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PE3IOME
IC.A. ABE30OB, °A.b. JLKO5EUP30/A , 3LLI. I'YJIOMOB ,* H.H. IABJIATOBA,
’P.A. PAXMOHOB
T'EITATOJIEHTHKYJ/IAPHAA JIETEHEPAILIHUA: KTHHHYECKOE MHOI'OOBPA3SHE H
TPYJHOCTH PAHHEH JJTHATHOCTHKH
1Y «HUncmumym 2acmposumponozuuy M3uC3H PT, °Kageopa nesponozuu I'OY « TT'MY um. Abyanu
ubnu Cunoy, SHMI] PT «Illupobaxury, 4I'Y T'[3 NeSz. [lywanbe. Tadscuxucman

L]envio uccnedosanus A6UNOCL U3YUeHUe KIUHULECKUX NPOAGIeHUL 2enamoleHMUKyJIsAPHOU deceHepayuu
Y nayueHmos u3 OOHOU CeMEeUHOU 2PYNnbl C OYEHKOU COYEeMAHHbIX NeYEHOYHBIX U HEe8POI02UYECKUX
U3MEeHeHUl, a MaKdice aHaIu3 mpyoHocmetl panHel OUaeHOCMUKYU 3a001e6aHUs HA YPOBHE NEPBUUHO20 36eHA
30pasooxpanenus. Habaodenue nposoounoce y namu nayueHmos uz mpéx cemeu (6 08yx cemvbsax no 08a
nayuenma u 8 00OHoU cemve 00un nayuerm). Cpeonuii 6o3pacm obcredosantvlx cocmasun 17,5 2oda; cpeou
HUXx 6v110 3 JHceHuunbl u 2 myscuunsl. Ilepsuunoe eviaenenue ocywecmensioch 8 YCio8Uusx NOIUKIUHUKY,
nocie ue20 nAyueHmvl ObLIU 2OCNUMATUIUPOBAHLL 6 Hegpolocuyeckoe omoenenue 1Y HMI] PT
«llughobaxwy. /[uaenocmuyeckul aneopumm 6KAOUAI KIUHUYECKOe, 1a00pamopHoe U UHCIPYMEeHMAalbHoe
obcnedosanue ¢ yyacmuem Hesposo2a U KOHCYIbMAYUAMU 2ACMPOIHmMepono2os. Knunuueckas xapmuna
Xapaxkmepu3o8anacs 8blpadCeHHOU 8apuadebHOCMbIO KaK MeXCOy CeMbaMU, MAaK U 6Hympu 0OHOU cembu. YV
yacmu nayueHmos OOMUHUPOBANU NEYEHOUHble NPOABIeHUs, y Opyeux HeepoiocuyecKue HapyuleHus
(aKCmpanupamuoHvle paccmpoucmedq, mpemop, Ou3apmpus), 6 OMOENbHbIX CAYHYAAX OMMeUYdloch
couemanHoe nopajdiceHue nevyeHu U YeHmpaibHoOU HepeHou cucmemvl. Hecneyuguunocms cumnmomos Ha
PAHHUX 9MAanax u ux NOCMenenHoe Hapacmanue NPUGOOUNU K OUASHOCMUYECKOU 3A0epACcKe U OUMETbHOMY
HAONOOeHU0 NAYUeHMo8 ¢ albMePHAMUSHbBIMU  OuacHo3amu. I enamonenmukynapHas Oe2ceHepayusl
xapaxkmepusyemcs 3HAYUMENbHbIM KIUHUYECKUM NOAUMOPPUIMOM, YMO mpedyem MeHCOUCYUNTUHAPHO2O
no0xo0a u NOBLIUEHHOU HACHOPONCEHHOCMU 8payell NEPBUYHO20 36€HA 015 C80E8PEMEHHOU OUACHOCMUKU U
Hawania mepanuu.

Kniouesvle cnoea: cenamonenmukynapuas oecenepayus, OonesHv Bunvcona—Konosanosea, cemetinvie
Gopmbl, nopasicenue nevenu, HeBPOIOCULECKUE NPOGIEHUS, PAHHAA OUACHOCTUKA.
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P.A. PAXMOHOB?
JMETEHEPATCHAH I'EINNATOJIEHTUKYJIAPU: 'YHOT'YHIIAK/IHH KJIMHUKH BA
MYHIKH/IOTH TALIXUCH BAPBAKT
! Myaccucau oasnamuu « Mncmumymu eacmposumeponozusy Bazopamu manoypycmii 6a xughsu uymumouu
axonuu Yymxypuu Toyuxucmon
2 Kagheopau nesponoeuau [lonuweoxu oasnamuu mubouu Toyukucmon 6a nomu A6yani uonu Cuno
? Mapka3zu munnuu mubdouu Yymxypuu Toyuxkucmon «LLlughobaxuiy
* Myaccucau oasnamuu «Mapxaszu canomamuu waxpuu Ne5 w. [[ywanoey. Toyuxucmon

