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Pe3siome

Bonesus Bunbcona-KoHoBamoBa — 3TO TspKesIoe Tporpeccupyioliee KIU3HEYTposkaoliee HACTEACTBEHHOE ayTOCOM-
HO-perlecCuBHOE 3a60JIeBaHye M3 TPYINBI HAPYIIEHUH OOMEHa BENeCTB ¢ MYJIbTHCHCTEMHBIMU TPOSABIeHUsIMA. JIabo-
paropHasi IUArHOCTHKA JIEKUT B OCHOBE €r0 PAHHETO BBISIBIEHUS M CBOEBPEMEHHOTO HAyasa JIeUYeHMs, MOHUTOPUHTA
TeueHust 3a00seBanst, MoA00pa U OmeHKU 3(h(HEKTUBHOCTH Tepaliui, MUHUMHU3AIu ee ToO60UHbIX addekToB. B craTbe
MIPE/ICTABJICHBI COBPEMEHHBIE MOAXO/bI K THATHOCTHKE U MOHUTOPUHTY 00Jie3HH BHJIbCOHA ¢ MCIOJIb30BaHUEM Jlabopa-
TOPHBIX HCCIemoBaHuil. /leMOHCTPUPYIOTCS MpUMepPHI (DEHOTUITNYECKON IUATHOCTUKU W MOHUTOpWHTA. [Ipm mpaBuib-
HOM WCIIOJIb30BAHUHU JTAGOPATOPHBIX TECTOB BO3SMOYKHO MPUOIU3UTHCS K MEPCOHATMZUPOBAHHOMY JICUCHUIO TIAIIUEHTOB,
YBEJTMYUTD TTPOMOJIKUTETBHOCTD U YJIYUIIUTh KA4eCTBO UX JKU3HU.

KioueBsie ciioBa: 6osesih Buiibcona, Mesb, 1epyIOILIa3MiTH, TabopaTopHast IHATHOCTHKA, MOHUTOPUHT, TIEPCOHA-
JINBVPOBAHHBIN TTOAXO/I.
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Summary

Wilson-Konovalov disease is a severe progressive life—threatening hereditary autosomal recessive disease from the
group of metabolic disorders with multisystem manifestations. Laboratory diagnostics is the basis for early diagnosis
and timely initiation of treatment, monitoring the course of the disease, selecting and evaluating the effectiveness
of therapy, minimizing its side effects. Modern approaches to the diagnosis and monitoring of Wilson’s disease using
laboratory research are presented in the article. Examples of phenotypic diagnosis and monitoring are demonstrated.
When laboratory tests are used correctly, it is possible to approach personalized treatment of patients, increase the
duration and improve their quality of life.

Keywords: Wilson’s disease, copper, ceruloplasmin, laboratory diagnostics, monitoring, personalized approach

bosesnp Bunbcona-Konosanosa (BBK, renaronen-
TUKYJISIPHAST JIeTeHepallusi, rernaroiepedpanibHast AUCTPO-
$usg) — TsaRes0e Iporpeccupyolee HacJaeICTBEHHOE 3a-
GoJieBaHme, EPeatoNieecs Mo ayTOCOMHO-PEIIECCUBHOMY
THUILY, B OCHOBE KOTOPOTO JIC)KUT HApYyIIEHUE IKCKPEII
Me/li U3 OPraHu3Ma, MMPUBO/sIIee K N30BITOYHOMY Ha-
KOIUIEHUIO 3TOTO MUKPOIJIEMEHTAa B TKAaHAX U COYETAH-
HOMY IIOPa’KE€HUIO IIapEHXUMATO3HBIX OpraHoB (IIpexx/e
BCEroO IIeYEHU) M TOJIOBHOIO MO3ra (IIPerMYIIeCTBEHHO
MTOJIKOPKOBBIX S7IEP).

