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ArarHoctrka 0oae3Hu BuabcoHa

Diagnostics of Wilson disease

Llens o0630pa. O3HaKOMUTb C COBPEMEHHbIMU
MeTo4aMn OUArHOCTUKK, JIeYeHnsa 1 HabniogeHnsa 3a
naumeHTammu c 6os1e3Hbt0 BuibcoHa (BB).

OCHOBHbIe NonoXxeuus. lnarHo3 6one3Hn Bunb-
COHa A0JXeH OblTb UCKIIOYEH Yy Kaxaoro 60/IbHOro ¢
NnaTosiorMen Ne4YeHn HEeyTOYHEHHOM 3TUOJSIOTNU B BO3-
pacte ot 3 go 55 netr. Pe3koe CHUXEHuEe ypOBHS
uepynonnasamuHa (LNH) B cbiIBOpOTKE KPOBWU (MeEHee
50 mr/n nnn meHee 5 mMr/an) AOMKHO pacLEHNBATLCS
Kak ybeamtenbHoe Aoka3aTenbCTBO B MOMb3y AMarHo3a
BB. Mpwn yMepeHHbIX iy cybHOPMasbHbIX 3HAYEHUSIX
3TOro nokasaresis Heo6xoaAMMO NPOBOAUTL AAJIbHEN-
wne obcnepoBaHusa. HopmanbHbii ypoBeHb LIMH He
MOXET NCKNoYaTb anarHo3 bB.

C uenbio YTOYHEHUS AnarHosa TpebyeTcs nccneno-
BaHMe obmMeHa meau.

OLieHKa HEBPOSIOrMYECKOro crartyca U paguonorun-
YyeckOe uccneoBaHMe roJIOBHOrO Mo3ra (npegnoy-
TUTENBbHO MArHUTHO-PE30HAHCHOE) OOJIKHbI MPOBO-
OUTbCA OO0 Havana fevyeHuss BCeX MauMeHTOB C HEB-
ponorundeckon dopmon BB, nyyeBble MeToabl cinyxat
TaKke cpeanctsoM auddepeHUnanbHOM ANarHOCTUKN.
MpoBeneHe reHeTNYeCKoro aHannaa LenecoobpasHo
NP BO3HWKHOBEHUW AMArHOCTUYECKUX TPYOAHOCTEMN.
Y kaxgoro naumeHTa C OCTPOM NEYEHOYHOW Hepmoc-
TaTOYHOCTbLIO U OTPULLATENBHON peakumen Kymbca Ha
BHYTPUCOCYAMNCTbIN FrEMONIN3, YMEPEHHbBIM MOBbLILLEHU-
€M aKTMBHOCTU CbIBOPOTOYHbBIX aMUHOTPaHchepas nnm
NMOHUXXEHHbLIM YPOBHEM LLENIOYHOM pocdaTaskl Tpeby-
eTcsa ucknoyats bB.

MepBryHas Tepanus GONbHbLIX C KIMHUYECKON CUM-
NTOMaTUKOM O0/MKHA BKIOYATbL XENaTupyloLwmin npena-
pat (D-neHvumnnaMmmH mnn TpueHTnH). Heobxoanmo
n3berarb ynoTpebneHns NULLEBbLIX NPOAYKTOB 1 BOAbI C
BbICOKMM COZEpP>XXaHeM Meaun, 0COOEHHO B NEPBLIN rof,
neyeHus. JleyeHne NpecMnTOMHbIX OONbHbBIX UK NaLu-
€HTOB Ha NOAAEPXMBALOLLEN TEPANMM MOXHO NPOBOANTL
C NMOMOLLBIO Xenaropa unn uuHka. OcTpas nevyeHo4Has
HeLoCTaTO4YHOCTb, Bbi3BaHHas BB, cnyXxuTt nokasaHuem
ONsl HEeMEAJIEHHOWN TpaHCnnaHTauuy nevyeHn. MNaumeHTol
C [0EeKOMMEHCUPOBAHHbLIM LUVPPO30M, HE YyBCTBUTESIb-
Hble K Tepanum xenatopamu, AO0JKHbl PaCLLEHMBATLCS
KaK KaHOuAaTbl Ha NMPOBEOEHME TpaHcnnaHTaumn. Bo
Bpemsi 6epeMeHHOCTM NiedeHne BB npopomkaeTcs, HO
6os1ee HN3KUMIN [03aMU XeNlaToOpPoB Meau.

The aim of review. To present modern methods of
diagnostics, treatment and monitoring of patients with
Wilson disease (WD).

Original positions. Diagnosis of Wilson disease
should be excluded at each patient with liver disease
of non-specified etiology at the age of 3 to 55 years.
Dramatic decrease of ceruloplasmin level (CP) in blood
serum (less than 50 mg /I or less 5 mg/dl) should be
regarded as the convincing proof for the benefit of WD
diagnosis. At moderate or subnormal values of this
parameter it is necessary to carry out further tests .
Normal CP level cannot exclude WD diagnosis.

To specify the diagnosis investigation of copper
metabolism is required.

Evaluation of neurologic status and radiological
study of the brain (preferably — magnetic-resonance)
should be done prior to onset of treatment in all patients
with neurologic form of WD, radiological methods serve
for differential diagnostics purpose. Genetic analysis
is expedient at diagnostic difficulties. At each patient
with acute liver failure and negative Coombs test for
intravascular hemolysis, moderate elevation of serum
aminotransferases activity or decreased level of alkaline
phosphatase WD should be excluded.

Primary treatment of patients with clinical symp-
tomatology should include chelating agent (D-
Penicillaminum or trientine). It is necessary to avoid
the use of food products and water with high contents
of copper, especially in the first year of treatment.
Treatment of presymptomatic patients or patients at
maintenance therapy can be carried out with the help of
chelator or Zinc. The acute liver failure caused by WD,
serves as the indication for immediate liver transplanta-
tion. Patients with decompensated cirrhosis, tolerant to
chelator therapy, should be regarded as candidates for
transplantation. During pregnancy WD treatment pro-
ceeds, but by the lower doses of copper chelators.

Conclusion. Wilson disease — is one of the first
diseases of liver for which effective method of treat-
ment has been found. WD was a fatal disease before
methods of its treatment have been developed 50 years
ago. Discovering and introduction of D-Penicillamine in
clinical practice revolutionized WD treatment. The most
effective method, allowing to keep life to the patient, is
orthotopic transplantation of the liver.

*OKOHYaHUe CTAaThH IVIAHUPYETCS OIMyOJIKOBATh B OYEPEIHOM HOMepe KypHaJa.
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3akn4yeHune. bonesHb BunbcoHa — 0gHO U3 Nep-
BblX 3a00JsieBaHUI NevyeHn, OJis KOTOPoro Obi1 HaliaeH
3adPEeKTUBHbIN MeToa neveHus. o Toro kak 50 net
Hasap elle He Oblnn pa3dpaboTaHbl METOObI € Tepanuu,
BB npenctaensna cobon datanbHoe 3abosieBaHME.
OTKpbITUE N BHEOPEHNE B NpakTuKy D-neHnumnnamm-
Ha peBosoLUMOHM3npPoBaNo NedveHne BB. Haubonee
3P DEKTUBHBIM CNOCOOOM, MO3BOJISAIOLIMM COXPaHUTb
>KM3Hb MAUMVEHTY, CIYXUT OPTOTONMYECKAA TPAHCMIAH-
Taums NeyYeHu.

KnioueBble cnoBa: 605e3Hb BunbcoHa, guarHo-
CTUKa, reHeTudyeckme wuccrneposaHus, D-neHuumnna-
MWH, OPTOTOMMYECKasa TPAHCMNAHTALNSA MEYEHN.

acrosiue peKoMeHJAIUKU paspaboTaHHbIe

AASLD (AMepukaHckas accoI@anusl IO

u3ydeHnio GOJe3Heil TMeYeHn) MpPeACTaBIs-
10T co6oii OKa3aTeabHBIN MOAX0J K AMATHOCTUKE W
JIEUEHNIO TIAIIMEeHTOB ¢ 6o.e3nvto Buavcona (BB).
CymecTBeHHOI TPOOIEMOil, CBSI3aHHON € My6anKa-
musamu 1o bB, aBagercda To, 4TO maMeHTbl OTHOCHU-
TEJbHO PEJIKO TIOMAJIAI0T B KPYIIHbIE KOTOPTHBIE WJIH
PaHIOMU3UPOBAHHbBIE KOHTPOJIMPYEMbIE HUCCJIE/[0BA-
Husg. Bosee Toro, 60JIBITMHCTBO BAPDUAHTOB JIEYEHUST
ObLTH pa3paboTaHbl B TO BPeMsi, KOT/a JOCTYITHOCTD
JIEKAPCTBEHHBIX IpermapaTtoB Obljda 3HAYUTEJbHO
HIKe, 4YeM Ha CeroJHSIIIHUN JIeHb.

W3noxkeHHble B CTaTbe MOJOKEHUS MpeaHa3Ha-
YeHbl JJIsI PUMEHEHUsT B TPAKTUYECKOI BpaveGHO
JIESITEJIBHOCTA ¥ MO3BOJISTIOT BBIGPATh CIIOCOOBI jJHar-
HOCTUKH, TPOPUIAKTAKA W JiedeHUs 3a060JeBaHMUS.
Crernndnyeckne peKOMEeH/IAIN OCHOBAHBI HA MMET0-
meiicst B JaHHbBIN nepuo/i nHGOPMAITHH.

YcraHoBneHO, UYTO Me/lb TIPEJCTaBJsIeT coO0M
BRJKHBIII MUKPO3JIEMEHT, KOTOPBIN sIBJsIeTCS KOdak-
TOpoM MHOTHX OeaKoB. Ee cpeaHee aueTHdeckoe
norpebiaenne — 2—5 Mr/cyr. PexoMenyemplii ypo-
Berb — 0,9 mr/cyr. Bosbliasg 4acTh MOTJIOMAeMOi
MeIU BBIBOAWTCS M3 OpraHmaMa. Meab BcacbhIBaeTcs
13 KUIIEYHUKA B OCHOBHOM B JBEHAAIATUTIEPCTHOM
KUITKE W B MPOKCUMAJBHBIX OTJEJaX TOMIENW KUIITKU
C TIOMOTIBIO HHTEPONUTOB. /lasee OHA TpPaHCIOPTH-
pyeTcss B CHCTEMY TOPTAJIBLHOTO KPOBOOOPAIEHUS W
MeYeHb, CBSI3BIBASICh ¢ ATbOYMUHOM M aMUHOKHCJIOT-
HBIM TUCTHUAUHOM. B meueHnm Meab aKTUBHO BBIBO-
qutcst U3 1upkKyJadiuun. HekoTopoe ee KomdecTBo
VTUIU3UPYETCSA I MeTaGOINIeCKUX TPOIECCOB.
B mevyeHu cuHTE3WpYyeTCS U CEKPETUPYETCS TaK¥Ke
MeJbCcoiepKalMil  6eJIOK  UepyIonaa3Mum (LIITH).
OcTtanbHast MeIb BBIBOJIUTCS YEPE3 KETIEBBIBOISINNE
mytu. Ilpoitecchl, TPENSTCTBYIOIINE BBIBOAY Mean
yepe3 JKeJaub, MOTYT IPUBECTH K ee TOBBIIEHHOMY
HAKOILJIEHUIO B II€YEHMU.

BB (u3BecTHas TaxkxKe 1o Ha3BaHHUEM TrellaToJIeH-
TUKYyJISPHAs JIeTeHepalysi) BIepBble OblLTa ONMCaHa
B 1912 r. Kunnupom Buisconom (Kinnear Wilson)
KaK <Iporpeccupyioniasg JeHTUKYJISIpHas [ereHe-
painusi» — ceMeilHOe JieTaJbHOe HEeBPOJOTHYECKOe

Key words: Wilson disease, diagnostics, genetical
studies, D-Penicillaminum, orthotopic transplantation
of the liver.

