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B Poccum uacrora cuHapoma Auabnopta cpeau fgereil cocrasisier 17:100000 nacejenus. B 2,3% cayyaes
MoYeYyHasi TPAHCIIAHTALMSA NPOBOMTCS 00JbHBIM € CHHAPOMOM AnbnopTta. [Ipy JyIMTeIbHOM TeuyeHUH JAHHOT O
3200/IeBaHUsl OTMeYaeTcsl CHUKeHMe (YHKIHMH I0YeK, CTPajaeT KayecTBO KM3HH NAlEHTOB, BO3pacTaer
NOTPeOHOCTh B JIeYEHHH 3aMECTHUTEIbHON IOYe4yHO# Tepamueil, MPOMCXOAMT POCT MHBAIMAM3ALUM U 3aTpar
rocyaapcrsa Ha JjedeHue. Ileab padoThl — JeMOHCTpalyus KJIMHHYECKOIo NMpHMepa 3a00/1eBaHUsI CHHAPOMOM
AJIBIIOPTA /ISl €10 CBOEBPEMEHHO ANarHOCTUKH, JIeYeHHs, a TAK:Ke paclIMPeHusi 3HaAaHUIl Bpayeii-TepaneBToB 0
AaHHoil natosoruu. IlpoBeneH aHaau3 cOBpeMEeHHOH MeIMIUHCKON JTUTEPATYPhl, KIMHUYECKHX PeKOMeHAanuii
N0 BElACHHI0 MNAIMEHTOB C CHHAPOMOM AJIbIIOPTA M XPOHHYECKMM IJI0Mepy1oHedpUTOM, MpeACTABJICHO
co0cTBeHHOe Hal010deHHe cuHApPoMa Anbnopra. IIpencTraBieHbl ABa KIMHHYECKHUX cJIydasi CHHAPOMA AJIBIIOPTa
y poaHbix OpatbeB. IIpoaeMOHCTpPUpPOBaHA 3TAIHOCTH NMOSABJICHHS KJINHHMKO-JIA00pPaTOPHON CHMNTOMATHKH C
Te4eHHeM BpeMeHH, 0TpaxeHa ObICTPOTa Pa3BUTHSI XPOHUYECKOH 00/1€3HM N0YeK, NPOAHATU3UPOBAHBI MOIX0AbI
K IMATrHOCTHKeE, JIeYeHHI0 U NPOPUIaAKTUKH. /lHarHocTHYeCKHe HCCIe0BAHMS IPH CHHAPOMe AJIbIIOPTA 10JKHbI
BKJIIOYATH HepPOOHOIICHIO U MOJIEKYJISIPHO-TeHeTHYeCKMil AHAJM3 ¢ LeJbI0 BbisiBJIeHUs1 MyTauuii renos COL4
win CFHRS. CpoeBpemeHHasi IMATHOCTHKA, BCECTOPOHHSASA NOAJEP:KKA 00JIbHBIX, CTPAaJalOLIMX CHHAPOMOM
AJNbNOPTa, MOTYT CYIECTBEHHO YJYYIIHThH MPOTrHO3 JAHHOT0 3a00/1eBaHu.

KiroueBbie ciioBa: CHHAPOM AIBIOPTa, XPOHHYECKHI TIOMepylnoHe(pUT remarypuueckas (opma, KIHHHYECKOE
HaOIr0AeHNE

CLINICAL CASE OF HEREDITARY NEPHROPATHY (ALPORT SYNDROME)
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In Russia, the frequency of Alport syndrome among children is 17:100,000 of the population. In 2.3% of cases,
kidney transplantation is performed in patients with Alport syndrome. With a long course of this disease, there is
a decrease in kidney function, the quality of life of patients suffers, the need for treatment with renal replacement
therapy increases, there is an increase in disability and government costs for treatment. The aim of the work is to
demonstrate a clinical example of the disease with Alport syndrome for its timely diagnosis, treatment, as well as
to expand the knowledge of therapists about this pathology. The analysis of modern medical literature, clinical
recommendations for the management of patients with Alport syndrome and chronic glomerulonephritis is carried
out, the own observation of Alport syndrome is presented. Two clinical cases of Alport syndrome in siblings are
presented. The phasing of the appearance of clinical and laboratory symptoms over time is demonstrated, the
rapidity of the development of chronic kidney disease is reflected, approaches to diagnosis, treatment and
prevention are analyzed. Diagnostic studies for Alport syndrome should include nephrobiopsy and molecular
genetic analysis to identify mutations of the COL4 or CFHRS5 genes. Timely diagnosis, comprehensive support for
patients suffering from Alport syndrome can significantly improve the prognosis of this disease.
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CerogHsi MHUPOBOE COOOIIECTBO CTOJKHYJIOCh C CEpPhE3HOM MpoOJIeMOM, HUMerolen
OOIIEeMETUIIMHCKOE M COIMAbHO-DKOHOMHYECKOE 3HAueHHWe — MaHAeMHeld He(POIOTHIECKIX
3a00JICBaHUM, U3 T0JIa B TOJ] YHOCSIIMX JKU3HU MIJUTHOHOB Jtojieii [1]. Cpenu HUX HACJIeICTBEHHBIC
3a00JeBaHMs TPUOOPETAIOT BAKHOE 3HAYEHUE BCIIEICTBUE ITUPOKON PACIPOCTPAHEHHOCTH.