[Mpuunnoit BodamkHOBeHUst bBK siBisiioTcss MmyTarmmm
redna ATP7B, koTopslii fokamu3oBad Ha 13 xpomocome
B Jyiokyce 13q14.3 u KogupyeT Me/ib-TPaHCIIOPTUPYIONLYTO
AT®-azy P-tuta — ATP7B [1,2]. K nacrosiiiemy Bpemenu

ugeHTIGUIUpPoBaHo Oosiee 600 pasIMYHbIX MyTaLUd, A/
380 u3 Hux j0Ka3aHa posib B maTorenese sabonesanus [3].

OcHoBHBIMU epMeHTaMK, 00eCIIeUunBAIOIUMKI TPAHC-
OpT Meau B opranusme, sipiistiotcst ATM-aza 7A u ATO-
asa 7B. MPHK AT®-assl 7A oGHapyxeHa B 9HTEPOLH-
TaxX U COCYJIUCTOM CILIETEHUH TOJIOBHOTO MO3Ta, (hepMEHT
yYacTByeT B TIPOIeccax BCACBIBAHUS MeIU B KHUIICUHUKE
U IPOHUKHOBeHMH €€ B rojioBHoi Mo3r. Hegocrarok ATO-
asbl 7A BoisbiBaer 60se3ib Menkeca. MPHK AT®-azb1 7B
o0Hapy’KeHa B FellaTOLHUTaX M KaILIApaX MO3ra. JTOT
(epMeHT ydacTByeT B BBIBEJICHUU MEIU U3 OpPTaHU3Ma
(13 KpOBHM B JKeJYb) U M3 TOJOBHOTO MO3ra B KPOBb [4,5].
Hepnocratrok AT®D-a3bl 7B BbI3bIBaeT 601e3Hb Busibcona-
Komnosasosa.
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Ta6auma 1.
BHaveHMs smabopaTOPHEIX IoKalaTejyey, xapakTrepusyiuyue o6MeH Menwu y 3QOpOBEIX Jaur; [6-8]
JlaGoparopHblii mokasaTeJb, Auanason sHayeHuit
6 E qunnne! uamepenusi | CpezaHnee 3HaueHue
HoMaTepHaJ * 1SD = 2SD
[lepy.onnasmMuH, CbIBOPOTKA KPOBH MT ,/ J1 394 382—406 370—418
MKT /I 915 826—1004 737-1093
Mejb, 5pUTPOIUTHI
MKMOJIb / JT 14,4 13,0—15,8 11,6—17,2
MKT / J1 1194 859—-1529 524—1864
Menp o611asi, CBIBOPOTKA KPOBU
MKMOJIb / JT 18,8 13,5—24,0 8,2-29,3
MKT / J1 78,5 65,6—91,4 52,7-104,3
Menb cBOGOIHAS, CBIBOPOTKA KPOBU
MKMOJIb / JT 1,20 1,03—1,44 0,83—1,64
MKT / CyT 48,3 38,1-58,5 28,0—68,6
Menp, cyrounas Moya
MKMOJIb / CyT 0,76 0,60-0,92 0,44—1,08
. MKT / CyT 3900 3350—4350 | 2900—4800
Menp, Kaa cyTOYHBIN
MKMOJIb / CyT 61,4 52,7-68,5 45,6-75,5
MKT / J1 14,2 8,2-20,2 2,2-26,2
Menp, mTuKBOP
MKMOJIb / JI 0,22 0,13-0,32 0,03-0,41
Menp cBob6oaHad / MeJb 001ad, o 5-10 ) i
CBIBOPOTKA KPOBHU ’
Menap mukBOpa / 06MIasT MeIb o 19 ) i
CBIBOPOTKHU KPOBU ¢ ’
Menp mUKBOpPaA,/ Meab CBOOOTHAS o 18.3 ) i
CBIBOPOTKU KPOBH ’ ’

3HaueHus JTaGOPATOPHBIX TTOKA3aTeJed, XapaKTepusyio-
1re 0OMeH MeJIH, MPEICTaBIeHbl B Tabumuie 1.

