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KJIMHUYECKUHN CJIYYAN NEPUOJUYECKOM FOJIE3HU
ABJIOMHUHAJIBHOM ®OPMBI

BBenenue. [Tepuoanueckas 0o0Je3Hb
(cpenmu3zeMHOMOpCKasi — ceMeiHas —JMXopajka) —
HACIEACTBEHHOE 3a00JIeBaHHE, OTHOJOTHYECKUM

(hakTOpOM KOTOPOH SIBISIOTCSI HapylIeHUs B padore
rpanynouuToB. Brepsele ommcana B 1948-m romy
Paiimannom. IlposiBneHusiMu OOJI€3HU  SIBIISIIOTCS
MOBTOPSIFOIIMECS TPUCTYIIBI, KOTOPBIE ¥ 00YCIOBUIN
ee Ha3BaHue. bone3Hp MMeeT 0COOCHHOCTH B TOM,
YTO 4Yallle BCEr0 BO3HUKAET Yy IMpeJcTaBUTeNeH
CpPEeNM3eMHOMOPCKOTO peruoHa u Manoit  Aszun,
[JIaBHBIM 00pa3oM y apMmsiH, apa0OoB, TI'PEKOB,
WCTIaHLEB, UTANIBSHIIEB, eBpeeB-ceapoB U TYPOK,
y OCTQJIbHBIX HAIMOHAJBHOCTEH OTMEUYEHBI TOJIBKO
CHOpaJinyecKue M CTAaTUCTUYECKH HE 3HaYMMbIe
cillyyan  mepuonuueckod  Oosesnu.  HawmbGomee
4acTo mepuoguueckas OoJie3Hb BCTpeYaeTcst y
TYpOK, apaOoB W apMsiH. B HEKOTOpBIX peruoHax,
yactota 3aboneBaemoctu cocrasisier 1:1000-2500.
Tun HacnenoBaHusS — AyTOCOMHO-PEIECCUBHBIM.
Myrtanus BeisiBiena B reie MEFV 16-if XxpoMoCOMBEI.
[en xomgmpyer OelOK MapeHOCTpUH (IUPHUH),
BBIMOJHSIOINI (PYHKIIMH LEHTPATBHOTO PETYISATOpa
BOCHAJIEHUs] U MEPBUYHOTO PETYISATOpa UMMYHHOTO
oTBeTa. MHUCCEHC-MyTallud B T€HE MPUBOIAT K
nerpanynsauun HeHTpoduioB. Takxke, MO MHEHHIO
aBTOPOB, YMEHbIIAETCsI aKTUBHOCTh C5a KOMIIOHEHTa
KOMIUIEMEHTa, KOTOpPBIA BBI3BIBAET 0OOCTpEHHE
COCTOSIHMS, Jaolllee Ha3BaHHWE JAHHOMY CHHIPOMY.
3a0oseBaHue pa3BUBACTCsl y TOMO3UTOT. Pazmmuaror
4 0CHOBHBIE KITMHUYECKHE POPMBL: aOAOMHUHAIBHYIO,
TOpaKalbHYIO, CYCTaBHYIO U IICEBIOMAJISIPUIHYIO.

Hdns  aOmomuHanbHOH (OPMBI  XapaKTepHa
KJIIMHUYECKass ~ KapTHHA  «OCTPOTO  KHBOTay,
IpyY KOTOPOM OTMEYAETCS PE3KOE IIOBBIIIEHUE
temneparypsl Tena g0 40-41°C, onosceiBaromme
0oJlM, PUTHIHOCTH MBI OpIOLIHOM  CTEHKH,
TOIHOTa U pBoTa. OOOCTpPEHUE COCTOSIHUS AJUTCS
O HECKONIBKUX CyTOK. Bo3MOXHO ommbouHOe
ONHMCaHUE COCTOSHUS Kak NMepuToHUT. Eciin neuenue
HE MPOU3BOJUTCS, BO3MOXKHO Pa3BUTHE aMHJIOHI03a
MOYEK, MPHUBOJAIIEE K XPOHUYECKOH MOYEUHOMN
HEJOCTAaTOYHOCTH M ypeMmuu. IloaTBepxnmaromias
JMarHOCTHKA IIEPHOINIECKON O0I€3HH TPOU3BOIUTCS
MyTeM TIPOBEACHHUS  MOJIEKYISIPHO-TEHETUYECKON
JUarHOCTHKH B COBOKYITHOCTH C U3y4EHHEM aHaMHE3a,
C YYETOM HalMOHaJNbHOCTH mamueHra. llouck B
reHe npousBoautcs myrauuii MEFV — M694V u