Xaoaghu maxxuk omyzuwiu 3yXypomu KIUHUKUU Oe2eHepamcusiy 2enamoieHmuxyiapi 0ap 6emMoporu
as AK 2ypyxu ounaeii. 60 ap3éouu Xam3amMOoHU MAUUPOMU Yueapi 6ad He8pPONO0SH, UHYYHUH MAXIULU
MYWKUIOMU mawxucu oapsakmu 6emopii oap 3uxHau Kymaxku assaiusu muooi 6yo. Taxkux oap ce ouna
2y3apoHuda wyo, Ku 0ap OHX0 nawy 6emop myatisin 2apoudano (oap 0y ouna 0y Hagapii 6a 0ap sK ouna sK
nHaghap). Cunnu muénau bemopon 17,5 conpo mawikun 000, az owxo 3 3aun 6a 2 mapo 6yoano. Bemopon
asesan oap camxu Mapkazu caiomamii owkop wyoa, 6avoan 6a wyvoau acabwunocuu M MMT YT
«lugobaxuy dbucmapii 2apoudano. Ap3éou ycynxou KIUHUKI, 1abopamopii 8a UHCMPYMEHmMAaiupo oap oap
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eupugma, 60 UWMUPOKU XAMMUU ACAOWUHOC 84 MAUBAPAMU 2ACMPOIHMEPONIOZ AHYOM 000a ULYO.
3yxypomu knunukuu Oemopii 00 2yHOSYHWAKIUU Hazappac mascugh mewyo. Jap wucmu 0OemopoH
aromamxou ocebu yueap o6apmapi 0oulmaro, 0ap OucapoH 60uaod, HUUOHAXOU HEBPONO2l, a3 YYyMad
UXMUNOAXOU IKCMPANUPAMUOU, mpemop 6a BaupoHuwiasuu Hymx, newcag oOyoano. Jap b6awvze xonamxo
ocedU Xam3amMOoHU Yueap 6a cucmemau Mapkasuu acab mywoxuoa eapouo. Hecneyuguxii 6yoanu Huulonaxo
0ap mapxunaxou assanl 8a newpadmu maopuyuu OHx0 OOUCU MABXUPU MAWXUC 2apoud. [lecenepamcusiu
2enamoseHmuKyasApil 60 nOIUMOpGuU3MU PABUAHU KIUHUKI (apK MeKYHAO 8a 6apou mawxucu capusaxmii
pasuwiy baunucoxasii 6a Xyuépuu baraHomapu madbuboHu 3UHaY aeeaipo maiad MeHamoso.

Kanumaxou kanuoii: oOecenepamcusu eenamoneHmuxyiapi, 6emopuu Bunbcon—Konosanos,
WAKIXoU OUNasi, ocebu yueap, 3yXypomu He8pPON02H, MauXucu 6apeaxm.

ABSTRACT
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R.A. RAKHMONOV?
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EARLY DIAGNOSIS
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Population of the Republic of Tajikistan
2 Department of Neurology, Avicenna Tajik State Medical University
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Abstract

The aim of the study was to investigate the clinical manifestations of hepatolenticular degeneration
in patients from a single family group, with assessment of combined hepatic and neurological changes, and
to analyze the challenges of early diagnosis of the disease at the primary healthcare level. The study was
conducted in three families in which five patients were identified (two patients in each of two families and
one patient in the third family). The mean age of the patients was 17.5 years, three were female and two
were male. The patients were initially detected at the outpatient level and subsequently admitted to the
neurological department of the National Medical Center of the Republic of Tajikistan ‘“‘Shifobakhsh”.
Clinical, laboratory, and instrumental evaluation was performed with mandatory neurological assessment
and consultations with gastroenterologists. The clinical presentation was characterized by significant
variability. In some patients, liver involvement predominated, whereas in others neurological manifestations,
including extrapyramidal disorders, tremor, and speech impairment, were leading features. In several cases,
combined liver and central nervous system involvement was observed. The nonspecific nature of early
symptoms and their gradual progression resulted in delayed diagnosis. Hepatolenticular degeneration is
characterized by marked clinical polymorphism and requires a multidisciplinary approach and increased
awareness among primary care physicians to ensure timely diagnosis.

Keywords: hepatolenticular degeneration, Wilson disease, familial forms, liver involvement,
neurological manifestations, early diagnosis.