AT®-aza 7B umeer 6 Meap-cBsa3biBaommx 1oMenos. Ona
OCYIIECTBJISICT TPAHCHIOPT MOHOB MeIU U3 KJCTKU 34 CUeT
sreprun pacuiemviennst ATOD, a Takke ydactByer B 06paso-
BaHWUU W3 aro-TepyJioia3MruHa (HYHKIIMOHATBHO AKTUBHOTO
1L[epyJIOILIA3MIHA, KOTOPBII 3aTeM Bblesgercss B KpoBb. Ot-
cyrcrBre ATM-aspr 7B Hapyimaer BbliesieHne Meau 13 To-
JIOBHOTO MO3Ta B KPOBb, U3 KPOBU B JKEJIUb U Jlajiee € KaJIoM
13 OpraHu3Ma.

Benyumm 3senoMm natorenesa BBK aBigerca xponnye-
CKasl MHTOKCUKAIMA Me/bio. Mesib HaKaliuBaeTcsl B IeYeHH,
cesie3eHKe, TI0YKAX, TOJIOBHOM MO3T€, POTOBUIIE, XPYCTAIUKE
r71a3a u JIpyrux opranax. HakoreHwe mMean B MeYeHW MpU-
BOIUT K HEKPO3Y TEMaTOINTOB, BOCTATIEHIO, (GhuGposy, mpo-
Jmepanuu KeJYHBIX IIPOTOKOB U LIUPPO3Y; B FOJOBHOM
MO3re — K HEKPO3y HEepOHOB ¢ 00pasoBaHUEM I10JI0CTeN
(xucr). VIsmeneHns Ipyrux OpraHoB M TKaHel, Kak TPaBuIo,
HesHaunTesnbHb [6,9,10].

MaccuBHBII BBIOPOC Me/M U3 TeNaToIUTOB B KPOBb TIPU
UX pas3pylleHUy I10Jl BO3AEHCTBUEM KaKOU-1MO0 BHEIIHEN
pUIUHBI (MHGEKINS, THTOKCUKAIINS, STPOTEHHAsT PeaKInst
Ha THUOJIOBbIE XeJIaTbl U JIP.) MOKET IIPUBECTH K MHOIOKpart-
HOMY [OBBIIICHUIO €& KOHIIEHTPAIMK B IJ1a3Me KPOBH, [TpH-
yeM 3a cyéT Hanbojiee TOKCHMYHOM, HECBA3AHHOM C IepyJio-

MJIA3MUHOM (PPaKIUU, ¥ K Meb-UHyIUpoBaHHOMY (Ha (ome
TUTIOTIEPY/IOTIJIA3BMUHEMIH ) MACCUBHOMY T€MOJIU3Y U Jiajiee
K (OyJIbMIUHAHTHOM TIEYEHOUHON HEI0CTATOYHOCT.

BBK orHocuTes K peakum 3aboeBanusM. PacipocTpaHen-
HOCTb €€ 0 JIaHHBIM MesKyHapoiHOM Oasbl ganubix Orphanet
cocrasisier 1-9 cayuaes wa 100000 Hacenenus (B cpenHeM
1 ma 25000), exxeroHasi 4acToTa BBIABJIECHMS HOBBIX CJIy-
yaes — oT 1 #a 30000 o 1 na 100000 nacesenus. Hocure-
JieM e(heKTHOTO TeHa TT0 OPUEHTHPOBOYHBIM OTIEHKAM STBJISI-
ercst kbt 90—100-it yemosex (1%) [3,11]. Mndopmars
o BcrpeuaemMoctd BBK B PMD B Hacrosiiiee BpeMst OTCYT-
crByeT. OIHAKO, HA OCHOBE PaHee TOJYYEeHHBIX 10 TEPPUTO-
pusim CCCP a1uieMuoiornueckix JIaHHbIX, BCTPEYAEMOCTh ee
Moxket kosiebatbest ot 0,29 o 2,6 Ha 100000 Haceserus [12].

