BEHHOE TEYEHHE, HO YCTORYMBOE Y B3POCIBIX. AHTHXOJIMHICTEpa3HbIE NIpenapaTsl OOBIMHO YyullaloT cocToAHue. Her
aTpoduii U cumnToMoB Muonatuu. JlaGopaTopHble kpuTepuu: okpauenHas AX3 yauHeHa, yMeHblIeHO Yncio PAX.

Hcxmouaromue xpurepuu. 1) Hamuue ATPAX. 2) Viyumenne npu muiasmadepese WIH HMMYHHOCYTIpeC-
cuBHO# Tepanuu. 3) 2-oit CMAP.

BpoxaenHslit MuacTeRnaeckuit cuuapoM Tun 1L

CuHApOM MEICHHOTO KaHana.

Knunnyeckue kputepuu. 1) Tun HacneoBaHHA ayTOCOMHO-HOMHHAHTHBIH C NOJHOA NMEHETPAHTHOCTHIO H
PasNM4HOMN 3KCIPECCHBHOCTHIO reHa GonesHu. Penko 6biBaloT cnopaamieckue Cilydan.. 2) OCHOBHBIE CUMIITOMBIL: pa3-
JIMYHBIA BO3PACT Hauasa co CcAaGOCTH H YTOMISEMOCTH Pa3IMYHbIX MBIIILL Pa3THYHON CTeneHn TaxecTd. [Iporpeccu-
POBaHHE MOCTENEHHOE WIH MHTEPMHUTTUpYIomee (CTYNEH4aToe) ¢ H3GHPaTENbHEIM BOBIEYEHHEM KPAHHAILHEIX M J10~
MaTOYHBIX MpllIL, pa3srudartesieil KUCTH M MajiblieB. Pa3iMuHOe BOBNEYEHNE JIHLEBLIX, [TA3HBIX K 6yAL0apPHBIX MBILILL..
3) JIONOJHHUTENbHBIE CUMNTOMBI: C1aboCTh H YTOMIAEMOCTh H30MpATENbHO MOPAXKEHHBIX MBIUIL, CHIKEHHE CyXO-
XKWIbHBIX pedekcos. JlabopaTopHele kputepun. 1) J[BoitHoii CMAP npn cTUMYSLMH €IHHHYHOIO HEPBHOTO BOJIOK-
Ha; 2) JlexpeMeHT NpH CTUMYJILIMI HepBa B IIOPaXKeHHOM Mble ¢ yacToToH 2-3 '

Hcxmouatouue kputepun. 1) Orcytcteue 2-ro CMAP wa OMT. 2) Hanuune ATPAX. 3).Ymyumenne npu
na3Madepese Wi HMMYHHOCYIPECCHBHO# TeparuH.

BpoxaeHHsle MuacTeHHueckue Hapyenus Tun 11

BxnoyaloTcs Bce GONBHEIE C MBIIIEYHO#H C1aboCThIO H YTOMIAEMOCTHIO IOKANILHOH WM reHEpan30BaHHOM €
HavayioM 0 12 neT ¥ HapyleHNEM HEPBHO-MBILIEYHOM NepelayH.

Hckmovatomue kputepun. 1) Hanmune ATPAX. 2) SBuble apyrue ¢opMsl BPOXKACHHBIX MHACTEHHYECKUX
CHHAPOMOB. 3) YnyulueHue npy riasMagepese WIH HMMYHHOCYNIPECCHBHOM TepanuM WM APYTHE NPU3HAKH ayTOHM-
MYHHOH 3THOJOTHH.

Ipy BPOX/IEHHBIX MHACTEHUYECKUX CHHAPOMAX onucaHo Gonee 40 MyTauuii reHos cyobeaunuy PAX (o, B,
O, €). I'en o-cyGpeaunnn PAX nokammsyerca B 2q 21-q 32 xpomocome, B- cy6vemunun - B 17 p 12 -pll, o-
cyGbeaunnit B 2q 33 gter (3-6). Ipu BpoxaeHHOM MHacTeHH4eckoM cuHapome THIT Id PAX comepxart y-cyGneauHuIy
BMecTO E-cyObeaunnus (A.Engel et al., 1996) (2).
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NPOrPECCUPYIOLLAS MbIWWEYHAA OUCTPO®USA BMEPU-APEU®YCCA
I0.M.Beno3epoB, M.KO.Hukavoposa, B.C.llepmuros, O.C.CtpaxoBa

MockoBckuii HUH nepnarpnu u gerckoii xupyprun M3 P®

[Mporpeccupytomas MpiteyHas gucrpodus Imepu-Lpeiidycca ~ X-cuernneHHas HacleJCTBEHHas JereHepa-
THBHas MBILIEYHAs AMCTPOdUS, XapaKTepu3yiouasicsa MbledHoi cinabocThio U mporpeccupyioueit atpodueil Mbiuy
6e3 BOBJEUEHHS B MPOLIECC HEPBHOI cucTeMbl. PalBuTHe crubGaTenbHBIX KOHTPAKTYp B JIOKTEBRIX CYCTaBax B PaHHEM
BO3pacTe, YMEPEHHO BhIPAXXEHHBII pectus excavatum, MOpPaXXeHHE CEPACYHO-COCYANCTON CHCTEMBI C PAa3BUTHEM TAXKE-
NBIX HapyWEHHUil pUTMa CepaALa W NPOBOAUMOCTH, 3 TAlOKEe OTCYTCTBHE BBIPAKEHHBIX NICEBAOrHNEpTpodui, yMCTBEH-
HOM OTCTAIOCTH M NpPEeUMYLIECTBEHHOE MOPAKEHHE MBIIIL TIPEAILIEYbS MO3BOJAET YETKO PasTpaHHYHTh MHOIATHIO
Omepu-Lpeiidycca or Muonatun JfromenHa/bekkepa.

[lepsoe ommcanue 3a6onepanna npunamiexur Dreifuss J.R. u Hogan G. (1961), a Taxke Emery AEH. n
Dreifuss J.R. (1966). OHi onucain ceMbIO, B KOTOPOit 8 poACTBEHHHKOB B 3 NOKOJIEHHAX CTPajaayu MHOMATHEH, nepe-
natomeiics X-CUerUIeHHBIM TyTeM, NpUYEeM KIHHHYECKHE NpoABieHHs 3a60neBaHUs OTIHYAIUCH OT Muomatuu [o-
weHHa/Bekkepa.

Emery A. E. H. (1987) Beiaenun cnexyioline TpH OCHOBHBIX KpHTEpHs 3a00jieBaHUA: MEJIEHHO NPOrpeccu-
pyIollas MbileyHas cnabocTh ¢ MEPBHYHBIM MOPAKEHHUEM MBILIIL IUIEHa M MEPOHEATLHBIX MBIUIL;, PaHHEE pasBUTHE
KOHTPAKTYp JIOKTEBBIX CyCTAaBOB, aXHJIOBBIX CYXOXHINHA H TYTOMOABIHOCTb MBILULL IEH; HAPYUIEHUS AEATENLHOCTH
CEpEHHO-COCYAUCTON CHCTEMBI (HapYLUCHNs PHTMa H MMPOBOXMMOCTH CEPAUA, KApAHOMMONATHA).