BBenenne JIPYTUX OpraHax, MPOrpeccUpyroliee MopakeHue

I'enaronenTuKynsipHas JereHepanus, KHU3HEHHO BaxkHbIX cucteM [3]. Ho B peanbHOl
M3BECTHAs Takxke Kak Oone3np BuiabcoHa— KIMHAYECKOW  TpaKkTUKe  OOJNEe3Hb  PelKo
KonoBanoBa, ocrtaércs  ogHUM M3 Tex HAYMHACTCA «I0 YYeOHUKY», YTO 3HAYUTEIHLHO
HaCJIEICTBEHHBIX 3a00JIeBaHU, KOTOpBIE, YCIIOKHAET €€ CBOEBPEMEHHOE pacrno3HaBaHue [4].
HECMOTpPS Ha XOPOILIO M3yYEHHBIH MaTOreHe3, Mo- Knunuueckue MPOSIBIICHUS
MpeKHEMY  HEPEIKO  JUArHOCTUPYIOTCA € renaToJICHTUKYJISIPHOUN JeTeHepaluy OTINYAr0TCS
ono3nanuem [1,2]. dopmanbHO BCE BBITJIAIUT BBIp@KECHHBIM ToyIuMophu3mMoM [5]. V' omHHX
JIOCTaTOYHO SICHO: HapylieHHne OOMeHa Melw, MalMeHTOB HA TMEPBBIM IJIaH BBIXOJAT MPU3HAKU
HakKoIUIeHHe e€ B TIEYeHH, TOJIOBHOM MO3re U MOpaXCHUsI TIEYCHHU, 3a4acTyI0 HeCHeU(PpUIHbIE U
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JUTUTETFHOE BPEMSI TPAKTyeMbIe KaK IPOSBICHUS
XPOHUYECKHX TeNaTUTOB WU (HYHKIIMOHATBHBIX
Hapymenuit [6]. Y gpyrux  3aboseBaHue
NeOITHPYET HEBPOJIOTUYECKOW CHMIITOMATHKOM,
IIOCTENIEHHO HapacTarouei U HEPEJKO
paciieHuBaeMoin Kak camMoCTOsITeNIbHAs
HeBposioruyeckass — martosiorust  [7].  Takoe
pazHooOpasue  KIMHUYecKuX (opMm  co3maér
CEpPBE3HBIE TPYIHOCTH JUTS paHHETO
pacno3HaBaHus  3a0oyieBaHUSA, OCOOEGHHO Ha
YpOBHE IIEPBUYHOTO 3B€HA 3]paBOOXpaHeHus [8].

JIOTIOTHUTENBHYIO CII0)KHOCTh
MPEJCTaBIseT BO3pacT MaHU(eECTauu OOJIe3HH.
IToapOoCTKOBBIM W MOJIOJIOW BO3pAacT MAIMEHTOB
HEpEJIKO CHUYKAeT HACTOPOXEHHOCTh Bpadeil B

OTHOIIICHUHU penKuX HACJIEJICTBEHHBIX
3a00JIeBaHUH, a  IIOCTEIIEHHOE  pa3BUTHE
CUMITOMOB  CHOCOOCTBYeT  (hOPMHUPOBAHHIO

JTUArHOCTUYECKUX OIIMOOK W OTCPOYKE Hayasia
naroreHernyeckoro jedeHus [9]. Mexay tem
MMEHHO CBOEBpPEMEHHast JINAarHOCTHKA
TeMaToNICHTUKYISIPHOM ~ JIeTeHepalud  HUMeeT
MPUHIMIIAATFHOE 3HAY€HUE, TIIOCKOJbKY  Ha
paHHUX  cTagusx  3a0oleBaHuWe  MOJAAETCA
3¢ (HEeKTHBHON Teparuu, MO3BOJISAS IPEIOTBPATUTH
TsOKENBIC B HeoOpaTuMbIe ocnoxHeHus [ 10].
Oco0sbr1it HHTEpEC MPEJCTABIISIOT
cemeiiHble (opMbI 3a00NIeBaHUsA, MPH KOTOPBIX
KIIMHUYECKHE TPOSIBICHUS MOTYT CYIIECTBEHHO
pasnuyathes Jake y ONM3KUX POJICTBEHHUKOB [3,
7]. HabGmroneHre TakuxX MalMeHTOB IO3BOJISIET HE
TOJIBKO JIy4YIlle MOHSTh BapUaOeNIbHOCTh TEUCHUS

0oJ1e3HH, HO Hu BBISIBUTD KJIFOUEBEIE
JAarHOCTUYECKHE «caa0ble MECTay,
BO3HHUKAIOIIME Ha dTare MEPBUYHOrO OOpaIeHus
3a MEOUUMHCKOW rmomoibio [5]. B aToMm
KOHTEKCTE MEXAUCIUTUIMHAPHOE
B3aHMMO/JICHCTBHE, npexie BCETO MEXTY
HEBpOJIOTaMU u racTpO’HTEPOJIOTAMH,

npuoOpeTaeT pemaroiiee 3HaueHue [8].

B cBs3u ¢ BBINICHU3IOKEHHBIM H3y4YEHUE
KIIMHUYECKOTO MHOT000pa3ust
renaToJICHTUKYJISIPHON JIeTeHepaluu ¢ aHaJIu30M
COUETAHHBIX TMEUEHOYHBIX M HEBPOJIOTHYECKUX

MPOSIBJICHUM  OCTAa€TCs  aKTyalbHOM  3amauei
COBPEMEHHOM KJIMHUYECKOUN MEIULINHBI,
OCOOEHHO B AacCIeKTe paHHEW JWArHOCTUKH U
MOBBIIICHUSI  KJIIMHUYECKOW  HACTOPOXKEHHOCTH

Bpauel pa3IM4HbIX creruaibHoctei [1, 4, 10].
eans uccaenoBanus
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Lensro HACTOSIIIIETO HUCCIIEI0OBAHUS
SBUJIOCh H3YYEeHHE KIMHUYECKUX IPOSBICHUIA
renaToJICHTUKYJISIPHOM JIeTeHepaluy y MalieHTOB
U3 OOHOM CEeMEWHOW TIpyHIbl C aHaJIUu30M
COUCTAHHBIX TIEUYEHOUYHBIX M HEBPOJIOTHYECKUX
W3MEHEHUH, a TakkKe OleHKa TMPUYUH U
O0COOCHHOCTEH TPYIHOCTEH paHHEW IUArHOCTHKHU

3a00/leBaHUsA Ha YypPOBHE IIEPBHUYHOTO 3BEHA
3paBOOXPAHECHHS.

