCHOBHM
npouegypm.

Camo 3a gmarHosa c¢ kog E66.8 ce gonycka npunaraHe M oTyMTaHe Ha [ABE OCHOBHMU

ONarHOCTMYHU U efHa OCHOBHa TepaneBTUYHa npoueaypa.
OcHoeHa npouenypa 92191-00 unm 92191-01 ce ocbuiecTBsBa nNpu HEOOXOOUMOCT U ce
npunara npu gnarHoctuyupane Ha COVID-19. Tasu npouenypa ce n3BbpLUBa NPy NOKa3aHUsa U ce
oTYMTa KaTo AOMbAHWUTENHA OMarHOCTMYHA npoueaypa KbM Opyryte AnarHOCTUYHW Mpouenypwu,
NMOCOYEHN BbB BCEKN ANArHOCTUYHO-NeYebeH anropuTbM Ha CbOTBETHATA KMMHMYHA NbTeka.

4. yCcnoBuda 3A CKINHYBAHE HA OOroBoP M 3A U3NBbIHEHUWE HA KIIMHUYHATA
NMBbTEKA

KnuHuyHaTa nbTeka BKOYBA OEWHOCTU U yCNyrMm oT obxBaTa Ha MeguMuuHckaTta "[eTcka
eHAOKpuHonorua", ocbllecTBsiBaHa Ha TPETO HUBO Ha KOMMETEHTHOCT CbIlNacHo
MeaUUMHCKM cTaHgapTt "lMepuatpusa”, B o6xBata Ha MeAMUMHCKata chneuuanHocTt
"Mepgunatpua”, ocbLiecTBsIBaHa Ha TPETO HUBO HA KOMMETEHTHOCT, CbIflaCHO MeAULMHCKU
ctaHgapt "lMegnaTtpua™.

M3nckBaHMATa 3a Hanuume Ha 3agb/DKMTENHM 3BEeHa, anapatypa W chneumManuctu ca B
CbOTBETCTBUE C MeOMLMHCKM cTanaapT ,EHOoKpnHONorusa n 6onectn Ha obmsiHaTa”.

a) SAOBIDKATENHN 3BEHA, MEAUMUUHCKA AMNAPATYPA U OBOPYOABAHE, HAITUMHU U
OYHKUMNOHUPALLN HA TEPUTOPUATA HA NEYEBHOTO 3ABEOEHUE, N3MBJIIHATEN HA
BOJIHUYHA NMOMOLY

NeyeGHOTO 3aBefeHVe 3a GOMHMYHA MOMOLL, MOXe [a OCUrypu 4Ypes [0roBOp, BMEHEHUTE KaTto
3a0bIDKUTENHM 3BEHa, MeauLMHCKa anapaTtypa u obopyasaHe, U ¢ Apyro nevyebHo 3aBedeHue 3a

N3BbHOOMHMYHA MK GONHMYHA MOMOLL, Pa3nofioKeHO Ha TepuTopusiTa My M MMallo AOroBop C
H3OK.

3aabnxkutenHo 3seHo/MegULMHCKa anapaTypa
1. KnnHuka/otaeneHune no geTcka eHgoKpMHOMorms
unu
KnuHuka/otgenexve no negnatpus |l HUBO Ha KOMNETEHTHOCT
2. KnunnyHa nabopatopus |l unum [l HUBO, BKI. N3BbpPLUBAHE HA XOPMOHAITHN
nacnegBaHuns
3. CTpykTypa no obpasHa guarHocTuka — pEHTreHOB anapar 3a ckonus 1 rpadgums
4. Exorpadcku anapat C Bb3MOXHOCT 3a M3cregBaHe Ha LNMToBMaHaTa xresa




B cnyyaute, korato ne4yebHOTO 3aBegeHue 3a GOMHMYHA MOMOLL He pasnonara CbC cobcTBeHa
KnnHuyHa nabopaTtopusa, TO criegBa Aa OCUrypy OCbLUECTBSIBAHETO Ha AEWHOCT MO KAMHWYHA
nabopaTopusi OT CbOTBETHOTO HWBO, OMPEAENEHO C HacTOosIUS CTanHOapT, NO AOroBOp CbC
caMocCTosiTeNnHa MeauKo-AMarHocTu4Ha nabopatopus UnNKu ¢ KNMHWMYHa nabopatopus — CTPyKTypa
Ha gpyro ne4ebHo 3aBegeHune. B Te3n cnyyam nabopatopusata, C KOATO € CKOYEeH AO0roBOPbLT,
cnegBa ga 6bae pasnonoxeHa B edHa WM cblla crpaga ¢ OonHuuaTta unM B paMKuTe Ha
6onHuuata. C pgoroBopa 3agbimKUTENHO ce obeanevaBa 24-4acoBO OCBLUECTBSIBAHE Ha
AEVNHOCTUTE MO KNWHWMYHA nabopaTopusi 3a HYXOUTE Ha CTpyKTypata MO €HOOKPUMHOIOMUSA U
Oonectn Ha obmsHaTA.

SAOBITXKUTEINHN 3BEHA, MEOULUMHCKA AMNAPATYPA U OBOPYOABAHE, HEOBXOOAVUMU
3A USNBJIIHEHUE HA AINTOPUTBMA HA NBTEKATA, HEHAITUMHUA HA TEPUTOPUATA HA
NEMEBHOTO 3ABEAEHUE, 3N BNHUTEN HA BOJNTHU4YHA MOMOLL,

JNleyebHOTO 3aBegeHwe 3a OOMHMYHA MOMOLL MOXE [a OCUTypu OEeMHOCTTa Ha CbOTBETHOTO
3a0bJPKMTENHO 3BEHO Ype3 A0roBop C Apyro neyebHo 3aBefeHne Ha TepUTopusiTa Ha HaceneHoTo
MSICTO, KOETO OTroBaps Ha M3NCKBaHUATA 3a anapartypa, obopyaBaHe u cneumanucty 3a Tasm Kl n
nma gorosop ¢ H30K.

3agbmKuTenHo 3BeHo/MegMUMHCKa anapaTypa
1. JlaBopaTopusi N0 UMyHOSOrUs
2. KT/MPT
3. JlabopaTtopusi/oTgeneHve no KNMHWYHa NaTonorust
4. MvkpoburonornyHa nabopatopusi Ha TepuTopusaTa Ha obnacrra

6) HEOBXOOUMU CMNEUMAITUCTU 3A UBNBITHEHUE HA KITMHUYHATA NbTEKA.

- Nekap CbC crneumanHocT geTcka eHAOoKpUHonormsa n 6onectn Ha obmsaHaTa — npuTexasaly

KBanudumkaumsa no exorpadus Ha WMToOBMOHA Xesa

nnm

- oTAeneHue/knuHMka no negmatpus Il HUBO - YeTupuma nekapu ¢ NpusHaTa cneumanHocT
no neauaTpua M Hanuyune B ne4yebHOTO 3aBedeHMEe Ha cneumanucT no egHOOoKPUHOMOIMS Unu
AeTCKa eHOOKPMHOMOrns ¢ KBanvdukaumsa 3a exorpadus Ha LNTOBUOHA XNesa;

- NeKkap CbC CneumnanHocT KNMHUYHa naboparopusi.
- Nekap CbC crneumanHocT no obpasHa AuarHocTuka

5. UHOUKALIMA 3A XOCNMUTANU3ALINA U NEYEHUE

OenHocTtute 1 ycnyrute B ob6xBaTa Ha Ta3u KIMHUYHA MbTEKa Ce OCbluecTBABAT He3abaBHO
unn ce nnaHupart 3a n3nbjiHeHne B 3aBUCUMOCT OT pa3BUTUETO, TeXXeCTTa U OCTpOoTaTa Ha
CbOTBETHOTO 3abonsBaHe u onpegeneHuna AWarHoCTUYHo-ne4ye6eH nnax.

a) UHONKALIUN 3A XOCMNMUTAJTU3ALIUA.

1. CnewHo neveHre Ha nuua ¢ guarHoOCTULMPaHN MeTabonUTHU HapyLLEHNs] U B CbCTOSIHUE
Ha:

1.1. meTabonuTHa Kpu13a;

1.2. KOMaTO3HO CbCTOSIHUE;

1.3. rbpyOB CUHOPOM;

2. OnarHoCTU4HO YTOYHABaAHE, Je4dyeHune n onpegendHe Ha nocnegBaulo TepaneBTUYHO
nosegeHune npu:

o XunoanbymumHemus(cepymeH anbymuH nog 35 r/n) npy ManHyTpuums.



e TexXbK aHeMUYEH CUHAPOM MPU MarnHyTpULmS.
o Xunokanvemusa npu ManHyTpuLmn4.
o Texka ManHyTpuumns:

- Terno 30% noa cbOoTBETHOTO 3a pbCTa.

* nauueHTu Ao 18 roamHM cbeC 3aTNbCTSBAHE U CBPBLXTENNO C MHAEKC Ha TenecHa maca
(BMI) Hag 95 nepceHTyn unn nog 19, YCNOXHEHO CbC CbPAEYHO-CHOOBU, AUXaTenHu Wuunm
MeTabOoNNTHO - EHOAOKPMHHM HapyLLEHMWS

* MauMeHTM C XPOHWYHA MarnHyTpuuMa - cnegonepatvMBHa Mpyv  CTPUKTYpa Ha
XpaHoMnpoBOAa, racTpo-, EHTePO- U KOMOCTOMA, CbCTOSIHUSI HA CTOMAallHa UM YpeBHa pPe3eKuus;
BPOOEHU M NpugodbuT aHoManMM Ha XxpaHocMmunaTtesnHara cucrtema (MHOEeKC Ha TenecHa maca -
BMI nog 19 kr/m2, 3aryba Ha Terno Hag 5 % B nocnegHute 1 - 3 Meceua, HamansiBaHe Ha
XpaHuTtenHua npuvem ¢ 25 % u noBeye OT TO3W Ha MNpedllecTBawiata cegmuua, obuw, cepymeH
6entbk nog 60 r/n, cepymeH anbymuH nog 35 r/n)

*  NauMeHTU C HacneacTBeHW MeTabonuTHU 3abonsBaHWA 3a KOPEKUMsl Ha TepanusTa u
neYeHne Ha Bb3HUKHANM YCNOXHEHNS

6) AMArHOCTUYHO - JIEYEBEH AJTTOPUTDBM.
MNpuem 1 nsroTBsHe Ha AMarHoCTUYHoO-NeYeb6eH nnax

B3emaHeTo Ha BuonornyeH matepuan 3a Meguko-guarHOCTMYHU M3cneaBaHns ce U3BbpLlBa
0o 48 vyac ot Havanoto Ha xocnutanm3aumata. KT n MPT — go 3 geH oT nocTbhBaHETo.
PagnounsoTonHn wn3cnenBaHusi, OBOWMHA eOHOEHEepruiHa peHTreHoea abcopbunomeTpust unu
PEHTTEHOBO OAEHCUTOMETPUS Ce M3BbPLUBAT 40 3 AeH OT nocTbnBaHeTo. O6pasHN nscneaBaHuns,
exorpadus n/unmn Gruoncusi Ha napawmMToBUaHa Xne3a — Ao 72 Yaca OT NocTbNBaHeTO. KOHTPOMNHM
KIMWHUKO — nNabopaTopHu u o6pasHn n3cnensaHus ce NPoBeXaaT 4O kpas Ha 6ONTHMYHNA MPEeCcTon.

2.1 NIEMEHUE HA MAJTHYTPULUUA

JleyeHneTto Ha nbpBUYHMTE GOpMKM Ha OBenTbyHO-eHepruiHata manHytTpuumsa (BEM) e
AVETUYHO, @ Ha BTOPWYHWUTE €OHOBPEMEHHO Ce MPOBEeXAa fleYeHMe Ha OCHOBHOTO 3abonsBaHe
crnepn HeroBoTO YTOYHsIBAHE.

B Hayanoto Ha NeYeHMEeTO e MOKa3aHO YaCTUYHO MapeHTeparnHo XpaHeHe, BMonpoaykTu
(usnocTHa KpbB, NNasma, XymaH-anbymuH).

[dneToneyeHneTo ce npoBexaa B ABa eTana:

Mbpeu eman — onpedensiHe Ha TonepaHca KbM XpaHa. 3anoyBa ce C MWHMMArHO
KonmnyecTtBo — okono 50% oT HopmaTa 3a Bb3pacTTa M cnej ctabunuanpaHe Ha TernoBHaTa Kpusa
KONMMYeCTBOTO XpaHa MOCTENEeHHO ce yBenuyaBa. EamMHCTBEHaTa xpaHa € MAsko — KbpMma,
XVAPONN3MPaHO, COEBO UM HUCKOMAKTO3HO.