3a60JIeBaHNE, COIMPOBOMKIAIONIEECS XPOHUUECKUM
MOpA’KEHUEM TIeYeHH, MPUBOJASIIUM K ITMPPO3Y.
B TeueHre HECKOJBKUX TOCHEAYIOMUX ECATUIETUN
posib Menu B natoreHese BB Gbiia TouHO omnpejelie-
Ha ayTOCOMHO — PEIEeCCUBHOI MOJeNN HacJael0Ba-
uusg BB. B 1993 r. 6bu1 BbISIBJIEH MATOJIOTHYECKUI
TeH, OTBeTCTBEHHDBI 3a pa3Butme bB. 3JToT Ten
(ATP7B) xomupyer MeTaIonepeHOCsIyo aJeHo-
sunTpudocdarazy P-tuma, Koropas B OCHOBHOM
JKCIIPpECCUPYeTCcsl B TeNaTOIUTaX M JAeHCTBYeT Kak
TPAHCMEMOPAJIbHBIN TlepeHoCYnK Memu. OTcyTcTBUe
nnu ocnabaenne dynkinun 6enka ATP7B npuBoaut
K YMEHBIIEHUIO BBbIBEJICHUS MeIu U3 TeYeHU. ITO
BBI3BIBAET HAKOILIEHUE €€ B OPraHe U COOTBETCTBEHHO
€T0 TIOBpeXeHue. B KOHIle KOHIIOB, MEIb BBIXOJUT
B KPOBEHOCHYIO CHCTEMY M OTKJIQ/ILIBAETCS B JPYTHX
opraHax, MpenuMyIIecTBEHHO B TOJJOBHOM MO3Te, M0Y-
KaxX ¥ paJy>KHOU o6osouke riaza. HeBo3MOKHOCTD
BHEJIPEHNUS MeIU B 1ePyJIOIIa3MIH ABISETCS JOMOJI-
HUTEJbHBIM TIOCTEACTBAEM NOTepH (DYHKIIMOHATIHHO-
ro 6enka ATP7B. IlpoayKiust 1 ceKpelusi B Ie4eHn
HepyJIomIa3MuHa 6e3 Mequ — alolepyJIoIIa3MIHA
— npuBoaUT K cHKeHuio yposus IIITH y 6osbinun-
cTBa TanueHToB ¢ BbB. 3T0 06bsicHIETCS KOPOTKUM
MEPHUOJIOM TMOJIyPacajia anolepyJIoNIa3MIuHa.

Pacnpocrpanennocts BB B Mupe B cpemHem
cocraBisier npubauautesbHo 30 UYeTOBEK Ha MMJI-
quoH. KimHWdecknm oHa MOXKeT TIPOSIBISATHCS KakK
3a60/ieBaHue TI€YEeHN, KaK Iporpeccupyioniee Hes-
posornveckoe 3a6onesanne (xorjga auchyHKIUSA
MeYeHn He CTOJb OYeBHHA WM WHOTAA BOOOIIE
OTCYTCTBYeT) WJIM KaK TCHXHATPHYECKOe 3a6oJie-
panue. Kak 3a6oseBanve neyenn BB wame Bcero
BCTpeyaercs y JeTeil 1 MoJIoJbIX Jiozeii. CHMIITOMbI
ee B 10601l BO3PACTHON TPYIIIle HEPEAKO ObIBAIOT
HecnerndIHbI.

[lo Toro kak 50 seT Haszaj eie He ObLIM paspa-
6oranbl MeTozbl JedeHusi DB, ona mnpejcrasisiia
coboit daranpHyio marosoruio. BB cunraercs ogHuM
13 TePBbIX 3a00JIeBaHUl MI€YeHHU, /IJIsI KOTOPOTO ObLI
Haliien addekTuBHBINT MeTox Tepanuu. IlepBbiM
XeJATUPYIONIMM TIPETapaTtoM CTal MPe/CTABIEHHBIIH
B 1951 r. british anti-lewisite — 6pumancxui
anmuniousum (BAJI, wim AMMepPKAITONPONAHOI).
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WNnentndukainus u rectupoanue B 1956 . /[xxonom
Vonmem (John Walsh) opaabHoro mnpenapara
D-nenunuiaMuia  peBOJIIOITMOH3UPOBANIO JIeYeHUE
bB. [IpyruMu BapuaHTaMu TepaluM CTaI0 IIpPUMe-
HEHWe coJieil IUHKA /711 GJOKUPOBAHUS KUIEYHOTO
BcachlBaHust Meau, mempamuomosuéoama (TM)
IS XeJATUPOBAHUS Meau U OJOKMPOBAHUS ee
KHUIIIEYHOTO BCACBIBAHUS, & TaKXKe OPTOTOMMYECKON
TpaHcimanTanun nedenu. [locnennuii MeTos sSBIsET-
cst ku3HecOGeperaomuM u Hanbosiee 3hPEKTUBHBIM B
JIeYeHUH JTaHHOTO 3a60JIeBaHNs.

Kannnueckue IMPOdABAECHUA

Y ayuinaioneecsi 3a MHOTHE TOJ/IbI KauecTBO JIHar-
HOCTUKH IO3BOJINJIO IPOBOJAUTH OoJjiee CHCTeMaTH-
3UPOBAHHYIO OIIEHKY MAaIllMEHTOB C TOJ03PEHUEM Ha
bB no pa3ButHs HEBPOJOTUYECKOW CUMITOMATHKM.
OTU METOJbI BKIOYAIOT B ce6s 0OHAPY:KEHWE KOJel
Kausepa—Daetiwepa (rompiia KD) Ha pajyskHO
000JIOYKE TJIa3a, BbISIBJEHUE Yy OOJBIIMHCTBA O0JTb-
HBIX TOHIDKEHHOW KOHIIEHTPAIMH [ePyIOIIa3MIHA
B KPOBU M BO3MOKHOCTH YCTAHOBJIEHUS COMEPIKAHUS
MeIu B TIEYeHH C IMOMOIIBI0 YPECKOKHOM OHorncHn
oprana. B mocienHee BpeMsi MOJIEKyJISIpHAs JHar-
HOCTUKA TO3BOJISIET ONPEAENSITh CXEMbI TallJIOTUIIOB
nin nommmopdusm JITHK, okpyskatomeit ATP7B,
YTO MOJKET WCIOJb30BATbCA I UAEHTH(DUKAIIH
3a6osieBanust y OMDKAMIINX POJCTBEHHUKOB BIEpP-

Bbl€ BbBISIBJIEHHOTO MAIMEHTA WJIU JIJIST OTPe/leJIeHNs
Myranuit crenuduieckoro ATP7B Ha oboux asie-
JIIX XpoMocoMbl 13.

YV Goabubix yuppozom newenu (III), ¢ HeBPO-
JIOTHYECKON CUMNTOMATUKOM M KoJbilamu Kaiizepa—
Duetimepa BB auarHoctupyercs jierko, Tak Kak 3TO
KJIaccmdeckass KapTuHa 3a6oseBanus. llarmeHThI ¢
3a00JieBaHueM TledeHr B Bo3pacte oT S 70 40 jer ¢
noBbieHHbIM ypoBHeM IIIIH B cbiBOpoTKe KpoBh
u kKoabilamu KO Ttakike B OCHOBHOM TIpeCTaBJIS-
10T co0oii kKJyaccmyeckuii cayuaii. Tem He Menee,
OKOJIO TIOJIOBUHBI GOJIBHBIX C MOPAKEHHEM TeUeHH,
He UMEIUX JBYX U3 TPeX MaTOJOTUYECKUX KpH-
TEpPHEB, MPE/CTABJSIOT OIIPE/IEJIEHHYIO CJIOXKHOCTb B
MMOCTAHOBKe narHo3a. bosee Toro, Kak u B ciydasix
JIpYrux 3a00JIeBaHMil MeYeHU, MAIUeHTbl 06palaioT-
¢ 3a MeIUIIMHCKOW MOMOIIbI0 TOJBKO TOT/A, KOTna
MOSIBJSTIOTCSI KIMHUYECKUE MTPU3HAKN GOJIE3HU.

TpynHocTH CBSI3aHBI W C TeM, YTO B HACTOSIIEe
BpeMsT TeHeTHYecKast AMarHOCTHKa de novo [opora
u He Beerza goctynHa (a MHOrZa Majo0CTOBEPHA).
[lnst Tounoro pacnosnaBanusi BB Heo6xoauMa KOM-
OWHAIMST KJIMHUYECKUX CHMIITOMOB U U3MEHEeHUi
B Ouoxumudecknx anamusax (puc. 1). Bammbmas
cucreMa, HalpaBJieHHas Ha paHHee BbISIBJIEHUE
BB y nereit u mnpusBaHHasi 0GJETYUTb JUATHOCTH-
Ky, OCHOBaHa Ha OIlEHKEe KJIOYEBBIX I1apaMeTPOB.
B unentudukaiyu 3a6oseBaHust y jaereil 6G0JBHOTO
BB mMoxer ObITh MPUMEHEHO TaK)XKe MOJIEKYJISPHOE

YposeHb LIMNH B CbIBOPOTKE KPOBUW; KONMMHYECTBO MEAN B CYTOYHON MOYE; NCCNEoBaHMe C MOMOLLIbIO LLEeNeBon namrbl

Hanunune koney K®
LIMH<20 mr/gn
CyTo4HOe BbljeneHne meau
C Mo4on >40 MKr

Hannune koney KO
LIMH 20 mr/on
CyTO4HOE BblAeneHe Meau
C Mo4or >40 MKr

Konbua K® otcyTtecTeytoT
LINMH<20 mr/an

CyTo4HOe BbifiefieHne megu CyTo4HOe BbifeneHne meau
C Mo4on <40 mMkr* € MoYon >40 MKr

Konbua K® otcyTcTBytoT
LIMH<20 mr/gn

!

! )

Buoncus nevexn
[OJ19 TUCTONOMMYECKOro ncciefoBaHns
1 OLIeHKM copepXaHusi megu

Buoncus nevenmn
NS TUCTONOrMYECKOro
nccnepoBaHust

Buoncus neyvenmn
[Nt OLieHKM cofepXaHust megu

/l

/

>250 MKI/r cyxoro Beca =250 MKr/r cyxoro Beca

[pyrov gnarHo3 <«— <50 mKr/r cyxoro Beca

\ v
/ 50-250 mKr/r cyxoro Beca

MonekynsipHoe nccnepoBaHve

SR

l

>250 MKr/F cyxoro Beca

> Hwnarxo3 BB yctaHoBneH

Puc. 1. AATOpUTM AUArHOCTHUKM O0oAe3HU Buabcona

MOAeKyMpHOQ HUCCAEAOBAHUE O3HAYAET IIOATBEPKAECHNE TOMO3UTOTHOCTH 110 OAHOﬁ MyTallu1 UAU OIIPEAEACHHEe ABYX

MYTaHHﬁ, COCTABASIIOIIUX CMEIIaHHYIO IreTepPO3UTOTHOCTS.