TToMHMO 3THX TIPH3HAKOB K KPUTEPHAM AMArHo3a OTHOCATCH X-CLUEIUICHHBIA PEeLeCCHBHEIA XapaKkTep Hacle-
noBatus, ae610T B Bo3pacte 4-15 JIeT H MeJIEHHO TIPOrpecCHpyIoIee TeUEHHE.
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Kak camocTosTenbHas HO30I0THuecKas (opMa nporpeccHpyiolas MelmedHas aucrpodus Imepu-Jpeidycca
— CpaBHMTENBHO «Mononoe» 3abosneBanune. Hecmotpsa Ha cBoeoGpa3HyI0 KIHHHYECKYIO KapTHHY, HarHo3 BO MHOIHX
CIyyasiX YCTaHaBJIHBAeTC HECBOEBPEMEHHO. JTO CBA3aHO B OCHOBHOM C HM3KO# NepBHYHOH obpamiaeMocTbio 60Jb-
HBIX K HEBpPONATOJIOrY, MOCKOIbKY MBlIIEYHas cnabocTs M aTpodus MBI HA PaHHUX CTaauax cnabo BbipaxeHsl. B
OCHOBHOM GOJIbHBIE JUTHTENBHO HAOMIOAAIOTCA KapAHONAO0ToM (B CBA3M C PAHHHM H T/HKEJbIM OpaXKEHHEM NPOBOAAIIEH
CHCTEMBI CepALa U pa3BUTHEM KapHOMUOTIATHH) WIH OPTONEJOM, T.K. IEPBOE, Ha 4TO 00pallaloT BHUIMaHHE PORUTENH
f6onbHOro pebeHka — 3TO pa3sBUTHE KOHTPAKTYP JIOKTEBBIX H TOJICHOCTONHBIX cycTaBoB. Cpean 6 GoNbHBIX nporpeccu-
pytouteii Meieurnoii aucrpodueit (ITMJI) Dmepu-Jlpeitidycca, HabmonaeMbIx HaMH, ABOe 0OpaTWINCh MEPBUYHO K
HEBPOIATOJIOrY, ABOE HaGMIOAANMCE Y KapAHOJIOTa 1 JBOE — Y OpTOIe/a.

Itnonorus. [NpuinHoit 3a6oseBaHns ABNAETCA MyTalMs IeHa, JIOKATH30BAHHOTO B JUCTANLHOM uacTH Xq28.
I'en HeGonploii — npoTsakeHHOCTHIO Beero 2 kb, cocTout U3 6 3x30HOB U 5 HHTPOHOB. IIpoaykT reHa — 6en0Kk 3MepHH,
cocroseii u3 254 aMHHOKHCIIOT, JIOKAIH3YETCs B AAEpHOH MeMOpaHe KJIETOK CKEJIETHBIX MBIIIL, CEepAua U FOJIOBHOTO
mosra (Bione S. et al., 1994). dynxuus nannoro 6enka 10 cux nop HegocratouHo AcHa (Toniolo D., 2001). B Hacros-
1iee Bpems onucaHo Gosnee 70 MyTalHii JAaHHOTO reHa, KOTOPEIE MPUBOAAT K pa3BuTHIo 3ab6onesanus Ellis J.A. (1999).

Emery A. E. H. (1989) cuuraer, yto 3a6oseBaHHE MOXET B PEAKHX CIy4YasX HacCleJOBaThCA He TONbKO X-
CHLEIUICHHBIM PELECCUBHBIM, HO M ayTOCOMHO-AOMHHAHTHIM (Bonne G. et al., 1999), a Taoke ayTOCOMHO-pEeLECCHBHBIM
nytem (Raffaele di Barletta M. et al., 2000). IIpu 3ToM ayrocoMHbie ¢GOpMBI MOT'YT HMETh TAK)XK€ HEBPOFEHHYIO OCHOBY
nposasnenus. Mcxons M3 3THX NPEANOCBUIOK, HEKOTOPHIE HCCIIEAOBATE/IH PACCMATPHBAIOT MPOrPECCHPYIONIYIO MBI-
meuHyio auctpodino Imepu-Lpelidycca kak «cunapom DMepu-Jlpeiidycca» (Emery A.E.H., 1993).

Knunuueckan kapruna. Takahashi K. (1971), Mawatari S. 1 Katayama K. (1973) u Waters D. D. (1975)
NAIOT XapakTepHoe KiMHHYeckoe onucanne IIMJ] Dmepu-/lpefidycca: nebiot 3abonepanus nabmonaerca o6buHO B
Bo3pacrte 4-15 ner. Haubosnee yacto B Bo3pacrte 7-10 51eT nossngeTcs YKOPOUCHHE aXHILTIOBBIX CYXOXIWIHMH, BCIEACTBHE
yero OoNbHbIE HE MOTYT ONMYCTHTHCA Ha IATKH. 3aTeM CHMMETPMYHO BO3HHMKaeT cafoCTh MBILIL IUIeYe-I0NaTOYHO#M
o6NIacTH ¥ NepoHeaNbHBIX MBIIIL, 2 TAKKe OTMEYAeTCH OrpaHUYeHHe CrufaHus mefHOro OTAeNa NO3BOHOYHHKA U3-3a
aTpoduM 3aHUX 3aTHUIOUHBIX MBI, BO3HHMKAIOT ¥ MOCTENEHHO IPOTPECCHPYIOT KOHTPAKTYPHI JIOKTEBBIX CYCTaBOB,
H3MEHAETCA TIOXOIKA BCJICACTBHE KOHTPAKTYP TOJEHOCTOMHBIX CYCTABOB, YMEPEHHBIH JIOpA03 MOSACHHYHOLO OTAENa
NI03BOHOYHHKA. MO3XEUKOBBIX, Oynb0apHbIX, MUPAMUAHLIX CUMITTOMOB, 2 TAK)X€ HAapyIIEHHit YyBCTBHUTENbLHOCTH HE
Habmozgaerca. B MupoBoif nuTeparype He OMHMCAaHO CaydaeB yMCTBEHHO#H oTcTanocTd y Oonpreix ITMJ] DOmepn-
Hpeiidycca.

MuonaTHuecKnif CHHAPOM MPOrPecCHPYET OUEHb MEAJIEHHO, pa3BEpHyTas KJIMHMYECKas KapTHHA MBIILICYHOH
cnaGocTh oOBYHO NpeJCTaBNeHa Ha TpeTheit Aekane >ku3HH. JleTanbHulit Hexon HacTynaer okono 50 ner. B nonas-
naoueM GONbUIMHCTBE CIY4aeB PHYNHON CMEPTH ABAAIOTCA KHU3HEYTPOXAEMEIC HapYIIEHHS PUTMa H TPOBOAMMOCTH
WK CepicyHas HEAOCTaTOYHOCTb BCIEACTBHE PA3BUBINEHACS KapAMOMHOIATHH.