[TepBble KIMHUYECKKE CUMIITOMBI 3a00JI€BaHUS Yallle
BCETO IMPOSIBJISIIOTCS B Bo3pacrte oT 5 110 45 jier. OHaKko onm-
caHO pasBuTHe 3a00JeBaHMsT y pebeHKa 2,5 Jiet, a TakKe J[ha-
THOCTHPOBaHa HEBpOJIOTHYecKast popMa y OOJIBHOTO CTapiiie
60 sier. Haubosiee paHHMe KIMHUYECKKE TIPOSIBJIEHMsT 3a00-
JIEBaHWsI Y UHIUBU/IOB C MATOJOTUYECKUMU MYTAIIUSIMU MO-
ryT ObITh MHIYLUPOBAHbI BO3ACHCTBIEM HeOIaropHsTHHIX
(bakTOpOB BHEIIHEl Cpefbl, TAKUX Kak WHbeKImn (penMy-
IIECTBEHHO TENaTOTPOITHBIE ), YEPEITHO-MO3TOBAsT TPABMa, TOK-
CUYECKHe BO3/IEHCTBUS, B TOM YHCJ€ aHTPOINOTEXHOTEHHOMN
TIPUPOJIBI WJIK TIPY TIPOKUBAHUN B MECTHOCTSIX, C MTOBBITIIEH-
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HBIM COJIepsKaHreM Me/Ii B OKpYsKarolell cpeze (Harpumep,
B Kemeposckoil obsmacti) [11,13]. 3aGoseBatie HOCUT mpo-
IPECCUPYIONIHIT XapaKTep, COMPOBOKIAETCST CHIKEHUEM Ka-
YecTBA U MPOAOLKUTETBHOCTH KU3HN.

Kinnunyeckue cumnTombl 3a6o/eBaHus Hanbosiee BbIpa-
SKEHBI Y MAIIMEHTOB-TOMO3UTOT, UMEIONIUX 2 WUIEHTHIHbIE
myTarun. OQHAKO HarGOJIbIIEe YKCIIO TAIMEHTOB SBJISIIOTCS
KOMITAyH/I-TETEPO3UTOTAMH, T.€. UIMEIOT PA3INYHbIe MyTAIIH
B TOMOJIOTUYHBIX XPOMOCOMaX, KayK/as M3 KOTOPBIX yHacJje-
JIOBaHA OT OJIHOTO W3 pojauTeseil. MHAUBUIYyMbI, UMEIO-
IMe OJIHY MYTAIMIO, KaK TPABUJIO, HE UMEIOT KIMHIUIECKIX
CHMIITOMOB 3a00JIeBaHMs1, HO MOIYT II€PeJiaTh ee II0JOBKHE
cBoero notomcTBa. Tak kak BBK wHacsenyercs 1o ayrocom-
HO-PELECCUBHOMY THITY, BEPOSITHOCTb POKAEHHST OOJBHOIO
pebeHKa y POAUTEIeii-TeTepo3UroT cocTaBasger 25%.

Kimnnueckas kapruaa BBK xapakrepusyercst GobIimmM
MOJTMMOP(MU3MOM B OTHOIIEHUH KaK HEBPOJOTHYECKHX, TAK
1 comatnyecknx mposieanit. OcHoBabIME hopmamu bBK
ABJIAIOTC aOIOMUHAJIbHAS 1 LiepebpaibHast. AOTOMUHAIbHASL
(hopma MOKET TPOSIBIISTHCST TEMATOMATHEN, BIJIBCOHOBCKIM
TETIATUTOM U IIUPPO30OM TiedeHH, (DyJTbMUHAHTHON TTeYeHOd-

HOU HEZI0CTATOYHOCTBI0. BaprarTtamu 1iepeGpaibHOi (hopMBbI
SIBJISTIOTCST: PUTHAHO-APUTMO-THIIEPKITHETHYECKAsT, IPOKATe Th-
HO-PUTH/IHA, JIPOKATEIbHAS M IKCTPATUPAMIIHO-KOPKOBASI.
Y HEKOTOPBIX MAIMeHTOB 3abosieBaHne MaHu(ecTupyer re-
MOJINTHYECKOM aHeMueil (¢ kpusamu 1 6e3), HedpormaTueit
TI0 THITY TYOYJIIPHOTO He(pUTa, TICHXITIECKUMI HAPYIITEHSIMIL

