NM3OCOMHBIE BONE3HHA
HAKOIINEHHA

MuTtoxoHapuanbHbIC 3a00JICBaHUS



=

CTeHka
KNEeTKW AnoponnacTbl
LleHTpaneHas Mnazmaruyeckan
BaKyOnb membpaHa
MUTOXOHOPUMU ‘;ﬂ !
Annapar = Mnazmonecma
Monsam =T

B JNTnzocombl
Pubocomel l

1 Aaapa

AApLIW KO b

b MpaHynAapHan
Maakan = 3 HAONNAZMAT UL CKAA
3HAONNa3MaTM4ecKkan CETh
ceTb

~
" .

Uuronnasma 7=
L §



QYKAPHOTHYECKAJ KAETKA

J | ‘{' | ’ :
: ! a4 M MK OB OPCHMHE M
S Ll

Mnazmarudeckan

MemMmbpaHa
AnnapaT MoneoHM P
LiuTockener
MankanA
aHA0NNazmMaTdecKan LeHTpronu
CeTb

Iz ocomel
OBbonodka FPubocomel
A0pa
AApbIW KD M UT 0¥ OH P KK
HAnpo
ManynAapHaAa LT onnazma

IHaonnNazmMaTtmdeckan
cCeTbk



KIIETKA U KINIETOYHbBIE OPIrAHENIIbI

[
=

MukpoTpy6oukm
OGpa30samue YUmackenema

Knerounan membpana

MOGRCIODT S0WOCTE &U3 KNemuy,
IS, peyenyus

Uenrpuonm %

Yvacmue o Qenenuy xnemsy

Mnaakan 3MQONNAIMOTHYECKAR COTL
cunmed munudos 1 yanoeodos

MuToxoHapHa
Cunmes AT®
Wepoxoearan
IHAONNAIMATHYECKAR Komnnexc Fonsaxu

Cunmeod Genxce




=5 \130COMHBIE ODONE3HH
% HAaKOIIACHHS

KoHuenuus nm3ocomHbIx 60ne3Hen HakomnmneHns Crioxunnach B pesyrnbsrate nsy4yeHus
rnukoreHo3a |l Tuna (MNomne). PakT HakonnNeHUs rmukoreHa B IN3ocoMax BCrieacTBme
He4OCTaTOMHOCTU a-rMioKo3naasbl, a Takke AaHHble, Nofy4YeHHble NMpu nccrnegoBaHnn
OPYrux aHomarnum, No3BoNunmM Jpy ornpeaenutb BPOXAEHHYHO JIN30COMHYO B0OnesHb
KaK Takoe COCTOSHME, MPU KOTOPOM:

1) onpegendaeTca He4OCTaTOMHOCTb KaKoro-imbo o4HOro fiM30COMHOro doepmMmeHTa

2) BHYTPU CBSA3AHHbIX C IM30COMaMu BaKyorien nosiBNaTCs HEOObIYHbIE OTIOXEHNSA
(cyocTpar).

OTO onpegerneHne MoXHO BUOOU3MEHUTb, BKITHOYMB B HEro AedeKTbl OANHOYHbIX FEHOB,
BNUSOLWME HA O4NH NU30COMHbIN depMeHT unn doree, n TeM cambim
pacnpoCcTpaHnTb Ha Takne DOSe3HU, Kak MyKONUnuao3bl U MHOXeCTBEHHas
cynbaTasHas HegoctaTtodHOCThb. OnpeneneHne MOXXHO pacLUnpuUTb U ganee ¢ Tem,
YTOObI OHO PAcCNPOCTPaHANOCh HA HEQOCTATOYHOCTL U ApYrnx 6erkoB, HeOOXoANMBbIX
ana PYHKUMOHNPOBAHUSA NIN30COM (aKTUBMpYoWmMe doepMeHThI paspyLleHNs
cpuHronunmnaos). [laHHble DUOXMMNYECKNX U TEHETUYECKUX NCCNeaoBaHNN
CBUOETENLCTBYIOT O TOM, YTO 3TN aKTUBMpPYOLLME DENkn NPMHUMAOT ydYacTue B
rMOpPosrin3e HeKOTOPbIX CybCTpaToB.