HapyiueHna putMa 1 MPOBOAMMOCTH CEPALIA KaK TPaBHIIO «ONEPEkKAIOT» MO TAXKECTH NOPAXKEHHE CKENETHBIX
Mpbim. ITpoGiieMa cepledHO-COCYAUCTBIX HAPYIUEHMH ABISETCS XM3HEHHO BRKHOM M KM3HEIMMUTHDYIOIWICH A
Gonbneix ITMJ1 DMepu-Jpeiipycca (Toniolo D., 2001).

CHekTp cepeuHO-COCyAUCThIX HapyiueHuit y 6onbHbix TIM]] OMepu-/lpeiidycca pasHoobpa3eH M BKIIOYAET
pasMyHble BAPHAHTHI KapAHOMHOMATHH (runepTpodHuecKyl0 WIH AHIATALHOHHYIO), a TaKXKe HapylleHUs PHTMA H
NPOBOAUMOCTH cepAua (aTpHOBEHTPHKYJspHas 610Ka/ia, NapOKCH3IMAIBHAS M HENIAPOKCH3MabHAA NMpecepaHas WiIH

XKEJTyJOYKOBas TaXHUKapAusA, TPENETAHHE NMPEACEPAHIA, IKCTPACHCTOMMA U TIP.) (Yates J .R.W, 1997; Toniolo D.
et al., 1998).

IMopaxeHue MpoBOAAIIEH cCHCTEMBI cepAia AeGloTHpYeT 06bIYHO YXke B NOAPOCTKOBOM Bo3pacte (Buckley A.
E. et al., 1999). Buauane Habmopaercsa sxcrpacucronus (Dickey R. P. Et al., 1984) (06bI4HO ¢ Y3KUM, HO BO3MOXHO H
¢ wnpokuM QRS-koMIuiekcoM) Ha $OHE NPOrpeccHpYIOILETe CHIDKEHMA BoNbTaxa P-3ybua v ymuimnenus PQ — unrep-
Bana. [pyunHoOii 3THX HapyleHHUI NO-BHAMMOMY ABJIAETCS Nporpeccupylomuit pubpos npencepavit 1 MHGUABTPALLL
muoxapaa ¢udpo3noii 1 xupoBoii Tkanblo (Cartegni, L. Et al., 1997; Buckley A. E. et al., 1999) pcnencteue rubenn
IMEPHHACPUUMTHBIX KApAHOMHOUMTOB H 3aMEIIEHHd MX COEAMHHTENBHON TKaHblo. TIocTeNeHHO aTpHOBEHTPHKYILAP-
Has 6nokana ycyryGnsercs ot I creneHu 10 MOJHOM aTpHOBEHTPHKYNApHOI 6nokaasl. Ha mosaxux craauax pa3susa-
€TCA MICOBEHTPUKYISPHBIN PUTM BCIEACTBHE Mapaluda npexcepAuit, 4To TpebyeT UMIUIaHTALMH JNIEKTPOKAPAMOCTH-
MYJBITOpA.

BonsHbie ¢ nerkoil ¢popMoii Teuenns MeiieuHo# auctpodu Imepu-Jpeiidycca (oHu cocrapnsioT okono 30%)
TAKKe HYXIAI0TCA B 0c060M BHHMaHHH KapAHOJIOroB, MOCKO/IBKY OKOJIO MOJNOBHHBI U3 HUX 110 JAHHBIM 00CIe0BaHUSA
HMEIOT KapANOMHONATHIO, HECMOTPA Ha OTCYTCTBHE kan06 (Angelini C. et al., 1994).

Emery A. E. H. (1987), uccienoBaB cepAaeuHO-COCYANCTbIE HAPYIIEHHS Y GONbHBIX Muonatueil DMepu-
Jpeitdpycca, cuuTaeT pa3sBUTHE aTPHOBEHTPHUKYNAPHOH GNOKa[Ll THNMYHEIM Npu3HakoM 3abonesanus. Ilpu stoM y
KEHILHH-HOCHTENEi reHa Tak)Ke BRICOKA BEPOSATHOCTh Pa3BUTUA OIOKafbL.

CaMBlil paHHHUI BO3pacCT I1aUMEHTA, NIEPEHECIIEro UMILUIAHTALMIO JIEKTPOKAPAROCTHMYIATOPA (M3 ONHCHIBaE-
MBIX rpynn 60nsHEIX) - 20 neT. ITpH 3TOM aBTOPHI 06PAIAIOT BHUMAHHE, YTO GO/MbHOH HA MOMEHT IPOBEAECHHA ONepa-
LMY €l MOT 3aHUMATHCA TKENEIM Qu3uueckuM TpyaoM. HecMOTps Ha OTCYTCTBHE 3aMETHO#M aTpoduu MblnL, 60b-
HOM MMeN 3HAauMMOE IMOBLIIEHHE AKTUBHOCTH KPeaTMH(OCOKHHA3BI B CHIBOPOTKE KpoBHU. KOHTpakTyphl y HaHHOrO
NalMenTa Brepsble MOSBWINCE B 13-NeTHeM Bo3pacTe.

67

5




Eme oaHolt cepne3Hoii xu3HeyrpoxkaeMoil kapauonormdeckoit mpobnemoit y Gonsueix [IMJ] Dmepwu-
Hpeiidycca spaserca nocreneHHoe pasButHe napanuya npesncepauit (Buckley A. E. et al., 1999). JlaHHOe cocTosHHUe
XapaKTepH3yeTCsl NPOrPeCCHPYIONIMM CHIKEHHEM JJIEKTPHYECKOH aKTMBHOCTH NpeACEpAMi BILIOTE A0 MOJHOTO HC-
uesHoBeHnd P 3y6ua va OKT' M conpoBoxaaeTcs MporpeccHpyloniuM CHUKEHHEM MeXaHUYECKOH aKTMBHOCTH Npes-
cepauii (py nornruieporpaQuy NOTOKOB ¢ MUTPAIBHOTO U TPEXCTBOPYATOrO KJIAMAHOB MOCTENEHHO CHIDKAETCA M TOJ-
HOCTBIO HCY€3aeT MpejicepiHas BOJIHA). AHIHOTpadus NPEeaCEPaANi BBIABIAET NOJHOE OTCYTCTBHE HX COKPATHMOCTH.
Cnenyer oTMeTHTD, 4TO Cpeau Bcex GONBHBIX C MapanuyoM npeacepauii 33% cocrasnsior nauments ¢ [IMJI] Imepu-
Hpeiidycca. Pasputiio napanuya npeacepauii 4acTo NpeAIECTBYeT TpeneTaHue Wiy MepLaHte NpeaCepauii.

HaHHble KapaKONOTHYECKOro obcneoBanus y HabmonaeMbIx Hamu nogpoctkos ¢ [IM]] Dmepu-Mpeiidycca
NpHBEJEHBI B Tabnuue.