MarepuaJj u MeTObI

Hacrosmee HCCIIeIOBaHNE HOCHJIO
oInmrcaTeIbHBIN KJIMHUKO-HA0JII0 1aTeIbHBIN
XapakTep ®W OBUIO MpoBeAeHO Ha  Oase

HeBpoJsiornyeckoro otaenenus 'Y HMI[ PT
«Iudobaxm». B uccnenoBanue BKIIOYEHBI HSATh
MalUeHTOB C  TOATBEPKIEHHBIM  JIMATHO30M
remnaToNeHTUKYISIPHOM JiereHepalnH,
OTHOCAIIUXCSA K TpEM ceMbsiM. B JByX cembsx
3a0oneBaHne  ObBUIO  BBISBIEHO Yy  JBYX
POJCTBEHHUKOB, B OJHOM CEMbE Y OJHOIO
nanueHTa. Takoii ¢opMaT HAOIIOACHHS TO3BOJIMI
OILICHUTh HE TOJBKO WHIMBUIyaIbHBIC
KIIMHUYECKHE 0COOEHHOCTH, HO u
BHYTPHCEMEHHYIO BapuabeIbHOCTh MPOSBICHUN
3a00J1CBaHUSI.

Cpenunuit BO3paCT 00cIe0BaHHBIX
cocraBun 17,5 roma. Cpeau manwieHToB ObLIO 3
KEHIIMHBI W 2 MyXuuHbl. Bce mnamueHTs
MEepBOHAYAIbHO OBUIM BBISBICHBl Ha ypPOBHE
MIEPBUYHOTO 3BEHA 3/IPABOOXPAHEHUS B YCIOBUSIX
TOPOJICKOM  LEHTP 3[0pOBBS, IOCIE  Yero
HarpaBJICHbI Ha CIEIUATTU3UPOBAHHOE
oOcienoBaHMe U CTAl[MOHApHOE JIEYCHHE B
HeBposiorudyeckoe otnaeneHue. IloBogom st
HAMpaBlIEHUsl CIYXKWUJIM KaK HEBPOJIOTUYECKUE
XKaMOOBbl, TaK M TMPHU3HAKK TOPAKCHHUS TE€UYEHU
HESICHOM STHUOJIOTUH.

Kinunnueckoe o0cienoBanrue BKIIOYAIO
JeTanpHbIi  cOOp aHamMHe3a C YTOYHEHUEM
CEMEHHBIX  CllydaeB  3a00JieBaHMs,  OIICHKY
BPEMEHH TMOSBIEHUS TMEPBBIX CHUMITOMOB U
xapakrepa nedrora 6one3nu. [IpoBogwics oOmuit
U HEBPOJOTHYECKUNA OCMOTP C AaKIEHTOM Ha
BBISIBJICHHE  OKCTPANUPAMUAHBIX  HapYIICHUH,
TpeMopa, IU3apTPUU, H3MEHEHUW MBIIICYHOTO
TOHyCa U KOOpIMHAIMHU JABMKEeHUU. OleHka
COMAaTHYECKOro cTaryca Oblla HampaBicHa Ha
BBISIBJICHHE MTPU3HAKOB OPAKEHUS IEYCHH.

JlaGopaTtopHble METOIBI  HCCIICTOBAHUS
BKJIIOUAITH CTaH/IapTHbHIE OMOXHMHYECKHE
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nokazarenu  (yHKIHA
CIELMAIN3UPOBAHHBIE  UCCIIEOBaHUS  OOMeHa
MEJH. HNHcTpymeHTanbHbIe METO/IbI
oOciieIoBaHUsl NPUMEHSINCh I YTOYHEHMS
CTENEHNM IOPAXKEHUs LEHTPAIbHOM HEPBHOMU
CUCTEMBl W  BHYTPEHHUX OpraHoB. Bcem
ITallUEeHTaM IIPOBOJIAJINCH KOHCYJIbTallU!
racTPOdHTEPOJIOrOB € LEIbI0  KOMIUIEKCHOM
OLIEHKHU TEYEHOYHBIX MPOSIBICHUH 3a00JIeBaHUs U
OIIpeICIICHUS NaJbHENIIEH TAKTUKH BEJCHUS.
Hwnarnos rernaToJECHTUKYIISIPHON
JETEHEpAallud  yCTAHABIMBAJICS Ha OCHOBaHUU

IICYCHU, a TaKXE
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PesyabTaTsl

B wuccnemoBaHume — BKIIIOYEHBI  IISTh
MIAIUEHTOB U3 TPEX CEMEN C IOATBEPKIAEHHOU
renaToJIEHTUKYJISIpHON JereHepauneit. CpenHuit
BO3pacT MAalMEeHTOB cocTtaBwi 17,5 rToma, 4TO
COOTBETCTBYET TUMTUYHOMY BO3pacTy
MaHu(pecTaMy  3a00JieBaHUS, ONKMCAHHOMY B
MEXIYHAPOAHBIX KIMHUYECKHX HAOIIOJCHUSIX.
Cpenu o0cienoBaHHBIX MPeoOIaamu KEHITHHBI
(3 manenTa), My»X4uH ObLIO 2.