“HeobxopnMO yOEAUTHCS B aA€KBaTHOCTH cOopa CyTOYHOM MOYH. [TepeBoa Ha MERKAYHAPOAHYIO CUCTEMY €AMHMUIL:
LITTH 20 mr/aa uau 0,2 T/A; cyTouHOe BBIAeA€HHe Mepau ¢ Mouoy >40 MKr uan 0,6 MMoab. HopMaabHBIN ypoBeHs LITTH

B PA3AUYHBIX J\a60paTOpI/I$IX MO>XXeT BApbUPOBATh.
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KAvHMYecKHue IpU3HAKU Y MAlUEHTOB C 00OAe3HBIO BUabCcOHA

[Ipogsaenuna BB

CHUMIITOMBI

[Tewenounas gopma

Beccumnromuas renatomerasus
W3osnpoBanHas cijieHOMerauins
ITocTossHHO MOBBIMIEHHBIN YPOBEHb aKTUBHOCTH aMIHOTpPaHC(hEpa3 B CHIBOPOTKE KPOBH

sKupoBas neueHb
OcTpblii TenaTuT

AyTONMMYHOTIOZIOOHBII TE€ATHT
[{nppo3: KOMIIEHCUPOBAHHBIN WU JAEKOMIEHCUPOBAHHbIN
Octpas meyeHOYHAsT HEJOCTATOYHOCTD

Hesponornueckas
dopma CiioHoTeuenue, TU3apTPUs
Purngnag aucronns
[IceBmo6yIb6APHBIN TApATIY

BereratuBraas JAUCTOHUA

bBecconnura
[Tpunaaku

Murpenenoi06HbIe TOJIOBHBIE GOJIH

JlpuraresbHbie HapyiieHus (TpeMop, HENPOU3BOJIbHbIE JBHAKEHMUS)

IIcuxuarpuueckas
dopma

Henpeccus

Hespotuueckoe noBeieHne
W3MeHeHns JTUIHOCTH
IIcuxo3s

[pyrue cucrembl

[Tankpearur
lunonapaTtupeonusm

Odrambmosorust: koablla Kaitzepa—®Deiinepa
[lepMarosiorniueckiie UI3MEHEHUS: SI3BBI

[TaTonorus moyex: aMUHOAIMIYPUS W HePOJUTHAS
[Tatonorusa ckesera: paHHHI OCTEONOPO3 U APTPUT
KapanomuonaTusi, HapylleHus] pUTMa

MeHCpraJIbeIe HapyUICHUA; 66CH]IOZII/I€§ ITOBTOPHDbIE€ BbIKHW/IbIIIN

TeHeTHYecKoe HCCJe0BaHIe C MCIOTb30BaHIeM Tall-
JIOTUTTUPOBAHUS WU TIPSIMOTO aHAIN3a MYTAIlHid.
Pa3znoobpaszue KauHuueckux nposeeHuil.
CrexkTp mopaskeHUN MeYeHW, BCTPEYAONIUXCS MpHU
bB, mnokazan B tabsauite. OHu MOTyT ObIThb OYEHb
pasHoo6pas3Hbl — HauumHasg OT GECCUMITOMHBIX GUO-
XUMHUYEeCKUX OTKJIOHEHU U 3aKaHunBas OCTPOii Ieve-
HOYHOW HEJOCTaTOYHOCTbIO. Y JeTell CUMITOMAaTHKA
MOJKeT TIOJHOCTBIO OTCYTCTBOBaTh. lemaroMerasus
WM TIOBBINIEHNE AKTHUBHOCTU CHIBOPOTOYHBLIX aMU-
HOoTpaHcdepas MOTYT BBISIBJISTHCS CJIyYaHO.
HexoTtopble manueHTbl MEPEeHOCAT KpaTKOBpe-
MeHHOe 3a00JieBaHWe, CXOTHOE C OCTPBIM BUPYCHBIM
TeNaTUTOM, Yy JPYTHMX CHUMITOMBI HE OTJUYUMBI OT
TAaKOBBIX IIPH ayTOMMMYHHOM Tremnartute. B ompezne-
JIEHHOM TIPOIIEHTE CJIy4aeB PETUCTPUPYIOTCS TOIBKO
U3MeHeHNs B OMOXUMHMYECKHX IIOKA3aTessIx WM
THCTOJIOTMYECKUE IPU3HAKU cTeaTo3a Npu OHOICHU
neyeHu. Y MHOTHUX IIaIIMEHTOB OTMEYAIOTCS CUMIITO-
Mbl XPOHHUYECKOIo 3a00J/ieBaHMs NeyeHH U UMeloTcs
JIOKA3aTeabCTBA KOMIIEHCUPOBAHHOTO WJIA  JIEKOM-
MEHCUPOBAHHOTO IMppo3a. VHorma MoxkeT HaGJIIo-
JIaTbCS  M30JMPOBaHHAs CIJIEHOMETaJnsl, BbI3BaH-
Has ymeperHbiM Il ¢ moprasbHOIl runepreH3uei.
BB MoxeT mposiBUTBCST TaksKe OCTPOH IEeYeHOUYHOH
HEJIOCTATOYHOCTHIO C TEMOJUTUYECKON aHeMuenl wu
orpuiiareabHoit mpoboii Kym6ca, octpoii moueuHoit
HEIOCTAaTOYHOCTBIO. Y HEKOTOPBIX OOJbHBIX BO3-
MOXKHBI TIPEXOJIAIINE 3MU30/bl KEITyXH, BbI3BaH-

Hoii remosm3oM. Ha BB Mosker ykaspiBath cima6o
BBIPKEHHBIN TeMOJIN3 TPH OTCYTCTBUM KJWHWYE-
CKUX NPU3HAKOB 3a0oJieBaHus TeueHu. B omnom u3
WCCIeIOBAHNH TAKON THUII TeMOJ3a OblJl BBISBJCH Y
25 u3 220 nanueHToB U MPOSIBJIAJICS KaK eMHUYHbIN
OCTPBIN 3MN30/] C MOCJEAYIOUUM PEeIUJIMBUPOBAHY-
eM WJIM TIPEJICTAaBJsLI cO60 XPOHUYECKUH TMPOIecC.
B Anonun B ucciegoBanuu 283 GOJbHBIX, CTpajaB-
nmmwmx BB, Toabko y 3 ObLI BbISIBJAEH U30JMPOBAHHDINH
OCTPBIIl TeMOJIN3, HO OH OTMEYAJCS W Yy YeTBEPTH
MAIMEHTOB C JKajobaMu Ha KenaTyxy. llamueHTsl
HOATBepsKAeHHOH BB m ’kamo6amMm Ha KeJTyXy B
MPOIILJIOM TaK)Ke MOTJIA MEPEHOCUTh STMU30/bI I'eMO-
Jm3a.

BosibHble ¢ BbIpa)KEHHBIM ayTOMMMYHHBIM TeTia-
TUTOM, BbBISIBJIEHHBIM B JIETCTBE, WJU B3POCJbIE C
MO/IO3PEHUEM HA AYyTOMMMYHHBII TeNaTuT, KOTOPbIE
IJIOXO TIOJJIAIOTCS Tepanuu, JOJUKHBI ObITh TIA-
TETbHO OoOcCHTe0BaHbl Ha mnpeaMer BB, mockoJbKy
MTOBBIIIIEHHBIH YPOBEHb CHIBOPOTOYHBIX WMMYHOTJIO-
OyJVHOB ¥ HecneludUIecKux ayToaHTUuTes oOHapy-
JKUBaeTCsl Ipu 060MX 3a00/I€BAHUSX .

Hesposornueckue cumnrombr npu bB  o6braro
MPOSIBJISIIOTCS TI03Ke, YeM nopakeHue nedenu. Yarie
BCEr0 9TO TPOUCXOJAUT HA TPETbEM JECATUIETHH
JKM3HU, HO MOJKET BO3HUKHYTb M B jaerctie (puc. 2).
Y nereil BcTpeualoTcsl paHHHME yMepPeHHbIe TIPU3HAKN
BB — u3aMeHenus moBezneHus, oTcraBaHue B yuebe
WM HeCHOoCOOGHOCTb BBIMOJHATh KOOPUHAIIMOHHBIE
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YposeHb LIMNH B CbIBOPOTKE KPOBUW; KOMMHYECTBO MEAN B CYTOYHOIN MOYE; NCCNEAOBaHME C MOMOLLIbIO LLEeNeBon namrbl

Hannune koney KO
LINMH=20 mr/gn
CyTo4HOE BblAeneHne Meau
C MoH4oM >40 MKr

Hannune koney KO
LIMH <20 mr/an
CyTo4HOE BbleneHne Meau
C Mo4oM >40 MKr

Konbua K® otcyTtcTeyoT
LINMH<20 mr/an
CyTo4Hoe BblgeneHne Meam
C Mo401 >40 MK

Konbua K® otcyTtcTBytoT
LMH =20 mr/gn
CyTo4HOe BbifeneHne meau
C Mo4omn <40 MKr

Y

MonekynspHoe
uccnepoBaHune

Y

Broncus neyenn
[Nsi TUCTONOrMYECKOro UCCNeaoBaHus
1 OLIEHKM cofiepXaHusi Megu

v N

\

HwvarHo3 BB yctaHoBneH [<«—

>250 MKr/r cyxoro Beca >50 MKr/r cyxoro Beca

A

>250 MKr/r cyxoro Beca

Y
Ecnv He onpegenumo, 6uoncus /
neYeHn ANst FUCTONOrMYECKOro

50—250 MKr/r cyxoro Beca
ncenegoBaHus U OLEHKU

cofepxaHua megn

<50 MKr/r cyxoro Beca

/ v

Y

50-250 MKr/r cyxoro Beca

v

MonekynspHoe
vccnepnoBaHue

LOuarHo3 BB ncknto4eH.
Heobxoanmo nposefeHne

A

avddepeHumanbHo
[NarHoCTUKM

Puc. 2. A]\I‘OpI/ITM AUATHOCTUKHU 6oae3ram Buabcona Y HalleHTOB C HEBPOAOTHUYECKUMU VAU IICUXUYEeCKUMU

PaccTPONCTBaMU C IIOPa*keHNUeM IeYeH! UAN O0e3 Hero

MonekyAsipHOE NCCAeAOBaHME 03HAYaeT MOATBEPIKASHIE TOMO3UTOTHOCTH 110 OAHOM MYTaIlMU UAY OIIPEAEAeHUe
ABYX MdeL[HfI, COCTAaBAAIOIIINX CMeH_IdHHyIO reTepO3UroTHOCTD.

*Heo6xoapuMO yOEAUTHCA B aA€KBATHOCTU COOpa CYTOYHOHM Mouu. [TepeBoa Ha MeKAYHaPOAHYIO CUCTEMY €AMHHIL;
LITTH <20 mr/aa uaum 0,2 T/A; cyTOuHOE BEIAEAEHHEe Mear ¢ Mouor >40 MKr uan 0,6 MMoas. HopManbHBIN YPOBEHD

LITTH B pa3sAmMYHBIX Aa00PAaTOPUSIX MOKET BAPbUPOBATH

netictBusi. MoxkeT U3MEHSThCS TTOUYEePK — HATTOMUHA-
eT MeJIKUN M Hepa3GopuuBbIll MOYepK Tpu GOJIe3HU
IMTapkuncona (Murporpadus). JpyruMm dYacTbIMK
CUMIITOMAMH I1IPM HEBPOJIOTUYECKOM IIOPAXKEeHUN
SBJIAIOTCS TPEMOpP, OTCYTCTBHE MOTODHOH KOOp-
JUHAIMN, CJIIOHOTeYeHue, [Au3apTpusl, [AUCTOHUS
M CrHacTMYHoCcTh. B cBsa3u ¢ 1ceBao6yIbGapHBIM
MapajJuyoM MOXKET OTMEUYaTbCs TPEeXOosIias Iuc-
darusi, B TKETbIX CJAydassx C PHUCKOM Pa3BUTH
acnuparuu. VHorna Ha6moaeTcsl BereTatuBHAS
IUCTOHMS. B peKuX caydyasx — MHUTPEHb U 6eCCOH-
Huna. [lcuxmarpudeckue cCUMITOMBI KpOMe TTOBE/IE€H-
YeCKNX WM3MEHEHW BKJIIOYAIOT B ceOs [IETPECCHIo,
TPEBOXKHOCTD U JakKe TICUX03. Y MHOTUX HAI[MEHTOB
C HEBPOJIOTMYECKON WU TICUXUATPUIECKON CHUMIITO-
Matukoil Moxet npucytcrBoBaTh I{II, HO warie Bcero
IPOSBJIEHUI HOpaXKeHHs NeyeHn HeT.

[ToMuMO HEBpPOJIOTMUECKUX U IICUXMATPUYECKUX
CHUMIITOMOB y TanueHToB ¢ BB Bo3Moxxna gpyrag
cepbe3Hasi BHEINeUYEeHOUYHas IaTOJIOTHS: TOpaskeHue
nouek (aMuHOanMAYpHUs M HePOJUTHA3), AHOMATIIN
JIBUTATETbHON cucteMbl (paHHWH OCTEONOpO3, apT-
PUTBI), KapJHOMMONATHS, TTaHKPEATUT, TUIIONAPaTH-
peonin3M, GeCIIO/e U TIOBTOPHbIE BBIKH/IBIIIN.