Teuenvie 3a601eBaHUS MOKHO PA3/IEUTh HA 2 CTAUK: Jia-
TEHTHYIO U CTA[UIO KINHUYeCKUX rpossiaenuit. [Tpu narent-
HOU CTa/INV KITMHIYECKIE CUMITTOMBI OTCYTCTBYIOT U TIPU3HAKH
3aboseBanyst (TPU3HAKY HAKOTUIEHVST ME/TH B OPTAHM3ME) BbI-
SIBJIAIOTCS. TOJIBKO TIPU JTabOpaTopHOM uccsiesoBanuu. [Tpu
9P HEeKTUBHOM JIeYeHUN JOMOJHUTEBHO BBIIEJAIOT CTAIUIO
OTpHUIATENLHOTO Gasanca Mei. B aToM cirydae B pesysbrate
TOCTVKEHUS M JITUTETBHOTO MOUIEPKAHNS OTPUIIATEIbHOTO
Gananca Menu HaGJIONAETCsT PErpece KIMHMYECKUX U J1abo-
PATOPHBIX TPOsiBJIEHUE 3a60seBanust [14].

OCHOBHBIMU TECTaMH, UCTIOIb3YEMbBIMU JIJIST THATHOCTHKH
3a60JIeBaHYIsI, SIBJISTIOTCS TTOKA3aTe OOMEHa MefIi: KOHIIEH-
Tpalus 1epyJIoiiasMmna, oomeil 1 cBOGOAHON Menu B Chl-
BOPOTKe KPOBH, CYyTOYHAS HKCKPEIUsST MeI C MOYOM, Cojiep-
&Kanwe Menn B TKarn mrevern [10], (Tabm. 2).

Ta6mma 2.

OCHOBHEIEe JIa6OpaTOPHEIE TEeCTH LA HUATHOCTHKY IenaToLepebpallbHON JUCTpodunu

(6onesuu BuinscoHa-KoHomasora) [10]

Pe3y.7[hTaTbI HCCJAE€OBAaHUA

(III1) B cbIBO-
POTKe KPOBU

rpaHuIbl pehepeHc-
HBIX 3HAYEeHUI

Tecr
Tunuynslie JloskxHOOTpHLIaTE IbHBIE JI0KHOII0/I03KHTE IbHbIE
Konmnenrpamms CHumxenue Ha 50% Boamoskubl «<HOpMabHble» * 3Hadenust | Huskwmit yposenn [II Bo3-
1epyJIoIIasMiuHa | 1 6oJjiee OT HIDKHEH y TaIMEeHTOB C CUCTEMHOI BOCIIAJIH- MOJKEH TIPH CHH/POME MaJlb-

TeJbHOI peakiueil Py BOCIIATUTE/Ib-
HBIX IIpolleccax B [EYEHU MJIU JIPYTOiH
Jgokasusaiuu. [Ipesblienue rpaHui
pedepeHCHBIX 3HAUYEHWIT BOBMOXKHO TIPH
6epeMEHHOCTH 1 TEePANNU ICTPOTEHAMH,
1Ipu onpeeseHnn Koumentpauu 11
UMMYHOJIOTHYECKUMH MeTO/laMu

abcopOInu, ayTOMMMYHHOM
TemaThuTe, TSYKeJIoi meve-
HOYHOIT HEIOCTaTOYHOCTH,
CeMENHOM arepyJIoTIa3Mu-
HEMIU, Y TeTePO3UTOTHBIX
HocuTeselr myTaruit BBK