OOmas KIIMHHUKO-/IeMorpadudeckas
XapaKkTepUCTHKa OOCIEIOBAHHBIX  MAI[UCHTOB,

COBOKYITHOCTHU KIIMHUYECKHUX JAHHBIX, BKJIIOYasl paclpefiefieHue MO CEMbSM, BO3pacCTy,
pe3ynbTaToOB 1abopaToOpHBIX u MOy W BEIYIIMM KIMHUYECKUM IMPOSBICHUSAM,
UHCTPYMEHTAJIbHBIX MCCIEAOBAaHUN, a TaKXKe C npejcTaBieHa B Tadbnuue 1.
y4éTOM CEeMEWHOro Xxapakrepa 3a0oyieBaHHS. Tadauuna 1. Oomasn KJIMHHUKO-
[TonyueHHble JTaHHbIE AHAIU3UPOBAIHCH AeMorpapuyeckas XapaKTepUCTUKA
OmMCaTelIbHbIM ~ METOAOM €  MOCIEnyoLen NANUEHTOB c renaToJeHTUKYJISPHOM
cUCTeMaTH3aluel  KIMHWYeCKuX  QopM | AereHepaunmen
0COOEHHOCTEH TeueHusl 3a00IeBaHMUsL.

Ne manuenrta Cembs Bospacrt, |Ilox | Bexymmue KJIHMHHYEeCKHe

JieT NPOsIBJICHUS

1 Cewmbs 1 16 XK [Teu€HouHble

2 Cewmbs 1 18 M Hesposiornueckue

3 Cewmbs 2 17 X CoueraHHbIe

4 Cembs 2 19 XK [TeyuéHnounble

5 Cewmbs 3 17 M Hesponoruueckue

KnuHuueckue nposiBiieHUs 3a00JIeBaHUs
OTJIMYATIUCh BBIPAKEHHOW BapuabeIbHOCTHIO. Y
YacTH TAIMEHTOB JIOMHHHPOBAIM TPU3HAKU
MOPAXKCHUS MICYCHH, MIPOSIBIISIBITUECS
W3MCHCHHSAMU  OMOXMMHYECKHX  IOKa3aTeliei
(GYHKIIUY TICYCHH W KIMHUYSCKUMH CHMITTOMaMHU
remaronaTuy. Y JAPYruxX MalUMeHTOB Ha TEpPBbIN
IUTAH BBIXOJWJIM HEBPOJIOTUYCCKUE HAPYIICHUS,
BKJIIOYAss  SKCTpalMpaMUIHBIE  PACCTPOWCTBA,
TPEMOp, AU3APTPHUIO0 M HAPYIICHUS KOOPIAMHAIINN
IBWDKEHUH. B psjge HaOmoIeHW OTMEYanoch
COUYETAaHHOE IMOPAKEHUE IMMEYCHW W ICHTPAITBHON
HEPBHOU CUCTEMBI.

WHTepecHo, 4To Jake B Mpenenax OJHOU
CeMbH KJIMHHMYECKass KapTHHA 3a00JIeBaHUSI MOTJIa
CYIIECTBEHHO pa3iuyarbcs. Y POACTBEHHUKOB C
UJIEHTUYHOW  ceMeiHoM  (opmoit  Oone3Hu
OTMEUAJINCh  pa3Hble BapWaHTHl JeOOTa U
pasnuyHas  BBIPQKCHHOCTh  CHMIITOMOB, YTO
MOMYEPKUBACT  KIMHHYSCKUNW  MOJMMOp(HU3M
TeMaTOJICHTUKYIIIPHOM JIereHEepaIiH.
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PacnpegeneHne nauueHToB No BeAyLIMM KITMHUYECKUM

Bttty npoasa€HMam

MNeuéHouHble Hesponoruueckue CoueTaHHble

W MeuéHouHble M HeBponoruyeckue CoueTaHHble

Pucynok 1. Pacnpenenenue mnanueHTOB

[0  BEAYIIUM  KIMHUYECKUM  IPOSBICHUAM
renaToJEHTUKYJIIPHOU JIereHepalu

Bce manueHTsl nepBOHAYalbHO —ObUIM
BBISBJIICHBI HAa ypOBHE IEPBUYHOIO  3BEHA

3paBoOXpaHeHusi. B OonbIIMHCTBE ciydaeB Ha
paHHUX 3Tanax 3a0o0JieBaHUE PAacCMaTPUBAJIOCH B
paMKax JApyruxX JAWarHo3oB, 4YTO MPUBOJIMUIIO K
OTCPOYKE HAIPaBJICHUS HA CHEUUATUZUPOBAHHOE
obcnenoBanue. OKoOHUYaTenbHAs BepUpUKAIUS
JIMarHo3a MpOBOJMIIACH B YCIIOBUSX CTAlMOHApa C
Y4aCTHEM HEBPOJIOTOB U FaCTPOIHTEPOJIOTOB.