Bmopu eman - ycuneHo 6enTbyHO XpaHeHe. [1ocTeneHHo ce yBenuyaBa BHOCA Ha EHEPrus
n 6entbun. O6eMbT Ha XxpaHaTa ce yBenvMyaBa NOCTENeHHO A0 NpenopbYaHnsi 3a Bb3pacTTa, a
6entbumte go 2,5 — 3,5 r/kr terno/244. EgBa cnepn ToBa ce BbBeXOAT OCTaHaNUTE XpaHw,
NOAXOAALWM 3a Bb3pacTtTa. lNpn HeobXxoauMOCT 3a MOCTUraHe Ha ONMTUMAareH €HEpPrMeH BHOC e
AOoNyCcTUMO noAcnaxaaHe Ha xpaHute ¢ 3% noBeye OT NPenopbYaHOTO (3a KbpMayeTa U Marnku
aeua).

Mpn no-ronemmn pJdeua MoraT Aa Ce M3NOM3BaT rOTOBM CTaHOAPTUM3WPAHW €eHTepanHu
XPaHUTENHN CMECMW.

[onbnHUTENHO Ce BHAcCAT MWKPOrpaHynMpaHu NaHKpeacHW npenapaTti, MOoNMBUTAMUHN,
MUKPOENEMEHTH, XXeNe3Hu npenapaTu.

2.2 TEPANMEBTUYEH Nnoaxond nPu YCNOXHEHO BOJIECTHO 3ATNTbCTABAHE

JNleyeHue Ha 3aTnNbCTABaHE C XNNepUHCYyNMMHN3BM



1. CbcTaBsiHe Ha MHOMBMOYANEH XUNOKANOPUEH OUETUYEH PEXUM.

2. OnpepensHe Ha nHaMBMAyaneH nnax 3a JIeK.

3. MegukameHTO3HO fieyeHne ¢ MeT(OPMUH — NPU NHOMKALUN.

JleyeHune Ha 3aTNbCTABaHE C HapyLUEH FMOKO3€eH TonepaHc

1. CobcraBsiHe Ha HAMBMAYANEH XMNOKaNopueH ANeTUYEH nnaHx.

2. OnpegensiHe Ha nHaguemuayaneH nnax 3a JIOK.

3. MegukameHTO3HO fieyeHne ¢ MeT(OPMUH — NPU NHOMKALUN.

JleyeHue Ha 3aTNbCTABaAHE C apTepuanHa XunepToHus

1. CobcraBdAHe Ha wHAMBMAOYANEH XWUMNOKarlopueH OWEeTUYEH pPEeXUM C peaykuus Ha
HaTpueBns xnopua.

2. OnpepensHe Ha nHausmayarneH nnaH 3a JIOK.

3. MegukamMeHTO3HO feyeHne ¢ aHTUXUMNEPTEH3NBHN CpeacTBa.

JleyeHue Ha 3aTNbCTABaAHE C XMNepnuNuaeMms

1. CwobcraBsiHe Ha nHanBMOyaneH XMNokKanopueH QUEeTUYEH PEXUM.

2. OnpepensaHe Ha nHamBmayarneH nnaH 3a JIOK.

6. NTOCTABAHE HA OKOHYATENHA AWATHO3A.

OkoHuaTenHaTa pguarHosa ce nocTaes cnopen aHaMHeCTUYHUTe AOaHHW, KIMHU4YHaTa
KapTuUHa, OMoOXnMUYHNTE, MHCTPYMEHTAITHW, (byHKLl,I/IOHaJ'IHI/I 7 O6p83HI/I n3cnegBaHnA.

7.0EXOCNUTANN3ALUNA U ONPEAENAHE HA CINEABOJIHUYEH PEXUM.

KOHTpOJ'I Ha 30paBHOTO CbCTOAHME Ha MauneHtTa n MeauUuMnHCKO 3akKr4veHue 3a numnca Ha
MeOUNUNHCKN PUCK OT MPUKITHO4YBaHeE Ha OOMHMYHOTO NnevYeHne Bb3 OCHOBA Ha ODEKTUBHU AaHHM 3a
CTa6I/IJ'IVI3I/IpaHe Ha CbCTOAHNETO (KJ'II/IHI/I‘-IHI/I/I'IapaKJ'II/IHI/I‘-IHI/I) n:

MeauuuHCKM KpUTepumn 3a gexocnuranusaums:

- YTOYHEHa AnarHosa;

- KOPEKLNSA Ha XXU3HEHUTE nokasaTenu;

- cTabunuanpaHe Ha KMMHUYHOTO CbCTOSIHUE;

- onpeaensiHe Ha TepaneBTUYHOTO NOBEAEHNE U XUTMEHHO-OUNETUYHUS PEXUM.

8. JOKYMEHTUPAHE HA JEMHOCTUTE NO KNUHUYHATA MbTEKA

XOCMUTAINMU3ALUUATA HA NALMUEHTA ce gokymeHTunpa B “Mcmopusi Ha 3aborsiseaHemo” (UN3)
n B vacT |l Ha “HanpaeneHue 3a xocnumanu3auus” - 6n1.M3-H30K Ne7.

OOKYMEHTUPAHE HA OMATHOCTUYHO - NNEMEBHUA ANFTOPUTBM - B “Yicmopusi Ha
3abonsisaHemo”.

NM3NMNCBAHETO/NMPEBEXOAHETO KbM OPYro JEYEBHO 3ABEOEHME CE
OOKYMEHTWUPA B:

- “iecmopusi Ha 3abornsieaHeMo”;

- vacrT lll Ha “HanpasneHue 3a xocrnnumanu3sayusi” - 61.M3-H30K Ne7;

- enuKpm3a — norny4yaea ce cpelly noanuc Ha naumeHTa (poauTens/HacTorMHuKa), OTpaseH B
3.

OEKNAPALUUA 3A UHOPOPMUPAHO CBITIACUE (OokymeHT Ne........cccceveerrnnnees ) — noanucea
OT NaumeHTa (poauTensa/HacToHuKa) U e HepasaenHa YacT ot “‘Uicmopus Ha 3abornsieaHemo”.



NOKYMEHT Ne 4
WH®OPMALIUA 3A NALMEHTA (POOUTENSA /HACTOUHUKA/MONEYUTENS)

HepoxpaHBaHe (ManHyTpuuuns) MMa Torasa, KoraTo 3a U3BECTEeH Nepuog OT BpeMe HyXKauTe
Ha opraHM3ma OT eHeprus u rpaguMBHM MaTepuanu He ca Gunu NOKPUBaHM OT NpMemMaHaTta xpaHa.
Mo-cTapuTe Knacugukaumm onpeaenaT ABa Buaa HegoxpaHBaHe:

* TMn Mapa3sbM, Npy KOUTO MMa HEeAOCTUI Ha BCUYKU XPaHUTENHN enemMeHTU (EHEPrnnHn n
6enTbyYHK) B NOYTU eaHaKBa CTENEH, U

* Tun KBawumopkop, npu KOWTO MMa HEQOCTUI HA NPOTEUHU.

Cnopef, cbBpeMeHHUTE CXBalllaHWs BbB BCUYKU Crlydan Ha HegoXpaHBaHe UMa HedoCTUr u
Ha OBaTa KOMMOHEHTa — eHeprus u NpoTenHK, T. €. He MOXe Aa CblyecTByBa He4OCTUI camo Ha
NPOTEUHN UMM caMO Ha eHeprusd. o Tasu npuyMHa € MNO-TOYHO [a ce roBopu 3a NPOTEUHHO-
eHepruiHo HepoxpaHeaHe (MEH) ¢ npeobnagaBaHe Ha eauHUs OT KOMMOHEHTUTE. MprnynHKUTE 3a
pasBuUTUE Ha HeJoXpaHBaHe ca MHOro. Han-obuwo morat fa ce 06e4MHAT B HAKOJSIKO Ipynu:

* HaMarneH aneTwuT;
* HApYLLEHO YCBOSIBAHE Ha XpaHaTa — XpaHOCMUIaHe UIu
pe3opbuus;

* ronemu 3arybu — paHu, ucTynmn Ha XxpaHoCMuUnaTenHms
TPaKT, HAPYLUEHWN KOXHM NOBBPXHOCTU U Ap;

* HapyweHu (3abaBeHn) aHaboTHK NPOLECH N CUHTE3 Ha
NPOTEWNHN;

* 3acuneH katabonunsbm.

Korato roBopum 3a NPOTEMHHO-EHEPrMNHO HeaoXpaHBaHe TpsibBa 3adbiKUTENHO Aa
npaBuM pasnuka Mexay 0GUKHOBEHO rnagyBaHe U HejoXpaHBaHETO B YCIOBUS Ha CTPEC.

OGMKHOBEHO rnagyBaHe

MpeacTaBnsiBa 4aCcTUYHO MNU MbIHO NpekpaTsiBaHe BHOCA Ha XPaHWUTENHU EHEepPruiHmn
N3TOYHMUM 6e3 fa Mma HaKakBa NpUYMHa,KOSITO Aa NoBuaBa obuyaiHUTe pasxoam Ha eHeprus u
rpaguBHU enemMeHTU. YoBeLLKNAT opraHu3bM e YCTPOeH Aa noHacs Aobpe Abnro rnagyBaHe, KaTo
n3nonsea CBOMTE pPe3epBU OT MasHMHA M GENTbUM M B CbLLOTO BpeMe Mycka B XO4 MeXaHU3MmMu,
KOMTO HamansiBaTt pa3xofa Ha eHeprusi 1 3anaseaT TeNecHUTE NPOTENHMW.

METABOJINTHU NPOMEHU NPU MbJIHO MNMAAYBAHE

» 3acuneHo omolensiHe Ha KamexonamuHu (KA) u [Troka2oH,HamaneHO omoersisiHe Ha
UHcynuH npe3 nbpeute 48 — 72 yaca — ToBa BOAM A0 3acuneHa rmyKoreHonmnsa n nunonunsa;

* Pa3xo0 Ha eHepeausi (eHeprneH pasxof B MOKOW) — HapacTtBa A0 48-mu yac, crned KoeTto
3ano4ea Aa Hamansea u KbM 5-Tn o 7-Mu geHcnaga nog M3XO4HOTO HUMBO.

» [locmaeka Ha [1roKo3a

FmukoreHonuaa npes nbpeuTe 24 Yaca (M34yepnsar ce genara)

FnokoHeoreHeza (FHIN) oT amuHokucenuHHuM npekypcopu. B Havanoto HI e MHoro
WHTEH3MBHA, KaTO MOXe fa AOCTUrHe A0 pasrpaxgaHeTto Ha 75 g 6entbum (~300 g myckynHa
TbKaH Ha geH). Okono 5-Tms geH HacTbnBa agantaums Ha knetkute B LUHC kbm mM3nonssaHe Ha
KETOHM KaTO OCHOBEH M3TOYHWK Ha eHeprusi, KoeTo BoAn 00 HamanasaHe Ha MHIT ¢ okono 2/3.

OT rnuuepon, nony4eH Npu nunonmasarta.

Ot NakTaT — ymkbn Ha Kopw.

Mo-HaTaTbk crnegBa MNOCTENEHHO [OHACTPOMBAHE Ha OpraHuama KbM M3MNon3BaHe Ha
KeToTenaTta KaTo OCHOBEH M3TOYHMK HA €Heprus uU OOMbIIHUTENHO HamansBaHe Ha pa3xoauTe.
CobwuTe npouecu HacTbNBaT U NPU YaCTUYHO rMagyBaHe.



OCHOBHW XKU3HEHU CUCTEMMU

MeHTanHn cpyHKUUM

Hapywagat ce oT HegocTur Ha Thiamine (B1), B12, Ca, Mg,PO4. lNMpoy4yBaHusaTa Ha Keys,
Brozek n gp. Bbpxy 3gpasu gobposonuu n Ha Hill npy KNUMHWYHU NauMEeHTU KaTeropuyHo ca
Aokasanu, 4ye HegoxpaHBaHEeTO BOOAW OO pasBUTME Ha pasapasHUTENHOCT U Aenpecusi, KOUTO
npemMunHaBaT Npu Bb3CTaHOBSIBAHE HA XpPaHEHETO.

