bone3Hb KoHOBanoBa-
BunbcoHa
(remaTouepedpanbHasn
anctpodumsa, renarto-
NEeHTUKynspHaa gereHepauus,
nceBpocknepo3 Bectdans)
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OnpeneneHne n 3aTMonorug

[Tporpeccupytoliee HacneacTBeHHOE
3aborieBaHue, NposBnsAoLLIEECH B BUAE

- COMEeTaHNsA XPOHUYECKOro NopakeHus
neyeHu (renatut, LMPPO3)

- AereHepaTtuBHbLIX N3BMEHEHNN CO CTOPOHbI
LeHTpanbHON HEPBHOWN CUCTEMBI
(NMpenmMyLLeCTBEHHO B Ye4YeBUYHbIX 4pax)

-



CUHTE30M LepynonnasmmHa —
Oernka, TpaHCMopPTUPYIOLLETO
venb3aboneBaHue nepenaeTcs no
ayTOCOMHO-PELIECCMBHOMY TUMY,
00yCcnoBNEHO HU3KNM UMK
aHOMarlbHbIM CUHTE30M
Liepynonna3smmHa — Bbernka,
TpaHcnopTupyroLwlero meab. [ eH
ATP/7/B3aboneBaHune nepenaercs
N0 ayTOCOMHO-PELECCUBHOMY TUNY,

00yCcnoBneHo HU3KNM UM N




AHOMarnbHbIA DEenokK
kogupyrowmnmnca reHom ATP 7B




AKTyaribHOCTb NPobnemMbl

* TeHOeHUMnsa K yBeNUYEHUIo Yymcna
OUarHOCTUPYEMbIX Clly4YaeB
PacnpocTpaHeHHOCTb 3aboneBaHna B
cpegHem - 30 cny4yaeB Ha 1 MITH. YENOBEK.

* B mupe 3aborneBaHne permcTtpmpyeTcs c
yactoton 1: 35-100 TbiC. HOBOPOXOEHHbIX

* HocnutenbcTBO NATONIOrMYECKOro reHa
oTMevaeTtcs B 0,56% cny4aes

. & R
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AKTyaribHOCTb NPobnemMbl

* bonesHb MaHUMeCTUpyeT B Bo3pacTte 8-16 ner,
HEBPONOrM4eckme CUMNTOMbI MOABMAIOTCH
Tonbko K 19-20 ropgam.

* be3 neyeHna - netanbHbIM UCXOO MPUMEPHO B
Bo3pacTte 30 neT B pe3ynerarte nevyeHoYHou ,
rno4ye4yHo HeJOCTaTOYHOCTU, a TaKke
remopparn4yeckmx oCrnoXHeHumn.

* |BaXKHOCTb CBOEBPEMEHHON ONArHOCTUKA
bonesHn BunbcoHa-KoHoBarnoBsa

4 _diE
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[1porHos

* [1porHo3 - GnaronpuUATHbLIN Y TEX
NnauneHToB, KOTOPLIM 3 dreKTUBHAA
Tepanua npoBogunach 0o Hadana
NnopaxeHnsi Nne4eHUn N HepBHOW
CUCTEMDI.




* YryJlleHne coCTosAHUA NaymMeHToB
HacTyrnaeT NpMmMepHo 4Yepes 5-6 MecsueB
N COXpaHsIeTCA B TeveHue 2 net. Kak
npaBuno, ncyesatoT CUMMNTOMbI CO
cTopoHbl LIHC.




[laTonornyeckasa aHatomMmms

» basarbHble raHrmum - YeyesuLieobpasHoe
aapobasanbHble raHrmumM -
yeyeBuLLEODpa3HOe AP0, XBOCTATOE
A0p0, ckopnyna, oneaHbin Wwap

* rNyboKme criom Kopehl,

* MO3)XEYO0K, B YaCTHOCTMK 3ybyaTble a4pa,
noadyropHble S4pPa;

* B OCTallbHbIX OTAENax rofioBHOro Mo3ra

- U3MEHEHMUS BblpaXXeHbl MEHbLLE.
N




[laToreHes

HapylweHune 6anaHca mexay noctynneHnem 1 aKkCKpeLmen meau.

B opraHm3am megb nocTynaetr B OCHOBHOM C nuLLiEN.B kpoBn meab
CBSAI3bIBAETCS C CbIBOPOTOYHbLIM anb0yMUHOM TPAHCMOPTHLIM OEnKom
TPaAHCKYNPUHOM U Liepynonyia3sMmHOM.

MakcumarnbHas KOHLEHTpaLUus Mean oTMeYeHa B rNeYyeHu, rnovkax,
MO3re, KpoBW.

BknioyeHne B LepynonnasMuH nponcxoguT B annaparte [onboxu
npu yyactum TpaHcnoptupyowero meab ATdasHoro nportenHa P-
TMna (ero getepmuHunpyet reH ATP7B).