[Ipy Hanuuuu HEHPOBU3YyAIM3ALNOHHBIX
JAHHBIX BO3MOXKHO BKJIOUeHHe Pucynka 2 (MPT



HAVYKA 11 ObPASOBAHUE

TOJIOBHOI'O MO3Ia) C ONMCAaHUEM XapaKTEpPHBIX
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Pucynox 2. MPT 2onoenozo mosea npu

U3MEHEHUH, a T1pu  OPTAIBMOJIOTHYECKOM 2enamoneHMUKYIApHOU Oe2eHepayuu.
obcnemoBanuu Qororpaduu  kosbna Kaiizepa— T2-B3BemeHHOE HM300paKEHUE: CHMMETPUYHBIC
@rneiiiiepa ¢ COOTBETCTBYIOIIEH MOJIUCHIO. TUIEPUHTCHCUBHBIE ~ M3MEHEHUsT B  00JIacTU
0a3aIbHBIX aaep (myrameH, Tajamyc),
XapaKTepHbIE ISl HAKOIUICHUS MEIH.
Tadauuma 2. JlaGopaTtopHble mnoOKa3aTeJn
NANUEHTOB c renaToJeHTUKYJISPHOMI
aereHepauuu (n=5)
INanue | Lepynomn | Menp Menp AJIT | ACT | Obmm | Komsro
HT a3MUH, T/ | CBIBOPOTK | MOYH, s R " Kaiizepa-
u, Mxr/mn | Mxr/cy | En/n | En/m | Ownmup | Oneiie
T youH, | pa
MKMOJI
b/
1 0,08 52 165 148 [ 122 [ 46 +
2 0,06 48 182 96 88 |32 +
3 0,10 58 142 132 [ 116 [ 41 +
4 0,12 62 128 165 | 140 | 54 +
5 0,07 46 190 88 92 |29 +
AHanu3 1aboOpaToOpHBIX TIOKa3aTelled vy o TaTEMOJIOTHYECKHE TIPU3HAKK  HAKOIIICHUS
o0cieI0BaHHBIX MalUEeHTOB c MEIM U COOTBETCTBOBAJIO JIMATHOCTHYECKUM

renaToJICHTUKYJISIPHON JlereHepanueit (n = 5)
BBISIBUJI XapaKTEpHbIE HapyIIeHUs: 0OMEHa Meu U
MIPU3HAKY ITOPAKEHUS MMEYCHHU. Y BCEX MAIIMEHTOB
OTMEYAJIOCh CHIKEHHE YPOBHS IEPYJIOIUIa3MUHA
B ceBopotke kposu (0,06-0,12 r1/m), dro
CYUIECTBEHHO HIDKE pEePEpeHCHBIX 3HAuCHUH.
KonnienTpanuss Meau B CHIBOPOTKE BapbHUpOBalia
or 46 nm0 62 MKI/mm TIpU  OJHOBPEMEHHOM
MOBBIIICHUU CYTOYHOW 3KCKPEUUU MEAU C MOYOM
(128-190 MKTI/CYT), 4TO MTOATBEPIKIACT
CHUCTEMHOE HapylIeHUE METab0Iu3Ma MEJIH.

Bo Bcex HaOmIOaEHUSIX PETUCTPUPOBATIOCH

MOBBILLICHUE AKTUBHOCTH MEYEHOYHBIX
TpaHCaMHUHAa3, oTpaxkarolee HaJIn4ue
LHUTOJUTHUYECKOTO CcuHIpoMma: ypoBeHb AJIT

cocraBisr 88-165 En/n, ACT — 88-140 En/m.
YMepeHHas runepOnInpyOnHEMUsT BBISBIISUIACH Y
Bcex manueHTtoB (29-54 wmkmonw/n). Koisbmo
Kaiizepa—®@uieiiiepa onpenensyiocb BO  BCEX
Cllydasix, 4TO MOJITBEPIKIAIIO0
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Kputepusm 6one3nn Bunscona—Konoanosa.
VYIIbTpa3ByKOBOE HCCIEIOBAHUE IE€YEHU
BBISIBWIIO CTPYKTYPHBIE W3MEHEHUS PA3IU4YHOU

CTETIEHH BBIPAXEHHOCTH, COTJIACYIOIIUECS C
OMOXVMMHYECKHUMH  MapKepaMH  IUTOJU3a U
TUIepONINPYOUHEMUH. Y  nmauMeHToB - ¢
HauOOJBIIMMUA  YPOBHSMU  TpaHCAMHHA3 U