CbpaeyHo-cbaoBa n 6bL6peyHa hyHKuUMU

TexXKoTo HegoXpaHBaHE M HamMansiBaHETO Ha TENECHOTO Terno BoAAT A0 MpOnopuuoHanHo
HamansBaHe obema Ha cbpueTo (pasmepa), kato ~40% OT Hero ce Ob/MKM Ha 3arybata Ha
MUOKapAHa TbKaH, a ocTaHanarta 4acT € 3a CMeTKa Ha HamaneH obem Ha CbpAevYHUTE KyXMHMW.
3arybata Ha MuokapaHa Maca Boan A0 HamansaBaHe Ha MOC,Opagvkapamst U XUNOTEH3US.
MonyyaBa ce nepudepHa UMpKyraTopHa HegOCTaTbYHOCT, KOATO MOXE Aa NPUYMHU HamanssaHe
Ha ObLOpeYHMs KPBBOTOK W rnomMmepynHata duntpaumsa. HegoctursT Ha BuT. B6 3agbnboyaBa
cbpaevHaTa He4OCTaTbYHOCT, a ENEKTPONIUTHUTE HapyLUEHWS ca NpegnocTaBka 3a pa3BMTUETO Ha
PUTBMHM HapPYLLEHUS.

OuxaTtenHa cucrema

HamansiBaHeTo Ha myckynHata maca ¢ ~20% HapywaBa cTpykTypata u paboTata Ha
anxatenHata MyckynaTtypa (mexaypebpeHa un  guadparma). CbCTOSHMETO Ha  TEXKO
HegoxpaHBaHe oTcnabBa AMxaTenHus OTFOBOP KbM XMMOKCUS U XMNepKanHus.

HactbnBat aereHepaTnBHU NpoOMeHU 1 B 6enogpobHuTe TbkaHu. Benyko ToBa B CbhbyeTaHune
C HamaneHnss UMyHUTET N HapylleHaTa ApeHaxHa PYHKUUA Ha pecHUYecTUs enuTen nosulaBa
CWIMHO pUCKa OT 3acToMHM NHEBMOHWUW. Mpn naumeHTuTe Ha MBB oTBMKBaAHETO OT anapaT € MHOro
3aTpygHeHo.

XpaHocMunaTenHa cucrema

MpuCcbCTBMETO Ha XpaHa B YPEeBHUS JNyMeH CTUMynupa pacTtexa W nogMmsHaTa Ha
eHTepouuTMTe N KonoHouutute. Mpn obnro rmagyesaHe n TIX kneTkuTe Ha YypeBHaTa nurasuua
aTpocbmpaT, Hamansaea pasmepa Ha YpeBHUTE BUINM M ObNOOYMHATa Ha KpuntuTe.ToBa BroLwasa
YyCBOSIBAHETO Ha nNunuau, u3axapuanm u rnwoko3a. HamaneHata cTtomaluHa, naHkpeatudHa W
XIMTbYHA CeKpeuusi, KakTo M NpoMeHuMTe B 4YpeBHaTa nopa, 3aabnbodaBarT JONMBIAHUTESTHO
mManabcopbumara. Bcuukum Tesnm npomeHn HapywasaT OGapuepHaTa (yHKUMA Ha 4YpeBHaTa
nvraBnua M Cb3gaBaT YCroBUSA 3a NpemMuHaBaHe Ha GakTepum M TOKCUHM KbM KpbBTa. ToBa ce
nosily4aBa B MHOrO No-rofigiMa cTeneH npu naumMeHTUTEe B KPUTUYHU CbCTOSHUA. BaktepuanHaTta
TpaHCcnokKauusa e OCHOBEH (hakTop Npu pasBUTUETO N NOAOBbPXKAHETO HA CUCTEMHOTO Bb3narneHue.

Tepmoperynauus

TexkoTo HegoxpaHBaHe W 3arybaTa Ha Terno HapywasaT agantauusata KbM  HUCKK
Temnepartypu, Kato otcrnabeaTt TepMmoreHesaTta 1 nepudpepHaTa Ba3OKOHCTPUKLMSA. ToBa Boan Ao
MHOrO MO-NEeCHO HaCTbMBaHe Ha XMNOTEPMUS NPU NALMEHTU C HEAOXPaHBaHE.

MmyHHa cuctema

MoaTucka ce KNeTbYHWUS UMYHUTET U HamansiBa Bb3MOXHOCTUTE 3a CbMpoTUBa CpeLly
UHdekunn. Hamanasa obwma 6pon Ha numdounTnte, Har-Beye 3a cmeTka Ha T kneTbyHaTta
nunHna.PassuBa ce n atpocms Ha TMMyca. HapylleHuaTa B cuctemarta Ha

KOMnremeHTa BOOAT OO0 oOTcnabBaHe Ha dparoumTo3aTa, XemoTakcuca W AuMpekTHaTa
BakTepuarnHa knetTbyHa A4eCTpyKUmMs. 3apacTBaHETO Ha paHUTe € MHOro 3abaBeHo.

Crtparterus Ha xpaHuUTernHaTa nogAapbXKa

* MauyunenTute c MNEH, Ha KOMTO NpeAcTou NNaHoBa XMPYPrna ce HyXOaaT OT XpaHuTenHa
nogapbXKa B NpoabinkeHne Ha 2 — 3 cegmuum. NpoBegeHOTO KINMHUYHO JOXPaHBaHE e NOMOrHe
3a Bb3CTaHOBsIBaHE Ha geduumta oT BUTaMUHU, MMHEPANU U B Marka CTENeH 3a yBenvyaBaHe Ha
TernoTto. ToBa obaye e gocTaTbyHO 3a nogobpsiBaHe (PYHKUMUTE Ha OpraHusama M HamansaBaHe
puUcka oT YCNOXHEHMS.



* Maunentnte c MNEH, kouTOo ca NpeTbpnenu cnewHa xupyprusi, TpsabeBa ga nonydar
XpaHUTENHa NoaapbXKKka Bb3MOXHO Har-6bp30 B cnegonepaTUBHUA NEPUOA.

* [MaumeHtnte ¢ MNEH B KPUTMYHO CbCTOsSIHME TpsiOBa 3agbIDKUTENHO Oa Monyyaear
XpaHUTENHa NoAAPbXKKA Hapen C NeYEeHNETO Ha OCHOBHUS NMpobnem.

* MauunenTtute 6e3 MNEH, npn konTo ce ovakBa ga He mMoraTt ga npMemar XpaHa 3a noseve ot
7 OHM nopagu 3abonsBaHMa MNM B crnegonepaTMBHMA nepuod, TpsibBa Cblwo ga nonyyar
XpaHWUTeNHa noaapbXka.

* [laumeHTn, kOUTO npeTbpnssBaT MHOrOKpaTHM onepauun Tpabea aga nonyyaeart
HenpekbCcHaTa XpaHuTenHa nogapbxka.

* Ha naumeHtute ¢ MNEH, Ha KOUTO ce HanaraT MHOroOKpaTHW CRELLUHW onepauun 3apagu
HepaspelleHn KOpeMHW WHdekunn, ductynu n gp. Tpsabea ga O6bae ocurypeH nepvopg Ha
3axpaHBaHe, CbYeTaH C No-B1CoOKa punsnvecka akTMBHOCT. [10 TO3M HAYMH B NpOgbIDKEHNE

Ha HSKONMKO Mecela Ce HaTpynBa MyCKynHa Maca M ce nopobpsiBa XpaHUTENHOTO
cbeTosAHME. ToBa e BaXHO yCroBME 3a ycrnexa Ha OKoHYaTenHaTa onepauusi.

* AKO onepaTtMBHaTta Hameca He MOXe Oa Ce OTNOXWU, HENHUAT pasMep U pagukanHocT
TpsibBa ga Obgar cbobpaseHM C Bb3MOXHOCTUTE Ha OpraHun3mMa ga noHece MeTabonuMTHOTO
HaToBapBaHe, Npean3BMKaHO OT onepaTtMBHaTa TpaBma.

3aTnbCTABAHETO NpeAcTaBnsiBa CbCTOSTHME HA NPEKOMEPHO HATPYNBaHE HA MacTHA ThbKaH B
opraHuama. B 3aBMCMMOCT OT cTeneHTa Ha ToBa HaTpynBaHe, CbCTOSHUETO ce Knacuduumpa Kkato
HaZHOPMEHO Terno, WUNu KaTo 3aTnbCTsBaHe, NpeacTtaBnsiBally pasfnUYHN CTEMNeHW Ha 34paBeH
puck. 3a UenuMTe Ha npakTukaTa, OLeHKaTa Ha TEerNecHOTO Terso, ce MnpaBu HaW-4ecTo
nocpeacTBOM MHAekca Ha TernecHata maca — UTM (HapuyaH cblwo nHaekc Ha Quetelet). Couwumar
ce nsuymcngaea no gopmynara:

TenecHo Tterno (kg)
UTM = = (kg/m2)
(PvcT BmM)2

Knacudukaums NTM (kg/m2) Puck oT cbnbTcTBaLm 3abonsasaHus

<18.5 Hucbk (cbliecTByBa YyBEnMYEH pPUCK OT  ApYyru

MogHopMeHo Terno
KNMUHUYHK  npobnemn)

HopmarnHo Terno 18.5 — 24.9 Hucobk
HagHopmeHo Terno 25.0 — 29.9 YBenu4eH
3atnbeTaBaHe | cteneH 30.0 — 34.9 YmepeHO BMCOK
3atnberaBaHe |l cteneH 35.0 — 39.9 Bucok

3aTtnberaBaxe |l cteneH 40.0 MHoro Bucok

3aTnbCTABaHETO € pe3ynTaT OT HapyleHO paBHOBECME MEXAY €HEpruiHMS BHOC 4pes
XpaHaTa 1 eHepropasxofa Ha uHaueBuaa. Yecrta npuumHa 3a ToBa CbCTOSIHME € CBPbXXPaHEHETO,
T.€. MPUEM Ha MnoBevye OT HeobOXoaMMmaTa 3a OCHOBHATa OOMsSIHA M 3a ABUraTenHata akTUBHOCT
eHeprus.

CBpbXKOHCYyMaUMsiTa Ha €eHepruiHa XpaHa MOXe Aa Ce [AbMMKM Ha MNCUXONOrMyecku,
HacneacTBeHW M XOpMOHanHu paktopu. N3BecteH e pakTbT, Ye MHOAMBUOW C HaAcrneacTBeHa
obpemMeHeHOCT ca npeapasnornioXeHn B MO-BMCOKA CTeneH KbM 3atnbeTaABaHe. [lopu nekoto
noBMLLIABaHe Ha TeNecHOTO Terno ysennyasa 3abonesaeMocTTa U CMbPTHOCTTa OT MeTabonmTHM
(cBbp3aHy ¢ 0bMsAHaTa Ha BelecTBaTa) HapyLUEeHUS.
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3atnbCTABAHETO € Ha BTOPO MSCTO cried  THIOTIOHOMYLIEHeTO KaTto npudmMHa  3a
npexageBpeMeHHa cMbpT. [loka3aHa e Bpb3kaTa Mexay 3aTNbCTaABaHETO U pen 3abonsiBaHus:
CbpOEYHO-CHA0BM, HEUHCYIMH 3aBMCMM 3axapeH guabeT (Tun 2), 3nokadyectBeHn 3abonaBaHus
(pak), pecnupaTopHu (auxaTenHu) npobnemu, CKeneTHO-MyCKynHW 6onectu, ncuxocoumanHu
npobnemu.

B bbnrapus, NpoueHTbT Ha XEeHUTE CbC 3aTnbCTsiBaHe € npubnuantenHo 35%, Ha MbXeTe —
25%, Ha peuata n toHownte — 10-12%. Brucoko cTeneHHOTO 3aTNbCTABaHE € ABa NMbTU MNO-4EeCcTo
cpeqd XeHuTe, B CPaBHEHNE C MbXETe.

Hali-0o6pusim nodxod e sie4yeHUEMO Ha 3amiIbCmsieaHemo, € KOMI/IEeKCHUsIm, T.e.
TO31, KOWTO NOBNUSIBA U ABETE CTPaHW Ha EHEPrMAHOTO pPaBHOBECUE — MOHWXKaBaHe npuema u
yBennyaBaHe pasxoda Ha eHeprusi. Taka KOMMNIIEKCHUTE nporpamu 3a npodunaktuka u nedveHue
Ha TO3W 3apaBeH Npobnem BKITOYBAT NPOMSHA B HAUYMHA HA XXUBOT C HAKOJIKO OCHOBHU €NeMEHTMU:

OneTnyHn pexmmm — pPecTpUKTUBHO-EHEPIMNHUTE OMETUYHU PEXMMW ca B OCHOBaTa Ha
NoBeYETO NporpamMu 3a fieYeHne Ha 3aTITbCTSIBaHEeTO.

[lByratenHa akTMBHOCT — NpedoTBpaTsiBa aganTMBHOTO MOHMXXaBaHe Ha OCHOBHaTa 0OMsiHa,
B OTFOBOP Ha OrpaHuUYeHnsl EHEPrMeH Npuem.