Tabauya. Cnexmp eepdeuno-cocyoucmoix Hapywienuii y 6onsuvix IIM Imepu-/peiihycca na pannux cmaduax
3abonesanun

BonwHown (Bo3pacT) A.B.(10) M.P.(11) | 0.0.(13) | U.A.(14) | HA.(15) [ C.A.(16)
CreneHb AB-6nokagbt | - Il | -

I
TpeneTaHue npeacepavi - - + + - N
JkcTpacucTonun + + + - + -
NapokcnamanbHan Taxukapavs - - + + - -
Bpaaukapaus + + + + - +
KapanomuonaTtus + - + + + +

Nevo Y. at 1. (1999) npusbiBaioT K paHHHM (TIOMCKOBBIMY» HCCJIEAOBAHUSIM COCTOSHHS CEPAEYHO-COCYAUCTOM
cucreMbl y 6onbHbix [IM]] Dmepu-/Ipefidycca, nockoskKy HapylUIeHHs PHTMa U NPOBOAMMOCTH CEPALA MOTYT GHITH
TAXKENbIMH YK€ B PAaHHEM BO3pAcTe, MPOTEKaTh GECCUMNTOMHO M TPeGOBATh HEME/UIEHHON UMILIAHTALMK JIEKTPOKap-
AHOCTUMYJIATODA.

HAanuple 1a6opaTopHEBIX, GYHKUHOHAILHLIX H HHCTPYMEHTAJILHBIX METOJA0B HCCIAOBAHHA. AKTHB-
HOCTb KpeaTHH(POCHOKHHA3LI YMEPEHHO MOBBILIEHA. Takke OTMEYAETCS yMEPEHHOE WIH 3HAYMTENBHOE MOBBILIEHUE
AKTHBHOCTH JIaKTaTACIHAPOreHa3bl ¥ IbA0NA3bI B CHIBOPOTKE KpoBH. C BO3PAacTOM aKTHBHOCTb ()ePMEHTOB MOHMXKA-
eTcs.

Ha KT perucrpupyrotcs pasiutHbie HapyLIEHHA PHTMA M IPOBOAMMOCTH ceplua: GpaIuKap/us, aTpHOBEH-
TpukynapHas 6nokana I-III crenenn, skctpacucronus ¢ y3kum w/uwmi mupokuM QRS KoMIutekcoM, TpeneTanue npes-
Cepauil, TapoOKCU3MBI TAXMKapAUH C pasnu4HOH Mopdonoruei Xerya04koBoro KOMIUIEKca.

IxokapauorpapuyecKne HapyUIEHHS BHIPAXAIOTCA B CHMMETPHYHOI rHIepTpodHH MHOKapaa, HEOMHOPOAHON
3XOr€HHOCTH MHOKapia ¢ y4acTKaMH YIUIOTHEHHMA vamle B 00JacTH MEMOKETYNOYKOBOM MEPEropoAKH M BEpXYLIKH
neBoro xemyao4ka. Ha gone runeprpodun Muokapaa Moxer HaboAaThCA MWIATalMA MOJOCTEN CEPALA CO CHIKEHH-
€M COKPaTUTENbHOI CIIOCOGHOCTH MHOKAp/A.

Ha SMI' BhIsiBAsCTCA NEPBUYHO-MBILIEYHEIH THIl USMEHEHHH. Y OTAENbHBIX GOJIBHBIX PETHCTPHPYIOTCH (ac-
HMKYJISLHH.

B 6HonTaTax ckeneTHsIX ML y 6onbnbix [TMJ] Omepu-Jpeiidycca 06HapyKeBaIOTCA YMEPEHHO BHIPaKEH-
HbIE HeCTIeLUUIECKHE U3MEHEHHS TIEPBHYHO-MBIUIEYHOTO XapakTepa: BapHabesbHble pasMephl MBILIEUHBIX BOTOKOH,
HEKPO3 OTAEJIBHBIX MBILIEYHBIX BOJNIOKOH, O4arosas nponudepauus coeauHuTensHoi Tkanu. [Ipu npumenenun ¢ep-
MEHTHO-TMCTOXHMH4ECKHX METONMK BBISB/IAETCS aTpodus BonokoH I Tuna, runeptpodus Bonokox 11 Tuna, orcyTcTeue
WIM YMeHbLUIEHNEe Yucna BOJIOKOH Tuna 1B, npeobnananue sonokoH I Tuna.

Mopdonoruueckne u3MEHeHUA B CEPAILIE XaPaKTEPU3YIOTCA CHIKEHHEM MacChl MHOKap/a PEACEp/HHA, aTpo-
bueit MuoGUOPHILI, HATMYMEM YHaCTKOB 3aMeLlIEHHs MHOKap/Ia XXHPOBO# 1 GpubposHoil Tkanbio. Kak npasmio, B mpo-
BOAAILEHA CHCTEME CepALia MOPGONTOrHIECKH He BBIABSETCS MaTONOTMYECKUX U3IMEHEHHI.

Jleuenne. CranpapTHoro nporokona nedenus IIMJI Omepu-Hpeiipycca no cux nop He cyuectsyeT. [Toxxo-
bl K JIEYCHHIO MHONATHYECKOrO CHHAPOMA BKIIFOYAIOT JbIXaTENbHYIO THMHACTHKY M JIe4eGHyI0 (pU3KynbLTypy, Hanpas-
JIEHHYIO Ha NPEAYNPEXACHHE Pa3BUTHA H KOPPEKUMIO KOHTPAKTYP, OPTONENMYECKYIO KOPPEKLMIO (B CIydae BHIPaXeH-
HOH PeTPaKLMK aXHIUIOBEIX CYXOXIIHi, npenatcTryromux xoas6e) (Temun ILA. ¢ coast., 1998), dusHoTepanepTHIe-
CKoe JIeYEHHE (JNEKTPO(POpE3 C JIEKapCTBEHHBIMK NPENapaTaMy, 030KEPHT, IPA3EBHIE allILIMKALWMH, OKCHIeHoGapoTe-
panus, cynsQuAHbIE BaHHB! H OP.).

MenukaMeHTO3HOE JIeYeHNE HAMPABIECHO HA KOMIIEHCALMIO 3HEPreTHYECKOro NeHIMTAa MBIILICYHON TKaHH,
yJy4lleHHe TKaHeBOro MeTabonnama i nepuepuueckoro kposocHabxeH . C ITOH LENbIO MPUMEHSIOTC CIEMYIOmHe
npenapatel:  BUTaMMHBI, TIpENaparhbl, BAMAIOIME HA TkaHeBOH MeTaGonmu3M (L-kapuutun 300-1000 Mr/cyTtkm,
ko3H3uMQ10 ot 2 Mr/kr/cyT, uuroxpom-C, npemykran 20-60 Mr/CyTkH H Ip.), TpeHTa, Ba306pan u ApyrHe.