V726A, omunako st Oojee TOYHOH IHATHOCTHKH
MPOU3BOJIUTCSL  IOJHOE CEKBEHUPOBAHHE TICHA.
OnucaHHOE B JHUTEparype JICUCHUE MEPUOUICCKOM
001e3HN — cUMIITOMaTHueckoe. [IporHo3 3aBUCHUT OT
HAJIMYUSL WIM OTCYTCTBUSL aMUJIOW03a. BO3MOXKHO
NPOBEJICHUE MPEHATAJIBHON  JIMarHOCTUKU  IIPH
HOCHUTEJIBCTBE MYTAI[MOHHOIO TE€HAa y 000ux
poauTenei.

Henpro Hamero ucciaenoBaHUA — SBHIIOCH
omucaHMs ~ ciyyas — aOJOMHUHaJIbHOH  opmbl
MEPUOAMYECKON OO0JE3HH € YYETOM BO3MOXKHOM
KOMOPOUAHOCTH TaHHOTO 3a00JICBaHuUs, YTO, B OJHOM
cllydae yTsDKeJsIeT TeueHUe 3a00JIeBaHus, a B IPYroM
— pacupseT BO3MOXKXHOCTH CHMIITOMaTHYECKON
Teparnu.

MarepuaJjbl 1 METOABI: IPOBEEHBI KITMHUKO-
TEHEAJIOTUYECKU  MEeTOoZ, CHHAPOMOJIOTHYECKUI
aHanu3, JlabopaTopHble W  HHCTPYMEHTAJIbHBIC
HCCIIEI0BAaHUS.

IIpuBoauM omMcaHue OAHOTO W3 CIIy4Yaes.
Peb6énok A., 1996 . p., HanpaBien B XCMI'L B cBs3u
C YacTBIMH PE3KUMH OoisiMu B skuBoTe. JKanmoObl
Ha YacTble MHTEHCHBHBIE OOJIM B KUBOTE y PeOEHKA
(OoneBoit mpHUCTYT MPOAOIKACTCS 0 2-3 AHEH).

AHaMHe3 3a0ojieBaHWsl: M3BECTHO, 4YTO
BIIEpBbIC OOMM B JKMBOTE CTald OECIIOKOWTH B
Bo3pacte 4 7er. KoHCynbTHpOBaH XHUpPYprom,
mpeamonaraics MeE3aJeHUT, OAHako Ha (oHe
MIPOBOAMMOTO JICUEHHSI TPUCTYIIBI OO MPOIOIKATH
Oecriokonts. HeomHokpaTHO o00cienoBaH JETCKUM
WH(EKIMOHUCTOM,  MAarOTeHHOW  MHUKPOQIOPHI
BBICESHO HE OBLIO.

AHaMHe3 KH3HHM: HU3BECTHO, YTO MAaJIBUMK
poamscs ot Il OGepemeHHOCTH, MpoTekaBLIield Oe3
ocnoknenui, 1l ponoB ¢usnonormyeckux B cpoke
recranuu 39-40 Henens. Bec mpu poxnenun 3400
rp., poct 54 cM; oreHKa 1o mikane Anrap 8-9 6amios.
Oranbl (U3NYECKOTO M MCHUXOMOTOPHOTO Pa3BUTHUS
cooTBeTcTBOBaNU Bo3pacTy. [lepenéc: OP3, BerpsiHas
ocra. TpaBwm, onepariiuii He ObLIO.