BripaxeHHast yMCTBEHHAs OTCTAJIOCTh
YepenHo-nuieBsie au3Mophuu (rpyobie
YepThI JIMIIA)

[lomMmyTHEHME POTOBUIIBI
['enarocruieHOMeTaNus

[ pyObIEC KOCTHBIE AHOMATUH
(KOHEYHOCTH, rpyHAas KJIETKA)
TyronoaBm»xHOCTb CyCTaBOB
BryTpeHHss ruapoledanus

[ pbku

Tum HacnenoBaHUs — Ay TOCOMHO-
PELIECCUBHBIN
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dopma ¢ paHHUM HadayioMm (MiageHdeckas) 1:138
000
Hayajio 10 12mec
bEICTpO€ IIPOrpecCUpOBaAHUE
2 TIOJITUIA:
KJIACCUUECKUM — JIETAJIBLHBIN UCXOJ 10 1 rona;
ATUIHWYHBIN — MEHEE TSKEask KapAMOMHUONaTHs,

BO3MOKHOCTb MOAACPKAHUS KU3HH C TIOMOIIBIO
NBJI.




®opma ¢ no3aauM HavaiaoM 1:57 000

Manudecranusa nocie 12mec
MemieHHOE ITPOrPeECCUPOBAHNUE
Muomnarus

BapnaOeapbHOCTh CUMIITOMOB IOPaKCHUS
MBIIICYHON TKAHU



NudanTtuiabHas popma
[Iporpeccupyromas
MBIIIIEYHASA CJIA00CTh,
TspKeJIasl TUIIOTOHMS,
HApYIIEHUE JIBUTATEIILHON
AKTUBHOCTH, 3a7epPKKa
MOTOPHOTO Pa3BUTHS,
MHOITATHYECKOE JIUIIO,
«CHUHJPOM BSIJIOTO
peOCHKa»,
3aIIPOKHUIBIBAHNE T'OJIOBEI

FOBeHunbHas popma
[Iporpeccupyromnias
IPOKCHUMAaJIbHAsI MbIIIICUHAs
c1a00CTh OCOOEHHO
TYJIOBUIIA ¥ HUIXKHUX
KOHEYHOCTEN, CHUKECHHAS
TOJIEPAHTHOCTH K Harpy3Ke,
10pa03/cKoyino3 (c1adoCTh
MBIIIII] CIIMHEI ), TUIIOTOHHUS],
0011 B CIIUHE



[Iporpeccupyromias gpixarejibHas
HEIOCTATOYHOCTD

Yacteie OPBU / acnupaiinoHHbIE
ITHEBMOHUH

[Iporpeccupyroias
KapJAUOMHUONIATHS
Kapanomeranus

CeplieuHast HEAOCTATOYHOCTD
JleTasabHBIW UCXOJT OT CEPAECUHO-
JIETOYHON HEJOCTATOYHOCTU

Yacteie OPBU
[IoBEpXHOCTHOE NbIXaHUE,
C1a00CTh AbIXaTEIbHBIX
MBIIIII]

JlbIxareinpHas
HEIOCTAaTOYHOCTH
Hounble anmHO5 (0CTaHOBKA
IbIXaHMS )

Y TpeHHUE rOJIOBHBIC 001
COMHOJIEHTHOCTD JHEM
OJpIIIKa MPU HArpy3Ke
Kapaunomeranus He Bceraa






OcMoTp

[Tagpoams MBIIIIIT

YpaxHEeHUs Ha JIBUKECHUSA

OMI

buoncus Mpln

OnpeneneHre akTUBHOCTH (pepMeHTa B PruOpo0IacTax KoxHy,
TuM(pOIMTAX, MUOIIUTAX, a TAK)KE METO/I IISITHA KPOBU Ha
(UIBTpOBaIbHOM Oymare