CunnpoM AnbrnopTa (HacieACTBEHHBIH HE(QPUT) MpeACTaBIseT HEUMMYHHYIO T€HETHUYECKH
JETEPMUHUPOBAHHYIO TTIOMEPYIIONATHIO, 00YCIOBICHHYIO MyTallHel T€HOB, KOJAUPYIOIIUX KOJIJIareH

IV Tuma GasanbHbIX MeMOpaH, MpOSBISAIOMIAACS TeMaTypue /MM  TpOTEHHYpHEH,



MIPOrPECCUPYIOLIUM CHUKEHUEM IMOYEUHBIX (PYHKIIHM, HEPEAKO COYETAOIIYIOCS C TAaTOJIOTHel ciryxa
u 3peHus [2].

[To snuaemuonornueckum aanHbiM B Poccun uwactora cuHapoma AJbIopTa cpenud JaeTei
coctrapisier 17:100000 nacenenus. [Ipu miuTeIbHOM TEYEHHH JAHHOTO 3a00J€BAaHUS OTMEYACTCS
cHmxenue QyHkiuu mouek [3], crpagaeT KayecTBO JKU3HHU MAIMEHTOB, BO3pPACTaeT MOTPEOHOCTh B
JICYCHUU 3aMECTUTEIBHOM IOYEYHOM Tepamnueil, MPOUCXOAUT POCT HMHBAIMIU3AIMU U 3aTpar
rocynapcTBa Ha jieuenue [4]. Tak, B 2,3% ciiyyaeB nmoueuHasi TpaHCIUIAHTALIUS TPOBOIUTCS OOJIBHBIM
¢ cunapomom Ambnopra [3]. Tlo MexmyHapogHOW KiaccHpHUKAMU OOJIE3HEH 3TOM HATOJIOTHU
npucBoeHa pyopuka NO7 — HacineacTBeHHas Hedpomartvs, He KiaccuPUIMpoBaHHAS B APYTHX
pyopukax [5].

N3BecTHO, YTO OCHOBHBIM MPOSIBICHUEM CHHJIpPOMA AJBIIOpPTa SIBISETCS XPOHUYECKUU
MIPOrPECCUPYIOLIUI TIIOMEPYIOHEPPUT, MPUBOIAIINN K PA3BUTUIO XPOHUYECKON OOJE3HU MOYEK
(XBII), B TOM yucIe y >KEHIIUH ¢ X-CIeTNIEHHBIM BAPUAHTOM HaCJIeZJOBAHHUS.

CeroaHsi XOpOIlIO U3BECTHBI TP OCHOBHBIX BapHaHTa HaCJIeIOBaHUS CUHIpoMa AJbIOpTA:
nepBblii - X-CUEIUIEHHbIN, 00ycioBieHHbI MyTanusamMu B reHe COL4AS; Bropoit — ayrocoMHO-
peueccuBHbIN, cBsi3aHHbIM ¢ BapuaHTamMu B reHax COL4A3 wiu COL4A4; tpetuii — ayTOCOMHO-
JOMUHAHTHBINA. X-CLETJICHHBIN CUHIPOM AJIBIIOpTA XapaKTepus3yeTcs 0oliee TsHKeIoN KIMHIYEeCKON
KapTUHOW Yy MYKYUH C MPOTPECCHUPYIONUM TeUeHHEeM Hedpomarnu, Hen30eKHO MPUBOIALICH K
Pa3BUTUIO TEPMUHAJIBHOM IMOYEYHOW HEJOCTATOYHOCTH, a TaKXKEe TaKUM BHEMOYCUHBIM
MPOSIBJICHUEM, KaK HEHPOCEHCOpHAs TyroyxocTh [3, 6, 7].

JebroT cunapoMa AnbIopTa MPUXOTUTCS Ha IETCKUM BO3PACT, KOTJa MPUMEpPHO ciycTs 1-2
JTHS T10CJIE TIEPEHECEHHON peciupaTopHON HH(EKIINY BOZHUKAET MaKporeMarypus. Y Majib4uKOB KO
BTOPOMY JECSATHUJIETHIO XU3HU TPOTEUHYpPUS] OOBIYHO MPOTPECCHUPYET, MOXKET COMPOBOKIATHCSA
HedpoTHuecKuM cuHApPOoMOM [ 1]. XapakTepHa Tak ke apTepuaibHas THIIEPTEH3HsI, HEHPOCEHCOpHasT
TYrOyXOCTb, PETUHOMIATHS.

[To3BomisieT MOCTaBUTH JWArHO3 CHHApPOMA AJBIIOpPTa HCCIEOBaHUE OWONTaTa IOYEK,
MOJIEKYJIIPHO-TEHETUUECKOE UCCIIEIOBAaHUE, Ay TUOMETPHSL.