B CBA3M C HaNMMMEM CEpACYHO-COCYIMCTBIX HapyLIeHHH NpaKTUYECKK y Bcex GonsHeix ITMJ] Dmepu-
lpeiipycca BaxxHOe 3HAaYEHHE B TEPANMH NPUAAETCA WX KOppeKLHH. [IpH KapAMOMHONATHYECKHX HAPYIEHHIX B BUAE
CHMMMETPHYHON THNepTPOopUM CepAedHON MBI Xopounit 3p¢ekT HabmoaaeTcs NpY Ha3sHAYeHWM L-KapHUTHHA B
nose 300-1000 mMr B cyTku B codeTaHuu ¢ ko3H3umMQ10 B no3e 60-100 Mr B cyTkH Kypcamu 1o 3 mecsina (2-3 kypca B
roj1) WiH NPy HasHAYeHHH NpeaykTana no 20 Mr 2-3 pasa B fieHb B TeueHue 3 mecsues (2 kypca B ron). Ha ¢oue neve-
HUA HOPMAIH3YIOTCA MPOLCCCHl PEMONAPH3ALMM B MUOKapie, He HabMOMaeTcs NpOrpecCHMpoBaHMs THIEPTPOGHH,
COKpaAILAIOTCA pa3Meps! Npeacepanii.

B cmyuae pa3ssutHs TpemeTaHus mpencepAuMit BO3MOXKHO NPHUMEHEHHE 60KATOPOB KANBLHMEBBIX KAHAIOB
(v3omTHH, BEepanauMmui), 0AHaKo, 3PPEKTUBHOCTH ITOH IPYNMBI NMpEnapaToB y HabmogaeMblX HaMH GOJBHBIX GbLIa
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HeBenuka. [Ipn HaTM4YMH XPOHMYECKOH HENapOKCU3MANLHON TaXHKapAMH, SKCTPACHCTOMHH Y 6OIbHOrO PEKOMEHAyeT-
Cs Ha3Hau€eHHEe aMMONapOHa Wik GeTa-610KaTPOB (IIPH OTCYTCTBHM NPOTHBONOKA3AHMIA).

Xopown# croikuit 3¢deKT Npu pasBUTHR TpeneTaHus NpeacepaAHii Ha ¢bone 6panukapanu, nays purma 6osee
2 cexyHA ¥ paHee HabIONABIIEHCS aTPHOBEHTPHKYIAPHOI 610Kambl 1 CTEMEHH OKa3biBaeT HazHayeHue Oonblunx A03
Npenaparos Kanus (MaHaHrHH B 03¢ 8 TaGNeToK B CYTKH B TeueHHe 14 el ¢ MOCIEAYIOINM CHIXKEHHEM J103BI 10 6
Tab/eToK B CyTKH Ha 2 Mecaua). [Tocnie poBefeHHs NaHHOTO Kypca JIeeHus ABYM HabmoJaBIIUMCSA HaMH GOJILHEIM
HIIM]1 Smepu-[peiidycca ¢ TpenetaHueM mpeacepauii CTONKOE BOCCTAHOBIEHHE CHHYCOBOI'O pHTMa Cep/Aua Mpoao-
xKasoch 6onee 6 Mecsues.

Pasputie 10110 aTpHOBEHTPHKYNAPHOH G0Kas! TPeGYeT pellleRns BONpoca 06 MMILIAHTALMU 3JIEKTpOKap-
AUOCTHMYNATOpA. YeTKHX paHHUX MOKa3aHHil K JAHHOMY BUY XMPYPIHUECKOTO JIe4eHHs /I GOIBHBIX MMM Smepu-
Hpeiidycca He paspaGoTano. He BLI3bIBAET COMHEHMS, YTO HaiMuue GPanHKap/MM C Pa3BUTHEM NPECHHKONANLHBIX MIIH
CHHKOMNANIBHBIX COCTOSHHUH, Nay3bl CHHYCOBOTO puTMa Gonee 3 cekyHs, a Takke NpUCTynsl Mopransn-Anamca-Crokca
ABJIAETCS aGCOMOTHBIM 0Ka3aHUEM K HMIUIAHTAILMH SNEKTPOKapAHOCTUMYIIATOPA. BOMPOC OCIOKHACTCS COMETAHHEIM
XapaKkTepOM HapyUIEHHH pUTMa M NPOBOAUMOCTH CEPAUA Y JAHHOTO KOHTHHIEHTAa GOMBHBIX, YTO Hepenko Tpebyer
OAHOBPEMEHHOH MMILIAHTALIMH JIEKTPOKAPANOCTAMYIATOPa U AeHEPWLIATOpA.

IIM/1 Smepu-Jlpeiidycca — 3a6onepanue, JOBONBHO PEAKO AHATHOCTHPYEMOE B AETCKOM BO3pacTe, HECMOTpA
Ha cBoeoGpa3sne KIMHHYECKHX NpossieHuil. Hepenko B nepBoii 1 aaxe Bo BTOpO# Jiekafie )H3HK GosbHbIe Habmoa-
I0TCS OPTONENOM IWIH KapAHONOroM. B To xxe BpeMs CBoeBpeMeHHas AMAarHOCTHKA 3a60NeBaHUA UMeeT NIEpBOCTENEH-
HO€ 3HAYCHUE U1 IPEAOTBPALUCHUS XKHU3HEYFPOXKAEMBIX COCTOSHUH, ONpeaeNneHu!s T0Ka3aHMiT /1A MMILTAHTALMH dIIeK-
TPOKapMOCTUMYNATOpa M JUIA NPOJJICHHS MEPHOA AKTHBHON JKMU3HENEATENLHOCTH y GonbHex [TM]] OmMepu-
Hpeitdycca.

ITockonbky 10 HACTOAWETO BPEMEHH B IMTEPATYPE PEKH OMHCAHUS GONBLHBIX M OMepn-/peitdycca B Ha-
HanbHOM crajguu 3aGonesannsa (Temun ITA. ¢ coast., 1998), WwunocTpanmeil KIMHHYECKUX nposBNeHuH, abopaTop-
HBIX U (DyHKUMOHANILHBIX H3MEHEHHI, & TAKKe MOJXONOB K JICYEHHIO GONBHBIX [IM]1 Omepu-[lpeiidycca MoryT 6uiTh
cnexyroue HabmoaeHus.

Habmonenne 1. BonsHoit 0.0., 13ner, nocTymun ¢ xano6amu Ha MbledHyi0 c1abocTs, OrpaHH4EHHE aK-
THBHBIX ¥ IACCHBHBIX IBIOKEHUH B CYCTaBaX (JIOKTEBBIX, FOICHOCTOMHEIX, WEAHOTO OTAENA NO3BOHOYHHKa), MPUCTYIIE]
Y4alLEHHOTO CepAUeONEHHA IPONOMKHTENBHOCTBIO 10 5 MUHYT a0 20 pa3 B AeHb. HacleacTBEeHHBINH aHaMHe3 OTHro-
LUEH 110 BHE3aNHOMH CepAeHHOM CMEPTH y Npajiefia M ABOKOPOAHBIX 6aGyLIky U AeMymIky peGeHKa 1o THHUU MaTepH.