JIHK nmarHocTuka

[IpenaranpHas JMarHOCTHKA: aMHUOLICHTE3, OUOMCHS BOPCUH
XOpHUOHA

bynyliee — CKpUHUHT HOBOPOXICHHBIX
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IIpomzBoautenb:Genzyme Europe (Hunepaanabi)
nena 565 700 py0

- Ha COBpPEMEHHOM 3Tale MOXHO ornpeaesintb Kak
rfiedeHne HacneacTtBEHHbIX, MyJ'IbTI/ICbaKTOpI/IaJ'IbeIX N HEHaCleacTBeHHbIX
(MHd)eKLlI/IOHHbIX) 3aboneBaHuin nytTemMm BeBegeHnd reHoB B KIETKU NMNauMeHTOB C LUeSlblo

HanpaBneHHOro U3AMEHEHNA NreHHbIX JeJPEKTOB UNU NpULaaHNA KneTkam HOBbIX
JOYHKLNM.



Annapat VBJ1 MoxeT ncnonb3oBaTbCA Kak ANst MHBA3NBHOM (Yepe3 UHTYBaLNOHHYI0
TPYyOKYy, BBEAEHHYIO B AblXaTesibHble MyTU NauneHTa UM Yepes TpaxeocToMmy), Tak u
ON1A HeEMHBA3MBHOW MCKYCCTBEHHOW BEHTUNALNK JTIETKUX — Yepe3 MacKYy.



bonesHb Tes - Cakca - HacrieOcmeeHHoe 3aboriegaHue, rpu KOmMopoM 8 mKaHsX
Hakarinuearomcsi 2aHariuo3uodbl (MpodyKmbl pacuenieHus Xupos).




Warren Tay (1843—1927) Bernard Sachs (1858—1944)



«CUHOpPOM UUIHEBOIL KOCHOYUKU)
- XapaKTEPHbIU JUATHOCTUYECKUN ITPU3HAK
3a00JI€BaHMS IIPU O(PTAILMOCKOINYECKOM
MCCJICIOBAaHNUH



N-aueTunranakrolammH

OH Jlunng MmenmHoBbIX
obonoyek

N-aueTunHenpaMvuHoOBas raH F«HI/IO3I/IH

KMcnora
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YacToTa BCTpeuaeMOCTH 3a00JICBaHUS
B cpeaneM 1 cioydan Ha 250 000 — 500 000 gemoBek,
Cpeny HEKOTOPBIX TPYIIl HACCIICHUS €€
BCTPEYAEMOCTDb 3aMETHO BBIIIIE:
1. Kutenenr Kanagpl (hpaHITy3CKOro MPOUCXOXKICHHUS;
2.11pencraBUTeIn aMEPUKAHCKOU STHUYECKOM I'PYIIIIbI
HaceneHusa KenmxkH;

3.EBpen amkenasu (mpuMmepHo 1 ciydait Ha 6000
YEJIOBEK)

Oxoi10 3 % HaceJIeHUS SIBISIOTCS HOCHUTEIISIMHU
0O0JIE3HU
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3a00J1EBaH A