MpomsiHA B XpaHWUTENHWUTE HaBUUW — MpPaBUMEH PEXUM Ha XpaHeHe; unsbsareaHe Ha
NMUKaHTHUTE NOAMPAaBKM M COMTa; AOCTATbYHO MUTENHA BOOA M TEYHOCTU; HUCKA KOHCyMauusi Ha
MasHMHM, arnkoxosn 1 NPOCTU 3axapu; ManoMepHN NopLNN;
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NP OELUA OO 28 AEH

2.1. KOOOBE HA BOJIECTU NO MKB-10

Opyrv aHeMuu, CBbp3aHU C XpaHEeHeTo
Bknroyea: meranobnactHa aHemusi, Henoajasalla ce Ha fiedeHne ¢ BUTamuH Bqo unu

donaTu

D53.0 AHemus, NnpuYnHeHa oT 6enTb4eH HeJOUMBK
AHeMUsi OT HeAOUMBK Ha8 aMUHOKUCETTMHU
OpoTtaumngypenHa aHeMuns
He ekmoyea: CunHpgpom Ha Lesch-Nyhan (E79.1)

Pa3scTponcrBa Ha o6MsAHaTa Ha apOMaTHUTE aMUHOKUCENUHU

E70.0 Knacuyecka cpeHMnKeToHypus
E70.1  [Opyrv BuaoBe xunepdeHunanaHmHeMum

E70.2 PascTponcTtBa Ha o6MsiHaTa Ha TUPO3MHa
AnkanToHypus
XvnepTmposmHemns
OxpoHo3a
TuposnHemus
TupoanHosa

E70.3 AnGUHN3BM
AnNGUHN3BM:
* OYyeH
* OYHO-KOXEH
CvHAapoM Ha:
» Chediak(-Steinbrinck)-Higashi
e Cross
* Hermansky-Pudlak

E70.8 [Opyru pa3cTpoincTBa Ha o6MsAiHaTa Ha apoMaTHMTE aMUHOKUCEITUHU
PascTtponcTBa Ha:
¢ obMsAHaTa Ha XucTuamHa
¢ obMsaHaTa Ha TpunTodaHa

Pa3scTponcTBa Ha 06MsAAHaTa Ha aMUHOKUCENIMHUTE C pa3KiOHeHa Bepura U Ha MacTHUTe
KUcesnnHu

E71.0 BonecT Ha “ypuHa KaTo KneHoB cupon”

E71.1 Opyru pascTpoincTBa Ha o06MsAAHaTa Ha aMMHOKUCENMHUTE C pa3KilOHeHa Bepura
XunepneBunH-U30MeBUMHEMMS
XunepsanuHemums
N3oBanepnaHoBa aungemus
MeTunmanoHoBa aumgemus
MponunoHoBa aungemms

E71.2 PaSCTpOﬁCTBO Ha oOMsiHaTa Ha aMUHOKUCENUHUTE C pa3krnoHeHa Bepura, HeyTo4YHeHO

E71.3 Pa3cTtponcTBO Ha OOMAHaTa Ha MacTHUTE KUCENUHU
AgpeHoneskoauctpodus [Addison-Schilder]
Jeduumt Ha MycKkynHaTa KapHUTUH-NanMUTUATpaHcdepasa
MuTOXOHAPMANHN U NEPOKCU3OMHM BonecTun
He eknroysa: 6onect Ha Refsum (G60.1)
6onect Ha Schilder (G37.0)
cvHgpom Ha Zellweger (Q87.8)




Opyru pascTporicTBa Ha O6MAHaTa HA aMUHOKUCENUHUTE

He sknroysa: OTKMNOHEeHWs oT HopmaTa 6e3 nssBeHo 3abonsasaHe (R70—R89)
pascTpoKcTBa Ha:
* obmsHaTa Ha apomaTtHuTe aMmmHnokucenuHm (E70.—)
* obMsHaTa Ha aMUHOKUCENUHUTE C pasknoHeHa Bepura (E71.0—E71.2)
* obmsHaTa Ha MacTHute kncenuHm (E71.3)
* obmsHaTa Ha nypuHa u nupumuguHa (E79.—)
nogarpa (M10.—)

E72.0 Pa3scTponcTBa Ha TPaHCNOPTMPAHETO HA aMUHOKUCESTUHMU
LnctmHosa
LUnctmHypumsa
CwnHppom Ha Fanconi(-de Toni)(-Debre)
Bonect Ha Hartnup
CwuHpgpom Ha Lowe
He eknro4sa: pascTporcTBa Ha obmsHaTa Ha TpuntogaHa (E70.8)

E72.1 Pa3scTponcTBa Ha o6MsiHaTa Ha csipa-CbAbpXKalWUTe aMUMHOKUCENUHU
LinctaTnoHuHypms
XOMOLMCTUHYpUS
MeTuoHUHeMuUSA
Oedunumnt Ha cynduTokcngasa
He eknroyea: pedvumt Ha TpaHckobanamuH 1l (D51.2)

E72.2 PascTponcTBa B MeTaboONUTHUSA LIUKDBJ1 Ha ypesaTa
ApruHnHemuns
ApPrMHMHOCYKLMHOBA aumaypus
UntponuHemuns
XvunepamoHuemuns
He eksroyga: pascTponcTBa Ha obmsHaTa Ha opHuUTUHA (E72.4)

E72.3 Pa3scTponcTBa Ha o6MsiHaTa Ha JIM3MHA U XUAPOKCUNTU3NHA
"myTapoBa aungypws
XnapoKCUnNnanHeMums
XvnepnuanHemus

E72.4 PascTponcTtBa Ha o6MsiHaTa Ha OPHUTUHA
OpHutuHemus (tun |, 11)

E72.5 PascTponcTtBa Ha o6MsiHaTa Ha FrMULKMHA
XnnepxmapoKCMnposiIMHeMus
XunepnponuHemusa (tun |, 1)

HekeToHOBa xmneprinnunHeMmns
Capko3nHemus

E72.8 [Opyru yToyHeHu pa3cTponcTBa Ha oOMsAHaTa Ha aMMHOKNCENUHUTE
PaacTtpoiicTsa:
* Ha obmsiHaTa Ha [B-aMUHOKMCENUHUTE
* B Y-IMNyTamMuUIOBUS LUK

HenoHocMMOCT KbM NnakTo3a

E73.0 BpoaeH HegoOMMBK Ha nakrasa
E73.1 BTopnyeH HefOMMDBK Ha Nnakrasa

E73.8 Opyr1 BugoBe HENOHOCUMOCT KbM NakKTo3a

Opyrv pascTponcTBa Ha o6MsAHaTa Ha Bbrnexuaparure

He eknroyea: noBuLLIEHa cekpeLmns Ha rnokaroH (E16.3)
3axapeH guabet (E10—E14)
xunornukemus bY (E16.2)
Mykononuaaxapugosa (E76.0—E76.3)




E74.0 BonecTt Ha HaTpynBaHETO Ha rMUKoreH
CbpaeyHa rmmkoreHosa
Bbonecrt Ha:
* Andersen
* Cori
* Forbes
e Hers
e McArdle
e Pompe
e Tauri
¢ Von Gierke
Hepoumbk Ha YyepHoapobHa docdopunasa

E74.1 Pa3scTponcTtBa Ha o6MsiHaTa Ha chpyKkTo3aTa
EceHuunanHa gpykTosypus
Heponmbk Ha pykTo30-1,6-gudocdarasa
HacnepcteeHa HENOHOCUMOCT KbM (PpyKTO3a

E74.2 Pa3scTponcTBa Ha o6MsiHaTa Ha ranakrosarta
Hepoumbk Ha ranakTtokMHasa
ManakTosemus

E74.4 Pa3scTponcTBa Ha o6MsAiHaTa Ha NMpyBaTa U rNOKOHeoreHe3arta
Heponmbk Ha:
* bocchoeHonnupysat kapboKCUKMHA3a
* nupysart:
¢ kapbokcunasa
* AexvaporeHasa
He eknro4ea: c aHemus (D55.—)

E74.8 [Opyrv yTo4yHeHu pa3cTpoiCcTBa Ha obMsAHaTa Ha Bbrnexmgparure
EceHumanHa neHTo3ypus
Okcanosa
Oxkcanypus
PeHanHa rmoko3ypus

Pa3scTponcTBa Ha oOMsAHaTa Ha cUHronuNMAUTE U APYru HapyLeHUs Ha HaTpynBaHe Ha
nunuauTe
E75.0 FaHrnuosuposa GM2

bonecrT Ha:

e Sandhoff

» Tay-Sachs

GM5 raHrnuosngosa:
e B1Y

* MpUY Bb3PaCTHM

* |OBEHUNHa

E75.1 [pyru raHrnmMosmgosm
[raHrnmosmpo3sa:
e BAY

. GM1

« GM
GM,

Mykonunuaosa IV

E75.2 [Opyru ccomHronunuaosu
BbonecrT Ha:
» Fabry(-Anderson)
e Gaucher
e Krabbe




* Niemann-Pick

Cungpom Ha Farber

MeTaxpomaTuyHa neskognctpodms

Hepovmbk Ha cyndaTasa

He eknro4sa: appeHoneskoauctpodus [Addison-Schilder] (E71.3)

E75.3 CduHronunngosa, HeyTouyHeHa

E75.4 JlunocdycunHo3a Ha HeBPOHUTE
Bonect Ha:
» Batten
* Bielschowsky-Jansky
* Kufs
* Spielmeyer-Vogt

E75.5 Opyru pascTponcTBa Ha HaTpynBaHeTO Ha NUNuAun
LlepebpoTeHaunHo3Ha xonecteposa [van Bogaert-Scherer-Epstein]
Bbonect Ha Wolman

Pa3scTponcTBa Ha oOMsiHaTa Ha rMIOKO3aMUHOINMMUKAHUTE

E76.0 Mykononusaxapugo3sa, Tvn |
CuHapomu Ha:
e Hurler
e Hurler-Scheie
e Scheie

E76.1 Mykononusaxapugo3sa, tvn |l
CwuHagpom Ha Hunter

E76.2 [Opyrun mykononusaxapuposu
Hepovmbk Ha B-rniokypoHnaasa
Mykononusaxapugosa, tunose lll, IV, VI, VII
CvHapom Ha:
¢ Maroteaux-Lamy (nek)(Texbk)

* Morquio(-nogo6eH)(knacmyeckn)
» Sanfilippo (Tun B)(tun C)(Tun D)

E76.8 [Opyru pascTpoicTBa Ha oO6MsAHaTa Ha rMKO3aMUHOIMUKaHUTe

Pa3scTponcTBa Ha 06MsiHaTa Ha MMIKONPOTEUHUTE

E77.0 OedekTn B nocTTpaHcnauymMoHHata moamcpukaums Ha NM3030MHUTE EH3UMU
Mykonunugosa Il [I-kneTbyHa 6onecT]
Mykonunuaosa Il [ncesgo- Hurler nonnamctpodus]

E77.1 OedekTn B pasrpaxgaHeTo Ha rMiOKONPoOTenHUTe
AcCnapTunrnoKo3amMuHypus
dyko3nagosa
MaHHOo3ua03a
Cwnanungosa [Mykonunugosa |]

E77.8 [Opyru pa3cTpoincTBa Ha o6MsAiHaTa Ha rMIKONPOTEMHUTE

Pa3cTtponctBa Ha o6MsiHaTa Ha NUNONPOTEUHUTE U APYIY NUNUAEMUU
He eknroyea: couHronunuaosu (E75.0—E75.3)

E78.0 YucTa xunepxonecreponemus
damunHa xunepxonecreponemus
XunepnunonpoTtenHeMus Ha Fredrickson, Tun lla
XvnepbeTtanunonpoTenHemums
Xunepnunugemus, rpyna A
XunnepnMnonpoTevHeMus ¢ NUNonpoTenHU ¢ HUCKa NNbTHOCT [LDL]




E78.1

E78.2

E78.3

E78.4
E78.6

E78.8

Yucra xunepravuepugemus

EHpgoreHHa xuneprivuepvgemus

XunepnunonpotemHemus Ha Fredrickson, Tun IV

Xvnepnunugemus, rpyna B

XunepnpebetanunonpoTenHemMmns

XnnepnvnonpoTeMHeMus C MMNONPOTENHU C MHOFO HUCKa NNbTHOCT [VLDL]

