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Tepanesmu4eckuli 6eCmHuUK

Cnyyain unpposa nevyeHn KpUnToreHHOro reHesa ¢ 3a4epKXKon
MNOSI0BOro pa3BnTUA y nauneHTa 17 net

Anumbekosa A.A., Canuxosa 3./., Paucosa A.M., Mekebekosa [].M.
HayyHo-uccnedosamensckuli uHcmumym kapduonoauu U eHympeHHux 6onesneld M3 PK

Lenb ny6nukagum

- hW3y4veHune 0CcobeHHOCTEN KMUHUKK K AWarHoCTuUKn Luppo-
3a NeYyeHn KpUnToreHHoro reHesa y naygumeHta monogoro
BoO3pacTa.

AKTyanbHOCTb

OCHOBHBIMMW NPUYMHAMU NOPAKEHWNIA NeYEeHU, NPUBOAALLUX K
pasBUTUIO LUMPPO3a, ABMAIOTCSA BUPYCHbIE renatuThl, 3aroyno-
TpebneHue ankoronem, pasnuyHble MHToKcukauuu. Y 30 % na-
LUMEHTOB NPUYMHY NOPaXKEHWS NeYeHN YCTaHOBUTb He YAaeTcs,
B TAKOM Clyyae nauneHTy cTaBuUTCA AnarHo3 «KpunToreHHbIn
LUMppo3 nevyeHuny. 3aboneBaHne npoTekaeT 6€3 NOBbILLEHUS
OCHOBHbIX GMOXMMUYECKMX MAPKEpPOB paspyLLUeHUs neyYeHu
(TpaHcamuHa3sbl, TUMonoBas npoba, Gunupy6uH), n Ha Y3U
onpeaenaTca BCe OCHOBHbLIE NPU3HaKN LMPPOTUYECKOro Npo-
Lecca, No3ToMy MOCTaHOBKa TaKkoro AnarHosa npeacTapnaer
onpeaeneHHyo TPYAHOCTb.

MHTepecHbIM NpeacTaBnseTcsa crydvai 6onbHoro H., 17
net. MauMeHT NOoCTyNun Ha cTauuoHapHoe neveHne B HAN
K n BB ¢ xanobamu Ha TSXeCTb U Konowwme 60nun B NpaBoM
noapebepbe, yBeNUUEHUe XNBOTA, CYXOCTb M 3yd KOXWU, ro-
NOBOKPYXeHMe, 06LWyto cnabocTh, oAblWKY Npu hU3ndYecKon
Harpyske, CHUXeHUe namaTu.

M3 aHamHe3a: boneet okono 1-1,5 neT, Koraa Bnepsble
ObIN BLIABMEH 3KCCyAATMBHBIA NNEBPUT, Nonyyan ctayoHap-
HOe NneveHne. B ganbHedllem oTMedan yBeriMieHne XneoTa,
obpaTunca B 60MnbHULY NO MECTY XMTeNbCTBa, rae nocrne
obcnenoBaHuin, ObIN BeICTABMNEH AnarHos: Linppos nedeHu
HEYTOYHEHHOR aTnonoruu, knacc B no Yaing - MNbto, gekom-
neHcauma. Acuut. MNMopTtansHag runepteHand. BPB 1 cTenenn.
YIOA, paHee no nosoay 3aborneBaHuii nevyeHn He obpalyarcs,
He obcnegoBanca. JaHHoe yxyalleHne okorno 1 mecsiua, koraa
NOABUMNNCE BblLIeYKa3aHHble Xanobbl. 13 aHaMHe3a XW3HU:
poauncs nepBbiM pebeHKOM B ceMbe, HeoHOoLeHHbIM. Co
CINOB MaTtepy, poc 1 pa3BuBancs COOTBETCTBEHHO BO3pacTy,
ycneBaeMoCTb B LWKone cpeaHasa. MocneaHuii rog nocre
pas3BuTusa acuuta obyyarncs Ha AoMy. BpeaHble NpuBLIYKA
oTpULacT.