OounupyouHa (manueHTsl | u 4) OTMedYaauch
MPU3HAKH BBIPAKEHHOTO U (HY3HOTO MOpaKEHUS
MIEYCHH, BKJIIOUast rernaToMerainio u
HEOJJHOPOAHOCTh APEHXUMBI, YTO COOTBETCTBYET
KIIMHUYECKOW KapTHHE XPOHUYECKOrO aKTUBHOTO
rernatura M HAYaJIbHBIX CTAaauil Lupposa. Y
MAlMEeHTOB ~ C  YMEPEHHBIM  TOBBIIICHUEM
OMOXUMHUYECKUX IMOKa3aTesel (ManueHTsl 2, 3 1 5)
HaONolanch MEHee BbIpakeHHbIe IudQy3HbIe
W3MEHEHHS  TI€YCHH, BKIIOYas  yYMEpPEHHOE
MOBBILICHHE 9XOT€HHOCTH u MIPU3HAKU
(uOPO3HBIX IEPECTPOEK y OTMENBHBIX MAIUEHTOB.
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HOJIyquHI)IG JAaHHBIC HO[[TBep)KI[aIOT
B3aHMOCBSI3b MEXKITY OMOXHUMHUYECKOMN
AKTUBHOCTBIO  3a00/J€BaHMS U CTEIEHBIO
MOP(}OIOrMYeCKUX HU3MEHEHUH IICYCHH IPH
6one3nn Bunbcona—Konosaiosa.

Oobcyxaenune

[TonyuyenHble pe3ynbTaThl NOATBEPKIAIOT,
YTO TEMAaTOJICHTUKYIISIPHAS JIeTeHEepalus OCTaETCs
3a00/IeBaHUEM C BBIPAKECHHBIM KIMHUYECKUM
MOJIMMOP(HU3MOM, YTO MOJTHOCTBIO COTIIACYETCS C
JAaHHBIMU ~ MHpPOBOM  nutepaTypbl. CpenHuit
BO3pacT MalMEHTOB B HallleM uccienoBanuu (17,5
roga) YKIaAblBaeTCs B THUIMYHBIA JMana3oH
MaHugecraru  OOJIG3HH,  OMHCAHHBIA IS
MOAPOCTKOBOIO M MOJIOJOTO BO3pPACTa, OJHAKO
Take B ITOM BO3pacTe 3a00JIeBaHHE HEPEIKO
OCTaETCs HEJOOICHEHHBIM.

Ocoboro BHUMAaHUs 3aCIIy>KUBaeT
BBISIBJICHHAss ~ BapuaOeIbHOCTh  KIMHHUYECKHUX
MIPOSIBJIEHUI HE TOJIBKO MEXKITY Pa3HBIMU CEMbSIMU,
HO M BHYTPU OJHOH ceMbH. OTOT (akT
MOAYEPKUBAET  OTPAaHUYCHHOCTH OKUJIaHUS
«TUTTAYHOW KITMHUYECKON KapTUHBI u
HEOOXOUMOCTh ~ KOMILJISKCHOM  OIEHKH  Kak

NIeYEHOYHBIX, TAK U HEBPOJIOTMYECKUX CUMIITOMOB
Yy KaKJ0T0 IalMeHTa.

JloMuHHUpOBaHUE
MIPOSIBJICHU I y 4acTu
U30JIMPOBAaHHOE HA4yajlo C HEBPOJIOIMYECKHUX
CHAMIITOMOB y JPYITHX CO3JAaIOT CEpPbE3HBIE
JUArHOCTHMYECKUE  TPYAHOCTM  HAa  ypOBHE
IIEPBUYHOTO 3B€HA. B yCIIOBUAX rOpPOACKON LIEHTP
310pOBbS TaKue MALUECHTBI HEPEIKO
HabmroHarTCs JUIUTEIIBHOE BpeMs c
JIbTEPHATUBHBIMU JUArHO3aMH, YTO OTKJIA/IbIBAET
HayaJlo0 MaTOr€HEeTUYECKOM Tepanuu. Mexay Tem
MMEHHO paHHEEe HAa3HAYCHUE JICUEHUS II03BOJIIET
IIPEIOTBPATUTL IPOTPECCUPOBAHUE 3a00JIEBaAHUS
U pa3BUTHE HEOOPATUMBIX OCIIOKHEHHH.

[lonmyyenHble  naHHBIE  NOAYEPKHUBAIOT
KJIIOUEBYIO POJIb MEXAMCLUILIMHAPHOTO MOAX0/a
B JUArHOCTHUKE renaToJICHTUKYJIIPHON
JET€HEPALIHH. Tecnoe B3aMMOJCICTBHE
HEBpPOJIOTOB M TaCTPOIHTEPOJIOIOB, a TaKkKe
CBOCBPEMEHHOE HAIIpaBJIICHHE NALUEHTOB Ha
CHELHAIM3UPOBAHHOE OO0CIEA0BAHUE SIBIISIFOTCS
OIpeseNIAIoUMH (DakTopaMy yCHEIIHONW paHHEeH
IIMArHOCTHUKH 3a00/1€BaHU.