Tepanus gaHHOTO 3a00NIeBaHUs HAMpaBlieHA HAa CHIDKEHUE MPOTEHMHYPUH. JTO, B CBOIO
ouepeqb, TO3BOJSAET NPODUIAKTUPOBATH MOBPEXKACHUE HIUTENUATBHBIX CTPYKTYP IMOYEUHBIX
KaHanmplleB ©W  ux artpoduio [3] u Topmosut mporpeccuto XBII. [lepBoit nuHUMEH
AQHTUTIPOTEUHYPUYECKON Tepanmuu CHUHApPOMa AJBIOpPTa BBICTYMAIOT WHTHOUTOPHI aHTHOTCH3WH-
npeBpamatoriero pepmenta (u-Alld) [3], Bropoii TuHUEH— 6JI0KATOPHI PELIEITOPOB aHTHOTEH3UHA.
[3].

Takum 00pa3om, TPEACTaBISETCS AaKTyaJdbHBIM H3YUYCHHE KIMHHKO-1a00paTopHO-

MHCTPYMEHTAJIbHBIX OCOOEHHOCTEH CHHIApOMa AJbIOpTa C LENbI0 €ro CBOEBPEMEHHOMU



JTUArHOCTUKHU, Toabopa »Gh(eKTHBHONW Tepanuu, HANpPABICHHOW HAa COXpaHEHHWE TOYECYHOU
GYHKIIUUTPU JAHHON TATOJIOTHH.

L{enb paboThI — IEMOHCTpAIs KIIMHUYECKOTO MpruMepa 3a00JIeBaHUs CHHAPOMOM AJbIIOpTa
JUISL €r0 CBOEBPEMEHHOM JUArHOCTUKH, JICUCHHUS], a TAKXKE pACUIMPEHHS 3HAHUI Bpayei-TepareBTOB
O JIaHHOM NAaTOJIOTUH.

IIpoBeneH aHaIM3 COBPEMEHHOM MEIULIMHCKOW JINTEPATyphl, KIMHUYECKUX PEKOMEHIAlUN
M0 BEACHHUIO TAIMCHTOB C CHHAPOMOM AJIBIIOpPTa W XPOHUYECKHM TJIOMEpYyJIOoHEePpUTOM,
MIpe/ICTaBICHO COOCTBEHHOE HAOIOJEHUE CHHIpOMa AJIBIOpPTa Ha MpPUMEpE JBYX KIMHHUYECKHUX
CJIy4aeB MallMeHTOB, KOTOPHIE SBIISIIUCH POJHBIMH OpaThsIMH.

IlepBblii KIMHHUYECKUH CIy4dail

[Marment @®.C.C., 2000 roma poxaeHus, B Bo3pacTe 22 JyieT ObLT TOCHUTAIU3UPOBAH
07.06.2021 B Hedponoruueckoe oOTAeNeHUE [ OCYTapCTBEHHOTO OIOMKETHOTO YUPEXKICHUS
sapaBooxpanenus (I'BY3) «O6nacTHas kiauHUYecKas OonabHHIIA» TBepckoi obmactu. Ha MoMeHT
00pamieHust IPeabBIISII )KaJ00bl Ha BEIPAYKEHHYIO OOIIYIO CIIa00CTh.

Co cioB MaTepu HM3BECTHO, UYTO C PAHHETO JIETCTBA y PEOCHKAa OTMEUYaIUCh SMHU30bI
MOSIBJICHUSI MOYH OYporo 1BeTa, K BpauaM He oOparianack. B Bo3pacre 7 jiet, mocie nepeHecéHHOro
OCTPOT0 PEeCIUpaTOpHOro 3abojeBaHus, y peOeHKa MOsIBUINCH OTEKH Ha JIHIle, OOIH B )KUBOTE Oe3
yérKoil Jokamu3anuu. [lpu oOcaemoBaHUU 1O MECTY JKUTEIHCTBA BBISBICHA MHKPOTEMATYpHUS, B
CBSI3U C Y€M, MalUEHT ObUI TOCIUTAIM3UPOBAH B TEPANEBTUUYECKOE OTACICHUE ['0Cyn1apCTBEHHOTO
OIOPKETHOTO YUpeXKIeHHs 3/ipaBooxpaHeHus: TBepckoil obnactu Jlerckas o0nacTHas KIMHUYECKAs
oompanna (I'BY3 «IOKBy») mist yrounenust auartosa. 1o maHHBIM 00CIeI0BaHMs ObLT BBISBICH
XPOHUYECKHH IIIoMeEpYIOHEDPUT B reMaTypuuecKoi popme.

B aBrycre 2014 roga mnanumeHT oOcnenoBaics B @DenepasbHOM ToCyAapCTBEHHOM
aBTOHOMHOM yupexaeHuu (OPI'AY) «HannoHanbHBIH MEIUIIMHCKUAN HCCIEI0BATEIbCKHNA IIEHTP
3nopoBbs neteit» Munzapasa Poccuu, rie Oblia BBINONHEHA JUarHocTHYecKas HedpoOuorncus, u
BepU(UIUPOBAH CUHAPOM AJIBIIOPTA, YCTAHOBJIEHO HAJIMUYME NATOJIOrHH KojutareHa [V Tuna.