OBBLEKTUBHO: POCT - 165 CcM, BeC - 52K, KOXKHble NOKPOBLI
C 3eMNSAHUCTLIM OTTEHKOM, XUBOT yBenuyeH (OXK- 96 cm),
neyeHb BLICTYNaeT Ha 3 CM M3-noa kpas pebepHol ayru,
BnpaBumas nynovHas rpbixa. Obpawjano Ha cebsi BHUMaHue
OTCYTCTBUE OBOMOCEHMS Ha NULE, B NOAMbILLIEYHbLIX BNagnHax,
CKyZIHO€ OBOJI0CEHME B NaxoBo obnacTtu, yBernmyeHHbIe KUCTU
W CTONMbI, He COOTBETCTBYOLLME POCTY NauneHTa. [NepkyTopHO
Hag Nerkumu: NPUTYNsieHne FIEroMHOro 3ByKa Ha YpoBHE 6
mexpebepbs, cnpaBa. AyckynbTaTUBHO B NErkvMx: AblXaHue,
ocrnabneHHoe C XeCTKOBaTbIM OTTEHKOM, BNaXKHbIe Menkony-
3blpyarble Xpunbl B HUXKHWX OTAENax Nerkmx.

B obcnepnoBaHuax:

OAK: 3p 3,45-4,90, He 84-100 r/n, neik.4,7, a- 3, n-2, c/4.
71, Tp-320, numd. 20, MoH. 4, COD 10 MM\y;

BAK: Na-133,9mmone/n, K-4,36 mmons/n, Ca-1,16
MMOnb/N, rnwko3a-4,6 MMone/n, xeneso-2,4 mmonb/n,
moyeBuHa 5,8-24 mkMornb/n, o6w.6un. 21mkmones/n(5-16),
OXOKC 66, I'TTIM 32, AllT-41-7 ME, ACT-36- 18 ME, LL|® 95,
KpeaTuHWH-118; [Mioko3a-4,6-6,4; Kannin-4,81-5,98; ANT-7-16;
ACT-18-56; Bunupy6bun-17; OXKCC-66, xene3o-2,4, obwuii
6enok — 79r/n.

KI': MTU- 76 %, B-HadT. TecT—non ++, aTaH. TecT OTp.,
bubp «A» — 3,1r/n;

[opMOHbI WuT.Kenesbl: FT3-5, 53; FT4-17,4; TT-4,14;
a-Tro-9,51;

M®A Ha BCce MapKepbl renatuToB: OTp.;

KopTuaon: y-654,0; B-700,0;

WMmmyHornobynuHel: Ig G-3,5; IgM-3,4; 1g1-27,2;

FfopmoHbl: JIM-6,32; ®CI-5,91; TecTocTepoH-8,51;
[MponakTuH-470,9; ScTpagnon-0,22;

UOA: IgG k HaTmBHon AHK-0,361(0,385); Ig G k geHaty-
paTuBHoit 0,333(0,244);

Mukpobuonoruyeckoe nccrefoBaHue acLiuTUYECKOM Xuna-
KOCTW: naTonoruyeckas riopa oTCYyTCTBYET;

AHanua acumTuveckoii xuakoctu: ya. Bec-1030, npoba
PuBansra — oTp, Neiik.-4-6-8, ap.-80-100 HEN3M., ME3OTENMNIA-
2-3-4, HelATp-ea, nonubnacTbl-e4., Makpodaru-ea., KNeTku Me-
30TeNUsA pacnoroxXeHsl NnacTamu, aTUNUYHBIX KNETOK HET;

OAM: ya.Bec- 1020, 6enok — oTc, 6un.— Hopma, neik-4-5
B none 3p., apuTp-2-4 B none 3p.;

OKI™: Putm cunycosblil, UCC 79 ya/muH. BepTukanbHoe
nonoxeHue 30C. 3ybeuy T «-» B avf, V1-V3;

OXO-KI: OA 2,8cm, NN 4,3cm, KOP 4,3, KCP 2,7, KOO
80 mn, KCO 28mn, YO53mn, ®B66%, aensraS 36%, Tacrmk
0,9-1,4cm, Tmxkn 0,7-1,4cm. [10M0CTU NpaBoro XKenygo4vka u
neBoOro npeacepavs yMepeHHo paclumpeHrbl. KnanaHnsl UH-
TakTHel. [NokasaTenu cucTonuMyeckon yHKUUU MUoKapaa B
npegenax Hopmbl. [Jonnep-peryprutauua 1-2 ctenenu Ha MK
n TK. YMepeHHas nerodHas runepTeHsns;

Y3 nneBpanbHoii nonoctn: C 06enx CTOPOH He3HaUNTENb-
Hoe axocBoboAHoe B 06eunx nreBpasntHbIX NOMOCTSX.