CHmxXeHne akckpeumn mean 6onesHn BunbcoHa-KoHoBanosa
CBA3bIBAETCA C 4ePULNTOM USN MOSTHLIM OTCYTCTBUEM
TpaHcnopTupytowero meab AT®asHoro npotemHa P-tuna , KOTOpPbIX
B HOpMeE CrocobCTBYET TpaHCNOPTYy Meaun B annapat [onbaXu n ero
BbICBODOXOEHMIO NMM30CcOMamMm B Xendb. C Xenyblo 9KCKpeTnpyeTcH
npumepHo 80 % Bcen NOCTynuBLLEN B NEYEHb MEOMN.
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KnnHnyeckne oopmsil

 bprowHaa popma

* PurngHo-apurMmorvnepKknHeTn4yeckas,
Unu paHHAaa oopma

e [lpoxaTtenbHoO-purngHasa opma

e lpoxaTtenbHaa popma

e JKCTpPaAnNMpamMmmaHo-KopkoBas cpopma




MeToobl AMarHOCTUKA
dunsnkanbHOE nccneaoBaHme

rnevyeHn - XenTyxa, cTeaTtos, renaTuT, Nne4YyeHoYHas He4OCTaTOYHOCTb.
LMppo3

LIHC - akcTpanupamugHasi cumntoMaTtuka: TpeMop, pUrngHoCTb,
rmnepcanumeaunsl, bpagmMknHesns, AUCTOHUS MbILLEYHOro TOHYCAa;
HabntogaeTca obeaHeEHNE MUMUKWN, AU3apTPUSl, HapyLEeHUsS KoopanuHaumm
OBWMXEHUN U MESTKON MOTOPUKN, NU3BMEHEHUE MOXOOKM.

rnas — kornbuo Kansepa-®neuiuepa,

novyek — nepmdepuveckne oTeKN,KaMHM B NoYKax
cepaeYvyHo-cocyancTon CUCTEMBI - KapanoMmuonaTum
OMopHO-ABUraTesibHOro annapara - aptTponaTum
reMaTosiorm4yeckme HapyLeHus - reMosiMTUY4ecKMe aHeMum

AepmMmaTtosiorm4eckmne npodaBrieHns - rony6b|e JTYHKMN Y HOI'TEBOIO J10XKa,
rmnepnmrMeHTaumna KOxu.

HapyLweHNA CO CTOPOHbI SHD,OKpI/IHHOIZ CUCTEMBbI- TUNOMapaTnpeos 1
HapyweHne TonepaHTHOCTU K IMIOKOo3€e, 3aepKKa rnosjioBoro co3pesaHuAd,
r’MHeKkomMacTtTun4, rnpn BO3HNKHOBEHUN 6epeMeHHOCTVI BblICOKa BEPOATHOCTb

CaMornpoun3BosbHbIX abopToB.
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TabopatopHble MeTobI
ONarHOCTUKW

o OBLIKM aHann3 KpoBM — MPU3HaKM rmnepcnreHmsma —
aHeMusi, IEMKO U TPOMBOLUTONEHUS

« Koarynorpamma - CHUXXeHue npoTpoMOMHOBOro nHAeKca

« CyTOoYHas aKkckpeuns Mmeam ¢ Mo4YoM — NOBbILWEHHbIW YPOBEHb
« AHanM3bl MOYM — N-1N NOPaXEeHUs NeYeHn, NoYeK

* bruoxnmunyeckni aHasnms Kposm — MOpPaKeHMs nevyeHun, noyek
LlepyrnonnasmunH B CbIBOPOTKE KPOBU - CHUXKEHWE M-Newn
MeOb B CbIBOPOTKE KPOBU — CHMXKEHUE N-JEWN,

[eHeTnyeckoe TecTMpoBaHue - myTauum reHa ATP7B

LilenecoobpasHo npoBoAUTb 3TO UCCNeaoBaHUE N BrivkanLmm
POACTBEHHMKAM DOSIbHOro ANS BbISABIEHUS FrETEPO3UTOTHbIX
HOCUTENEen NaTosiorM4eckoro reHa ¢ 6ecCUMNTOMHbIM TEYEHMEM
b6orne3Hn BunbcoHa-KoHoBanoBa ¢ Lesbio Ha3Ha4yeHus
9P EKTNUBHOM Tepanumu.



MHCTpyMeHTarnbHble MeToabl
ONarHoCTUKA

* Y3/ opraHoB BproLLHOM NOMOCTM — NOKa3aTterb Ans NeYeHu,
TpaHckpaHnanbHoe Y3W ronoBHOro Mo3sra — 3XOreHHOCTb obracTu
©a3anbHbIX rAHINNEB

» OKI - npm3Haku runeptpodunm neBoro unmnm obounx XXenyaoykos,
genpeccuio cermeHTa ST, nHeepcuio 3youa T

« Oxo —KI - kapgnomuonartus
» PeHTreHonorn4yeckne nccrnegoBaHms - 0CTeonopoas.