B nanbueitieM, ObUTM HEOJHOKPATHBIE TOCTTUTAIN3AIIMN B OTJEICHIE HEQPOJIOTUH TaHHOTO
L[EHTpa, T/Ie MPOBOAMIACH HE(QPONPOTEKTUBHAS Tepanusl (MCIOIb30BAINUCH MpenapaThl TPYIIbI U-
AIl®, munupunamon). A30TOBbIIEIUTENbHAS QYHKIUS MOYEK Obla COXpaHEeHa.

[To nocTH>XEHUIO COBEPIICHHOJETHS, MAIIMEHT ObLT TIEPeIaH Mo HaOII0IEHHUE BO B3POCIIYIO
nedeOHyto ceTh, B ceHTss0pe 2019 roma mo 1abopaTOpHBIM MMOKa3aTeIsIM — IPOTEUHYPHS ClieI0Bas,
yMepeHHas! SpHTPOLUTYPHS, CKOPOCTh KiTyboukoBoii punsrparmn (CKD) 94,8 mm/mun/1,73M2.

Hacrosimas rocnuranuzanus CBs3aHa ¢ HEOOXOAUMOCTHIO CTAllMOHAPHOTO OOCIEIOBaHMS,
YTOYHEHHEM JIUarH03a, KOPPEKIUHU JICUCHHUS.

43 HUCTOPHUH KU3HU U3BCCTHO, YTO Y MaJIbUMKa UMCJIACh OTATOLIEHHAS HaCJICACTBCHHOCTD I10



3a00JIeBaHHUIO MTOYEK. Y MaTepu peOeHKa 0TMedanach MOCTOSIHHAS 3PUTPOLUTYPHUSI C TPOTEUHYpUEH
B COUETAHUU CO CHM)KEHHUEM ciyXa. Takue ke CHMITOMBI 3a00JIeBaHHUs UMEJIUCH y cTapiiero oOpara
nangueHTa. [lgas mo MaTepUHCKOM JIMHUU IOJy4yall JIEYEHHWE IPOrPaMMHBIM TE€MOJUAIM30M I10
noBoly TepmuHaiibHOM XbBII.

Ha  momenT  rocnuranu3anud  OOBEKTUBHOE  COCTOSIHME — [alMeHTa  ObLIO
yIIOBJIETBOPUTENBHBIM. TenocioxkeHue npaBuwibHOE. KOXXHbIE IOKpOBBI OOBIYHOW OKpAacCKH,
HOPMAaJbHOW BJIQXKHOCTH, BUIUMBIC CIIM3HCTBIE po3oBble. [lepudepuuecknx OTEKOB HE OBLIO.
YacroTa apIxatesbHbIX JABMKEHUU 16 B 1 MUHYTY, bIXaHUE BE3UKYJISPHOE, XpUNOB HeT. YacToTa
cepaeunbix cokparienuii (UYCC) 80 ya. B 1 muH, aprepuanbaoe nasienue (AI) 110 u 60 mm pr. CT.
Tousl cepauna puTMUYHBIE, 3BY4HBbIE. JKUBOT MATKUI, 6€300JI€3HEHHBIN MPU MalbIallMd BO BCEX
otnenax. [louku He nansnupoBanuck. Jnypes coxpanéH 1o 1,6 J1 npu BEITUBAEMON )KUJIKOCTH OKOJIO
1,8 m.

Jis yToyHeHHsl nuMarHo3a MalueHTy ObLIO MPOBEACHO JIabopaTOPHO-UHCTPYMEHTAIBHOE
o0clieioBaHuMe.

MukpoOroI0ruyecKkoe Ucciael0BaHue MOYH HE BBISIBUIIO POCTAa MUKPO]IIOPHI.

B o0meMm ananu3e Moy — MyTHas, peakius Ielo4Has, mporeunypus no 1,52 r/m,
MakporeMarypus, CJIiu3b ++.

Cytounas npotennypus coctapmia 1,20 r/cyTku.

B OmoxuMuyeckoM aHaiaM3e KPOBH OTMedYanach TurepxonecrepuHemus (4,38 MMOIbB/I),
OCTaJbHBIMHU IMOKa3aTeIN HaXOAWIUCH B IMpeaesax HOpMbI: o0mui 6emnok coctaBmi 72,9 r/in, C —
peakTuBHbIN Oenok— 0,4 Mr/m, kpeaTuHuH — 82,6 MKMOJbB/JI, MOYE€BHHA — 5,66 MMOJIB/JI, MOYeBas
kuciota — 263,1 mxmons/mn, kanuit — 5,0 mmons/n, CK® — 117,24 mun/mun, ans0ymun — 40,0 /1.

[Tokxazarenu KoaryjaorpaMMbl COOTBETCTBOBAJIN HOPMAJIbHBIM 3HAUEHUSM. MEKIYHApOJIHOE
HopMmanu3oBanHoe  otHomienne (MHO) — 1,06 en, axkTuBUpOBaHHOE — MapIHAIbHOE
tpomborutactuaoBoe Bpemst (AIITB) — 26,7 ¢, mporpomOunoBbii uHmekc (ITTHU) — 86,3%,
nporpoMbuHoBoe Bpemst — 11,4 ¢, pubpunoren — 2,67 r/m.