Y31 OBIT: Y3W kapTuHa unpposa nedeHn. BoipaXeHHbI
acuut. CnneHomeranus. lenatomeranus. lMopTanbHasa runep-
TeHana. AuddysHble M3MEeHEHUA napeHxMMbl NeYeHu (3ep-
HUCTaa CTPyKTypa neveHun). 3acToiiHasn nevyeHb, 3acTONHbLIN
XENYHBIA Ny3bIpb.

Y3W cocynoB neveHun: JaHHbIX 3a NopTanbHYo rmnepTeH-
310 He BLISBIEHO, TPOMOO3a NEYEHOUHbIX, CEME3EHOUHbIX
BEH He BLIABMEHO.

KT opraHoB 6ptowHoi nonoctu: Linppos neveHn. AcumT.

OrAC: Pedntoke azogaruT;

PeHTren OIK: [MpaBoCTOPOHHUIA rugpoTopakc. PeHTreH
KUCTEN: YMEPEHHO BhIpaXeHHbIA pErMOHapHLIA paBHOMEPHLIRA
ocTeonapos. KoCTHLIN BO3pacT cOOTBETCTBYET 14-15 rogam.

lematonor: XXJA, cpefHel cTENEHN TAXKECTU, CMELLAHHOIo
reHesa.

OdpTansmonor: BUAMMON NaTonornm He BuifBrneHo. KonkLa
Kaitsepa-®neiiluepa He onpeaensoTcs, Ho UMeeTcsl benoBa-
TO€E AereHepaTBHOE N3MEHEHWE NMMBanbHON 30HbI M BEPXHUIA
naHHyc Ha porosuLe.

MynbmoHonor: 3kccyaaTUBHEIA NNEBPUT (BTOPUYHOMO
xapakTepa).

MeuxmaTp: Ha MOMEHT OCMOTpa NCUXUYECKUX PacCTPONCTB
He BbISIBMEHO.

lMenetuk (HUAT 1 I1): 3agepxka nonoBoro pa3suTus, Bnpa-
BUMasa NynoyHas rpbibka, MHOXECTBEHHbLIE MUKpoOaHOManuu
pa3suTna. Cpeaun HacneacTBeHHEBIX HonesHell oOMeHa nouTu
BCe XapaKTepuUaytoTca paHHe BO3pacTHOW MaHudecTaumei n
YMCTBEHHOW OTCTanocTbto. 3 3aboneBaHuii, nposBnsaloLuxca
CXOAHOW KNMHUYECKON CUMNTOMATUKOMW C fi@HHbIM NaUuneHToM,
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TONbLKO ABa MOryT NpoTekaTb ¢ No3AHe MaHudecTaunei un
6e3 3[MP - HacneaCTBEHHbLIA FEMOXPOMOTO3 U renaToneHTy-
KynsipHas aereHepauus (bonesHb BunbcoHa-KoHoBanosa).
PekomeHgoBaHo: KapMoTUNUpoBaHUe - onpeaeneHune cnekTpa
aMWHOKMCMOT U auuKapHUTUHOB ANSA UCKMOYEHUsA Hacnea-
CTBEHHbLIX Bone3Helh obmeHa; ocMoTp yporiora, Y3 Tectuc.

Takum o6pasom, y JaHHOro nauueHTa Heobxoguma gud-
depeHUnanbHasa AnarHocTnka KpUNTOreHHOro LMppo3aa nevyeHn
C MopaxKeHWeM NeYeHu Npu HacneacTBEHHOM remoxpomaTtose
1 6onesHn BunbcoHa — KoHoBanoea.