Anamnesis vitae: pebeHok 0T 3 6epemeHHOCTH (nepBas — feBouka 17 ner, 310poBa, BTOpas — M/a), IPOTEKaB-
LeR € TOKCHKO30M B | NOJIOBUHE M aHeMuell B MOCIHEAHEM TpuUMecTpe. Pojibl BTOpBIE, MEPEHOMIEHHOCTS 2 HEJenH,
crpemuteneHele. Kpux — cpasy. Bec npu poxaenun 4200, poct — 52 cM. Pannee NICUXOMOTOpHOE pa3BuTHE 6e3 oco-
6eHHoCTeI.

Anamnesis morbi: B 9 nieT Hauan 3aHuMaThCA Kapars. TpeHep o6paTHN BHHMAHME, YTO MANBYMK He MOXKET
TNOJIHOCTBIO BLINPAMUTS PYKY. Cula pyk Gbisia HECKOJIBKO CHiDKeHa. OGpaTHIIMCE K XHpYpry, 3aTeM B 10 net - K HEBpO-
naronory. O6paiieHO BHMMAaHME Ha CHIKEHHE CyXOXWIBHBIX PedIEKCOB, MX HENOCTOSHHOCT. C HalpaBILTIOLHM
muarnosoM JILITI(?) Hanpasnen Ha o6cnenosanue. Juarnos LTI cuar. ITposenena uronsyaras IMT. Ilpu BBEmEHHHN
HI7IBl Habmojanach CIOHTaHHAsA aKTHBHOCTh, 3aMOXO3PEHa AOGPOKAUECTBEHHAS CIMHANBHAA MbIMICYHAS atpodus:
ckamysio-neponeansHas ¢opma Crapka-Kaiisepa. Onnako, nocne nposenenus JHK-ananusa, auarsos cuar. ITocre
NOBTOPHOM KOHCYJbTaUMH HeBponartonora ¥ DMIT anarko3 — MuonaTtis Omepu-llpeitpycca. DML BIsBASET Mpexne
BCEr0 YKOPOUECHHBIE N0 BPEMEHH, MONH(asHbIe ¥ CHIDkeHHEIE 10 ammuiuTyae TTIJIE. dacuyKyIAuun — THUIb HA BBe-
JAEHME WIJIBl PH NIpo6ax Ha CHHEPIHIO.

B 11 siet cran cuibho ycrasats. B 3T0M xe Bo3pacTe BbisBeHa sxcTpacucTonus. IIpn 06cie0BaHHI OCTaB-
NIeH narHo3 QyHKUMOHANLHON KapAHONATHH C HapYIICHHEM PHTMa cepaua (JIeBONpeaCepAHbIi PHTM, MUIpaLis BO-
RMTENS PUTMA, Opaauaputmus 60-102 B MUH, aTPHOBEHTPHKY/ApHas 61okana 1 creneny, HapyleHHe NPOLECCOB pe-
NONAPU3aLHH B 0011aCTH 6OKOBO# CTEHKH JIEBOTO XKEMyA04Ka).

OO6BeKTUBHOE HCCIIEOBAHNE: B HEBPOJIOTHYECKOM CTaTyce o6pallaloT Ha ce6s BHUMaHUe TMIIOTPOGHH MBIIUIL
TUIEYEBOrO MNO05Ca, MBI 06IACTH NONIATKH CO CHHKEHHEM MBIILIEYHOH CHIbl A0 4 6a/utoB. CHMITOM «KPBLIOBUIHBIX)
JIONaTOK, BHIPAXCHHbIE PETPAKUMH CyXOXHIHHA Ouuenca, crubarenbHbie KOHTPAKTYPHI JIOKTEBEIX CYCTaBoB o 150
rpajycos. TyronoasuxHOCTb weH ¢ OrpaHMueHHeM CrubaHus rosiossl Breped. TYTONMOABIKHOCTE B TY4Ye3anACTHBIX
CycTaBax, Taso0elpeHHbIX CycTaBax. KOHTPaKkTypsl B FOIEHOCTONHBIX CyCTaBaX ¢ OrPAHWYEHHEM THUTBHOTO CrHGAHMA
cTorMbl. APe(IIEKCHsl CYXOXHIBHBIX PeiekCOB PYK H KOPIIOPAUHATBHBIX pediekcoB. CHIKEHHE aXWILTOBBIX OTCYT-
CTBHME MNOIOLIBEHHBIX PEIIEKCOB NMPH HOPMANBHBIX KOJIEHHBIX. DNEMEHTH MHONATHYECKOH XOAb6bI. YMepeHnslif no-
ACHM4HBIH runepopno3. O4aroBeIX CHMITOMOB HeT. CO CTOPOHBI CEPAEYHO-COCYTHCTON CHCTEMBI — 6paxuapurmus,
IKCTPACHUCTONNS O TPUTEMHUHHUH. B ocTansHoM no opranaM u cuctemaM — 6e3 ocoGeHHOCTEI.

ManHble obcnenosanus B crauuoHape: GMoxuMHueckoe McciaefoBanue kposu: KOK 230 (nopma 33-190),
I'TTI1, ACT, AJIT, JIAT B npenenax HOPMBL.

XonTepoBCKoe MOHHTOPUPOBAHHE BbIABIAET TPAHIUTOPHOE TPENETAHHUE NPEACEPANH, CHHAPOM CaGOCTH CH-
HycoBoro ysna (Gpaaukapaus, NpeACEPAHBIA PUTM, aTPHOBEHTPHKYNApHaA Giokada I cTenenu, may3st putMa g0 2,5
CEK), NapOKCU3MANILHYIO TaXMKapAHIO € y3kuM QRS-komruiexcoM 4o 17 IpHCTYNOB B AeHS, MapOKCH3MAIBHYIO XKeJTy-
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AOYKOBYIO TAXMKapAHIO C IHPokuM QRS-koMIIekcoM 2 MpUCTYNa B [ICHb, ABYHANpaBJICHHYIO (B T.4. NapHY10) XKeiy-

JOYKOBYIO SKCTPACHCTOIHIO 10 15 B MHHYTY, CYNpPaBEHTPUKYIAPHYIO IKCTPACHCTOIHIO 10 TPUTEMHHHH.

Ha ¢one nposoauMoro JiedeHns (8 TabaeTok MaHaHTMHA B CYTKH) — HCYE3HOBEHHE HA OKI' Tpeneranus mpea-
cepauii, XeTy{04KOBBIX SKCTPAaCHCTOI, HcuesHoBeHne AB-6oka/ibl, €AMHIYHAs MIpEACEpAHAs SKCTPACHCTONA.