CmeceHa xunepnunuaemus

O6wupHa nnn nnaealla 6etanunonpoTenHeMus

XunepnunonpotemHemus Ha Fredrickson, Tun llb nnu llI

XvnepbeTtanunonpoTenHemusl ¢ npebeTanMnonpoTenHeMus

Xvnepxonecteponemunsi C eHAOreHHa xvneprivuepuaemmsi

Xvnepnunugemus, rpyna C

Tybepo-epynTnBHa KcaHTOMa

Xanthoma tuberosum

He ekmrouea: uepebpoTeHOMHO3HA XonecTeposa [van Bogaert-Scherer-Epstein] (E75.5)

XunepxunoMmkpoHemusi

XunepnunonpotemHemus Ha Fredrickson, Tun | unn V
Xvnepnunugemus, rpyna D

CwmeceHa xuneprnuuepvaemMms

Apyru xunepnunuaemum

HepgovmbK Ha NMNONPOTEUHN
AbBeTanunonpoTemHeMmns

Henovmbk Ha NMNONPOTENHM C BUCOKA NITbTHOCT
XvnoandanunonpoTenHeMuns
XunobeTtanunonpotenHemuns (damunHa)

Hepoumbk Ha neuuTuH-xonecTepon-aumnTpaHcdepasa
TaHxepcka bonect

Apyru pascTpoicTBa Ha o6MAHaTa Ha NIMNONPOTEUHUTE

Pa3scTponcTBa Ha o6MsAHaTa Ha NypuHa U NMPUMUAMHA

He ekno4dea: Kambk Ha 6b0peka (N20.0)

E79.1
E79.8

KOMOMHMPpaHU MMyHOHegoMMBbYHM pascTponcTea (D81.—)
nogarpa (M10.—)

opoTtaumgypuyHa aHemus (D53.0)

nurmeHTHa kcepopepmus (Q82.1)

CuHapom Ha Lesch-Nyhan

Opyru pascTponcTBa Ha O6MAHaTa Ha NypuHa U NMpUMUANHA
HacnepcrteeHa KcaHTUHYpUSA

Pa3cTpoicTBa Ha o6MsaAHaTa Ha nopcduprHa u GUNMpyouHa

E80.0

E80.1
E80.2

HacneacteeHa eputponoeTtuyHa nopdupusa
BpoaeHa eputponoetuyHa nophupus
EputponoeTtnyHa npotonopdupust

Mopdmpusn kytaHea Tapaa

Opyru nopdupumn

HacnepgcrteeHa konponopdupus

Mopdupus:

* BOY

* OCTpa MHTEPMUTEHTHa (YepHoapOobHa)

Mpy HeobxoauMOCT OT MaeHTUULMpPaHe Ha NpuMYMHaTa ce M3Non3Ba AOMbIHUTENEH Koa 3a
BBHLHW npuydnHn (knac XX).




PascTponcrBa Ha MMHepanHaTa ooMsiHa

He ekntoyea: anvMMeHTapeH HeJOUMBbK Ha MMHepanHu BewecTea (E58—E61)

E83.0

E83.2

E83.4

Opyru pascTpoucTBa Ha o6MsAHaTa Ha BellecTBaTta

pa3CcTpoMCTBa Ha NapawuToBnaHaTa xnesa (E20—E21)
HeJoOUMbK Ha BuTamuH D (E55.—)

PascTtponcrtBa Ha oOMsAHaTa Ha meaTa
Bonect Ha Menkes (6onecT Ha kbapasuTe kocu) (bonect Ha CTOMaHEeHUTE KOCH)
Bonect Ha Wilson

Pa3cTtponcTBa Ha o6MsAHaTa Ha LMHKa
EHTeponaTeH akpogepmaTuT

Pa3scTponcTtBa Ha o6MsiHaTa Ha MarHesus
XvnepmarHesemus
XunomarHesemus

He ekmoyea: xuctunoumtosa X (xpoHuyHa) (D76.0)

E88.1

E88.2

E88.8

Mpn HeobxooMMoOCT OT uaeHTUdULMpaHe Ha neKapCTBEHOTO CPeACTBO, Npean3BuKano
pas3CcTponcTBO Ha obmsiHaTa Ha BellecTBaTa, Ce M3MNoNn3Ba OOMbIHWUTENEH KoL 3@ BbHLUHMW
npudmHmM (knac XX).

Nunoguctpodusa, HeknacucmumpaHa gpyrage
Jinnoguctpocua 6OY
He eknrouea: 6Gonect Ha Whipple (K90.8)

Jlunomarosa, HeknacuduumpaHa gpyrage
JlnnomaTtosa:

- By

» BonesHeHa [Dercum]

Opyrn yTo4yHeHn pa3cTponcTBa Ha oOMsAiHaTa Ha BellecTBaTa
ApeHonunomaTto3sa Ha Launois-Bensaude
TpumeTunamunHypms

KOOOBE HA OCHOBHM MNMPOLIEAYPU

56001-00
56007-00

KomMmniwoTbpHa ToMmorpadms Ha MO3bK

PeHTreHorpachus Ha rmaBa unu wus

2.2. OCHOBHU AUWATHOCTUYHU NPOLUEAQYPU

KommrorspHa ToMOrpadus Ha rnasa b/IY
He sxnousa: xoMmroThEpHA TOMOTpadws:
* ipu cupanHa aaruorpadus (57350 [1966])
IIpH CKaHUpaHE Ha:
* rppaeH xom (57001, 57007 [1957])
* 1 kopeM (57001-01, 57007-01 [1957])
* TUIIEBa KOCT U oKoJIoHOCceH cuHyc (56030-00, 56036-00 [1956])
* cpeHO yX0 U TeMnopainHa KocT (56016-02, 56016-03, 56016-06, 56016-07 [1955])
* opbura (56013-02, 56013-03 [1954])
* uTynTapHa sMka (56010-02, 56010-03 [1953])

KomntoTbpHa ToMorpadums Ha MO3bK

KomntoTbpHa TomMorpadums Ha MO3bK C UHTPaBEHO3HA KOHTPACcTHa MaTepus
Kommrorspaa TOMOrpadus Ha MO3bK 0e3, ciIe]] ToBa ¢ BEHO3EH KOHTPACT

He sxnousa: Ha mmeH rppOHaK (58100-00 [1968])




57901-00 PeHTreHorpadus Ha yepen

Brarousa: KaJBapuyM
He exniousa: nedamomerpus (57902-00, 57930-00, 57933-00 [1967])
TakaBa Ha:

» mactouaHa KocT (57906-00 [1967])
* okoJoHOCEH cuHyc (57903-00 [1967])
* eTpo3Ha Temropanraa koct (57909-00 [1967])

PeHTreHorpacus Ha rpbOHa4YeH cTbnb, 2 2 oTAena

Brarousa: (YHKIIMOHATHHU TJICTHU TOUKH
TakaBa OT 2, 3 Wik 4 OT CJACTHUTE TPEOHAYHY OT/IENIa!
* [IEpBUKAJICH
* myM0OCaKpajcH
* CAaKPOKOKITUT €aJICH
* TOpakajieH
58115-00 PeHTreHorpadusi Ha rpbOHaYHMs cTbnod, 3 oTaena

Opyra peHTreHorpacdus Ha rpbAeH KoL

58500-00 PeHTtreHorpadms Ha rpbaeH KoL

Brnousa: OpoHX
nuadparma
chple
Osu1 1po6
MEIMaCTUHYM

He gxnouea: TakaBa Ha:
* pedpa (58521-01, 58524-00 [1972])
* rppaHa KocT (58521-00 [1972])
* rppaeH Bxox (58509-00 [1974])

* Tpaxes (58509-00 [1974])

PeHTreHorpacus Ha pameHeH otaen

57700-00 Paguorpadums Ha pamo unu ckanyna

PeHTreHorpacus Ha ropeH KpanHuK

57512-01 PeHTreHorpadus Ha NakbT U NpeaMULLIHNLA

PeHTreHorpacus Ha ropeH KpanHukK

57512-03  PeHTtreHorpadus Ha anaH, npbCTy 1 K1Tka

U3cnepBaHe Ha KOCTU

58300-00 PeHTreHOBO n3cnegBaHe KOCTHa Bb3pacT Ha KUTKa U KOSSHO

PeHTreHorpacdusa Ha Ta3

57712-00 PeHTreHorpadus Ha TazobeapeHa cTaea

He sxnousa: xontpactHa apTporpadus (59751-00 [1985])
TakaBa Ha (hemypHa mmiika (57518-00 [1983])

57715-00 PeHTreHorpadgus Ha Ta3
Pagmorpadus Ha Ta30B BXOJ

He sxnousa: pammorpadcka mensumerpust (59503-00 [1981])




Papguorpadus Ha goneH KpamHuK

57518-00 PeHTreHorpadgusa Ha demyp
Panuorpadus va 6eapo
He exniousa: TakaBa npu BhTpenTHa Gukcarus Ha pemopaiHa ¢ppaktypa (57721-00 [1981])

57518-01 PeHTreHorpadwus Ha KOnsiHO
He exniousa: wm3cnenBaHe KOCTHA BB3pacT Ha KoJistHO 1 kuTka (58300-00 [1984])

57518-02 PeHTreHorpadus Ha nogdeapuua

Paguorpadusa Ha [oneH KpanHUK

57524-04 PeHTreHorpadus Ha rneseH n ctbnano

1940 YnTpa3ByK Ha rnaBsa v wus

BkntouBa 3agbSKUTENHO:

55032-00 YnTpasByk Ha LKA
He sxnousa: myrnekc ckaH Ha KapOTHIHU ChAOBE (B OimoxoBe [1944] u [1946])

YnTpa3BykK Ha cbpue

Exoxapnuorpadus
Bralousa:  TaKbB M3IIBJIHEH:
* M3MOJI3BANKH:
* MalMpaHe ¢ NBETCH MTOTOK
* Jlotuiep TeXHUKH (TIPOIBIDKUTENHA BBIHA) (ITyJICHpaIa BhIHA)
* MEXaHUYHO CEKTOPHO CKaHUPAHE
* TpaHcarocep ¢ (a3oBoO M3TPUBAHE
* C BUJIEO 3aIliC
55113-00 M-pexvm 1 AByM3MepeH ynTpasByK Ha CbpLe B peanHo Bpeme

YnTpa3ByK Ha KOpeM unu Tas

55036-00 YnTpasByk Ha KOpem
Braousa: CKaHHMpaHe Ha ypUHAPEH TPaKT

He sxnousa: xopemHa crena (55812-00 [1950])
MIPH CHCTOSIHUSA, CBBp3aHu ¢ OpemeHHocT (55700 [1943], 55729-01 [1945])

MarHuTHO pe3oHaHceH obpa3

90901-00 MarHuTHO pe3oHaHCHa Tomorpadusi Ha MO3bK
He sxnousa: @OYHKYUOHATHO MASHUMHO PE30HAHCHO uzciedsatne Ha mosvk (90901-09 [2015])

EnektpoeHuedanorpadus [EEI]

11000-00 EnekTpoeHuedanorpadpus

.D,pym AWarHoCcTu4Hun TectoBe, N3aMepBaHUA U nacnenaBaHnsA

91929-00 MwukpocKkoncko nscnegeaHe Ha npoba OT yxo, HOC, NP0 M NTAapUHKC 3a GakTepuanHa Hamaska

.D,pym AWarHoCcTu4Hun TectoBe, N3aMepBaHUA U nacnenaBaHnsA

91929-01 Mukpockoncko uscrnefBaHe Ha npoba oT yxo, HOC, NP0 U NApUHKC 3a KynTypa




ﬂpyrw AWarHoCcTu4yHu TectoBe, N3aMepBaHUA UNn nacneaBaHnsA

91929-02 Mukpockoncko nscnegpaHe Ha npoba oT yxo, HOC, MbPMo M NTAapUHKC 3a Kyntypa u
YyBCTBUTENMHOCT

,D,pyrw AWarHocTu4Hun TectoBe, U3aMepBaHUA U nacneaBaHnsA

92184-00 Mukpockoncko uscrnensaHe Ha npoba oT Tpaxesi, 6GpoHX, NneBpa, 65N Apod, Apyra rpbaHa
npoba un xpayka 3a bakTepmanHa Hamaska

,D,pyrw AWarHoCcTu4yHun TectoBe, N3MepBaHNA U na3cneaBaHnsa

92184-01 Mukpockoncko nscnegsaHe Ha npoba ot Tpaxes, 6poHx, nnespa, 6an opob, aopyra rpbaHa
npoba n xpayka 3a Kyntypa

,D,pym AWarHoCcTu4Hun TectoBe, NaMepBaHUA UNn na3cnenaBaHnsA

92184-02 Mukpockoncko nscnegpaHe Ha npoba ot Tpaxes, 6poHx, nnespa, 6an 4pob, Apyra rpbaHa
npoba n xpauka 3a Kyntypa n YyBCTBUTEMHOCT