Cyrounas
SKCKpenus Mein
¢ MOYOii

>1,6 MkM /cyT. nim
>100 Mkr/cyT.**

> 0,64 MkM /cyT. nam
> 40 MKr/cyT. y JeTeit

Bo3M0oskHbI «<HOpMaJIbHbIE> * 3HAYEHUS
y Jereil 6e3 IMOPAsKEHNS TIEYeHN, TaKKe
IIPH HENIPABUJIHHOM c60pe MOYU

BosmokHO moBbIIIEHTE 1pn
HEKPO3€ TrernaTornuToB, XoJe-
CTa3€, KOHTaMUHalluMn IIpnu
HEIIpaBUJIbHOM c60pe MOYH

Konrenrparmst
CcBOGOHON Me
B CBIBOPOTKE KPOBU

> 1,6 MkM /11

3HaueHus MOryT ObIThH <<HOpMaJII)HbIMI/I>>*
IIpy oIrpeje/ieHnn MMMYHOJIOTUIECKUMEI
METOaM! ITOBbIIEHHOI'O0 YPOBHA HH

Konmnenrparuu > 4 MkM /T nian BosmoskHbI ToKaabHbIE pa3anuns y na- | Bo3aMokHO NOBbBIIIEHNE TIPU
MeJI B TKaHU > 250 MKr /T CyXOro | I[MEHTOB C OCTPbIM MOPaKEHNEM TIeYeHU | CHHPOME XO0JIeCTasa
IeyeHun Beca TKaHU U IIPU HAJIUYUU PETEHEPATUBHBIX Y3JI0B

*«HOPMAJILHEIE» BHAUEHMS — BHAUEHMS I[IOKA3aTeJIsI B IIperejax pedepeHCHOI'o Ouarnaz3oHa

*x JJIA ITOBERIISHMA ,HMaFHOCTquCKOf[ IIeHHOCTM IIoKasaTeJjisd HeO@XO,HMMO nnepeCymMTelBaATE CYTOYHYIRO

SKCKpenmin Menu C MOYOM HAa CTAaHIAPTHYyl HOBEPXHOCTE Teja 1,73 M°. IJid 5TOro BEJIWMYMHY Cy-

TOUHOM SKCKpelnr Menm C MOYOM HYXHO pas3fejiMTb Ha PpacCCUMTaHHOE 3HAaUYeHMe [IOBEePXHOCTH TeJjla

nangmMeHTa (paCCUMTEIBAETCS 10 HOMOI'PaMMaM MM QOpMYyJiaM) M yYMHOXUTEL Ha CTaHapTHOE 3Hayde-—

HMe noBepxHocTy Teja (1,73M° — NOBEPXHOCTE Tejia desioBeka ¢ pocrToMm 170 cMm m Becom 70 KI').
B sTOM Cllyyae OMArHOCTUYECKM SHAUMMEDN! YPOBEHE CYTOYHOMN SKCKpelmy Menu > 1,6 MxM/cyr. x 1,730
umam >100 Mmxr/cyr. x 1,73v°. Pasauumii y neTeil M B3POCJEIX HET.
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Ilepys10n/1a3MUH CHIBOPOTKU KPOBU