Oco0enHocTd  (peHOTHIA:  TEIOCIOKECHUE
HOPMOCTEHHYECKOE, TTOBEPXHOCTHOE PaCIOJIOKEHHUE
MOIKOYKHBIX BEH, IIUPOKOE JIUIO, IEPUOPOUTAILHBIC
TEHH, CHHOQPU3, [UIMHHBII HOC, KOPOTKHH (QHIBTP,
TUIEePTPUXO3, TUIEPMOOMIIBHOCTh CYCTaBOB,
knuHogakTunusa Il manpiia KucTer, KMCTA U CTOITBI
XOJIOJTHBIE Ha OIIYIIb.
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KJIMHUKO-TeHeaIOTHYeCKU aHAJIN3: Y OTIa
Y JISLIM TI0 OTLIOBCKOM JIMHUY MOJI0OHBIC pe3Kue 00n
B JKHBOTE.

Pe3yabTarhl IpoBeeHHBIX HCCIIETOBAHMIL:

— AK u yrneBojbl: — HOpMOTpaMMma;

—OMOXUMHYECKHIH TpPOQHIL — yMEpPEeHHOE
ITIOBBIIICHUEC YPOBHA MOYEBOM KHCJIOThI
(5,82 mr% npu wopme 2,0-5,5) u JIAT (323,29 En/n
pu HopMe 110 290);

—roMonucTenH Kposu — 10,8 MKkMonb/71 (HopMa
70 5);

—omnueBass KUCIOTa KPOBU
(HM>KHSS TpaHHLIA HOPMBI);

—puramuH B12 kpoBu — 287 nir/mit (Hopma);

—TIEHeTUYEeCKUH  aHauu3  MyTaluuidl  reHa
MEFV 16 obHapyxeHbl — 2 MyTalud B KOMIIayH]I-
reTepO3UroTHOM COCTOSIHUY;

—VY3M BHYTpEHHUX OpraHoB — Ile4eHb 1,
nepuBackyssipHas uH(GuisTpars, npusnaku JXKBIT,
HEOJTHOPO/IHAsA CTPYKTypa IMOJIKEITYIOUHON JKeNe3bl;
MOYKK — BETBUCTBIM THI CTPOEHHS TIOYEUHBIX
CHHYCOB, METa0OIMYECKHUEe M3MEHEHHUs (BKIIIOUCHHS
1o 1,5 mm).

Ha ocHoBanuu *ayno0 (4acThie UHTCHCHUBHBIC
Oomn B kuBoTe y peOEHka (0oneBoil mpucTyn
npojoiKaeTcss 10 2-3 1aHel)), aHAMHECTUYECKHUX
JaHHBIX  (CeMbsl apMSHCKOW  HAllMOHAJIBHOCTH,
pebEHoK OoneeT ¢ paHHEro IETCTBA, OTCYTCTBHUE
MTOJIOKHUTEILHOTO AP EKTa IPH JICUCHUN ME3aJICHUTA,

5,4 wur/ma

OTCYTCTBI/IG IIaTOTCHHOT'O BOSGYHHTGHH HpI/I
MH(EKTOJIOrMUECKOM 00CIIeIOBAaHNHN ), 0COOCHHOCTEH
(eHoruna  (TENOCIOKEHUE  HOPMOCTCHHYECKOER,

MTOBEPXHOCTHOE pAcCIOJIOKEHHE TIOJIKOKHBIX BEH,
HIMPOKOE JIUIIO, TIEPHOPOUTATILHBIC TEHH, CHHOPPU3,
JUIMHHBIA HOC, KOPOTKHH (UIBTP, THIEPTPHUXO3,
TUIEPMOOMIIBHOCTh CYCTaBOB, KiuHomakTuiaus 11
najblia KHCTEeH, KUCTH U CTOIBI XOJIO/IHBIE Ha OIIYTIb),
KJIMHUKO-T€HEeaIOTnYeCcKOro aHayim3a (y oTua u Jsau
[0 OTILIOBCKOM JIMHUM IMOJOO0HBIC MPUCTYIBI OOyen
B JKMBOTE), a TAK)KE PE3yJAbTAaTOB JOMOJHUTEIbHBIX
METOZIOB HCCIIe0BaHus (IIPY TEHETUYECKOM aHaIn3e
myTtanuid reHa MEFV 16 xpomocomsl — 00Hapy KeHbI
2 MyTaluu B KOMIIAyHA-T€T€PO3UTOTHOM COCTOSIHUH;
TUIEPrOMOIICTENHEMHS)  YCTAHOBJIEH /IMArHO3:
[lepuoauyeckast 0Oone3Hb, abAOMUHAIBHBIA THII.
I'unepromonucrenHeMus.