,D,pyru AWarHoCcTu4Hun TectoBe, N3aMepBaHUA U nacnenBaHnsA

91937-00 Mukpockoncko uscnegBaHe Ha KpbB 3a bakTepranHa Hamaska

,D,pyru AWarHoCcTu4Hun TectoBe, N3aMepBaHUA UNn nacrneaBaHnsAa

91937-01 Mwukpockoncko nacnegBaHe Ha KpbB 3a KynTypa

JJ,pyrw AWarHocTu4yHun TectoBe, N3aMepBaHUA U na3cneaBaHnsA

91937-02 MwuKpocKkoncko nacnenBaHe Ha KpbB 3a KynTypa n YyBCTBUTESTHOCT

1923 [InarHOoCTUYHM TeCTOBe, U3MEpPBaHUA UMK U3cneaBaHUs, KPbB U KPbBOTBOPHU OpraHu

BkntouBa 3agbIKUTENHO BCAKO €4HO OT CneaHuUTe nscneaBaHus:

91910-04 KpbBHa KapTMHa — NOHE OCEM UK NoBeYe OT NOCOYEHUTE NoKasaTernun: XeMOrfoouH,
epuUTPOLINTY, NEBKOLMUTU, XeMaTOKpUT, Tpombouutn, MCV, MCH, MCHC

91910-05 OndepeHumnanHo 6poeHe Ha NEBKOLUTUN — BU3YarTHO MUKPOCKOMCKO UM aBTOMaTUYHO
anapartHO u3crneaBaHe

91910-12 KNUHNYHO-XMMUYHN n3cneaBaHna 3a rmokosa

91910-13 KNWHUYHO-XMMUYHN n3cnegsaHns 3a KpeaTuHUH

91910-14 KnUHUYHO-XUMUYHN n3cnensaHus 3a ypes

91910-15 KNUHWYHO-XMMWYHK n3cnefBaHus 3a 06L 6unmpyouH

91910-17 KNWMHUYHO-XMMUYHN n3cnenBaHus 3a ool 6enTbK

91910-33 KnnHn4yHo-xmuMmu4Hn nscnegsanna 3a Hatpuin n Kanuin

91910-34 KnuHnYyHO-XxMmn4HM nacnegsaxHus 3a Kanuum

91910-35 KnnHnyHo-XxmMu4HM nscnensaruna 3a ®occatum

91910-08 WN3cnenBaHe Ha Bpeme Ha KbpBeHe

91913-04 M3cnegBaHe Ha BpeMe Ha CbCUpBaHe

91910-09 N3cnepsaHe Ha NpoTpOMOMHOBO BpemMe

91910-10 WN3cnegBaHe Ha akTMBMpaHoO napumanHo TpombonnactnHoBo Bpeme (APTT)
91910-11 WN3cnensaHe Ha mnbpuHoreH

13311-00 M3mepBaHe Ha ra3oBe Ha CMeceHa BEHO3Ha KPbB

3aabimKnTenHo Npu reHeTUYHo 3abonsiBaHe 3a NOCTaBsIHE HA reHeTUYHa auarHosa, Npu Nbpea
Xocnutanusauusi, ce U3BbpLUBa:

91881-00 OHK anann3

Mo NpeueHka Ha nekyBaLlusl fiekap ce U3BbpLUBaT WU:

91916-00 eHeTM4YHN U3cnegBaHUsA




91916-01 LintoreHeTuyeH aHann3 Ha KPbB UMM KOCTEH MO3bK
91925-19 Opyrn xopmoHanHu nscnensaHus
91913-02 CeponorvyHo nscnensaHe 3a paHeH U 3a KbCeH cuunmnc

,D,pym AWarHoCcTu4Hun TectoBe, NaMepBaHUA UNn na3cnenaBaHnsA

91919-03 Mukpockoncko nscnegeaHe Ha npoba oT A0NHMS XpaHoCMUNaTesieH TPakT N U3NpaKHEeHUsI
3a bakTepuanHa Hamaska

,D,pyrw AWarHoCcTu4Hun TectoBe, U3aMepBaHUA U nacnenaBaHnsA

91919-04 Mukpockoncko nscnegeaHe Ha npoba oT A0NHWUS XpaHoCMUNaTesieH TPakT N U3NpaKHEeHNsI
3a KynTypa

,D,pyrw AWarHoCcTu4Hun TectoBe, U3aMepBaHUA U nacnenaBaHnsA

91919-05 Mukpockoncko nscnegeaHe Ha npoba oT AONHWUS XpaHOCMUNaTeneH TpakT U N3NpPaXXHEHNUS!
3a KynTypa u 4yBCTBUTEIHOCT

,D,pyru AWarHoCcTu4yHun TectoBe, NaMepBaHUA UNn nacnenaBaHnA

91920-02 MuKpoCKOMNCKO n3cnegBaHe Ha ypuHa 3a Kyntypa v YyBCTBUTENHOCT
BkntouBa: ypokyntypa
aHTubmnorpama

1932 nscnegBaHMA Ha ypuHa

BkritouBa 3agbJKUTENHO BCSIKO €4HO OT CMEAHUTE:
91226-00 MeTabonMTeH CKPUHMHT Ha YpUHA 3a MyKoMnonM3axapuamn
91226-01 MeTabonMTEH CKPUHMHT Ha YpUHA 338 aMUHOKUCESTUHU

91226-02 MeTabonuTeH CKPUHMHE Ha YpUHa 3a OpraHUYHUN KUCENMHU

D,pyrw AWarHocTu4HM o4YHU TeCcToBe, U3MepBaHUA NN n3crneaBaHus

92015-00 BwusyaneH eBokupaH noteHuman [BEIT]

Cnyxoau €BOKMpaHun noTeHuunanu

11300-00 AyamomeTpus Ha eBOKMpaHU NoTeHUMann Ha Mo3byeH CTBOI

96050-00 KopTukaneH eBokmpaH OTroBop ayguomeTpus

1934 Opyru nabopaTopHu nscnegBaHus

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

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

2.3. OCHOBHU TEPANEBTWUYHU NPOLIEOYPU

HenHUM3NOHHO NOCTaBAHE U WHTepBeHUUU 3a gunatauusd Ha XxpaHocMunartesiHa cuctema

92066-00 TllocTaBsAHe Ha pekTanHa Tpbba
CwMmsiHa Ha peKTaiHa Tproa




MpunoxeHue Ha papmakoTepanus

96202-07 EHTepanHo npunoxeHne Ha dhapMakomormyeH areHT, XpaHMTenHO BELLECTBO

MpunaraHe Ha KPbB U KPbBHU NPOAYKTH

13706-02 TlpunoxeHne Ha onakoBaHW KNeTKn
Tpancdysus Ha:
* EPUTPOLUTHU
¢ OIIaKOBaHU KJICTKHU

® YCPBCHU KPBHbBHU KIICTKHU

MpunaraHe Ha KPbB U KPBLBHU NPOAYKTH

13706-03  TlNpunoxeHune Ha TpomMbounTK
Tpancdysus Ha:
* mpomboyumu

MpunoxeHue Ha chapmakoTepanua

96199-07 WVHTpaBeHO3HO NpUNOXeHME Ha hapMaKoSIOrMYeH areHT, XpaHUTENHO BeLecTBO
[punarane Ha GpapMaKOJIOTHUYCH areHT Upes:
* HH(Y3HOHEH MOPT
* Port-A-Cath
* pezepBoap (TOJKOKEH)
* YCTPOMCTBO 3a CHAOB JIOCTBHII
* BEHO3€EH KaTEThp

Kooupaii cvwo xoeamo e nanpasena:
* IOCTaBsIHE, N3BAX/IaHE WM PEBU3HS Ha YCTPONUCTBO 3a CHJOB JOCTHII (BUXK 00K [766])
* 3apeXxJaHe Ha yCTPOUCTBO 3a JOCTaBsiHe Ha MeaukaMeHTH (96209 [1920])
He 6xniousa: XupyprudHa KaTeTepu3alus ¢ npuiaraHe Ha XUMHOTEpaneBTUYeH areHT (Bik 0ok [741])

MpunoxeHue Ha chapmakoTepanua

96199-08 VHTpaBeHO3HO NpUNoXeHne Ha bapMaKoorMyYeH areHT, enekTponuT
[punarane Ha papMaKOIOTHYCH areHT Ypes:
* HHPY3UOHEH MTOPT
* Port-A-Cath
* pe3epBoap (ITOIKOKEH)
* YCTPOMCTBO 3a CHAOB JIOCTBHIT
¢ BCHO3CH KaTCThp

Kooupaii cvwo xoeamo e nanpagena:
* MOCTaBsHE, N3BAXKIAHE WJIM PEBH3HS HA YCTPOWCTBO 3a CHJIOB JOCTHIT (BHXK OJIOK [766])
* 3apeXxJaHe Ha YCTPOUCTBO 3a JIOCTaBsiHe Ha MeauKaMeHTH (96209 [1920])

He sxnousa: xupyprudHa KaTeTepu3alys ¢ pHIaraHe Ha XUMHUOTEPaNieBTHYCH areHT (Bk 0ok [7417)

MpunoxeHue Ha chapmakoTepanua

96199-02 VIHTpaBeHO3HO NpUNoXeHne Ha hapMaKoorMyeH areHT, NPOTUBOUHAEKLMO3EH areHT
[punarane Ha papMaKOIOTHYCH areHT Ypes:
* HH(Y3UOHEH MTOPT
* Port-A-Cath
* pe3zepBoap (TIOJIKOKEH)
* YCTPOMCTBO 3a CHOB JIOCTHIT
¢ BCHO3CH KaTCThp

Kooupaii cvwo koeamo e Hanpaeena:
* MIOCTaBsIHE, M3BAXK/IaHE WJIM PEBU3HUS HA YCTPOHCTBO 32 ChJOB JOCTHIT (BUXK 00K [766])
* 3apeXJaHe Ha YCTPOUCTBO 3a JIOCTaBsiHe Ha MeaukameHTH (96209 [1920])

He gxntousa: XUpPypTUYHA KaTETEPHU3ANHs C IPUJIaraHe Ha XUMHOTEPANeBTUYCH areHT (BIk 010k [741])




MpunoxeHue Ha papmakoTepanus

96199-03 WHTpaBeHO3HO NpUMoXeHWe Ha hapMaKoforMyeH areHT, ctepous
[Tpunarane Ha apMaKoJIOTHUYECH areHT Ypes:
* nH()Y3HOHEH TTOPT
* Port-A-Cath
* pe3zepBoap (TIOJKOKEH)
° YCTpOﬁCTBO 3a CbJJOB JOCTBHII
®* BCHO3CH KaTCTbhp

Kooupaii cvwo koecamo e nanpasena:
* IOCTaBsTHE, M3BAXKIaHE WIIM PEBU3MS HA YCTPOHCTBO 32 CHIOB JIOCTHIT (BHXK OJIOK [766])
* 3apeXJaHe Ha yCTPOHCTBO 3a JIOCTaBsiHe Ha MeaukameHTH (96209 [1920])

He exniousa: XupyprudHa KaTeTepHU3alys ¢ IPHIarane Ha XUMHOTEPaNeBTHICH areHT (Bxk 0710k [741])

96197-03 MycCKynHO NpunoXeHne Ha hapMaKkororm4yeH areHT, cTepous

MpunoxeHune Ha chapmakoTepanus

96199-09 WVHTpaBeHO3HO NpunoxeHne Ha bapMaKkonorMyeH areHT, Apyr u HecneundnyeH
drapmakonornyeH areHT
[Mpunarane Ha papMaKOIOTHUYCH areHT Upe3:
* HH(Y3HOHEH MOPT
* Port-A-Cath
* pezepBoap (TOJKOKEH)
* YCTPOMCTBO 3a CHAOB JIOCTBHII
* BEHO3€EH KaTEThp

Kooupaii cvwo xoeamo e nanpasena:
* IOCTaBsIHE, N3BAX/IaHE WM PEBU3HS Ha YCTPONUCTBO 3a CHJOB JOCTHII (BUXK OOK [766])
* 3apeXxJaHe Ha YCTPOUCTBO 3a JOCTaBsiHe Ha MeaukameHTH (96209 [1920])
He 6xniousa: XupypruuHa KaTeTepusalys ¢ Mpuiarane Ha XUMHUOTEpaneBTU4YeH areHT (Bik 0ok [741])

96197-09  MycKynHo npunoxeHue Ha doapMakonorMyeH areHT, gpyr n HecneundunyeH dapmakonormyeH
areHT

M3uckBaHe: KnuHuyHata nbTeka ce cyMTa 3a 3aBbplUeHa, ako ca NPUIOXEHN U OTYETEHU
TPU OCHOBHM AMArHOCTUYHM M [BE OCHOBHM TepaneBTUYHW Mpoueaypw, NocoyeHn B Tabnuvua
KonoBe Ha ocHOBHMU npoueaypu.