Bospacmnvie ocob6ennocmu. Vickmoudas ciy-
Yal OTCYTCTBHUS CHMITOMOB y zeTeil GosibHOro BB,
BO3pACT, IPH KOTOPOM 00JIe3Hb MOXKET TPOSIBUTHCS

U ObITh UATHOCTUPOBAHA, MOYKET ObITb MEHbIIE WK
60JIbIlIe TOTO, YTO HPUHATO cuuTaTh. OOBIYHO OH
Bapbupyer ot 5 o 35 jer. Bce wame BB ¢ arunny-
HOW CUMIITOMATHKONW HAGJIONAETCS Y JeTell MOJOKe
2 ner. Vmeercst cooGiienne o passutuu 111 y 3-
JIETHUX 1 06 OCTPOil T€YEHOYHOU HEeIO0CTATOYHOCTH
y S-metHux zereit. Hambosee 1MOXUIBIM GOJTBHBIM,
Yy KOTOpbIX auarHo3 BB moxarsepskieH oGHapyske-
HueM mytaimit ATP7B ¢ moMonbio MOJIEKYJISTPHBIX
uccaenoBanuii, 610 70 u Gosee Jyer. B ocHoBHOM
nnarHo3 BB paccmarpuBaercst y manmeHTOB MOJIOXKE
40 ner, mMpM KOHKYPEHTHBIX HEBPOJOTUYECKNX WJIN
MCUXUATPUYECKUX CHUMITOMAX, THCTOJOTHYECKUX W
OMOXVMUYECKUX W3MEHEHUSX, TO3BOJISIONINX IIPe/-
MOJIOKUTD HAJIWYKMe JaHHOTO 3a60JIeBaHuS; Y JIHII
cTapiero Bopacra TpeGyeTcst poBe/leHre 1aabHell-
HIMX UCCJIeOBAHUI.

Koavuo Kaitzepa—daeiiwepa. ITOT CuM-
NITOM CBUJIETEJBCTBYET O HAKOIJIEHWM MeJW B JIeC-
1eEMeTOBOI 060JI0UKe paay:KKu ryasza. [Ipu mpsmom
uccrenoBanun  kKosbilo KO mpezacraBiaser coboii
MTOJIOCKY  30JI0TUCTO-KOPUYHEBOTO TIMTMEHTA OKOJIO
gumba poroBuilpl. C TOMOIIBIO TEJTEBON JTaAMIIBI
OTIBITHBIN O(DTATBMOJIOT MOXKET BBISIBUTD €T0 Y 60JIb-
NIMHCTBA PACCMaTpPUBAEMOil KaTeropuu GOJTHHBIX.
DTOT CUMIITOM He TOJIHOCTbIO crielududen s BB,
TaK KaK MOXeT HaOmoJaTbcsl IPH XPOHUYECKUX
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xosecTaTuueckux 3a6oseBannsax (peako), a Tarke
y Jereil ¢ HeoHaTaJbHBIM XoJecTa3oM. CraTHCTHKA
CBHIeTEJbCTBYeT, 4yTo Kojbla KO npucyrcrByioT
TOJBKO y 44—62% GONBHBIX C MOpPaKEHHEM IeYeHN
B MOMEHT yCTaHOBJIeHUS auarHo3a bB. V¥ nereit ¢
npu3HaKaMu 3a00JIeBaHMS T€YeHW OHHU, Kak Ipa-
BUJIO, HE OOHAPYKUBAIOTCS. YKA3aHHBII CHMITTOM
MPAKTUYECKH BCET/Ia BCTPEYAETCS Y TAIUEHTOB C
HEBPOJIOTMYECKOH CHMIITOMAaTHKOW, HO JIakKe B 3TOM
ciydae y 5% GOJBHBIX OH OTCYTCTBYET.

I[Ipu BB wmoxker ObITb BbIsIBJI€HA U Jpyras
odrasbMosornyecKas MaToJa0THs, B YACTHOCTH KaTa-
pakTa, ornpeesseMasi ¢ IOMOIIBIO 1IeJeBOi JIaMIIbl 1
IpPEeACTABIAIONAas co60i NMPU3HAK OTJOXKEHHS MeIH
B Xpycrasmke. Takas karapakta He BPeIUT 3PEHUIO.
[Ipn ycmenrtHOM MeIUKAMEHTO3HOM JIEYEHUHW WJIN
TpaHCILIaHTauKM nedeHn kosabla KD n kaTapakTbl
MOCTENEHHO MCYE3a0T, XOTS 3TOT a3 PeKT He Koppe-
JUpyeT C pa3pelieHneM KIMHIYECKONH CHMIITOMAaTH-
k. Penmans odrampMosorndeckux mposisieHnii bB
y TIPOJIEYEHHOTO TallMeHTa mpeanoaraer Headdex-
TUBHOCTD TepaIum.

AI/IGFHO CTN4YeCKue MCCAeAOBaHUSA

buoxumnueckue anasmsbi. [Ipy BB B ocHoB-
HOM HaGJIIO/IAeTCsT NAMOA02UUECKaAss aKmueHOCMb
amunompaucgepas B CbIBOPOTKE KPOBU — AIAHU-
namunompancgepasv. (AnAT) u acnapmamamu-
nompancegpepazoi (AcAT). Y MHOrMX TAIUEHTOB
CTENeHb ee TOBLINIEHUS HEBBICOKA U HE OTpaskaeTr
TSOKECTh TTOPAKEHUS TIEYeHH.

I epyaonaazmun. Itot Genok, 132-kDa, cun-
Te3UpyeTcss TPENMYIIECTBEHHO B T€YeHW U Mpel-
craBjsier co6oil peareHT ocTpoil dasbl 3a60sieBa-
HusA. DBosblnag dyacTb BelecTBa CEKPeTHPYeTCS B
IUPKYJIAIUIO U3 TellaTOIIUTOB B BU/E IIePEHOCAIIET0
Meab GesKka, cojepskaliero 6 aToMoB MeJu Ha OJHY
MOJIEKYJTy IepyJoniasMuta (XoI01epyonia3MuH).
B ocratomeiicss yactu Genka Mean Her (anouepysio-
TIA3MUH).

HITH, npencrasisionuii coboii heppoorcuaasy,
SIBJISIETCSI TJIABHBIM TIEPEHOCYUKOM MeIU B CHUCTEME
KpoBooOpalieHus, orBedaionmuM 3a 90% rpaHcnopra
JIAHHOTO MUKPO3JIeMEHTa Yy 3/I0POBOTO YeJOBEKA.
Hepynonna3sMuH — 3TO OKcH/a3a OKCHAA a30THOH
KICJOTDBI, BJUAIONas Ha ToMeocTad okcuga. OH
JleficTByeT B pOJIN OKCH/A3bl HAa TaKue BeleCTBa,
Kak p-peHmsaMUH AMaMUA M O-AMAHU3UINH, YTO
060CHOBBIBAET HEOOXOAMMOCTb (PEepPMEHTATUBHOrO
uccaepoBanusi 6enka. Yposenb IIITH B cbiBopoTke
KPOBU MOKHO ONPEIENSITh TaKKe (PepMeHTaTHBHBIM
METO/IOM, OIIEHWUBAasi ME/b3aBUCUMYIO aKTUBHOCTD
OKCHU/Ia3bl TIO0 OTHOIIEHWIO K BbIIETEPEYNCTEHHBIM
BermecTBaM. ETO MOXKHO W3MepsTh W C TOMOIIBIO
AHTUTEJO3aBUCUMBIX METO/IOB, TAKUX KaK pPaJHo-
UMMYHHBII METOJI, pajuajbHasg uMMyHoIud y3us
nwm HedesoMerpus. Pe3ynbraThl 3TUX aHAIN30B B
OCHOBHOM paCIIeHHBAIOTCS KaK 5KBHBAJEHTHbBIE, HO

PN TPUMEHEHUU PAIMOVMMMYHHBIX METOJI0OB B KJIH-
HUYecKoil mpaktuke cogep:kanue I[ITH gyacro 6biBa-
€T 3aBbIIIIEHHBIM, TaK KaK 3TH METO/Ibl HE Pa3JnvaioT
XOJIOIEPYJIOTIIA3MUH 1 arolepyJIOTIa3MuH.

Taxkum o6pasom, kouienrtpaiumio IIITH B kauect-
Be MAarHOCTUYECKOTO KPHUTEepus TPY/IHO WHTEpIIpe-
THpPOBaTh. /[aHHLIN TTOKAa3aTelb TOBBIIAETCS 32 CUET
OCTPOTO BOCHAJIEHUSI U B COCTOSTHHSX, CBSI3QHHBIX C
runepscTporenemueii (Hampumep, opu GepeMeHHO-
CTH, TPUMEHEHUU 3CTPOTEHOB B TePAIEBTHUECKUX
LeJsIX U MPU UCIIOJIb30BAHUM HEKOTOPBIX OPAbHBIX
KOHTDALEIITUBOB).

Y poBeHb 1iepyIonaa3MIuHa O4eHb HU30K B MJIa/I€H-
yeckoM Bospacte (0 6 MecsieB), 3aTeM B paHHEM
JIETCTBE OH HAUYMHAET MPEBBINIATh HOPMAaJIbHbIE 3HAUe-
Hust y B3pocabix (npubiusurensto 300—500 mr,/ ),
a 3arem cHmwkaercd. IIpu BB cogepskanme IIITH
OOBIYHO TIOHMIKEHO, HO TaKWe K€ 3HAYEHHS MOXKHO
HaOMOIaTh W TPW HEKOTOPBIX JPYTHX IIATOJOTH-
YeCcKWX IIPOIeccax € BBIPAKEHHON KUIIeYHOW WJIN
MOYEYHON 1oTepeii 6eKa, TPH TSKEJNbIX TEPMUHATb-
HBIX CcTaaugax 3abojeBaHud IedeHu JI0O0N 3THOJIO-
UM WM [PU HEKOTOPBIX PEJAKUX HEBPOJOTHMYECKUX
6ostesnsix. O HuskoM yposre IITH u/wnn naxuuTo-
meHun y 60JbHBIX ¢ epUIUTOM Meau coO6IIAIoCh B
cayyagx, KOTJA B COCTaB MapeHTEPAJbHOTO TTUTAHUS
He ObLIM J06aBJIEHbI MUKPO3JEMEHTBI, a TaKKe IpH
6onesnn Menkeca (remermyeckoro 3a6osieBaHMs,
CBSI3aHHOTO € X-XPOMOCOMOW W BBIPAXKAIOIIETOCS
B HapyIIeHWN TPAHCIOPTAa MeIW 3a CUeT MyTalui
ATP7A). YV manmeHToB C PEIKUM COCTOSHEEM alle-
PYJIOILTa3MUHEMUN OTCYTCTBHE OesKa Bceleno o6y-
CJIOBJICHO MYTallUgMU B TeHE IepyJIOMJIa3MiUHa Ha
XpoMocoMe 3, HO Y HUX OTIpeIeJiIeTcsl TeMOCHIEePO3,
a He HaKOILJIeHUe MeJIH.

Konnentparus IITH menee 200 mr/a (Menee
20 Mr/am) — XOTs B pPas/MYHBbIX JaGOPaTOPHIX
MOTYT TIPUMEHSTHCSI Pa3Hble HOPMbI — CYHUTAETCS
COOTBETCTBYIOIEH JuarHody bB, ocob6enno tpu
Haanyuu kKoJiell K. IIpocnekTuBHbIE HCCaE0BA-
HUS C OTpe/leJIeHneM TOJIbKO 3TOTO IapaMeTpa B
KavyecTBe CKPWHHHTOBOTO TecTa MpHU 3a60JI€BAHUSX
MeYeHN TIOKAa3a/i, YTO €ro CyOHOpMAJbHbIE BEJTMYN-
HBI UMEIOT OYeHb HU3KYIO TTO3UTUBHYIO TIPOTHOCTHYE-
cKylo 3HauuMocTb. M3 2867 maumentos jumb y 17
otipeziesisinch cy6HopMaabHble mokazatenn [[ITH u
TOJIBKO Y OJIHOTO Oblyia juarHoctupoBaHa BB.