HacneacTBeHHBEIA FeMOXPOMOTO3 — ayTOCOMHO-
peLeccuBHoe 3aboneBaHue, NpU KOTOPOM HapylleHa pery-
NAUKA BcackbiBaHWSA Xenesa KneTkamu Xenyf04HOo-KULLEYHOro
TpakTa, BCNeACTBUE Yero NPoMCXoanT YpesmepHoe OTIOXeHe
Xeresa BO BCeX opraHax, HapyLlaeTea PyHKUUA NeYeHm, noa-
XenyAovHOW xeneabl, cepala, rmnoduaa; nopaxaroTcs Takxke
KOXa W cycTaBbl. ['eH neperpyaku xxenesom ([TK) pacnonoxeH
Ha 6p21.3, cuenneH ¢ HLA-A3 annenem. [JuarHo3 ctaBuTCA
Ha OCHOBaHWUN MONEKYNSAPHO-TeHETUYECKOWM ANArHOCTUKK, 6u-
oncum neveHmn n nabopaTopHbIX AaHHbIX (YBENUYEHUE Xenesa
B MoYe, KPpoBM).

FenaToneHTUKynsapHasa agereHepauusa nnu 6onesHb
BunbcoHa - KoHoBanoBa - ayToCOMHO-peLieccMBHOe 3abone-
BaHWe, B OCHOBE KIUHWYECKUX NPOABMEHUA KOTOPOro NeXuT
HapylweHue obMeHa Mefu B opraHuaMe. XapakTepusyeTcs
nopaxeHnemMm nevyeHn U HEPBHOW CUCTEMEI - B BUAE nporpec-
cupyloLwero Luppos3a u HEBPONOrMYECKUX CUMNTOMOB. [eH
ATP7B, pacnono)eH Ha 12 xpoMmocome, n3BecTHo 6onee 100
MyTaLuii, Bbi3biBalOLLMX B6ornesHb.

Oba 3aboneBaHna MOryT NpoABUTLCA B fobom
Bo3pacTe.

B naHHOM criyvyae Ans noATBepXAEHMA AnarHosa Heob-
XOAMMO npoBecTn BUONCUIO NEYEHU C NOKPACKON Ha XKeneso
n/Unn reHeTUYeckoe TeCcTMpoOBaHUWe; OUEeHUTL nokasarenu

CbIBOPOTOYHOrO Liepynonnasmuia, Meau; u3ydnTb napameTpbl
24-4acoBOW 3KCKpeLUN Megn ¢ MOYONA.

3akntoveHue. MNpoaomKUTENBHOCT XU3HW NPUW LMppo3e ne-
YeHMW 3aBMCUT OT CTENeHU KomneHcaLuuu npouecca. [NpumMepHo
nonoBuHa 60MbHLIX C KOMMNEHCUPOBAHHLIM (B MOMEHT ycTa-
HOBIEHWA AMarHosa) LUMppo3oM NeYeHu XUBeT Oonee 7 net.
Mpu AekoMNeHcMpoOBaHHOM LMppPo3e Yepes 3 rofa 0CTaeTcH B
#uBbIX 11—41%. [Npn pa3suTuM acunTa N1LLL YETBEPTaA YacTb
6onbHLIX NepexuBaet 3 roga. Ewje 6onee HebnaronpuATHLIN
MPOrHo3 UMEET LUUppo3, CONPOBOXAAOLMACA NnopaxeHnem
HEPBHOW CUCTEMBI, NPU KOTOPOW BonbHble B GOMbLUMHCTBE
criyyaeB yMUpaloT B TedeHue roga. OCHOBHbLIE NPUYUHBI CMep-
TU NPU LUPPO3e NeYeHn — NeYEeHOUYHasa KoMa U KPoBOTEUYeHWe
13 BEPXHUX OTAEMNOB XenyLoMHO-KULLEYHOro TpakTa. bonbHble
LMPPO30OM MEYEHN OrpaHUYEHHO TPYAOCNOCOOHbLI (MHBaNua-
HocTb Il rpynnel), @ Npu AEKOMMNEHCUPOBAHHOM LMppo3e
neyeHun, akTUBHLIX popmax 3aboneBaHus M Npu Npucoean-
HEHWUN OCINOXHEHWIA — HEeTPyLOoCnoCcobHbI (MHBanugHocTh
vl rpynnet).
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