« KT ronoBHOro mosra - paclumpeHHble nepeaHne pora nareparsbHbIX
>Kenyno4koB roflioBHOr0 Mo3ra; AnddysHas atpouns Kopbl
bonbLWKMX Nonywapun n Mo3xedka; odarm NOHMKEHHOW MIOTHOCTU B
obnacTtu 6a3anbHbIX raHrnmMes.

KT opraHoB OproLLHOW NOSIOCTM.

« 13T ronoBHOro Mo3ra - CHUXEeHMe akTUBHOCTU Aona-
nekapbokcmnasbl, KOTOpoe CBUAETENBCTBYET O HAPYLLUEHMSAX B
HUrPOCTPUAPHON AONaMUHEPTMYECKON cucTeMe

« MPT ronoBHOro moara, opraHoB 6ptoLLIHOW NOMOCTW.
* buoncusa neyerHn - gucTpodmyeckme N3MeHEHUA KNeTok
« OnpeneneHne cogep)xaHnuss Meam B TKaHU NeYEHN - NOBbILLIEHNE

oonee 250 mKr/r dE _ ol

« KoHcyrsraumsa okynucTa - konbuo Kansepa-dnenwepa




PaccmMmoTpeHHble MeETOAb

« MPT

* Konbuo Kansepa — dneuilepa

* LlepynonnasmunH CbIBOPOTKU KPOBMU
 Meab CLIBOPOTKU KPOBU

o JKCKpeumst Meam ¢ MOYOU




Xoa ncecrnegoBaHuUin

* Hamun BbInn paccMoTpeHbI 2 rpynrbl Ha
OCHOBAHMN UCTOPUN DONE3HN U
pe3ynsratoB aHarn3oB

* nepBad coctodana n3 11 yenosek ¢
noaTeepXaeHHbIM gnarHo3om bHEBK,

e BTOpad — U3 54 ¢ NapKMHCOHU3MOM.
CocTosiHne B0onbHbIX NMPoOcMaTpuUBasroch B
OVUHAMUKE HE MPOTSXKEHUN S ET.
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Xoa ncecrnegoBaHuUin

* HyBCTBUTENBHOCTb METOA4A - 3TO
BEPOATHOCTb MONTOXXUTENBbHOIO
pes3ynerarta y nauueHTa c 3abosfieBaHUeEM
BunbcoHa-KoHoBanosa

* CneundnyHoOCTb MeTOaa — BEPOATHOCTb
oTpuuaTenbHOro pesynesrarta y naymeHTa
6e3 3aboneBanHuns (rpyrnna 00onbHbIX C
bonesHblo [MapkMHCOHA)

4 _diE
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MPT

* cneundunyHocTb 3a 100%

YyBCTBUTESNBHOCTL 63,6%:;

m



MPT — rugpouedanus,
aTpodPnyeckme N3MeHeHUS




Konbuyo Kansepa — dneuiiepa:

* YyBCTBUTESIbHOCTb 36%

 cneymdundHoctb 100%;



Konbuo Kansepa-dneniiepa




LlepynonnasmMunH CbIBOPOTKU KPOBW

* yyBCTBUTENBLHOCTL 80%

 cneyndumnyHocTtb 90%

HA-



MeOb CbIBOPOTKU KPOBW

* yyBCcTBUTENBLHOCTL 30%

 cneymndunvHocTb 96,1%

m



JKCKpeuunss Mmegm ¢ Mo4ou

» yyBcTBUTENBHOCTL 100%

* cneundunyHocTb 88,2%.

m



Pe3ynbratbl UccnegoBaHUM

100
901
80
701
60
50-
401
301
20
10

MPT

Korneyo  UepyrnonnasmumH Megb kposn  Megb moun

E YyBCTBUTENBLHOCTDb
@ CneundcgprUMYHOCTbL




BbiBOAObI

Hanbonee 4yBCTBUTENLHLIMY METOOAMM
ONarHoCTUKK npu 6one3Hn BunbcoHa-
KoHoBanoBa ABNAKTCA MeToAbI
BbIAABIIEHUS:

* JKCKpEeLUnn meagm ¢ MO4You
* Liepynonna3mMmnHa CbiIBOPOTKN KPOBWU

AR N AN



BbiBOAObI

Hanbornee cneymnduniHbiMmn Ang JaHHOIo
3aboneBaHnsa MeTogaMun, KOTopble
NO3BOSIAIOT ONMPEaENEHHO
anarHocumpoBaTtb bone3Hb BunbcoHa-
KoHoBaroBa, ABNATCS:

» konbUo Kansepa-dneniepa
* MPT ronoBHOro mo3sra




Cnacnbo 3a BHUMaHue!
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