[lpyrue HemaBHO ONyOJUKOBAHHbBIE COOOGIIEHUST
TaKKe YKa3bIBAIOT HA OrPAHUYEHHbIE BO3MOXKHOCTU
JIAaHHOTO TecTa /IJI MMOCTAaHOBKM JMarHo3a. B ojHoi
u3 paboT omwmchkiBaioTcs 12 u3 55 manueHToB ¢ BB,
Yy KOTOPBIX OTMeYascsi HopMaibHbId ypoBerb [[ITH
npu orcyrcreun kKoserpy KO. Eme B oxHOM wHcce-
moBaruu y 6 w3 22 GOJBHBIX COJEP)KaHWE 3TOTO
6enka Gbwio Bbime 170 mr/n (Borme 17 mr/mm) m
y 4 u3 Hux orcytcTBoBain Kojablla KD. B oxnom
13 TeuaTpUUecKnX ncciaenoBannii y 3 us 26 gereit
yposenb I[ITH npessiman 150 mr/n (15 mr/ 1), a B
JIpyToM, 1ipoBejieHHOM panee, y 10 u3 28 nereit ¢ BB
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MaHHbIl mokasarenb O6bL1 =200 mr/n (20 mr/m71).
Tem He MeHee, GOJIBIIMHCTBO aBTOPOB, OCHOBBIBASICH
Ha coobmennsax 1nmo BB 3a HeCKOJIbKO HecATUIeTHit,
HaurHas ¢ cepeauubl 1950-X TO/I0B, YKa3bIBAIOT, YTO
y 90—100% rakux GosbHbIX KoHIeHTpanus L[ITH
HaxXOJUTCSI B CYOHOPMAJbHOM JuamnasoHe. boJjee
TOTO, UCITOJB30BAHNE PACCMATPUBAEMOTO TTOKA3aTe s
It quarHocTuKu BB ocioxHseTcs mepexJsiecToM ¢
HEKOTOPBIMHU TeTepo3uroTaMu. I[lpubmmsurespbHo y
20% TeTepo3uroToB OTMEYAETCsl CHUKEHHE ChIBOPO-
tounoro yposus [{ITH.

Mouegasn xucaoma. 1lpu paHHUX KIMHUYECKUX
MPOSIBJIEHUSX TIOPAKEHUs TIeYeHN WJIM HEPBHOW CHUC-
TEeMbI COJIep;KaHUe MOYEBOW KHCJOTBI B CBIBOPOTKE
KPOBH MO’KET ObITh CHUKEHO 3a CUET aCCOIMHUPOBAH-
HOJ AMCYHKIMU TOYEYHBIX KaHaJbleB (CHHApPOM
dankonn). JloKa3aTeJbCTB AJS OIPEIENEHUS IIPO-
THOCTUYECKON 3HAYNMOCTH TOTO (paKTa B HACTOSIIEE
BpeMsI HEIOCTATOYHO.

Ypoeenv medu 6 covieopomke Kpogu. XOTs
BB mpexacrasisier co6oit 3a6oJieBaHue, CBSI3aHHOE
¢ meperpyskoit Meapio (d4T0 BKJIIOYAET B ceGst BHE-
JIpeHre ee B IepyJIOILIa3MHH) YPOBEHb MUKPOSJIe-
MEHTa B CBIBOPOTKE KPOBU OOBIYHO CHUIKEH TPOTOP-
IIMOHATHbHO CHUKEHUIO YPOBHS IEPYJIOINJIa3MIHA.
Y nanweHToB C TSKEJbIM IOpaKEHUEM TeYeHH KOH-
IIEHTpAIUsT MEeIW MOJKET OCTaBaThCsS B HOPMaJIbHBIX
nmpeaesax, HECMOTPS Ha CHIDKEHUE COAep:KaHuUs
HIITH. B ycaoBusx ocTpoil IIe4eHOYHON HeloCcTaTo4-
HOCTH, BbI3BaHHOU DB, KosmyecrBo Meam B CBIBO-
POTKE KPOBU MOKET ObITh 3HAYUTETHHO MOBBIIIEHO
BCJIEJICTBHE PE3KOTr0 BBICBOOOK/IEHUSI MeTajia W3
TKaHei.

HopMmanpHbIlT WM TMOBBIMIEHHBIN CHIBOPOTOYHBIN
YpPOBEHb Me/ll TPU CHUKEHHOM YPOBHE I1€PYJIO-
MJa3MUHA YKa3bIBAET HA YBEJIMYEHUE COJ/IEPIKAHMS
Meau, He cBsizanHo# B KpoBu ¢ IIITH. Onpenenenne
JIAHHOTO TTOKa3aTesist ObLI0 MPEeIJI0KEeHO KaK JAHarHo-
cruuecknii tect Ha BB. Y 6oapmmHcTBa HeJleueHHBIX
HalMenToB OH Bbime 25 MKr/mn (250 MKkr/j1) npu
nHopme meree 15 mxr/an (mmu 150 MKr/71). YpoBeHnb
Mean, He cBssannoii ¢ I[ITH, o6bruno omeHnBaercs
110 3HAYeHNAM 060uX mokasateseii. KoamaecTtBo cBsI-
3aHHOW Meu cocTaBJjsieT npubau3uTesbHo 3,15 MKr
Ha MUJJIUTPAMM 1IE€PYJIOILJIA3MUHA.

Takum 06pa3oM, KOJUYECTBO HECBSI3AaHHOU Me/u
MIPEJCTABISIET COOO0N Pa3HUILy MEXIY ee KOHIIEeHTpa-
el B MUKPOrpaMMax Ha JIEIUJIUTD U CO/IePIKAHNEM
LEPYJIONIa3MUHA B MUJUINTPAMMaX Ha JIEIUJIUTP,
yMHOKeHHYI0 Ha 3 (B MeKayHapoaHOH cucTeMe
eIMHUI] MeJb U IIepyJIOIJIa3MUH HM3MepSIOTCS <«Ha
JuTp»; $HaKkTOp KOHBEpCUU He M3MEeHSIeTCsI, HO HOp-
MasibHOe pedepeHTHOe 3HAYEHHE COCTABJISET MeHee
150 Mrr/m). Yposenb Meau, He cBazannoii ¢ I[ITH,
MOJKET IMOBBIIMIATHCS TPU OCTPON MEYeHOUHOI Hemroc-
Tarounoctn mo6oi atnonornu (He Tombko ipu BB).
On MoxKeT ObITh MOBBINIEH TaK)Ke MPU XPOHUUECKOM
XoJiecTase M B CJAydasgX OTPABJEHUS MelbIo.

[naBHoit mpo6eMoil npu onpejiesieHUN KOHIIEH-

TpPalUu He CBSI3aHHOW C I1ePYJIOTIA3MUHOM M€ B
KauecTBe JUATHOCTUYECKOIO TecTa SBJSETCS TO, 4TO
JIOCTOBEPHOCTD TOJIy4aeMbIX MPU 3TOM PE3yJbTaTOB
3aBUCUT OT aJ€KBATHOCTU TIPUMEHSEMBIX MJIS pac-
4yeToB MeToZi0B. Ecim m3MepeHuWe ypoBHSI MeaHW B
CBIBOPOTKE KPOBH BBINOJIHEHO HeTouHo umu (B Gosee
YacTOH CHUTyalmu) TPU HU3MEPEHNH  COJEPIKaHMS
IepyJIOIIa3MUHA TMEPEOIeHUBAECTCS  KOJUYECTBO
XOJIOTIEPYJIOTIA3MHUHA, TOT/IA TOKa3aTeab MeI, He
cBazannoii ¢ I[ITH, He MoxkeT ObITh MHTEPIPETUPO-
BaH, TIOCKOJIbKY MOKET UMETh HEraTMBHOE 3HAYEHUE.
Béabnryio posab oH MOKET UTpaTh MPU MOHUTOPUHTE
MAIUeHTOB B (PApPMAKOJOTUYECKUX WUCCIIEeOBAHUSX,
yeM npu auarHoctuke bB. Ilagenue ypoBHa Meau,
ne cBgsannoii ¢ IIITH, umxke 5 Mxr/mn (50 Mkr/n)
CBU/IETEIBCTBYET O CUCTEMHOU ee He0CTATOYHOCTH,
KOTOpasi MOXKET Pa3BUBATBHCS Y JIUI[, TMOJIYYAIOIINX
JIJINTEIbHOE JIeueHue.

Buidenenue medu ¢ mouoi. /1 [uarHOCTHKI
BB u mpoBenenmss MOHUTOPUPOBAHUS MOXKET OKa-
3aTbCs TOJIE3HBIM OIIpe/leJieHe KOJIMYECTBA Me[H,
BblJesIsIeMoit ¢ Mouoil 3a cyTku. CyTouHas MoueBast
IKCKpeIUusl OTPa’kaeT KOJUYEeCTBO Me/U, He CBI3aH-
HOHl ¢ 1EepYJIOIIa3MUHOM, B CHCTEMe KpOBooOpaille-
Hus. VcxomHbie vccieloBaHUsI MOYM MOTYT MPENOC-
TaBUTb IOJIE3HYIO JIMAarHOCTUYECKYI0 WH(MOPMAIHIO,
MTOCKOJIbKY Me/Ib He OTKJIA/IbIBAETCS B BbIIEJUTEb-
HOH cucTeMe M BBIBOJIUTCS TOJHOCTbIO. B omHOKpar-
HBIX aHaJM3aX MOYM 1O CPaBHEHWIO C CYTOYHBIMH
OTMEYaeTcsl BbICOKasi CTelleHb BapualebHOCTH, UTO
He JaeT BO3MOJKHOCTH UCIIOJIb30BaTh 3TU JaHHBIE.
O6beM cyTO4HOII MOuM 1 o6Iiee KOJIUYECTBO B Hell
KpeaTHHWHA TIO3BOJISIOT OIIEHUTh MOJHOTY BbIJe-
JeHnud Menu. TpaaullmoHHO HOPMOW, WPUHSATON
B auartHoctuke DbB, cumraerca moxasaresnb OoJiee
100 mxr/cyr (6oaee 1,6 MMOIb/CyT) y HAaLUEHTOB
C HaJIU4YMeM CUMIITOMATHKHN 3abojeBaHusi. B Hemas-
HO TIPOBEJIEHHBIX MCCJEJI0BAHUSX YCTAHOBJIEHO, UYTO
UCXO/HBIE CYTOYHBIE BEJTMYUHBI MOTYT OBITh HIKE
100 Mkr/cyr y 16—23% ImepBHYHBIX ITAIIHEHTOB
¢ BB. Pedepenrtuble 3naueHus 1 HOPMaJbHOIO
CYTOYHOTO BBIBEJIEHNS MeAW C MOYOH BapbuUpyIOT
B pa3jandHbIX JgaGoparopusix. Bo MHOrMX u3 HHX
yposetb 40 mkr/cyt (0,6 MMosib/cyT) paciieHuBa-
eTcd KaK BEepXHUH JUMHUT HOPMBI. BepositHO, 3TO
SIBJISIETCSI TIOPOTOBBIM 3HAYEHUEM JIJIs TOCTAHOBKH
JMArHO3a.

WNurepniperanusi nokasartessi CyTOYHOTO BbIBejle-
HUS MeJN ¢ MOYOil MOJKET OKa3aThCs CJIOKHON M3-3a
repexJjecra KJINHUYECKUX MPOSIBJEHUN MPU JIPYTUX
MOPAKEHUSIX T€YeHN W Y TEeTePO3UTOTOB, Y KOTOPBIX
TaKyXe MOTYT OTMeYaTbCsI M3MEHEHUSI [IaHHOTO KpH-
Tepusi. BosbHBIE ¢ TIOATBEPKIAECHHBIM XPOHUYECKIM
nopaskeHueM nedeHn (BKJIIOYAs ayTOMMMYHHBIH
reTaTnT) MOTYT UMETh MCXOAHBIA YPOBEHD CYTOYHOTO
BbIJIeJIEHUST Mein ¢ Mouoil mopsiika 100—200 Mkr/cyT
(1,6—3,2 mmoab/cyT). B ogHOM M3 uccneqoBaHuMii
y 5 U3 54 TaIMEHTOB C XPOHUYECKUM 3a60JI€BaHU-
€M [eYeHH 3KCKpEIUsi MeJu C MOYOIl IpeBbIlaia
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100 mMrr/cyr. O HalIMYuM HepexJecta COOGIIATOCH
TaKXXe y JeTeil ¢ ayTOUMMYHHbBIM TelIaTUTOM.