[To naHHBIM 371EKTPOKapAUOTrpahUUECKOT0 UCCIIEJOBAHMS — PUTM CUHYCOBBIN, BEpTUKAIILHOE
HaIIPaBJICHUE JIEKTPUUECKON OCH CEpLA, CHHIPOM PaHHEN PENOJISIPU3ALINN XKETyTOUYKOB.

PesynpTarl a0JOMUHANBHOTO YIbTpa3ByKoBoro wuccienoanus (Y3W) mnatonoruum He
BBISIBUJIH.

[To nanubeiM Y31 nouek — n3MeHeHus B 00enx MouKax OJJMHAKOBbIE, pa3Mepbl MPaBOM MOYKHU
118 x 47 mm, neBoit — 114 x 55 mm. KonTypsl HepoBHble, HeuéTkue. [lapenxuma TonmuHon 15-17
MM, TOBBIIIEHHON 9XOI€HHOCTH, 36PHUCTON CTPYKTYpHI, Ha 3TOM (POHE BBLACISAIOTCS MUPAMHUIKH B
BUJIE THUIIOAXOT€HHBIX 00pa3oBaHUM OKpYryoil ¢opmel. LleHTpalbHBII 3XOKOMILIEKC YMEPEHHO

nedopmupoBad. [Ipu3HakoB HapyIIEHUST OTTOKA MOYM M HATHMYUSI KOHKPEMEHTOB HE OTIPEIEIISETCSI.



Mouerounuku He nuddepernupyrorces. 3akmoueHne: 1uddy3Hbie HK3MEHEHUS B TAPSHXHUME TTOYCK.

Ha ocHoBanmm KIMHHUKO-TA00PATOPHO-MHCTPYMEHTANBHBIX JaHHBIX OBLI TOCTaBIEH
KJIMHUYECKUH JUArHo3:

NO07.9 HacnencrBennass Hedpomatus, HeyTouHEHHOe wu3MeHeHue. CuHApoM Aubrnopra
(matomorusi kosutareHa IV Ttuma). XpoHUYECKUH TIIOMepyJIOHEDPUT, HM30JUPOBAHHBIA MOUYEBOU
CUHIpOM. XpoHu4eckast 60o1e3Hb mouek C1 A2.

[TatmenTy 6buT0 Ha3HavyeHo Jeuenue: nuznHonpui 0,0025 mr 2 pa3a B 1eHb, BHYTPb.

Ha ¢one mnpoBomumMoro medeHuss yMeHbLIWIAch oOmias ci1aboCTh, B aHaIM3aX MOYHU
yMeHbIuiIach nporeunypus a0 1,0 r/n u BelpakeHHoCcTh remarypur, CK® Obuta B mpexHux
3Ha4yeHusX. lanmeHT ObUT BBIMMCAH U3 CTAlMOHApa ¢ PEKOMEHIAIMIMH: AMETa C OrpaHHYCHHEM
oTpeOIIeHUs TOBapeHHOM coin, ipueM BHYTph Kypantuna mo 0,05 mr 3 pasa B ieHb B TeUeHUE 3-X
Mmecses, auzunonpuia 0,0025 mr yrpoM exxeaHeBHO M HabmoaeHue Hedposora aMOylIaTOpHO C
KOHTPOJBHBIM OCMOTPOM uepe3 3 Mecsa.

Bropoii K 1MHHYeCKHH CIy4dail

Bonproit @.41.C., 1999 rona poxaenus, B Mmapte 2018 roya odcaeoBaics 1 Moaydal JICYCHHUE
Ha 0aze Hedponorunyeckoro otnenenus ['bY3 OKb Teepckoit obmactu. Ha MmomeHT oOpatieHus
MIPEIBSBIISIT KATOOBl HA YMEPEHHO BBIPAXKEHHYIO O0IIYI0 c1ab0CTh.

W3 anamHe3a U3BECTHO, YTO C PAHHETO JAETCTBA y OOJIBHOTO OTMEYAJINCh 3MNU30/1bl OSIBIICHUS
Oypoii Mouu, HAOTIOAAIICS y TTeuaTpa 10 MECTY KUTEIIbCTBA.

B Bo3pacre 9 net, Ha ¢oHEe mepeHecEHHOM OCTPON pecHUpaTOpHON BUPYCHOM MHGpEKIHH,
MOSBWINCh WU CTajJd HApacTaTb OTEKM HA JIMLIE W HUKHUX KOHEYHOCTSAX, MO 3TOMY MOBOIY
obcnenoBasics B OO0nacTHOM JETCKOW KIMHUYECKOW OOJIbHHIIE, TJE BIEpBbIC Oblja BBIABICHA
nporeunypus A0 1,35 r/n ¢ remarypueid. bbul TuarHocTUpPOBaH XPOHUUECKUN TIIOMepYIoHEepUT,
HazHaueHa HepompoTekTUBHAs (mpenapathl rpynmnsl u-AlldD) u cumnToMaTudeckas Tepanusi.