OXOKTI - BBIABISET YMEPEHHYIO THIIEPTPO(IIO MEXOKETYJ04KOBOH Neperopo/iki, MHOXXECTBEHHBIE THIEpd-
xoreHHsle o6pasoBanus 10 2,7 MM B AHaMeTpe B 061acTH MEXOKETYA0YKOBOMH MEPEropojki M BEPXYIIKH NPaBoro
KeNyJiouKa, yIUIOTHEH KOHTYp NMpeAcepaunii, pesko ocnabnena MexaHHYecKkast CHCToMa mpeacepAuii. Ilpu ponmiepo-
rpaUueCKOM MCCIEAOBAHHH MOTOKA KPOBM HA MHTPAILHOM M TPHUKYCIHMAAIBHOM KIaNaHe NPaKTHYECKU HE BU3yalH-
3UpyeTCs NpeAcepAHas BOJHA.

JinarHos: nporpeccupyiowas MsiledHas auctpous Omepu-Jpeiidycca; kapauoneiiponatus (TpeneTaHue
npeAcepAnid; CHHAPOM CIaGoCTH CHHYCOBOIO y3na ¢ Opaaukapiueii, MHTpauHedi BOAWTENA PUTMA NO MPEACEPAMIM,
aTpHOBEHTPUKYJSpHOH Gnokanoii I cTenenu, naysamu putMa 10 2,5 CeKyHJ; NapOKCHU3MaIbHAA CYNPABEHTPHKYIIApHAA
TaXHKApIHUsA; NAPOKCH3MANIBHAS KeNyNOYKOBasA TaXHKap/IUs; KETYA04KOBas (B T.4. NapHas ABYHANpaBIeHHAd) U Npes-
cepAHas 3KCTPACHCTOIMA).

Ha6moaenne 2. Bonpnoit 11.J1., 14 neT, DOCTyNnWI B KJIMHUKY € XalobaMH Ha MblleuHylo ci1abocTs, ObiCT-
PYIO YTOMIISIEMOCTB, CTHOATENbHbIE KOHTPAKTYPh! B IOKTEBBIX CYCTaBax, HEBO3MOXKHOCTh OMYCTHTLCA Ha MATKH, NpH-
CTYNb! y4aUIEHHOTO CepALieGHenud 1 pa3s B MECSL JUTMTENLHOCTBIO 10 30 MuHYT. HacneACTBEHHBIH aHAMHE3 HE OTATO-
1LEH.

Anamnesis vitae: pe6eHok ot 4-it GepeMenHocT (1-9 — AeBOUKA, 3/0pOBa, 2-1 ¥ 3-1 — M/a), IPOTEKABIIEH C
TOKCHKO30M NEpBOii noioBuHEL. Possl B cpok. Pomwics Becom 3850 r, winHod Tea 56 cm. Pannee passutre 6e3 oco-
6eHRoCTEN.

Anamnesis morbi: 10 6 neT cTpaaan U3GLITOUHBIM BecoM. B 9 NieT BnepBEIe HauaN XKaNoBaThCA Ha GHICTPYIO
YTOMIAEMOCTE. KOHCYIFTHPOBAH HEBPOMATONOroM. 3amofospeHa muonatus. B 10-11 neT nosBWIMCE KOHTPAKTYphI
JOKTEBBIX CYCTaBOB. [IpakTHUEeCKH OXHOBPEMEHHO PeOEHOK HAYall 3aMeyaTh, YTO HE MOXET MONHOCTBIO OIYCTHTECA Ha
natkn. B 11 yeT Bnepssle 6B PUCTYN Y4aIUEHHOTO CepALeOneHns (4acTOTy CepAedHBIX COKPALEHHH MTOCYHTATh He
CMOTJIH) C BHE3ANMHLIM HAYaJIOM W OKOHYaHHEM, JIHTENBHOCTEIO 10 30 MHHYT. BriocneaCTBHE Takue NPUCTYIbI CTAIH
Ha6mOAaThCA KAXALIA Mecal. B 14 net na DKT 3apeructpupoBaHa aTpHOBEHTPHKY/spHas 6noxana I-1I creneny, 1e-
pes 2 mecsua Ha JKI' - Tpeneranve npeacepauit. Ilpy HasHaueHMHM QUHONTHHA OTMEUCHA pe3Kas 6panuxapaus, HO
TpeneTaHHe NpeAcepaAni COXpaHsUIoCh. [Tpenapar OTMEHEH.

OGbeKTHBHOE MCCIIE0BAHHUE: THIIOTPO(HH MBILLLL TUIEYEBOTO N0SCA, MBI 06/1aCTH JIONATKH CO CHIDKEHHEM
MbIILEYHOH CHtbl 20 4 6awtoB. CHMIITOM «KPBUIOBHIHBIX) JIOIATOK, BHIPAKEHHBIE PETPAKUMH CyXOXHIMiA Guuenca,
Cru6aTebHbIE KOHTPAKTYpPbl JIOKTEBBIX CYCTaBOB 0 145 rpamycos. TyronoAsmwkHOCTb IEHHOrO OTAENA MO3BOHOYHH-
Kka. TYronoJBMXHOCTh B JIy4e3amsiCTHBIX CycTaBaX. KOHTpakTyps! B roJICHOCTOMHBIX CYCTaBaX. Peskoe CHWXEHHE Cy-
XOXKHIBHBIX pe(EeKcoB pyK. ApedneKcus axXHILIOBBIX H MOJOUBEHHBIX PedIEKCOB NPH PE3KOM CHIKEHHH KOJIEHHBIX.
XOAUT ¢ ONOpOit Ha NepeHUil OTAEN CTOMbI, Upe 0GBLIMHOTO PAcCTaBliAs HOTH, PaCKAa4MBAiCh NPH Xolbbe. YMepeH-
HbI# MOACHHUHBIH rUNepnopao3. O4aroBbix CHMNTOMOB HeT. CO CTOPOHBI CEpIeYHO-COCYANCTOR cHCTeMbl — Gpaama-
puTMuA 53-75 B MHHYTY. B OCTa/IbBHOM 110 OpraHam U cuctemaM — Ge3 ocobeHHoCTei.

Jlanuble o6CleioBanHMs B CTauMoHape: GuoxuMuyeckoe uccienosanne xposu: KOK 728 (nmopma 33-190),
I'TTII, ACT, AJIT, JIII" B npeenax HOPMBI.

XonTepoBCKOE MOHHMTOPHPOBAHHE BEIAB/AET MOCTOSHHOE TpENeTaHue TpeacepAnH, Gpajukapimio, nayssl
puT™a 10 2,1 ceK, PEIKYIO CyNpaBeHTPHKYIAPHYIO S3KCTPAaCHCTONHIO.

Ha ¢one nposoguMoro seveHns (naHaHruk 8 1ab B cyTku) — ucuesHosenue Ha IKI™ Tpenetanuna npeacepaui
Ha 5-if fieHb, BMECTO 4€ro — aTPHOBEHTPHUKYJspHas Giokana Il cremenu ¢ nepuonukoii Benkebaxa, Ha 7-i AeHs - Uc-
yesHoBeHue AB-6n0kansl.