OrtipeiesieHyie BbIBEJIEHUS MEM ¢ MOYOU TIPH MPH-
MeHeHnn D-TeHuImamaMuia MOXeT ObITh TTOJIe3HbIM
JIOTIOJTHUTEJIbHBIM JINAaTHOCTHYECKUM TecToM. Takoe
uccjaeioBanne ObLIO CTAaHIAPTH3NPOBAHO TOJHKO B
neauatpun: 500 Mr D-neHunuiaMuHa BBOJAUIOCH
OpPJIbHO B Hayajle MCCIEOBAHUS U MOBTOPHO 4Yepe3
12 4 Bo BpeMs c60opa CyTOYHOI MOYM BHE 3aBHCHU-
MOCTH OT Macchl Tesa. Ilo cpaBHeHWIO C IpPyruMu
3a6oseBaHnsaMu  ieueHn (ayTOMMMYHHbBI Trenarur,
MEePBUYHBIN CKJEPO3UPYIONINH XOJAHTUT, OCTpas
MEUEHOYHAsT HEJO0CTATOYHOCTh) MPHU  BBIJAEJEHUH C
Mouoil Meau Gosiee 1600 Mkr/cyr yerko auddepeH-
nupyerca nHamumuue bB. HepmaBhnee uccaenosanme,
nocsierHoe 3¢ GEKTUBHOCTA 3TOTO TecTa y JleTell,
MOKA3aJI0 €ro TI0JIe3HOCTh NPH OCTPOM 3ab0JieBa-
HWU TledeHn y nanuentos ¢ BB (4yBcTBUTENBHOCTD
92%). Opmako atoT TecT ManodhPEKTUBEH IS
nckIoueHns amariosa bB y acumnToMHBIX gereit
60sbHOTO  (UYBCTBUTEJNBHOCTD COCTABHJA TOJBKO
46%). B apyrux pa6orax NmpeACKasaTeNbHOE 3Have-
HUe BeJIMYMHBI 25 MMOJIb/CyT paclieHeHO KaK MeHee
100%. ITOT TECT MCHOJIB30BAJICS TaKyKe Y B3POCJIBIX,
HO B pa3IM4yHbIX paboTaxX IPUMEHSJINCh Ppa3Hble
[103bI D-TIeHnnuIaMuta 1 pekuM ero BBeJeHUS.

OmnpesiesieHie  MCXO/JHOTO YPOBHS  BblJl€JE€HUS
Men ¢ MOYOH TpeJCcTaBiseT co60il BaKHYIO, HO He
€JIMHCTBEHHYIO YacTh TPOIEAYPbl CKPUHUPOBAHUS
Jeteit marmeHToB ¢ BB.

Konuenmpauus medu 6 napenxume neueHu.
Conepsxanue Menn B ieuenn =250 MKT/T CyX0oro Beca
OCTAETCH JIy4IUM OMOXUMHUYECKUM J0KA3aTeTbCTBOM
Hasuunst BB. Tem He MeHee, 3TOT NMOPOTOBBIN ypo-
BEHDb YaCTO KPUTHKYETCS KaK CJIMITKOM 3aBbIINIEHHBIN
U OCHOBAHHBII HA OTHOCUTEJIHHO HEGOJIBIIOM KOJIHU-
YyecTBe HccaeqoBanuii. Pabora, B KOTOPOil paccMar-
puBajoch 114 reHeTndeckyu NOATBEPIKIEHHBIX CIyda-
eB BB, npeamnosaraer moporosbiii ypoBetb 70 MKT/T
CYXOTO Beca TeuYeHH, YTO IMPHU BBIPAKEHHOM ITOBbI-
IIEHUH YyBCTBUTEJBHOCTH METO/Ia COIPOBOXK/AETCS
HEeKOoTOpoil motepell ero cnenuduyHOCTH. B 1pyrom
KPYTIHOM HCCJeIOBAaHNN Y BCEX TAIMEeHTOB CO/Iep Ka-
HUEe MeIu B MapeHXHuMe ONPEeNeJsioch, KaK MUHU-
MyM, B 95 MKI/T CyXOro Beca W 3a HCKJIIOUEHHEM
8% GosbHBIX cocraB/istio =250 Mkr,/T. HopmajbHoe
co/iep;KaHre MeIu PellKo IPeBbIIaeT MoKa3aTeab B
50 Mir/r. KoHueHTpaunusi Meaud y TeTepPO3HUTIOTOB,
XOTA U ObIBaeT 4YacTO IOBbIIIEHA, HO HE BBIXOJHT
3a npezesbl 250 MKr/T cyxoro Beca. Ilpu jmresib-
HO TPOTEKAIONIMX XOJIECTATHUECKUX 3a060JI€BAHUSIX
YPOBEHb Me/ll TaKyKe MOJKeT MPEBBIATh 3TH TOKa-
3atesmm. CylllecTBEeHHOe yBeJWYEeHHEe ee CO/IepP>KAHMS
B MapeHXUMe MOKET ObITh BBISBJIECHO W MPHU CUHIPO-
MaxX WAMOMATHYECKOTO MEIHOTO TOKCHKO3a (Hampm-
Mep, NPU WHIUHCKOM JIETCKOM IIUPPO3E).

19 KoamdecTBEHHON OIIEHKU COCPIKAHUS MeIn
CyXoil OMOITAT TKAaHW T€YEeHU IOMEIAeTCs B CBO-
GOJIHBII OT JJAHHOTO MeTaJa KoHTeliHep. Buomrar

(unm vacth €ro) a0JKeH ObITh BBICYIIEH 3a HOYb
B BaKyyMHOH Ie€4M WM, 4YTO IIpeAloYTHTesIbHee,
HEME/IJIEHHO 3aMOPO’KeH /I Tiepe/ladyll B COOTBET-
cTByIONIyIO Jlabopatopuio. [l mpoBeieHust uccie-
JIOBaHMS MOTYT ObITh NMPUMEHEHBI TaKkKe 06pasIlbl,
Xpansmecs B mapadune.

['naBHO# MpOO6JIEMONl yCTAHOBJIEHWUS JHATHOCTH-
YEeCKOU IEeHHOCTH OTIpeZieJIeHNsT KOHIIEHTPAIINN MeJIn
B TIApEHXUME TI€YeHU SIBJSETCS TO, YTO B TEPMU-
HambHBIX cTagusax DB pacnpenesnenne meranna B
opraHe 4YacTo HETOMOTE€HHO. B Ta:KedbIX ciydasx
3a60JieBaHUsT y3Jbl, B KOTOPBIX T'MCTOXUMHYECKH
Me/lb OTCYTCTBYET, PAcCIlOaraloTcs PsoM ¢ IUppo-
THYECKUMU Y3JIaMU, U306WIYIONMMU Meabio. Takum
06pa3oM, YPOBEHDb MeJI MOKET ObITh HEI0OIIEHEH 10
MPUYNHE B3STUS HEYJIAYHOTO 00pasila IMapeHXUMBbI.
B neauaTpuyeckux McCJAeTOBAHUSX OBLIO MOKA3aHO,
YTO TaKas OmMMuOKa JOCTATOYHO YacTO JIEJAET TAHHBIH
MeTOJl HEeZIOCTOBEPHBIM y MAIMEHTOB C I[MPPO30OM H
KJINHUYeCKN ToaTBep:xaeHHoli BB. B memom Tou-
HOCTb METOJla TOBBIMIAETCS TPH AJE€KBATHOM pas-
Mepe Ouonrara (pekomenayemas amuHa 1—2 cm).
Texunyeckux 1po6IeM TOJydYeHUs] OUOTICHITHOTO
Marepuasa y TainueHTta ¢ gexkommneHcupoBanHbiM 111
WM TSXKEJION KoaryJonaThell MOKHO u3bexaTb IpH
UCIIOJIb30BAHUK TPAHCBIOTYJsIpHOIT 6uoncun. Tem
He MeHee, Olpe/le/ieHIe Coiep>KaHusl Me/ll B TapeH-
XUMe OYeHb BAXKHO Y GOJIbHBIX MOJIOJOTO BO3PACTa,
MMOCKOJIbKY y HHUX TelaTolesToasgpHas MeIb pac-
MOJIaTaeTcsl IUTOIJIAa3MAaTHIeCKn W, CJIe0BaTeqbHO,
He MOKeT OBbITb OOHApy’KeHa € TOMOIIbI0 PYTUHHBIX
THCTOXUMUYECKUX METOIOB.

Paauosornyeckoe uccjegoBanue Mmeau. Y Taiu-
eHToB ¢ BB 1 HOpManbHBIM copjepskaHHeM Iliepy-
JIOTJIA3MUHA YPOBEHb BKJIOUEHUS PAAMOAKTUBHOM
Meau B 9TOT GeJOK 3HAUNTEIbHO CHUMKEH 10 CPaB-
HEHUIO CO 3J0POBBIMH JIIOABMU U TETEPO3UTOTAMHU.
Hecmoco6HoCcTh BKJIIOUEHHUS MeOu B IIJIa3MEHHbBII
6eJIOK BHYTPH TEIATOIIMTA OTMEYAETCS ¥ BCEX TOMO-
3UroTHBIX naimeHToB ¢ bB. /lannoe mcciemoBanme
B HACcToOsIee BpeMsI MHCIIOIb3YyeTCs PeIKo Wu3-3a
TPYAHOCTEN € TIOJydeHneM M30Toma. AJbTepHATHBON
cayxut npuMeHenne 5Cu — HepaaMOaKTHBHOTO
M30TOMA, KOTOPBIN ONMpeIessieTcss METOIOM CIEKTPO-
CKONMH. JTOT METOJ TAaK)Ke HE CYMTAETCS PYTHHHDBIM
1 MaJOJOCTYyTIEH.