Hanee, B 2014 u 2015 rogax mnpoxoami cTalMOHapHOE OOCIEAOBaHHE U JIEYCHHE B
Heponoruyeckom otnenennn OI'AY «HarmoHanbHBIA METUIIMHCKUN UCCIIEIOBATEIBCKUIN TIEHTP
3n0poBes neteit» MunzapaBa Poccuu, OblT yCTaHOBJIEH MUAarHO3 — HACJIEACTBEHHas HepomaTusi.
YuuteiBas, 4To 3a00JI€BaHNE MPOTEKANIO B TATEHTHOU opme, nuarHoctudeckas HedpoOHoIcus He
MIPOBOMIIACH, KOPPUTHUPOBATIACh HEPPOIPOTEKTUBHAS TEPAIIHSL.

B Teuenue nocnenHero Mecsua crajia HapacTaTh oOIIasi claboCTh U MPOTEUHYPUS B CBSI3U C
YeM MalreHT ObUI TOCIUTAIN3UPOBAH B CTALlMOHAP JAJISl YTOUHEHUS! (QYHKIIMOHAIBLHOTO COCTOSIHUS
MOYEK, CTENICHH BHIPAXKEHHOCTH MTPOTEUHYPUH, UCKITIOUEHUSI HEPPOTUIECKOTO CHHAPOMA.

Ha MomeHT rocnuranmu3anuu oOIIee COCTOSHHUE TMalUeHTa pPacleHUBAIOCh Kak
yIOBJIETBOpPUTENbHOE. [IpaBUIBHOIO TENOCI0KEHUS U YAOBIETBOPUTENbHOTO NuTaHus. KoxkHble

ITOKPOBEI 0OBIYHO OKpacCKu, HOpMaHBHOfI BJIAXKHOCTH, BHIHUMBIC CIU3HUCTBIC PO30BLIC.



[lepudeprueckux 0TEKOB HE ObLTO. AYCKYIbTaTUBHO AbIXaHHE BE3UKYIsIpHOE, O0e3 Xpunos. YacToTa
cepaeuHbIx cokpaienuit 80 B 1 munyty. AprepuanbHoe nasienue 130 u 80 mm pr. ct. ToHbI cepaua
pUTMUYHBIE, 3ByYHbIC. JKUBOT MATKUi1, 6€3007€3HEHHBIN MPU NaIbIAMKA BO BceX oTaenax. [louku
He nanbnupyrtced. nypes coxpanén 1o 1,6 1 pu BeIIMBAEMON KUIKOCTH 0KOJI0 2,0 1.

[TpoBoauiOCH 1a0OPATOPHO-UHCTPYMEHTANIbHOE o0cienoBaHue. B KIMHUYECKOM aHalu3e
KpPOBH OTMEYaJIOCh CHIKEHHE YPOBHA reMorioouna 1o 123 r/x, yckopenne COD — 48 mm/yac.

B oOmem ananmm3e MOuM — MyTHas, peakuusi INeNodYHas, mporeuHypus mo 1,70 r/m,
MUKporeMatypust (3puTpountsl 10 8-10 B moste 3peHus).

Cyrounas npotennypus coctaBuia 1,60 r/cyTku.

B OGnoxuMudeckoM aHanu3e KpOBH OTMEYAJIOCh YBEIMUYCHHE OOIIEro XoyiecTeprHa a0 5,95
MMoutb/J, xonectepuna JITIBIT — 1,37 mmouns/n, xonectepuna JIITHIT — 4,06 mMmons/n, yBenndeHue
MOYEBHUHBI KpoBH 110 12,35 Mmouib/11, kpeatuHuHa - 10 173,3 MKMOJIB/JI, MOYEBOM KHCIIOTHI — 10 579,5
MKMOJIB/JI, CHIKEHHUE 00IIero 6elka Kposu 10 56,4 1/1, camxenne CK® 1o 47,16 mn/mun/1,73 M2 u
anpOymuHa 110 36,6 /11, Kanuii HaXOAWJICS B MpejiesiaX HOpMaJIbHbIX 3HaueHud — 4,80 MMOIIb/I.

YuuThIBast, CHIDKEHHE YPOBHSI 0011eTo Oelka, albOyMrUHa KPOBH, MOBBIIICHNE XOJIECTEPHHA,
YMEpPEHHYI0 TMPOTEHHYPUIO TPU OTCYTCTBUUM OTEKOB, OBLI JHAarHOCTUPOBAH HEMOJHBIN
He(POTUYECKUIN CHHIIPOM.

B koarynorpamme npu nocrymienun: cHmkenue AIITB (24,1 c).

DnexTpokapauorpadusi maToIOTUN HE BBISIBHIIA.

Pe3ynbrarhl ynbTpa3ByKOBOTO UCCIIEOBAHMS TMOYEK BBIBWIM AUPPY3HBIE H3MEHEHHS
MOYEYHON MapPEHXUMBI.

bbUT TOCTaBIIeH KIMHUYECKUN THArHO3:

OcnoBHoit: N03.0 'momepynonepput XpOHUYECKUM, HETTOTHBIA HEQPOTHUECKUN CHHAPOM.
Hacnencreennas Hedponatus.