OXOKI - BbIABISET yMEPEHHYIO THNEPTPODHHIO MEXOKENYOUKOBOH NEPEropoAKH U 3aHEH CTEHKH JIEBOro
KETY104Ka, MHOXECTBEHHBIE THIIEPIXOreHHbIe 06pa3oBaHuA A0 3 MM B AMaMeTpe B 06J1aCTH MeXOKeTy 104KOBOH nepe-
rOPOAKM M BEPXYIUKH, YIUIOTHEH KOHTYp MPENCEPALMH, pe3ko ocnabiieHa MEXaHI4eckas CHCTONIa IPEACEpaHH. O1mMme-
YaeTcA AWIATALMA IPaBOTO XKETyA0uKa, pe3Kas AunaTauus npasore npeacepaus. [Ipu ponmieporpapudeckoM ucce-
JOBaHHH NOTOKA KPOBM HAa MUTPAILHOM H TPHKYCIIMAATEHOM KIanaHe pe3ko ocnabieHa npeacepAHas BOJIHa.

Jluarxos: mporpeccupyolmas MblieuHas auctpopus Dmepu-Ipeiipycca; Tpeneranue Npeacepauil; aTpHo-
BEHTpHKY/spHas 61okana I-11 cTenenn; napokcusmaibHas CynpaBeHTPHUKYNAPHas TaXWKapaHA; NPEACEpAHas IKCTpa-
CHCTONHA.
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HACNEQCTBEHHbLIE SABOJIEBAHUA
AMUHOKUCNIOTHOIO OBMEHA.
MONEKYNAPHO-rEHETUMECKUE ACNEKTbI
OBCNEANOBAHUA NPU ®EHUNKETOHYPUU
E.A. Wllectonanosa, C.M. Teepckasa, C.I'. KanuHeHnkoBa, M.A. Jlo6oB

Mockoscknii 061acTHOI HayYHO-HCC/IEA0BATE/ILCKHIl KIIMHHUECKHIT HHCTRTYT
Mengnko-resernuecknii nearp PAMH

Knaccrueckas ®enunkeronypus (PKVY) — ogHo u3 HaubGonee wacTlx HaclieCTBEHHBIX 3aboseBanmii obMena.
HMeer ayTOCOMHO-peLIECCHBHBIA THIT HacnenoBaHui. Kannudeckn OKY B camocroaTensHylo ¢opMy BhliencHa A.
Qenunrom B 1934 rony.

IMaTonoruyeckye NPOABJIEHUS CBA3aHBI C HEAOCTATOYHOCTHIO EYEHOUHOro (hepMeHTa (peHWIaNnaHHHIUAPOKCHIIA-
3b1 (PAH).

3abonesanue , Kak MPaBWIO, BbI3BaHO NMOBpexAcHHEM B rede PAH, nokanrusopaHHOM B ANMHHOM ILUIeYe 12 xpo-
mocomsl (12q22-24). I'en cexBenupoBaH. M3secTHO Ha ceroaAHuMi neHs 6onee 200 MyTanuii B rene PAH. Haubonee
U3 BCex, pacnpocTpaHeHa Mytauus R408W, npusopsmias x 3aMeHe aMHHOKHCIIOTb! aprHHHH Ha TPHITOQaH, YTO BHI-
paxkaeTcs B NOTEpe aKTHBHOCTH (epMeHTa. ‘

HenoctaTo4HOCTh (pepMEHTA BEAET K HapYLUICHHIO Npoliecca rHAPOKCWINpoBanua (enunananvna (PA) B THpO-
3uH. B pesynsrate MeTabonmueckoro 6710ka MPOHCXOMHUT 3HAYMTENLHOE HAKOIUIEHHE B TKAHAX M XKHUAKOCTAX GONBHOrO
opraHu3Ma (eHwIaIaHNHA H TAKMX €ro MPOM3BOAHBIX, Kak (PEHMIMHPOBHHOrpaaHad, GEHIWIYKCYCHas, peHUIMOIOUHAS
KHCIO0THI, GeHmwiTIIaMHH. CNEACTBHEM 3TOTO ABJIACTCA BIIC/ICHHE GONBIIOro KONMYECTBA (EHWINHPOBHHOTPAHOH
KHCJIOTBI B MOYY, HaKOIUIEHHE (PeHIIAIaHNHA B KPOBH ((eHWIaNaHMHEMHA), HapyllleHHe HOpMHPOBaHHA MHEIHHOBOM
oGonoukn Bokpyr axcoHos ITHC.

TonynsuxoHHas reseruxka ®PKVY, kak H 60JIBLIMHCTBA ayTOCOMHO-PELIECCHBHBIX 3a0oneBanni, cnoxHas. Yacrora
@KV B 60/bUIHHCTBE BPONEHCKHX CTPaH B CPEIHEM COCTABJISET, No-BHANMOMY, 1 Ha 10 000 HoBOpOXAEHHEIX. OnHa-
KO M0 3TOMY MOKa3aTeN0 MMEIOTCA 3HAYMTENbHBIC pa3nuuus Mexay nomynsuuamu: 1:2600 B Typuun,1:4500 8 Up-
nanau, 1:6000 B Benopyccun, 1:16000 B Kurae, 1:30000 B ILseuuy, 1:119000 B Snonnn. B Poccun yactora cocrae-
aser B cpeaHeM 1:6000 HOBOPOXAECHHBIX. YacToTa reTepo3nroT B MOMY/ALMM B CPEAHEM M0 €BPONEHCKUM CTpaHaM
coctasnaet 1:100. MexaHH3M HaKOIUIEHMS TE€TEPO3UTOT B NMOMYJALMAX HEM3BECTeH. BeposTHo, 310 06ycnopneHo ce-
JIEKTUBHBIM NPEUMYIIECCTBOM I€TEPO3HUIOT.

Jern ¢ ®KY poxaaloTcs 310pOBBIMH, HO B NIEPBHIC HECNH MOCNE POKACHHA B CBA3H C MOCTYIUICHHEM IHILM U3~
BHE, a BMECTE C Heil ¥ (eHWIaNaHHHA Pa3BHBAIOTCA KIHHHYECKHE HAPYIIECHHA: MOBbIIEHHaA BO30YAMMOCTb, THIIEp-
pediexcus, MOBBILIEHHBIH TOHYC MBIIIL, TPEMOP, CYZOPOXHbIE IMWIENTAPOPMHbIC MPUNAAKA, XapaKTEPHbIH 3amax.
Ecnu 3a6onesanue He GbII0 CBOEBPEMEHHO BBISBJACHO M He ObUIO HAYATO JICUCHHE, Pa3BHBAIOTCA OCMOXHEHMA: YMCT-
BEHHas OTCTANOCTh, CAMITOMATHYECKAsA MMIeNcus, Mukpouedanna. TeueHue 3aboneBaHus MPOrPEAHEHTHOE.
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