Hepynommazmun (I[I1) aBisercs raBHBIM TPAHCIIOPT-
HBIM GEJIKOM — TIePEHOCYUKOM Me/IH B 1iazme kposu. On
otHoCUTCA K OenkaM ocTpoil ¢dasbl ¢ (heppoOKCUIa3HOI
aktuBHOCThIO. Oa Mosiekyaa I criocoGHa CBSI3bIBATH
6 aTOMOB Me/i. YPOBEHD I[epPYIOTLIa3MITHA MOKET ObITh
nu3MepeH epMeHTaTUBHBIM METO/I0M (OIIpejie/icHIe Me/lb-
3aBUCUMON OKCU/IA3HON aKTUBHOCTHU ), a TaKKe UMMYHO-
JIOTHYECKUMU MeTo/aMu (PaJiIMOMMMYHHBIN aHAJIN3, pa-
auajibHasg UMMYHOAUGDOY3Us, IMMYHOTYPOOAMMETPHS).
[Ipu ucnosnbzoBanuu ¢GepMEeHTATUBHOIO METO/a OIIpe-
nesisieTcss TONAbKO rojorepynormnasmun — LI, cBsasan-
HBII C aTOMaMU MeJid, a TP MMMYHOJIOTHYECKUX METO-
Jlax — roJjiolepyJoiia3Mu u anouepyJaoniaasmun — 1T,
He cojepxammuil menu. Pedepencublii 1uana3on KOHIEH-
Tpaluu 1epyaolJia3MUuHa TIPU onpesiesiecHun (hepMeHTa-
TUBHBIM MeTOomoM cocTaBiser 150—480 mr/m. IIpn BBK
konueHTparus L[IT o6bruno Huske 100 mr/n (nipu 1epe-
OpanbHOll (hopMe HuUKe, yeM 11pu abaoMmuHanbHoi). OHa
MOKET OBbITh TIOBBIIIEHA TPHU CHUCTEMHON BOCHAJINUTE/b-
HOU peaxiuu, mpu 6ePEMEHHOCTH U TUIIEPICTPOTEHEMIUH;
MOKET OBITH CHVIKEHA TIPU COCTOSTHUSX, COTPOBOXKIAIO-
MUXCsT TT0Tepell Oesika ¢ MOYOU MJIM KUIIEYHBIM COJIep-
JKMMBIM, CUHPOME MaTbabCopOINU, KOHEUHBIX CTAUAX
3a00JIeBaHUsI TIEUEHHU JIFOOOU STHOIOTHH, IPU CEMEHHOI
arepyJIoNJa3MIHeMIH, TpuMepHo y 20% reTepo3uroT-
HBIX HOCUTeJeH MyTaruu Gosesnu Busibcona.

Takum 00pa3oM, KOHI[EHTPAIUS IePYIOIIa3MIUHA
B CBHIBOPOTKE KPOBM HE MOJKET ObITh HaJEKHBIM MapKé-
poMm it moATBepKAeHusd nan uckmodennst bBK, Ho om-
TUMaJIbHA B KayecTBe CKPMHUHTOBOTO I1OKa3aTess s
BBIJIEJICHUST MAIIMEHTOB, KOTOPBIM OKA3aHO yTIybseH-
HOe McCaefnoBanne oOMeHa MeJIn.

Konnenrpanus Mmeau B ChIBOPOTKE KPOBHU

ITokazaTenp «00Iast Melb» CHIBOPOTKH BKJIOYAET
1 KOHIIEHTPAIIUIO MEJIH, CBSI3aHHOM C 1EPYJIOTLIaA3MIHOM
(B HOpMe 90—95% ot ob6uieit Mmean). [TloaToMy, XOTsI TpH
BBK na6sromgaercs n3ObITOK Me B OpraHU3Me, KOHIeH-
Tpaiust 00Ieil Meau CHIBOPOTKH KPOBU CHHUJKEHA IIPO-
MOPIMOHAIBHO CHUKEHUIO KOHIIEHTPAIUU ITePyJIoTLia3-
MUHA. [Ipy TOM KOHIIEHTpAIUST «HEIepyI0NIa3MUHOBO»
cBOOOJIHOW MejM IMOBBIIIAETCS BbIle 2 MKMOJIb/J (pe-
(epencuprit amamazon 0,8—1,6 MKMOJIb/J1) U cOCTaBALET
or 40 o 80% ob6uieit Meau coIBOPOTKH. VIcKaoueHnue
cocTaBysieT (yJbMUHAHTHAs MEYeHOYHAs Hel0CTaTOd-
HOCTh WMJIU «BHJIbCOHOBCKMIT Kpus». [Ipu aTom marosio-
IUYEeCKOM COCTOSTHUU TIPOUCXOJUT MACCUBHBIA BBIOPOC
MeJM U3 pa3pylieHHbix rernatorutoB (puc.1). Konren-
TpaIysi CBOOGOIHONW MEIM MOKET BO3PACTATh B JAECSITKH
pa3 (1o 40 mxmosb/s1 1 Bbiie). COOTBETCTBEHHO YyBe-
JINYUBAETCST U KOHIIEHTPAIMs O0Iiell Meu.