He gnarHocTtupyeTcs

[lnarHocTupyeTcs CroxHo




NN LWapoBUAOHO-KNETOMHAA NENKOANUCTPOdMUA, NPOABSIETCS B
MnageH4YecTBe N3-3a HEQOCTAaTOMHOCTU ranakrosunuepamma-b-
ranaktosangasbl. [1na Hero TUNM4YHbI Hadano B Bo3pacTte 2—6
MeC., nerkass BO3byOMMOCTb, ruUNepecTesusi, MNOBbILLEHHAdA
YyBCTBUTESIbHOCTb K BHELWHWUM BO3AEWUCTBUAM, nuxopaaka
HEMU3BECTHOIO NMPOUCXOXOEHUS, aTPOdPUA 3PUTENBHOIO HEPBA U
MHorga cyoopoxHble npunagku. KonunyectBo 6enka B
CMINHHOMOS3IOBOW XUAKOCTMN 0ObIYHO YBENUYEHO. TOHYC MbILUL U
pedneKkchl C ry0oKMX CYXOXUNUN BHa4arne yCUreHbl, HO 3aTem
MbILLEYHbIN TOHYC CHwWxXaeTca. Yepes 1—2 roga pesko
ycyryonsaerca HeBposiormyeckas cCMMnToMatuka W HacTtynaet
cMepTb. [MpMXKM3HEHHBIN OnarHo3 OCHOBaH Ha pesynbraTtax
onpepeneHna QepMeHToB. XapaKTepHbiIM W, BO3MOXHO,
cneundunyecknmMm Mpu3Hakom CcryXaT LWapoBUAHbIE KNETKU B
TKaAHSX HEPBHOW cUCTEMbl. DPYHKUMA ranakrtosunuepamu-b-
ranaktosangasbl 3akfdaeTcs B paspylleHun cynbdaTtnaos,
obpasyroLmnxca u3 mmenuHa. lNospexgeHne TkaHen HaCTOMbKO
HapywaeT CUHTE3 MUESIMHA, 4YTO MpPU ayTorncum OObIYHO He
BbISABMAIOT YBENUYEHUST abCOMIOTHOrO KOnM4ecTBa ranakto-
uepebpo3mgHoro cybctpaTta B TKaHAX. [anakrosunuepamug-p-
ranakrosangasa reHeTU4eckn OTNMYaeTcs OT p-ranakro3uvaassbl,
HEAO0CTaTOYHOCTb KOTOpOW TUNUYHa ansa G, ,-raHrmmosnaosa







BHYTPEHAA
MEMBPAHA o
HAPYXXHAA Y

MEMBPAHA [OHK




MOXXHO BblAENUTH ABE Ipynnbl MUTOXOHAPUANbHbIX
3ab0s1EBAHNM:

* flpKo BblpaXxeHHble HacneacTBeHHble CUHAPOMBbI,
OOyCrioBNEHHbIE MyTaLUMUAMN FEHOB, OTBETCTBEHHLIX 3a
MUTOXOHOpMarnbHble 6enkn (cnHgpom bapTta, cCMHAPOM
KepHca-Ceupa, cuHapom lmpcoHa, cnHgpom MELAS,
cuHgpom MERRF un gpyrue).
 BTOpMYHbIE MUTOXOHAOpPUANbHbLIE 3aboneBaHus,
BKIHOYaKLmMe HapyLleHne KNneTo4Horo aHeprooomeHa
Kak BaXkKHOe 3BeHO (popMUpoBaHUA rnatoreHesa (0onesHu
coeaUHUTENbHOW TKaHU, CUHOPOM XPOHUYECKOU
YyCTanocTu, rMnKOreHos, kKapanommonaTtuga, MUrpeHsb,
ne4yeHo4YHad HegoCTaTOMHOCTb, MNAaHUUTOMNEHUS, a TaKke
rmnonapaTtnpeos, anabeT, paxuTt v apyrue).




MuToxoHOPUN HacregyrTca UHaye, YeM SOepHble reHbl. AgepHble
rEHbl B KaXXOOM COMaTUYECKOWN KNeTke 0ObIYHO npeacTaBrieHbl ABYMS
annenamn. OOonH annenb YHacrnegoBaH OT OTua, APYron oT MaTepuw.
OpgHako mMutoxoHapun copgepxart cobctBeHHyto [OHK, npuyem B
Ka)XOou MUTOXOHAPWUM 4YernoBeka obblvHO cogepxutca or 5 go 10
Konun Konbuesou mornekynel HK, n Bce MuToxoHOpun HacnenyTCs
oT maTtepu. Korga mutoxoHapusa genutcd, konmn OHK cnyvyanHbim
obpa3om pacrnpenensoTcs Mexay ee notoMmkamu. Ecnu Tonbko ogHa
n3 ucxogHolx monekyn HOHK cogepxut myTtauuto, B peaynbraTte
CIly4amHOro pacrnpegerneHnss Takue MyTaHTHble MOJSEKynbl MOryT
HaKOMUTLCA B HEKOTOPbIX MUTOXOHApUAX. MutoxoHapuanbHas
Oorne3Hb HayMHaeT NposBnATbCA B TOT MOMEHT, KOoraa 3aMeTHOoe
YMCNO MUTOXOHAPUN BO MHOIMMX KNETKaxX AaHHOW TKaHU NpuobpeTaroT
MyTaHTHble konun JHK Mytaumm B mMutoxoHgpuansHou [OHK
NPOMNCXOAAT, MO pasHbIM MPUYNHaAM, HAMHOrO Yalle, YeM B S4EPHOMWN.
OTO O3HA4aEeT, YTO MUTOXOHApPMUarnbHble 6OE3HN JOCTAaTOMHO 4YacTo
NPOSBMAIOTCA N3-3a CNOHTAHHbIX BHOBb BO3HUKAKOLLMX MyTaLUN.