Pesyabratel Guoncuu nedyenu. Ilpm BB man-
6ojilee PAHHUMU THCTOJOTUYECKUMHU U3MEHEHUSIMU
B TEYEHH CJy)KaT yMepeHHbIil crearo3 (MUKpPO- U
MaKPOBACKYJISIPHBIN ), HAJIWYNE TJIMKOT€HUPOBAHHbBIX
sgjiep TernaTonuToB U (OKAJbHBIN TrenaToIe/IIo-
JIIPHBIM HeKpo3. Dbuorcusa meyeHW TakKe MOXKET
BBISIBUTH KJIACCUYECKHE TUCTOJOTHMYECKHe TPU3HAKH
ayTonMMyHHOTO remaruta. [Ipm mporpeccupoBanunn
MOpaKeHNUS TTAPEHXMMBI MOKET Pa3BUBATHCS (GuOPO3
nedenu ¢ nepexogoM B III. Tlocnenuuit o6HAPYKU-
BaeTcsl y 60JbIMMHCTBA TanmeHToB ¢ BB B Bospacte
10—20 ner. OOBIYHO 3TO MAKPOHOMYJSPHBIH 1IUP-
P03, XOTSI MUHOTAA COOOIIAETCS O MUKPOHOAYJISPHOM
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HOpaXeHUN IMedeHu. Y Jmil 6oJiee CTapliero Bo3pac-
Ta IIpU HAJIUYMM HEBPOJOTMYECKOH CHMITOMATHUKH
UpPpo3 MHOrAa He quarHoctupyercsi. OHaKO TUCTO-
JloTUYecKasl KapTrHa MeYeHn Y HUX TaKKe M3MeHeHa.
B ycsoBusx ocTpoil neueHOYHOI HEJOCTaTOYHOCTH Y
narenToB ¢ bB mpu wccaenoBanuy GuonTaTa BBISB-
JISTIOTCST TETATONEJLTIONSIPHAS [leTeHepalns U pe3Koe
yMeHbIleHne (GyHKIIMOHUPYIONIel TapeHXUMbI, Jatle
Bcero Ha (QoHe NUppo3a. AMNOINTO3 TENATOIUTOB —
HanboJiee BBIPASKEHHbBIN CUMIITOM MPU OCTPOH Tieve-
HOYHO! HEeIOCTaTOYHOCTU, BbI3BaHHOU DB.
Onpenenienie cofiepKaHusl MeJu B TelaTOLUTaX
C IIOMOIIbIO PYTUHHBIX THCTOXUMHYECKHX METO/IOB
JlaeT pasHooOpasHble pesyJbTartbl. Ha paHHHMX cra-
JUSX 3a00JI€BaHUST ME/Ib PACIIOJaraeTcsi B OCHOBHOM
B IUTOIJIa3Me, CBSI3aHA C METAJIOTHOHEMHOM W He
ornpeJiesisieTcsl TUCTOXMMUYECKH, Ha GoJiee TTO3/THIX
MPAKTHYECKH BCETAa OGHAPYKUBAETCS B JIM30COMAX.
Ee cogepsxanne pa3imyHO B IMPPOTUYECKUX Y37aX,
a TakKe B KJETKAaX IeYeHW HA MPenuppOTUIECKOn
craanu. OTCyTCTBHE TUCTOXMMUYECKU OIpeIe/sseMon
Menn He oTBepraeT amaruo3 bB, u ato ucciaemnoBanme
He uMeeT OGOJIBIIOTO TPAKTUYECKOTO 3HAYEHUS [/
quarHocTuku. CBSI3aHHBIN € MeAbI0 GENOK MOKET
ObITb OKpAIlleH Pa3HbIMU METOJAMMU, BKJIOYAs POJa-
HUH WM OpceMH. bBoJsiee uyBCTBUTEIbHAS OKpacKa
MeToJoM TuMMca ¢ cepoll He fBJSeTCS CTaHAApTHOM.
Y AbTpacTpyKTYPHBIN aHaIN3 06Pa3IoB MeYeHOY-
HOM TKaHW Ha CTaJMU CTeAaTO3a B HACTOsIIee BpeMs
MO3BOJISIET BBISIBUTDL ClielUdUUECKne HU3MEHEHUS B
MUTOXOHpUSX. Ocobble cXeMbl MUTOXOHAPUAILHON
MATOJIOTHA MOTYT OGHAPYKUBATHLCS CPEIN UJIECHOB
cempbu, crpagaomnieit bB. TummunbpiMu HaxoAKaMH
SBJSIOTCS padHooOpasue pasmepa u GOPMbI Mart-
PUYHOrO MarepHaa, ero MOBLbIIIeHHAs MJIOTHOCTb U
MHOTOYHCJIEHHBbIE BKJIIOYeHHsT (B YaCTHOCTH, JKUPA
U XPYIKOrO TPaHyJ/SPHOTO MarepHuaja, KOTOPBIN
MOKeT ObITb Mezibio). HanGosee BbIpaskKeHHBIM HU3Me-
HEHUEM CYMTAETCSI YBeJWUYEHUE BHYTPHUAMITYJISPHOTO
MIPOCTPAHCTBA C PACHINPEHNEM YCThs aMIIyJI, 4TO CO3-
JlaeT BHevatJeHne HaJIn4Yusl Kuct. B ciaydae orcyTter-
BHST XOJIECTa3a 3TH M3MEHEHWsI MOKHO PacIleHUBATh
Kak martorHoMoHWuHble s BB. Ilpm agexBaTHOU
XeJlaTUpylolleil Tepalluy OHU MOryT ucye3HyTb. Ha
MO3JHUX CTAAMSAX OOJE3HU MPUCYTCTBYIOT TLJIOTHBIE
JIETIO3UTDHI MeJN B JIM30COMax. YJIbTPAacTPYKTYPHBIH
AHAJIM3 MOXKET OKa3aTbCsl IOJE3HBIM JONOJHUTETh-
HBIM MeTo/IoM s JudpdepeHnnanbHol UarHocTy-
KHI MeK/ly IeTepPO3UTOTHbIM HOCUTEJIbCTBOM M HaJIM-
yieM 3a6oseBaHus. OJHAKO 3TOT MeTo[|, He Oyaydn
CTaHJAPTHBIM, TPeOyeT aJeKBaTHOI TOJTrOTOBKH,
MOCKOJIbKY YacTh OHOTITATa JTOJKHA ObITh COXPaHeHa
JUUIST BBITIOJTHEHUST MCCJIEZIOBAHMSI.
Tenamoyeanonspnas xapyurnoma (TIK) npu
BB BcTpewaercss peako, HO HEAABHO OMyOJHMKO-
BaHHbIe PaGOTHI MOKA3bIBAIOT, YTO YaCTOTA €€ BO3-
HUKHOBEHWS BDBINIE, YeM TIPEII0Jarajoch paHee.
Coo011a710ch 0 KJINHIYECKOM Cilydae, Korja TedeHue
bB ocnoxanaoch pasBuTHEM XOJAHTHOKAPIIITHO-

Mbl. Ckpununr T'IIK npu BB He pexomenmyercs,
MTOCKOJIbKY K03(UIMEHT «CTOUMOCTb — 3(PQPEKTUB-
HOCTb» TaKOH IpolieZypbl B JaHHON IOIYJIALUY ele
HEOOXOJUMO OIIEHUTh TPOCIIEKTHBHO, IO KpaiHeil
Mepe g nanuentos ¢ III

Hesposornyeckue mnposisienuss BB u paamo-
JoruyecKkoe HccjeJoBaHHe TOJOBHOIO MO3ra.
Hesposornvueckn 3a6osieBanue MOXKeT MaHU(DeCTH-
pOBaThb HAPYIIEHUEM MOTOPUKH C MTAPKMHCOHMYECKH-
MU TPU3HAKAMU JUCTOHWHU, THIEPTOHWEH W PUTHI-
HOCTBIO (XOpeanmpbHOH WIN ICEBAOCK/IEPOTHYECKOIN)
¢ TpeMopoM U ausaptpueil. lHorma BO3HMKAIOT
MBIIIEYHBIN CIIa3M, KOTOPBII MOXKeT IPHBECTH K
Pa3BUTHUIO KOHTPaKTyp, aucoHus u aucdarus.
Penxo orMmeuaercst Hajsuuue MOJUHENHPOTATHM WJIU
BeretaTHBHON aucronuu. Ha manuoii cragmm 6oses-
HU TIPUMEHEHUE MAZHUMHO-PE3OHAHCHOZ0 UCCAEDO-
sanuss (MPU) wiu komnviomepnou momozpagdhuu
(KT) roloBHOTO MO3ra MOTYT BBISIBUTH CTPYKTYPHYIO
narosioruio B 6asanbubix rauraugx. [pm KT uanie
BBISIBJISIETCS TIOBBINNIEHNE UX TIIOTHOCTH, a ipu MPU
B pexxnme T2 — rumepuyBCTBUTEIBHOCTH B 06Jac-
TH 06a3aJqbHBIX TaHTINEB. Y HEKOTOPBIX OOJIbHBIX
[IPY MCIIOJb30BAHUN JAHHBIX METO/[0B BbIpa)KeHHAs
[ATOJIOTHST MOXKeT OOHAPYKUBATHCS IO TIOSIBJIEHUS
KJIMHUYECKIX CUMIITOMOB.

Hesposnornueckoe o6cienoBanue JOIKHO ITPO-
BOJUTHCS y BcexX nanueHTosB ¢ bB. B psge cioyuaes
JUIS OLIEHKM HEeBPOJIOIMYECKOrO CcTaryca y TaKHUX
GOJbHBIX HCIIOJB30BATACh CIIEIIUIecKass MIKaIa
XaHTUHTTOHA.

T'enetnueckne muccaegoBanusa. B macrosmiee
BpeMsi MOJIEKYJISIPHbIE TE€HETUYEeCKHe HUCCJIe0OBAHUS
CTaMW [JIOCTYIHBI /I8 TPUMEHEHUS B KJIMHHUYE-
CKOHM TIpaKTHKe, HApUMEp aHaIN3 POJOCIOBHOH C
UCIIOJb30BaHUEM TallJIOTUIIOB HAa OCHOBE IOJUMOP-
¢usma rena BB. Kommepuecku 3to wmccienoBanue
JIOCTYIIHO B HEKOTOPDLIX CIIEINAJN3UPOBAHHbBIX J1a00-
patopusix. /lanubiii Metos TpeGyer uAeHTH(MUKAIMH
namuenra (mpoGanga) B KPyry CEMbU C IOMOIIbIO
KJIMHUYECKNX U OMOXMMUYECKHX METOJI0B 00CJIe/I0-
BaHus. Ilocse BbIABIeHNA y Mpo6aHAa MyTallld WJIH
raiioTuna B BHJE AW- W TPUHYKJIEOTHTIHBIX MOBTO-
poB BOKpYT ATP7B TakuM Xe cIIocoO60M HCCIeLYIOT-
ca creruduyeckne obsactu JJHK Bcex Ommkaiinmmx
POJICTBEHHUKOB [IJIsl UCKJIIOUEHMS 3a00JI€BaHUS, €To
JMUATHOCTUKY WJIW ONPeJeNeHusI TeTePO3UTOTHOTO
coctosinusi. MoskeT GbITb HPOBEJNEHO TaK)Ke IpeHa-
TaJIbHOE TeCTUPOBaHNUE, HO KJINHIYECKAsd 3HAYNMOCTD
3TOi1 TIpOllelyPbl OPAHUYEHA, TaK KaK IocJje ObICT-
PO YCTaHOBJIEHHOTO Y3Ke IIocje POXKAeHHS pebGeHKa
JIMArHO3a €CTb BpeMs /IS HasHAueHUs JieueHHs.

CeroiHsg TpeATIOUTUTETHHO TTPOBEJEHNE TPSIMOTO
anaausa Myrauuil. Oanako uHTeprperanus pe3yJb-
TATOB 3TOTO WCCJEOBAHMSI WHOTJA 3aTpyAHEHA B
CBS3U C TeM, 4TO GOJIBITMHCTBO MAIMEHTOB — TeTe-
PO3UTOTBI C PA3JUYHBIMH MYTAIUSIMHU B KaKIOM
aten. Ha paHHbIii MOMEHT u/IeHTU(UINPOBAHO
6osiee 300 myranmii rena ATP7B, HO He Bce OHHU




PRITE o 5 2009

MeTon4YecKre pEKOMEH/TAITNU

BBI3BIBAIOT 3a00JIeBaHUe. YTOYHHUTL CBeleHus 06
9TUX MyTallMsIX MOKHO B VHTepHere 1o anpe-
cy www.medgen.med.ualberta.ca/database.html.
YKkazaHHBI AMATHOCTUYECKHWI METOJ[ OY€Hb Ba’KeH
npu  00CJIE€/JOBAHUU OMNpEJENEHHbIX YETKO Oouep-
YEHHBIX MOIYJISAINH, 00JaTAIONUX OTPAHUYEHHDBIM
cexTpoM MyTaruit ATP7B. OHHI BRKJIIOYAOT B ce0s
xutenett CapanHuM, WCHAHIIEB, WCIAH/IIEB, KOpei-
neB, smoHIeB, skurtenaeir TafiBansga u Kanapckux
ocTpoBoB. CXoaHble ¢ THocJaenHell mnomyJsiuen
MyTalnuu BbisiBAeHbI B bpasuwauu. B Bocrtounoii
EBporie Takske orMedaercst mpeoOasaHe MyTaIuit
H1069Q. Koppemnsanust «reHOTHIT — (PEHOTHUIT> TIPU
BB 3arpynnena m3-3a 60JIbIIOrO KOJIUYECTBA CMe-
NIAHHBIX TETEPO3UTOTOB M OTHOCUTEIBLHOTO MAajioro
KOJIMYECTBA TOMO3UTOTOB.

ArnddepeHiinarbHasgs AMAarHOCTUKA
B [IEA€BBIX CHEIU(PUIECKUX HOMYAIINAX

«3aMacKUPOBaHHOE» MMOPAKEHHE IEYEHH. Y Tallu-
eHTOB ¢ DB, 0co6eHHO MOJIOABIX, KIUHUYECKHE U
TUCTOJIOTHYECKUE M3MEHEHUSI MOTYT ObITh TPaKTUYe-
CKM HEOTJMYUMbI OT TAKOBBIX IIPU AyTOMMMYHHOM
reatrute. Ha mnpenmer nammuuss BB Heob6xoammo
MPOBe/IEHNE TIIATEJbHOTO 00C/IeOBAaHUs BCEX AeTel
C JIOKa3aHHBIM /INAarHO30M ayTOMMMYHHOTO refa-
THUTA, a TaK)Ke BCEX B3POCJIBIX C TIPEATOJAraeMbIM
YKa3aHHBIM JIMarHO30M, KOTOpbIe OGbICTPO W aJIeKBaT-
HO He OTBETWJIM HA TEePanuio KOPTUKOCTEPOWIaMMU.
Y HekoTopBIX 6OJBHBIX BB oTMewaetcs ymyumenme
OpU TMPUMEHEHWH KOPOTKOTO Kypca KOPTHKOCTe-
POMIOB B COYETAHWN C COOTBETCTBYIOIIEH Tepanuen
OCHOBHOTO 3a60JieBaHus. Y YacTH MAIMEHTOB HEeJIb3s
UCKJIIOYNTD KOHKYpHUpyIolue auarno3sl BB u ayro-
uMMyHHoro renatuta. Crearo3 mneuenu npu BB ne
TaK BbIpaXkKeH, KaK IPU HeAJIKO020JIbHOU KUPOSOU
6oaesnu newenu (HI)KBII). Tem e Menee, y yactu
naneHToB ¢ bB cuMnTomMbl o4YeHb HAIOMUHAIOT
HI/KBII nam stnn 3a6osieBaHUST MOTYT CYIECTBOBATDH
HE3aBUCUMO y OJTHOTO M TOTO K€ GOJIbHOTO.