OcnoxHeHus OCHOBHOT'O 3a00JeBaHus: XpoHHueckas 00J1e3Hb MIOYEK
C3aA3.I'unepypukeMus.

CoracHo MOCTaBJICHHOMY JIMAarHO3Y, OBLIO MpoBeieHo ieueHue: sHaanp 0,010 mr BHYTpb
exeaHeBHO, neHTokcupmwme 10,0 B/B kanensHOo B 250 mu ¢usuonorunyeckoro pactsopa NelO,
asonypuson 100 mr BHyTpb, aTopBacTaTuH 20 MI BHYTpb.

Jledenue 66110 3P PEKTUBHBIM, YTO BBIPAXKATIOCh B BUJE YIYUIIEHHs OOIIET0 CaMOYyBCTBHS
1 1abopaTOpHBIX TMOKa3aTene. B OMOXMMHUYECKOM aHanmu3e KPOBU OBLIO OTMEUEHO CHIKCHHUE
YpOBHEN MOYEBOU KHCIOTHI 10 512,9 MKMOIB/1, KpeaTUHUHA 10 163,3 MKMOJIB/T U MOUYEBUHBI JI0
9,76, ysenuuenne CK® no 50,68 mu/mMun/ 1,73m2.

[TaruenT ObUT BBHIMMCAH C pPEKOMEHAALMSIMH: JAHETa C OTrpaHMYEeHUEM coilu U Oelka,

sHanmanpwui 0,005 BHYTph 2 pa3a B IeHb €XKeIHEBHO, KeToaHasorn aMuHokucioT (Keroctepmin) mo 3



TabaeTKu 3 paza B IEHb BO BpeMs €16l MOCTOsIHHO, aropBacTtaTuH(0,02 MT Ha HOYB, ayutomypuHod 0,1
BHYTpPb, KOHTPOJIb TAOOPAaTOPHBIX MOKa3aTeNei 1 KOHCYIbTalus Hedpoiora uepes 3 mMecsIa.

OTnu4uTeNbHOM OCOOCHHOCTBIO JIaHHBIX KIMHMYECKHX CIIydaeB SBISETCS TO, YTO
3a00J€BaHUs y POJHBIX OpaTheB HOCAT HACJIEACTBEHHBINH XapakTep. IIpucyTcTBue npoTenHypuu ¢
reMaTypuel B aHaJIu3ax MOYM y MAaTepH, MO3BOJIAET MPEIIIOIO0KUTh HATMYNE Y HEE XPOHUUECKOTO
rJIOMEpYJIoHeppUTa, NPOTEKAIOMETO B JIATEHTHOW (opMe, a CHIDKEHHE ClIyXa KOCBEHHO
CBHJIETEIILCTBYET O CHHIpOME AJIBIIOpTa. DTO ke 3a00JIeBaHUE Y POJHOTO AU MAIIIEHTOB MOTJIO
MPUBECTH K pa3BUTHIO TepMUHAIbHOW XBII, mo moBOaYy KOTOpPOMl OH JIEUUTCS MPOrPAMMHBIM
reMOJUAIIA30M.

B mepBoM kiIMHHUYECKOM ciy4yae cuApoM AsbnopTa ObT HOITBEPXKAEH IaHHBIMU
Hedpobuoncuu. beita BeIsSIBICHA MATOJOTHS KojulareHa 4 tumna. Bo BTOpoM KIMHUYECKOM Cllydae —
Ouorcus He MPOBOINIIACK, IOCKOJIBKY 3a00JI€BaHNE MPOTEKAJIO B IATEHTHOU (hopMe U He TpeOoBaio
Ha3HAYEeHUS] MMMYHHOCYIIPECCUBHOM TEpPaIUU.

N3BecTHO, uTO Y 000MX OpaTheB C JeTCTBA HAOIIOAAIICH SITM30/IbI MOSBICHUS MOYU Oyporo
[[BETa, CBHUJCTEIBCTBYIONIME O MAaKporeMarypuu. Pas3BepHyThle TpOSBICHHS 3a00JCBaHUS
MOSIBWINCh B MJIAJIIEM IIKOJBHOM BO3pPacTe IIOCIE IEPEHECEHHOM OCTPOW PECIMpPaTOPHOU
BUPYCHOM MH(EKIMH, KOTOPbIE MPOSIBUIUCH OTEYHBIM CHHAPOMOM, IOCTOSSHHON HPOTEUHYpHEH ¢
reMaTypuen.

Bropoii kinuHWYeCKHid Ciiydaid TTOKa3bIBaeT, 4To 3a00JICBaHIE MOKET TPaHCHOPMUPOBATHCS
U3 JaTeHTHOM (GopMbl B HeppoTudeckyro. 3a 20 seT TeuyeHus 00Je3HU HaYMHAaeT (GOPMHUPOBATHCS
XBII, B HameM ciydae 310 3a cragus (CK® 47 mn/mun/ 1,73 M%), xotopas TpebyeT ycuueHHs
He(PONPOTEKTUBHON CTPATErMM C YYE€TOM Ha3HAaYeHHE MaJIoOETKOBOM IHEThl, KETOaHaJIOroB
aAMUHOKHCIIOT, KOHTPOJISI 3@ pa3BUTUEM OCIIOKHEHUH.