Tunbl 3a6oneBaHNN
[ToMUMO OTHOCUTENBLHO PacnpPoCTpaHEHHO
MUTOXOHAPWArIbHOU MMUONAaTUKN, BCTPEYAIOTCH:
MUTOXOHAPUAaribHbIU caxapHbiu AnaderT,
conpoBoXxagatoLmnca rnyxotou (DAD, MIDD, cnHapom
MELAS) — 3TO coveTaHue, NposaBnsoLleecd B paHHEM
BO3pacTe, MOXET ObITb BbI3BAHO MyTaLMen
MUTOXOHApMarbHOro reHa MT-TL1, HO caxapHbi gnabeT n
rnyxoTa MOryT ObITb Bbi3BaHbl K&K MUTOXOHAPMarIbHbIMU
3aboneBaHMsIMU, TaK U MHbIMU NMPUYNHAMU;
HacrnencTBeHHasa onTn4yeckasa Hemponatus Jlebepa
(LHON), XapakTepusyoLmnca notepen 3peHna B paHHeEM
nybeptaTHOM Nepuoae;
cuHgpom Bonbda-llapkmHcoHa-Yanta paccesHHbIN
CKIepo3 1 nogobHble emy 3aboneBaHUs






HapyweHue NnpoBoANMMOCTMU

NPEXAEBPEMEHHOE BO3BY)XAEHUE XE/NMYAO4YKOB ‘

WPW CcUHAPOM (wolff-Parkinson-White)

I'Ipwmua: AONONHUTeNIbHBIA Nyvok Kerta (MMNyNbe NpUXogunT K
Xenyaoukam paHblue yem yepes AV-coeguHeHue)

IKI': PQ<0,12 ¢, QRS gethopmuposaH (A-sonHa) U paclumpen, STu T
pasmMmeleHbl QUCKOPAaHTHO

P-Q (R)=0.10 ¢




CuHpgpom Bonbda-lNapkuHcoHa-Yanta — Hanbonee 4yactbii CUHOPOM
npexgeBpeMeHHOro Bo3byxaeHus xenyago4vkos (ero Habnwogatot y 0,1 —
0,3 % HacerneHua B obLen Nnonynaunm ), BOSHUKaKLLNKA NPU HANMM4nm
OONONMHUTENbHOro nyyka KeHrta. bonblUXMHCTBO NOAEN NPU 3TOM HE UMEKT
Npu3HaKkoB 3aborieBaHusa cepgua. Y MyXX4MH CUHOPOM OOHapyXuBaroT
yalle, YeM Y XKEHLLNH.

[Ty4yok KeHTa — aHOoMarbHbIM NY4HOK MexXxay NeBbiM/NpaBbiM Npeacepansimm
N OQHUM M3 XKEeNyao4yKoB. OTOT MYyYOK UrPaeT BaXKHYIO Porb B NaTtoreHese
cuHgpoma WPW. bonee ObICTpoe pacnpocTpaHeEHUE NMMNYSIbCa Yepes 3TOT
OOMNOMNHNUTENBHbBIN NPOBOAALLNN NYTb NPUBOAUT K:

1) ykopodeHnuto nutepsana P — R (P — Q);

2) bonee paHHeMY BO30YXXOEHUIO YACTU XKenyodoyYKkoB — BO3HMKAET BOSIHA
A, obycnasnueatoLlas pacumpeHue komnnekca QRS.