OcTpas neueHOYHas1 HEOCTATOYHOCTB. Y 00JIb-
ITTHCTBA TaImeHToB ¢ BB m ocTpoil medeHowHOI
HEJIOCTATOYHOCTBIO MMEETCSl XapaKTepHas KJIWHUYe-
CKasl KapTUHA:

* reMOJINTUYECKAS AHEMUSI C OTPUIATENBHOI TPOGOI
Kym6ca n npusHakamMu BHYTPUCOCY/IUCTOTO TeMOJIN3a;

* KoaryJiomnaTus, He OTBeYalolas Ha IapeHTe-
pasibHOe BBejleHHe BuTaMuHa K;

¢ GBICTPOE IPOrPecCHPOBaHKE IIOYEYHOU HEL0C-
TaTOYHOCTH,

* OTHOCHUTEJbHO HeOOJbIIOE IOBbIIIEHE AKTHUB-
HOCTH CBIBOPOTOYHBIX aMuHoTpaHcdepas (06braHO
meree 2000 ME/n) ¢ caMoro Havyala KIMHUYECKUX

TIPOSIBJIEHUT;

* HOpMaJIbHOE WM CyOHOPMAJbHOE 3HAYEHUE
weaounotl pocgpamasvr (IID) — o6bMHO MeHee
40 ME/n;

¢ COOTHOIIEHNE «MYKYMHDbI — KEHITUHDbI» 2: 1.

JIJ1s1 TOCTaHOBKY MPaBUJIBHOTO JMarHo3a Heo6Xo-
JIUMO TIPOSIBJISIT BBICOKYIO KJMHUYECKYIO HACTOPO-
JKEHHOCTH, TIOCKOJIBKY CTaHJapTHbIE JabGopaTopHble
METO/[bI HEe BCEer/a TMO3BOJIIIOT OTJIWYUTH OCTPYIO
MeYeHOUHYI0 HejocTaToyHocTh npu BB or Toro
JK€ COCTOSIHUS, BbI3BAHHOIO BUPYCHOH uHeKIu-
el WM JieKapcTBEeHHOW ToKcwyHOCThiO. Ilo cpas-
HEHWIO C OCTPOW TEeYEHOYHON HeJOCTAaTOYHOCTHIO
JIPYTON 3THOJOTUN y GOJNBITMHCTBA NalueHToB ¢ bB
OTMeYaeTcs OTHOCUTEJNbHO yMEPEHHOe IOBBIIeHNe
AKTUBHOCTU CBIBOPOTOYHBIX aMHHOTpaHcdepas, uTo
YacTO MPUBOJUT K HEJOOIEHKE TSIXKECTH COCTOSTHUS.
ChIBOPOTOUHBIH YPOBEHD IEPYJIOIIA3MUHA OOBITHO
MTOHMKEH, OJHAKO MPOTHOCTUYECKAST IIEHHOCTH 3TOTO
nuccaeloBaHMs B YCJOBHUSAX OCTPOH T€4EHOYHOM
HEJIOCTAaTOYHOCTH He3HAuuTeabHa. Y POBEHb Mean
B CBIBOPOTKE KPOBHM U €€ CyYTOYHOEe BbI/IeJIeHHEe C
MOYOHl cylecTBeHHO moBbillenbl. K cosxaseHulo,
BO MHOTHX JieueOHBIX 3aBeeHUIX HEBO3MOXKHO
OBICTPOE TIOJYUYEHHE JIAHHBIX TMOKa3areseil, M03TOMY
JIUArHOCTUKA JOJ/DKHA OBbITh OCHOBaHa Ha KJIMHNYE-
CKUX MposiBieHusx. /[l NoATBEP:KIEHUS IUATHO-
3a MOKeT ObITb MKCIIOJIb30BAHO BBISIBJIEHUE KOJIEI]
Kaiizepa—®ueiimepa, Ho y 50% Takux GOJbHBIX OHI
MOTYT OTCYTCTBOBaTh. DbIcTpas mocTaHOBKa uar-
HO3a UTpaeT OueHb GOJBIIYI0 POJb, TAaK KaK 3TOMH
KaTeropuy MalMeHTOB JJIsi BBIKUBaHUS TpeGyercs
SKCTpPEHHAas TPAHCILIAHTAIIUS TTEYEHU.

Y HeKOTOPBIX GOJILHBIX C OCTPOl TEYEeHOUHOM
HEIOCTATOYHOCTHIO, BbI3BaHHON DB, axTtuBHOCTH
AcAT B CBIBOPOTKE KPOBH MOKET OBbITh BBIIE, YeM
akTuBHOCTh AJAT, 4YTO TOTEHIMATHLHO OTpa’kaeT
TMOBpeXKAeHNe MUTOXOHApuil. Tem He MeHee, 3TH
MOKA3aTe I JOCTATOYHO YacTO M CHJIbHO BapbUpYIOT,
4TOOBI CJYKUTD IUATHOCTUYECKUM KputepueM. Yaie
B YKa3aHHOW CUTyallMM OTMEYAeTCs HU3Kas aKTHB-
Hocth 1M, a cooTHomeHne ee ypoBHs (B MEXIy-
HapOJHbIX eJAMHUIAX Ha JUTP) M INoKasaTesas oble-
ro Gumupy6una (B MuIMrpaMMax Ha JEHHJIATD)
coctaByser MeHee 2. IIporHoctuyeckuii WHJIEKC,
MpUMEHSIEMBII Ha MOMEHT ITOCTAaHOBKHU JMarHO3a
OCTPOH T€YeHOYHOH HEJO0CTATOYHOCTH Y TAI[MeHTOB
¢ BB, xoropsblili oneHnBaeT ypoBeHb BBIKNBAEMO-
CTH, OCHOBAH Ha MOKa3aTeJisgX o61iero OnmnpyOuHa,
AcAT B cpIBOpOTKE KPOBU U ATUTEIHBHOCTH TTPOTPOM-
6MHOBOTO BpeMeHU. XOTs JAaHHBIH WHIEKC aJIEKBATHO
OIIEHMBAET JKCTPEMasbHble cjay4dau 3a60JieBaHus,
OH He CJIMIITKOM JIOCTOBepeH Tpu Gojiee yMEPeHHO
BBIpOKEHHOCTH 3a6osieBanusi. HegaBHO 3TOT MHIEKC
6611 nepepa6ortan (Terepb B HEro BKJIIOUEHbBI TaKKe
MoKa3arean KOJWYECTBa JIEHKOIUTOB U YPOBHS ajib-
6yMHHa B CBIBOPOTKE KPOBM) M, BO3MOKHO, CTaHeT
MH(GOPMAIMOHHO 60JIee IIEHHBIM.

Ocrpas neuyeHOYHAs HEJJOCTATOYHOCTb YacTO CJIY-
JKUT TIEPBBIM KJIWHWYECKUM TIPOSIBIEHWEM TOBpe-
JKIEeHNs TledeHn y manueHToB ¢ BB, ommako npnm
0o0CTe/IOBAaHNN y HUX, KaK TPABUJIO, BBISBJISETCS
nporpeccupyiomuii  1uppo3. llpeamnomaraercsi, uTo
HaJMYue WHTEPKYPPEHTHBIX 3a60jieBaHUll, TaKUX
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KaK BUpycHast WHQEKIUsS ¥ JEeKapCTBEHHAs TOK-
CHUYHOCTb, MOMKET JIaThb TOJYOK OBICTPOMY TIPO-
IrpeccupoBaHUIO TeYeHOUHOH nartosoruu. Muorma y
GOJIBHBIX C OCTPOI MEYEHOYHOI HEJOCTATOUYHOCTDHIO,
BBI3BAaHHON BUPYCHBIM TENATHTOM, OOGHAPYKUBAETCS
marentHas bB.

[TammeHTBI C OCTPOI TEYEHOUHOH HEI0CTaTOu-
HOCTbIO, BbI3BaHHOW bBB, BKOWaOTCS B BBICHIYIO
IPUOPUTETHYIO TPYIITY JUCTA OXKUJAHUS /IS TPAHC-
wianrtarnun nedenn no crarycy 1A United Network
for Organ Sharing He3aBHCHMO OT HAMUYMS y HHUX
XPOHUYECKOTO 3a00JIeBaHUS TIEUEHH.

Cemeiinoe ckpuHupoBaHue. Po/ICTBEHHUKH TIO
MPSIMOW  JIMHWKM BHOBb BBISIBJEHHOTO GOJBHOTO C
bB jo0/kHBI IPOXOAUTD CKPUHUHT Ha HAJIU4YUE Y
nux sab6osnesanus (puc. 3). Ilpm atom TpeGyercs
BBISIBJIEHUE KPAaTKOBPEMEHHDIX JITU30/I0B JKEJITYXHU B
aHaMHe3e, 3a00JIeBaHUS TIEYeHW W PaHHEH CHMIITO-
MaTUKNA HEBPOJOTUYECKUX OTKJIOHeHWH. B mporre-
JIypy CKPUHUPOBAHUS BXOMAAT Tak:Ke (PU3MKAIbHBIN
OCMOTp, OIpejieJieHHe B ChIBOPOTKE KPOBU YDPOBHEN
Me/H, 1epyJIoIJIa3MiHa, MpoBeeHrne (DYHKITMOHATD-
HbIX [I€YeHOYHBIX TECTOB, BKJIIOYAIONIMX OIpe/e-

JIeHne aKTHUBHOCTU CBbIBOPOTOYHBIX aMUHOTpaHcde-
pa3, cojepxaHus ajbOyMUHA, a TaKXe KOHBIO-
TMPOBAHHOTO ¥ HEKOHBIOTMPOBAHHOTO OUIUPY6OH-
Ha. lV3Mmepsiercss KOJMYECTBO M€/, BbIJIEISEMOI
C MOYOH 3a CYTKH, a C TIOMOIIbBIO IIEJEBOI JIAMIIbI
— namuuue xousel Kaitzepa—®ueiimepa. JlunaMm, y
KOTOPBIX MOCJEHIE HE BbISIBJSIOTCS, HO WMEIOTCS
cy6HOopManbHble mokazareaun I[IIH u wusMmeHenus
MEeYeHOYHBIX TECTOB, MMOKA3aHO NPOBe/leHne GUOTICUU
nevYeHu I TIOATBEPIK/EeHUsT JuarHosa. Ecau 3T10
BO3MOJKHO, B Ka4eCTBe TEePBUYHOTO CKPUHUPOBAHUS
HEOOXOAUMO MOJIEKYJISIPHOE HMCCIEeJOBAHIE MYyTaIlHii
reia ATP7B win udydyenue ramioTuna. Beem mumam
crapuie 3—4 JIeT ¢ BBISIBIEHHBIMH IIPU CEMENHOM
CKPUHHUHTE CUMITOMaMu 3a00JieBaHus JOJIKHO ObITb
Ha3HAYeHO JedyeHue.

CxpuHHHT HOBOPO:KAeHHbIX. Onpe/ieieHue 1epy-
JIoTTIa3MUHa B 06pasiiaX MOYM HOBOPOJKIEHHBIX WJIH
B KPOBHU MeTO/IoM ['aTpu MOKeT MOMOYb B paclio3Ha-
Banun bB. Oxnako s 6oJjiee TOUHOU AUATHOCTUKHI
pPEKOMEHIyeTcs MpuMeHeHune 6oJjiee TOHKUX METOOB
MCCIeZIOBAHNUS, BKIIOYAIONIINX UMMYHOJOTHYECKUE.