Takum, oOpa3oM, JaHHbIE KIMHUYECKHE CIy4au JAEMOHCTPUPYIOT pa3BUTHE OOJIE3HH —
HacJIe/ICTBEHHON HeQponaTuu B IMHAMMKE Ha MPOTSDKEHHM JecaTka jeT. KimHuueckue npumepsl
OTPaXXaloT MOCJIEI0BATEIILHOCTh MOSBIEHUS KIMHUKO-1a00paTOPHBIX CUMITOMOB: B Hayajie Oblia
M30JIMpOBaHHAas reMaTypus, 3aTeM IPUCOEANHUIIACH IPOTEUHYPUS, Aajiee HePPOTUUECKUN CHHIPOM
u XBII. B Oynymewm, ctapmuii OpaT — 3TO KaHIMJIAT Ha JICUEHHE 3aMECTUTENbHOM MOYeuHOU
Tepanuen.

BaxxHplM HampaBiieHHEM JICUEHUS CHUHApOMa AJbIOpTa SIBISIETCS CBOEBPEMEHHAs
aJieKBaTHasi aHTUIIPOTENHYpUYECKas Tepanusi, Ha3HaueHHWEe CTaTUHOB, AMarHocTrka u jgedenue XbII
U €€ OCJIOKHEHUH, 1a0bl 3aMeUIUTh MPOTPECCHIO MTOUYEYHOI HEOCTATOUHOCTH.

[TpuBOs JaHHBIE KIMHUYECKUE TPUMEPBI, XOTEJIOCh AKIIEHTUPOBATh BHUMAaHKUE Ha CHHAPOME
AnbriopTa, KOTOpPBI NpOTeKaeT B OOJBIIMHCTBE CIy4yaeB JIATEHTHO, 0€3 JKCTpapeHalIbHbIX

HpOS[BJIeHI/Iﬁ, HO HECMOTPA Ha 3TO, TAK KE, KaK U IPYIrue 3a00/1eBaHUs IIOYCK, IPUBOAUT K PaA3BUTHIO



XBII, ocobeHHO KorAa K reMaTypHuy MPUCOSAUHSIETCS TPOTCUHYPHS — MOIITHBIA (PaKTOp MPOTrpeccuu
Hedpockieposza. UeM paHbllle JUATHOCTHPOBAHO JAaHHOE 3a00JIeBaHME, B TOM YHMCIE MPOBEACHA
HeppoOUOIICHs, MOJEKYIIPHO-TEHETHUECKOE HCCIEIOBaHMs, TEM paHblle OyneT Ha3Ha4YeHa
He(dpONPOTEeKTUBHASL Tepanus, TeM MeljeHHee TeMmibl mporpeccupoBanus XbII. Cunapom
AnprioptTa mpoTekaer OJIaronpuATHO MpPU HAJIMYMKM  HW30JIMPOBAHHOM TeMaTypuu, Ipu
NPUCOCIMHCHUU TPOTCHHYPHH MPOTHO3 yXymmaercs [2]. MoxHO mojarath, 4TO paclIMPEHUE
BpaueOHBIX MPEICTABICHUN O JaHHOW NIATOJIOTUH, [T03BOJIUT CBOEBPEMEHHO Ha3HAYATh JICUCHHE.
3akiroueHue

[TpoBenenue nuddepeHuanbHOro JUarHo3a MUKporeMaTypuu B paHHEM JIETCKOM BO3pacTte
npu cuHapoMe Anbrnopra (kak X-CIEIUICHHOM, TaK U ayTOCOMHO-PEIIECCHBHOM) U IPYTHX (opMmax
CeMEHHOW reMaTypiH ¢ KpUIITOTC€HHOM STHOJIOTHEH MPeACTaBIsIeT COO0H OUeHb CIIOKHYIO 3319y C
JIUArHOCTHYECKON TOUYKHU 3PEHHUS.

B cBsi3u ¢ 3TMM AMArHOCTUYECKUE HCCIEIOBAHUS JOJKHBI BKIIOYATh HEPPOOHMOICHUIO U
MOJICKYJIIPHO-TEHETUUECKUN aHain3 C 1eiblo BhisiBIeHUS myTtanuii reHoB COL4 wmm CFHRS.
JlaHHBIE HICCIIEIOBAHUS IOJKHBI OBITH IIPOBEJCHBI HE TOJIBKO OOJILHOMY, HO TAKXKE €r0 POTUTEISIM U
cubcam.

CBoeBpeMeHHasi JMArHOCTUKA, BCECTOPOHHAS TOJAECpX,Ka OOJIbHBIX, CTPaJaoluX

CHUH/APOMOM AJBIIOPTA, MOTYT CYIIECTBEHHO YJIYYIIUTh IPOrHO3 JAHHOTO 3a00JI€BaHUS.
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