Y yacTun 60sbHbIX MOXET HE BbIABATLCS KIMHUYECKNX nposiBrneHnn. OCHoOBHOE
nposiBneHne cuHapoma Bonbda-lapkmHcoHa-Yanta — aputmun. bornee yem B
50 % cryyaeB BO3HMKAIOT NapoKcmnaMarnbHble TaxnapuTMUn: HagKernyaovkoBble
PEUUNPOKTHbIE, UbpuNnauma npeagcepann, TpenetaHue npeacepavi.
[10BOSIbHO YacTo CMHAPOM BO3HUMKAET Npu 3aboneBaHnsax cepgua — aHoManum
o0wWwTenHa, rmnepTpodunyeckon  KapauomuonaTtuu, nponarnce  MUTPanbHOro
KranaHa.



CyTb onepauumun: onepaums obblMHO MNPOBOASATCSA MoA
MecTHOM aHecTe3nen. I[lepen onepauven pgenaetca ykon PenaHnyma.
[TauneHTy NYHKTUPYIOT (NMpokanbiBatoT)
benpeHHyo BeHy nMbo apTepuio (3aBUCUT OT OTAENOB cepAdua Ha KOTopbIX
NNaHUpyeTcd BMeELLATeNbCTBO), MOAKMIOYMYHYIO BEHY. OTO COBEPLUEHHO
6e360ne3HeHHO, Tak Kak MecTa NyHKUMU obpabaTbiBalOTCs aHECTETUKOM. Yepes
9TW NPOKOSIbl C MOMOLLbI creyuanbHblX Tpybodek (MHTpadbtocepoB)
nog, PEHTrEHOCKOMNYECKUM KOHTPOSIEM BBOAAT A1IEKTPOAbLI B MOSIOCTb cepaua.



, XapaKkTepusyLinmncs

noTepen 3peHusi B paHHeM nybepTaTHOM nepuoae

970 3aboneBaHme ObINO BNepBLIE ONMUCAHO

HEMeLKUM odTanbmonorom Teoaopom
Ilebepom (1840—1917) B 1871 rony

KnnHnyeckn —— octpoe Havano notepu
3peHUd, CHa4Yyana B 04HOM rrasy, a 3atem
4yepes3 NPOMEXYTOK BPEMEHU OT
HECKONbKMUX Heaerb 40 HECKOMbKUX
MecsueB —— B gpyrom. HaunHaetca
O0DObIYHO B FOHOCTU, HO ObINKN COOBLLEHUS O
Ha4yanbHOM BO3pacTe B AnanasoHe /-75
net. Ha4anbHbIN BO3pacT HEMHOIO BbiLLE Y
XEeHLUWH, (amanasoH 19-55 net: B cpeaHeMm
31,3 1neT), Yem MY>X4YuH (guanasoH 15-53
net: B cpegHem 24,3 roga).

B HEOObLLIOM nauebo-KOHTPONIMPYEMOM UCCriegoBaHUKU, Obin nokasaH
NPUMEPHO NOSIOBMHE MaLUMEeHTOB AN JOCTMXKEHUS YMePEeHHOW Nosb3bl. Jlyyiine
pesynesTaTtbl ObININ Y Ntogen, KoTopble ObiNM B HaYane 3aboneBaHns.
a-TokoTpueHon-quinone, Mmetabonut ButammHa E, nmen B HEOONbLUMX OTKPbLITHIX
nccrnenoBaHNAX HEKOTOPBIN ycrex B oOpalleHun BCNATb HavyaBLENCs NoTepn 3peHns.
EcTb pasnuyHble nogxoabl K fIe4eHno B TOM Yucre: OpuMoHnanH , MMHOUMKNWH |
KVDKVMUH .dboToTepanusa nHdpakpacHOro nany4eHus.