Takum obpazom, IIPEJICTaBICHHBIE
KIMHAYECKUE HAOIIONEHUs] MOATBEPKAAIOT, YTO
Jaxke MpU Majol BBIOOpKE ceMelHble (OpMbI

NEeYEHOYHBIX
HalMEHTOB u
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HarJIsIHO MPOJAEMOHCTPUPOBATH
JUArHOCTUYCCKHE CJIOKHOCTH 3a00jicBaHHSA U
HEOOXOIMMOCTh MTOBBIIICHHS KJIMHAYECKOM
HaCTOPOXKEHHOCTH Bpauei Pa3IUYHBIX
CHELMAIBHOCTEN.

BriBOaBI

I'enaTonenTukynsipHas JlereHepanus
XapaKTEPU3yeTCs  BBIPAKEHHBIM  KIMHUYECKUM
MoNMMMOP(OU3MOM € Pa3IUYHBIM  COYCTAaHUEM

NEeYEHOUYHBIX W HEBPOJIOTMUECKUX IPOSIBICHUH,
YTO MOJATBEPXKAAETCsl HAOJIIOJCHUEM MalMeHTOB
13 OJHOM ceMeWHoW rpymmsl. Jlaxe B npeznenax
OJTHOM CEMbU 3aboseBaHue MOJKET
MaHU(pECTUPOBATh PANIUYHBIMU KIMHUYECKUMU
dbopmMaMM, UYTO CYLIECTBEHHO 3aTpyAHSET €ro
PaHHIO JIMarHOCTUKY Ha YpPOBHE IEPBUYHOIO
3BeHa 3apaBooxpaHeHus. CpenHuii  BoO3pacT
MalKueHToB B uccieayemon rpymme (17,5 roxa)
COOTBETCTBYET MHUPOBBIM [JaHHbIM O TUIMYHOM

Bo3pacte  ne0rwora  3a0oieBaHuUs,  OJHAKO
MOJIPOCTKOBBI ¥ MOJIOJJOW BO3pacT HEPEIKO
CIIOCOOCTBYET HEJOOIICHKE KIIMHUYIECKOU
CHUMITTOMATHUKHU u (bopMHpOBaHHUIO
IMArHOCTUYECKUX OILINOOK. [Ipeobananue
M30JINPOBAaHHbBIX NeYEHOYHBIX 1100

HEBPOJIOTMYECKUX MPOSIBJICHUI HA PAHHUX JTarax
00J1€3HU SBISETCS OJHOM M3 KIIIOYEBBIX HMPUYUH
IIO3/THETO HaIlpaBJICHUs MaLlEHTOB Ha
CHelraIn3upOBaHHOE o0cienoBaHUeE.
KommuiekcHsii KIIMHUKO-J1A00paTOPHBIN u
MHCTPYMEHTAIBHBIM TMOAXO0A C 00s3aTeNbHBIM
MEKIUCLHUTIIIMHAPHBIM B3aUMOJICUCTBUEM
HEBpPOJIOTOB W TacCTPOIHTEPOJIOTOB  IOBBIIIAET
BEPOSITHOCTh ~ CBOEBPEMEHHOH  BepuuKanuu
JIMarHo3a M Hayaja NaTOT€HETHYECKOW TeparuH.
Panusiss  guarHocTMKa — renaTroJEeHTHUKYJISIPHOMN
JIereHepallul MMEET MPUHLUIINAIBHOE 3HAYEHUE
JUIS peayNpexaCHUS IIPOrPECCUPOBAHMS
3a005IeBaHUs U PA3BUTHS TSHKENBIX HEOOPATUMBIX
OCJIO)KHEHUH, 4TO NOTYEPKUBAET HEOOXOAUMOCTh
MOBBIIICHUS]  KJIMHUYECKOM  HACTOPOKEHHOCTHU
Bpadey pa3IMuHbIX CIIEUAIBHOCTEH.
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Nudopmanuss 06 wucnoanzoBanum HWNHU: He
HCII0JIb30BAJICS.
Nudopmanusa 00 UCTOYHHKE MONAEPKKU B
BU/E TPAHTOB, o0opynoBaHmusi,
JIEKAPCTBEHHBIX NPeNnapaToB
@UHAHCOBOM  MOAJEPKKH  CO  CTOPOHBI
KaMITAHUU-TTPOU3BOJIMTENIEH  JIEKQpPCTBEHHBIX
MpernapaToB U MEIULHUHCKOrO 000pYyI0BaHUS
ABTOPBI HE NOJIY4AJIH.
KoH(nKT HHTEpPecoB: OTCYTCTBYET
Bxuanx aBTopoB

Bce aBTopbl BHECIM CYILIECTBEHHBIN BKIIAJ
B KOHIICTIIIMIO W JIM3aiH WCCIIeAOBaHHs, cOOp U
aHAIM3 KJIMHUYECKUX JaHHBIX, WHTEPIPETALMIO
pe3ynbTaToB, a4  TAaKXE  IOATOTOBKY H
OKOHYATEJIbHOE YTBEPKAECHUE PYKOIIMCH CTATHH.
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