Mpu nbpBa xocnuTanu3auua No NoBoA reHeTUYHO 3abonsABaHe:

KnuHnyHata nbTeka ce oOTuYMTa CbC 3aAbIDKUTENHO MNpPOBeAeHO TeHeTUYHO
nscneaBaHe: ,,MeTaboNUTEH CKPUHUHI WM aHanM3 Ha YypuMHa 3a MyKononusaxapuawu,
aMUHOKUCESNIMHU UMK OpraHUyYHn KucenuHun” 6nok 1932 (91226-00 n 91226-01 n 91226-02)

unu

eH3nmeH u/vnn OHK — aHanu3, B cny4yauTe Korato ce Kacae 3a reHeTM4HO 3abonsABaHe
M aHanu3uTe ca Bb3MOXHU B bbnrapusa 6nok 1923.

OcHoBHa npouenypa 92191-00 unm 92191-01 ce ocbLiecTBABa NpU HEOBXOOUMOCT U Ce
npunara npu anarHoctuuupane Ha COVID-19. Ta3n npoueaypa ce n3BbpLUBa NPy NOKa3aHUs U ce
OTYMTa KaTo AOMbIHUTENHA AMArHOCTUYHA npoueaypa KbM ApYruTe OUarHOCTUYHWU Npoueaypw,
NOCOYEHN BbB BCEKN OMATHOCTUYHO-NeYebeH anropuTbM Ha CbOTBETHATA KIMHUYHA NbTeKa.

4. YCNOBUA 3A CKIIKOMBAHE HA OOIroBOoP U 3A U3NBJIHEHUE HA KIIMHUYHATA
NMbTEKA

KnuHuyHata nbTeka BKOYBA AOEMHOCTM WM ycnyru OT obOxBaTa Ha MeauMUMHCKaTa
cneunanHoct "HeoHaTtonorusa", ocbllecTBABaHa Ha TPeTO HUMBO Ha KOMMETEHTHOCT,
cbrnacHo meguuuHcku ctaspapt "Heonatonorna".




M3nckBaHmsaTa 3a HanuMuMe Ha 3adbiDKUTENHM 3BEHa, anapartypa W cneuunanmctn ca B
CbOTBETCTBME C MEOULUUNHCKN CTaHOAaApT ,,EHD,OKpI/IHOJ'IOFI/IF-l n 6onectn Ha obmsiHaTa”.

a) SAOBIDKATENHN 3BEHA, MEOAULUUWHCKA ANAPATYPA U OBOPYOBAHE, HAIIUYHUA U
DOYHKUMNOHUPALLN HA TEPUTOPUATA HA NEYEBHOTO 3ABEANEHUE, U3NBJIIHATEN HA
BOJIHNYHA NMOMOLL

NevyebHoTO 3aBegeHMe 3a GOMHMYHA MOMOLLL MOXE Aa OCUrypu 4pe3 AOroBop, BMEHEHUTE KaTo
3a4bMKUTENHN 3BeHa, MeaMUMHCKa anapaTypa 1 obopyaBaHe, U ¢ Apyro nedyeGHo 3aBedeHve 3a
N3BBHOOMHMYHA UNM BGOMNMHUYHA MOMOLL, PA3MONIOXEHO Ha TepuTopuaTa My M MMaLLO [0roBOp C
H3OK.

3agbnmkuTenHo 3BeHo/MegULMHCKa anapaTypa
leoHaTonornyHa knuHvka/otTgeneHne

2. KnnHnyHa nabopatopus ¢ |l unu 11l HMBo Ha komneTeHTHOCT, BKI. KA, xemocTasnonorus
3. CTpyKTypa 3a peHTreHOBO uscnegBaHe — peHreHoB anapaT 3a ckonus 1 rpadus

4. 3BEHO 3a MHTEH3MBHO Jle4YeHne

B cnyyaute, korato ne4yebHOTO 3aBegeHue 3a GOMHMYHA MOMOLL He pasnonara CcbC cobcTBeHa
KnnHnyHa nabopaTtopus, TO criegBa Aa OCUrypu OCbLLECTBABAHETO Ha AEWHOCT MO KAMHMYHA
nabopaTtopusi OT CbOTBETHOTO HMBO MO [JOrOBOP CbC CaMOCTOATENHA MeAWMKO-AMarHOCTUYHa
nabopaTopus uUnu ¢ KNMHU4YHa nabopartopus — CTPYKTypa Ha Apyro ne4yebHo 3aBeneHue. B Ttesn
cny4dam nabopartopusTa, C KOSTO € CKINIOYEH A0roBopbT, criefsa Aa 6bae pasnonoxeHa B egHa v
cbla crpaga ¢ 6onHuuata unu B pamkuTe Ha GonHuuaTta. C goroBopa 3agbimKUTENHO ce
obesneyaBa 24-4acoBO OCbBLLECTBABAHE HA OEMHOCTUTE MO KIMHUYHA nlabopaTtopusi 3a Hyxaute
Ha CTpyKTypaTa no HeoHaTonorus/negnaTpus.

SAOBIXUTENHU 3BEHA, MEOULUMHCKA ANAPATYPA U OBOPYOABAHE, HEOBXOOVWMU
3A U3NBJIIHEHUE HA AITTOPUTBMA HA NBTEKATA, HEHAITUMHU HA TEPUTOPUATA HA
NEYEBHOTO 3ABEAEHUE, 3N BbNHUTEN HA BONTHU4YHA MOMOLL,

JNleyebHOTO 3aBepeHne 3a GONMHUYHA MOMOLL, MOXE [a OCUTypu OEMHOCTTa Ha CbOTBETHOTO
3a0bJKMTENHO 3BEHO Ype3 A0roBop C ApYro neyvyebHo 3aBefeHne Ha TEPUTOPUSATa Ha HaceneHoTo
MSICTO, KOETO OTroBapsl Ha M3UCKBaHMATA 3a anapaTtypa, obopyaBaHe u cneumnanucT 3a tasu K un
nma gorosop ¢ H3OK.

3aabnkutenHo 3seHo/MeAMUMHCKa anapaTypa
1. MmyHonormnyHa naboparopus — Ha TepuTopusaTa Ha obnactra
2. JlabopaTtopus (oTaeneHne)no KNMHWYHa NaTonorus — Ha TeputTopusaTa Ha obractTa
3. KnuHuka/otaoeneHne no obpasHa gnarHoctuka, pasnonarawo ¢ KT /MPT, ¢ ocurypeHo
obcnyxBaHe Ha bonHuuata 24-4aca B 4EHOHOLLMETO, BKIOYUTENHO U NPU CMELLIHU CbCTOSAHUS
4. BupyconornyHa nabopaTopusi - Ha TepuTopusiTa Ha obnacTtra
5. Exokapguorpad
6. LintoreHetnyHa naboparopus — Ha TepuTopusiTa Ha obractra
7. M'eHeTnyHa nabopaTtopus 3a meTabonuTteH, eHanmeH n HK — aHanus — Ha TeputopusTa Ha
CcTpaHaTa
8. MukpoburonormnyHa naboparopus - Ha TepuTopmsaTa Ha obnacTTa

6) HEOBXOOUMU CMNEUMNAITUCTU 3A UBNMBIIHEHUE HA KITMUHUYHATA NBbTEKA.

- HaW-manko wectuma nekapu, OT KOUTO HaW-manko Tpuma CbC ChneumanHocTt
"HeoHnatonornsa", eguH OT TAX C KBanudwukauua no exorpadusi — TpaHCHOHTaHenHa w/vnm
abgomMuHanHa;

- nekap - cneumanucT no KnuHuyHa nabopartopus.

5. UHOUKALIMK 3A XOCMUTANTUSALUNA U NEYEHUE

a) THOUKALUKU 3A XOCINMUTANMU3ALINA.
1. CnewHo nevyeHre Ha nuua ¢ gMarHoCTULUMpaHM MeTabonnTHU HapyLLEeHNs U B CbCTOSIHUE
Ha:
MeTtabonuTtHa kpusa



KomaTo3HO CbCTOSHUE
MbpyoB cMHAOPOM

2. OnarHOCTUYHO YTOYHsIBaHE, NeYEeHWe W OnpedensiHe Ha nocreaBallo TepaneBTUYHO
roBeadeHne npu:

Mpun HesicHa anarHo3a 3a yTOYHSABaHe.

NauMeHTU C XPOHWYHA ManHyTpuuus - cregornepaTMBHa nNpW  CTPUKTYpa Ha
XpaHoMNpoBOAa, racTpo-, EHTEPO- U KONMOCTOMA, CbCTOSIHUSI HA CTOMAallUHa U YpeBHa Pe3eKLus;
BPOAEHM UNK NpMaoGMTN aHOManNUM Ha XxpaHocMunaTtenHaTa cucteMma (MHOEeKC Ha TenecHa maca -
BMI nog 19 kr/m2, 3aryba Ha Terno Hag 5 % B nocrnegHute 1 - 3 Meceua, HamansiBaHe Ha
XpaHuTenHua npuvem ¢ 25 % 1 noBeye OT TO3M Ha NpedllecTBallata ceamuua, obly cepymeH
6entbk nog 60 r/n, cepymeH anbymuH nog 35 r/n)

naumMeHTUn C HacneacTBeHUM meTabonuTHM 3abonsiBaHWst 3a KOpPEKUMs Ha Tepanusata u
neYeHne Ha Bb3HUKHANM YCNOXHEHNS

6) AMArHOCTUYHO - NNIEMEBEH ANITOPUTDBM.

MeTabonuTHu 3abonsBaHUA: NaUMEHTUTE MNOCTLNBAT B KIMHMKATA 3a MOCTaBsiHE Ha
AnarHosa U 3a nedeHue, Korato ca B AEKOMMNEHCUPAHO CbCTosIHME. LlenTa e Bb3CTaHOBsIBAHE Ha
XU3HEHUTEe nokasaTenu, NpeodosiiBaHe Ha KOMAaTO3HOTO CbCTOSIHWE, M3YNCTBAHE Ha OpraHu3ama
OT HaTpynaHusi TOKCMYEH cybcTpaT n ctabunuanpaHe Ha obmMeHHUTe npouecn. PassicHsaBaHe Ha
poouMTennTe 3a AOoMycHaTUTE MNPOMYCKU B OVWETUYHOTO UM MEOMKAMEHTO3HOTO JfevYeHne C uen
npegoTepaTaABaHE Ha No-HaTaTbLHU METAOONNTHN KPU3MN.

OmnarHocTu4Hn nscneaBaHus:

[o 48-na yac — ce m3BbpLuBaT cnegHute uacnenearund - MNKK, ypuHa, duoxnmusa (camo
n3crnegBaHnsaTa HeobxogMmun 3a gokasBaHe Ha AMarHosara), lakraT, aMOHSIK;

[o 72 — na yac ce ussbpBaT - EEl u B3emaHe Ha KpbB 1 ypuHa 3a creumanuanpaHu
nacnegBaHnsa  (aMUHOKUCENNMHKW, OPFraHWYHW  KUCESNTMHWMHW,  MYKOMONM3axapuaWn, €eH3UMHU
n3crnegeaHnsl) npu Heo6XOANMOCT;

[o kpass Ha OGONHWUYHMS NpPecTon, B 3aBUMCUMOCT OT CbCTOSSHMETO Ha [EeTeTo W
HeobXoOMMOCT 3a MNOCTaBAHE W YTOYHABaHe Ha guarHosaTta - TpaHCOHTaHenHa exorpadws,
PEHTrEeHOBO M3creaBaHe, exorpadus Ha KOPEMHW OpraHu, exokapauorpadgusi, KOHCynTauum ¢
HEeBPOSOr, KAapAWosor, 3ano4BaHe Ha KMHe3uTepanusl.

JIleyeHne

Mo Bpeme Ha xocnuTanm3aumsaTa ne4eHMeTo € OCHOBHO CUMNTOMAaTUYHO.

MedukameHmo3Ho fiedeHue - NHAY3NST Ha TIHOKO3a, eNeKTPONnTU, BUONOrMYHN NPOAYKTH,
XpaHeHe CbC COHAA, NapeHTeparnHo UM opariHoO MPUIOXeHWe Ha aHTUBMOTUKK, KOPTUKOCTepoua,
AHTUKOHBYNCaAHTUN, aHTUEMETUYHM CPeaCTBa.