Haznayena  rtepanus:  ¢omatHas — nuera
(MCKIIIOYUTH TPOAYKTHI C BBICOKUM CO/IEpP)KaHUEM
METHOHMHA M OOOTalleHUE palroHa NPOSYKTAMH
C BBICOKMM CoOJiepaHMeM BUTaMHHOB B6, BI12
u (GOoNMeBO KHCIOTHI), KOJXHIWH, BUTaMUH BO,
¢donmesas kuciora. Ha ¢oHe mpoBoguMoil Tepanuu
00111 B KHBOTE MPEKPATUIIHCE.

BriBOALI.

TakuM 00pa3oM, AMATHO3 YCTAaHABIUBAIOT Ha
OCHOBaHMH CJIETYIOIIUX KPUTEPUEB:

— TIEPUOJIMYECKH BO3HUKAIOUIUE KOPOTKHE

atrakd Oomne3HH (a0moMUHAIBHBIC, TOpPAKAJbHEIE,
CyCTaBHBIC, JINXOp aIlO‘-IHbIe) , HEC CBSI3BaHHBIC C
OIIpEEIIEHHBIM IIPOBOLUPYIOLIAM dbaxropowm,

OTJINYAIOIINECs CTEPEOTUITHOCTHIO;
— Havyaso OOJIE3HH B IETCKOM MJIM IOHOIIECKOM
BO3pacTe, MPENMYIIECTBEHHO CPEIH ONpPENeICHHBIX
STHUYECKHX TPYIII;
—  Hepeaxoe
POICTBEHHUKOB;

— 9acToe pa3BUTHE aMUJIOW03a IMOYeK; J1abo-
paropHbIe MOKa3aTelli B OCHOBHOM HeECICIU(QHYHBI
U OTPAXaIOT OCTPOTY BOCTIAJIUTENIHON PEaKIIuy WIIN
CTETIeHb HEI0CTaTOYHOCTH TOYEK.

IIpu mnepBbIX NPOSIBICHUSX IEPUOIUYECKON
0ome3Hn quddepeHiuanbHas JINAarHOCTHKA
OBIBAaCT TPYAHOHW M OCHOBBIBAETCS HA TIIATEIHLHOM
HWCKITIOYEHNH OO0JIE3HEH CO CXOMHOW CHMITTOMATHKON
(ocTpple  kumieuHble — WHGEKIWH,  ME3aJcHUT,
XPOHHYECKHUN aNTeHIUINT, TPOMOO03 BeH OpbLKEHKN
n Ta.). Ilpu mnoBTOpHBIX pernmmuBax OoJe3HU
YYUTBHIBAIOT BBIIIE TEPEYHCICHHbIE KPUTEPHH U
TO, YTO JJIsl TIEPUOAMYECKOW OOJEe3HU XapaKTepHO
YAOBJIETBOPUTEIHHOE CaMOYYBCTBHE OOJBHBIX B
MEXIPUCTYITHBIA TEPHOA M PE3UCTEHTHOCTh K
mo00#l Tepamuu, B TOM YHCIE AHTHOMOTHKAMH U

obHapykeHue OONe3HH Yy

DITIOKOKOPTHKOUIAMH.

TakuMm  oOpa3oMm, TIPUBEACHHBIA  CITydaid
3a00neBaHMsl  CBUACTEIBCTBYET HE TOJIBKO O
KOMOPOWIHOCTH O3TOTO 3a00JieBaHUsA, HO © O

BO3MOXXHOCTH PPEKTUBHON KOPPEKIINU COCTOSHUSI.

Hanitituro mo penakmii 09.10.2018p.
Ilinmmcano mo apyky 30.11.2018p.
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