EH3um-3amecTBawa Tepanusa npy naumeHtn ¢ 6onectta Ha lowe ce otumta ¢ Allp Ne 33 -
.l1apeHTepanHa uHgy3nsa Ha nekapCcTBeHM NPOAYKTU NO TepeneBTuvHa cxema”, ¢ BbnaHka Ne8A ,

KaTo OTYUTaAHETO Ha NpUIoXeHnTe fnekapCTtBeHn cpeanctea ce n3BbpluBa No YCTaHOBEHUA pen.
Bb3MOXHOCTTA 3a OTYMTAHE HA NaLMeHTU NO NbTeKaTa ce 3ana3Ba camMo 3a cny4vyaunTe
Ha AMarHOoCTuKa u npocnensiBaHe Ha CbCTOAHUETO.

6. MOCTABAHE HA OKOHYATENHA OUATHO3A.
Cnopepf KNMHUYHATa KapTuHa, cTaTyca U cnep XMCTONorMyYHo (Mpu onpeaeneHn Ho3omorum),
LMTOreHeTUYHO, MOTEKYNSIPHO U3crneaBaHe.

7. AEXOCNUTAINU3ALUA U ONPEOENAHE HA CNEABOJTHUYEH PEXUM.



KoHTpon Ha 34paBHOTO CbCTOSHME Ha NauveHTa U MeAMUMHCKO 3aKm4veHue 3a nunca Ha
MEAMLMHCKN PUCK OT MPUKIoYBaHe Ha BONMHNYHOTO NeYeHne Bb3 OCHOBA Ha OBEKTUBHW AaHHM 3a
cTabunusmpaHe Ha CbCTOSTHUETO (KNUHUYHW/NAPaKNMHUYHK) 1:

MeauuuHCKM KpUTepumn 3a gexocnuranusauus:

- YTOYHEHa AnarHosa;

- KOPEKLUS Ha XKU3HEHMTE NoKasaTenu;

- cTabunuanpaHe Ha KMMHUYHOTO CbCTOSIHUE;

- onpeaensiHe Ha TepaneBTUYHOTO NOBEAEHNE U XUTMEHHO-ONETUYHUS PEXUM.

HdoBbpluBaHe Ha Ne4ye6HUA npouec u npocneasBaHe

B ueHaTa Ha KnMHMYHATaA NbTeka BAM3aT OO TPWU KOHTPOMHWM npernega npu sABsiBaHe Ha
naumMeHTa B paMKuTe Ha e4uH Mecel cnef nsnucBaHe 1 3a4bIDKMTENHO 3anMcaHun B envkpusarta.

KoHTponHuUTe npernegu crnej W3nMcBaHe Ha NauveHTa ce oTpassiBaT B creuuaneH
OHEBHUK/KYpHan 3a npernegu, KOWTO Ce CbXpaHsiBa B ANArHOCTUYHO-KOHCYNTaTUBHMS ONOK Ha
nevyebHoOTO 3aBegeHME — U3NbIHUTEN Ha 6ONHWYHA NOMOLL,.

Mpn gunarHosa, BkntoveHa B Hapenba Ne 8 ot 2016 r. 3a npodmnaktuyHuTe npernegu m
ancnaHcepmsauuata (Hapegba Ne 8 ot 2016 r.), mauMeHTbT ce HacoyBa 3a [MCMAHCEpPHO
HabntogeHne, CbrnacHO M3MCKBaHMATA Ha cbliaTta. [ucnaHcepusdaumsata Ha 3roKavyecTBEeHUTEe
3abonsaBaHus ce npoeexaa camo B JI3BI n B KOL, kato 06embT 1 YyecToTara Ha 4EMHOCTUTE MO
AncnaHcepHoO HabnaeHne ca cbrnacHo 3anoxeHnsa anroputsbm B Hapeaba Ne 8 ot 2016 r.

8. JOKYMEHTUPAHE HA OEMHOCTUTE NO KNUHUYHATA NbTEKA
XOCMUTANMU3ALUUATA HA NALMEHTA ce nokymeHntupa B “Mcmopusi Ha 3abornsisaHemo” (UN3)
n B vacT |l Ha “HanpasneHue 3a xocriumanu3sauus” - 61.M3-H30K Ne7.

OOKYMEHTUPAHE HA OUWArHOCTUYHO - NIEYMEBHUA ANITOPUTBbM - B “Uicmopusi Ha
3abornsisaHemo”.

U3NMUCBAHETO/NMPEBEXOAHETO KbM OPYFrO JEYEBHO 3ABEOEHUE CE
OOKYMEHTUPA B:

- “iemopus Ha 3abornsieaHeMo”;

- vacrt lll Ha “HanpaeneHue 3a xocnumanu3ayus” - 651.M3-H30K Ne7;

- enuKpmsa — nornyyasa ce cpelly noanuc Ha naumeHTa (poauTens/HacTorHuKa), OTpaseH B
3.

OEKNAPALUUA 3A UHOPOPMUPAHO CBHITIACUE (OokymeHT Ne........cccceererennnees ) — noanucea
OT NaumeHTa (poauTensa/HacToHuKa) U e HepasaenHa YacT oT “‘Ucmopus Ha 3abornsieaHemo”.

AOEKINAPAUUATA 3A UHOOPMUPAHO CBIITIACUE CE MNPUKPENBA KbM JIUCT

“NCTOPUA HA 3ABOJIABAHETO”.
HOKYMEHT Ne 4

WH®OPMALIUA 3A POOUTENSA /HACTOMHUKA/MOMEYUTENSA

HacnepnctBeHuTe meTtabonuTHU 6onecTu ca rpyna oT reHeTUYHM 3abonsiBaHnsi, NPU KOUTO
nuncaTta Ha onpefeneH eH3M BOAM A0 YBpexAaHe Ha pasfnyHu OpraHu, BKIOYMTENHO MO3bKa.
EH3umMuTe ca 6enTbum, KOUTO MMAT MHOMO (PYHKLMK, BKITIOUUTENHO pasrpaxnaHe Ha onpeaeneHu
BellecTBa B opraHuama. [lpu meTabonutHute ©Oonectu ToBa pasrpaxgaHe € HapyLlleHo,
BellecTBaTa He Ce U3Mnon3BaT MbSIHOLEHHO, a Ce HaTpynBaT B Pa3fnMyHN TbKaHW, CTaBaT TOKCUYHM
3a T9X M TOBa BoAM [0 nposiBata Ha onpegeneHa metabonutHa 6Gonect. TexecTtTa Ha
3abonsaBaHeTO 3aBUCK OT BMAA Ha NUMNCBALLNS €H3MM W OpraHnTe, KOUTO ca 3acerHaTu.



MeTabonutHnTe 3abonsBaHMsl Cce MPUUUHABAT OT OEedIEKT B reHa, KOMTO € OTFOBOPEH 3a
CMHTE3NpaHeTO Ha fageH eHsuMm. B noBedeto cnydaum TO3M gedeKkT ce Hocu OT ABamara
poauTenn, HO B eguMHUYHA go3a. [Nopaan Tasu npuynHa poauTenute npakTudecku ca 3gpasu. o
BpeEMe Ha ONnoXaaHeTo Ha criydyaeH npuHUMn Te3u ABa gedekta ce cbbupat 3aedHo B KreTkuTe
Ha OboewoTo gete M edekTbT OT TAXHOTO KOMOMHMpaHe e nposBaTa Ha oOnpeaeneHo
HacneacTBeHo MeTabonuTHo 3abonsiBaHe.

MeTtabonutHute 6onectn ca pegku. EgHa ronsama 4act OT Tax ce nposiBABaT B AeTckarta
Bb3pacT. XapakTepHO 3a TAX e, Ye fgeuaTa ce paxaaT Ha TEPMUH, C HOPMarHu Terno n pbLeT U B
MHOrO Criy4yan TAXHOTO pa3BuUTME Npes MbpBUTE AHW, CEAMULMN UM MeCeLmr € HanbiIHO HOPMarHO.
Bonectra ce nposiBABa cnea M3BeCTHO BpeMe, Tbil KaTo € HeobXoaAnM pasnuyHo ObNbr Nepuog
npes KOWTO B OpraHn3Ma fa ce HaTpyna ToBa BeLecTBO, KOeTO nopaau aedekra He MoXe fa ce
pasrpaxkga. 3abonaBaHeTo MOXe Aa ce NposiBv C noBpbLlaHe (0cobeHO Mo BpemMe Ha MHeKUus),
yBenuyeHne Ha 4epHus Apob u cneskata, rbp4yoBe, npobnemu C AMWAHETO, NPOMSAHa B
Cb3HaHMETO.

N3knioumMTenHo BaXHO € MnauMeHTbT CbC CXOAHW onnakeBaHus Aa 6bae HacoyYeH KbM
crneunanuct 3a TbpCeHe Ha npuyMHata W eBeHTyanHo nedeHve. TovHaTa AuarHosa [Jasa
Bb3MOXHOCT Ha fekapsa da onpegenn xoga Ha pasBuTMe Ha bGonectta u HenHaTta MnporHosa,
CTeneHTa Ha yBpexaaHe Ha 4eTeTo - PUBNYECKN U MCUXUYECKN.

MpoTuyaHeTo Ha MeTabonuTHUTE BonecTn e pasnuyHo. EAQHM OT TAX ce nposiBsBaT noA
dopmaTa Ha Kpuan ¢ noBpblUaHe, Npu ApyrM NbpBUTE CUMNTOMK ca rbpyoBe. [euarta morat ga
nmart 3abaBeHO PU3NYECKO pa3BUTUE - MNOLLO HaaaaBaHe Ha TErno, KbCHO CsAaHe U NPOXOXKaaHe.
3abaBeHO e 1 NCUXMYECcKoTo pa3BnTne, HabnogaesaT ce NPOMEHN B MOBEAEHNETO.

IleyeHneTo Ha MeTabonuTHUTE Gonectn e cneunduyHo 1 B MHOMO Crny4vau e NoaabpiKallo,
He BOAM OO0 MbIHO U3nNeKkyBaHe Ha AeTeTo. [eHeTMYHUAT aedekT He Moxe da 6bae Kopurmpa.
HesaBucnmo oT ToBa NoaabpXalloTo NnedeHne TpsibBa oa ce NpunoXxum HaBpeme U afekBaTHO Ha
BoAewmTe cumnTomn. To Lenu ga NnpegoTBpaTh XKUBOTO3acTpallaBallM CbCTOSAHMUS U A4a OCUrypu
Ha OeTeTo Bb3MOXHO Han-0o0po passBuTHe.

Hakon ot metabonutHuTe Gonectn ce rnekyBaT CbC CbOTBETHa AueTa. [NpunaraHeTo wn
TpsibBa ga cTaBa MOA CTPOr NeKapCKM KOHTPOS M camMo npwu noctaBeHa AmarHosa. CbliecTBeHa
yacT OT Ne4yebHMS nNnaH € NPOoBEXOAaHEeTO Ha onpeaeneHa pexabunutauMoHHa nporpama,
cbobpaseHa CbC CbCTOSIHMETO Ha aeTeTo. [lpyn egHa ronsima 4act oT Te3n Gonectn uma 25%
BEPOATHOCT CfeaBalloTo OeTe B CEMEWCTBOTO Aa 6bae 60nHO OT cblioTo 3abonsiBaHe. ToBa
Hanara Te3n CeMenCcTBa [Ja Ce HacovBaT KbM TFEeHEeTMYHa KOHCynTauusi npean cnejBailia
OGpemeHHoCT. CbliecTByBaT MeTOoau Npu HsAkoM meTabonutHu Gonectn guarHosata ga 6bae
rnocrtaBeHa Mo BpemMe Ha GpemMeHHocTTa. 3a Tasu Luen Ha CeMencTBO, B KOETO Beve MMa POAEHO
aete ¢ metabonuTHa 6onecT n T e AnarHoctTuumpaHa, ce npeanara npeHaTtanHa guarHosa. Ts
He e Bb3MOXHa B CnyyauTe, koraTto NMNcBa TouHaTa guarHo3a Ha 6onHoTo aete. Mscneasat ce
KPBbB, YPUHA NN KbCYe KOXXa OT BONHOTO AEeTe, B KOUTO CE TbPCAT ONpeaeneHn HapyLUEHMS.

B MHoOro cny4au tesu nscnegBaHusa ca NPOAbLIDKUTENHN, @ NOHSAKOra U Te He No3BonsiBaT Aa
CTMrHeM OO0 OCHOBHaTa npuynHa Ha 3abonsiBaHeTo. HesaBncUMO OT nuncaTa Ha TOYMHa AMarHosa,
Jeuata ¢ meTabonuTHM 3abonsaBaHus TpsibBa Aa ce HabnaaeaT NepPUOaNYHO OT CNeLUNanucT.