Pucynok 1.

OnHaMuka JsabopaTOPHEIX IIOKalaTeJlel IpH
PaBBUTHY ¥ JEUYEHHUU «BUIEBECOHOBCKOI'O» KpM3a
Y naumeHTa C 60se3HBI BunscoHa (100 % —ypo-
BeHB I[OKazaTeJed LO Pas3BUTHUSI Kpu3a: CBO-
AjAT — 78 ME/x,
6unupy6uH O6Wut —

6onHas Mene — 5 mMMons/in,
remMoryobun — 113 ro/x,
73 mMxMone /1)

800%

JeTOKCHKAnus (mpouexypa

700% E - RN :eJlel(THBHOi'I IIA3MOGHIbTPALHH)
-
=
600% E P ,\ e
z / / \ AN
500% E} ,’ o
= /) N\ .
400% E—f; > o
I /I x M o
300% 7 SN
! / - \N\‘\
200% - TS
" 2
100% - O =
° \‘ﬂ.—.—.A——~——'_A._. s
0% T T T T
5 mas 12 mas 17 mas 18 mas 20 mas

—&—Mezp cBobogHas =O= AnAT =# -Temomio6us =0~ BrumupyGus o6m.

KomnrenTparnust ¢cBOGOAHON MeIH OTPEIeseTcss pac-
4ETHBIM c110co00M 110 dopmye [15]:

CCu(d) = CCu(t) — CCu(IlII) = CCu(t) — 494 x CIII

rge CCu(d) — KOHIEHTpAalms CBOOOOHOM Menmu
CCu (t)
(MKMOJIB/JI) ,

(MKMOJIB/JT1) , — KOHIIeHTpanmus obmer

Menmu CCu (LII) — KOHLEHTpalms
chma —

KOHIIeHTpAaIMs LnepyJsonnasvmmuHa (r/ma), 49,4

[IEePpyJIONJIa3MMHOBOM Menn (MKMOJIE/JI) ,

KO2QQuIIMEeHT Hnepecuéra (3aBUCHUT OT MOJIEKY—
JISSPHOM MACCE LepyJIONJIa3MUHE M KOJUYECTBA
MOJIEKYJI Menru, CBASBEBIBAEMEBIX L[epyJIoljia3Mi—
HOM, B PAa3HEBEIX MWMCTOYHMKAX 3HaA4YeHMre KoJIe6—
gercs or 49,26 mo 49,6).

Konrenrpaiiust ¢cBOGOIHON MeIU SIBJSIETCS BaKHBIM
nuarnoctudeckuM tectom ipu bBK u koppesupyer ¢ Ts-
JKECTBIO COCTOSTHUS GONBHBIX U A((HEKTUBHOCTHIO MPOBO-
numoii tepanuu [16]. Y HeneueHbIX MAIMEHTOB €€ YPOBEHb
00bIuHO mpeBbIaeT 3 MKMOJIb/J1 (200 MKr/i1). Y poBeHb
CBOOOJIHOIT ME/I B CHIBOPOTKE KPOBHM MOJKET TAKKe YBEJIH-
YUBATBHCS 1IPU OCTPOH 11€YEHOUHOH HEAOCTaTOYHOCTHU JIIO-
60i1 9THOJIOTHH, XPOHIMYECKOM XOJIECTa3e, & TAKXKe B CIy-
Yasgx OTPABJIEHUS MEJIBIO.

OcHoBHast po6jieMa KOHIIEHTPAIMK CBOOOTHOM «He-
LEPYJIOIJIA3MUHOBOM» MM KaK HarHoCTUYeCKOro Te-
cTa — 3aBUCHMOCTH OT aJIeKBATHOCTH OMNpeeJeHUs 00-
et Meu (KOJIOPUMETPUUECKU METO]] OTIpejlesIeHMs )
U TEPYJIONIa3MIHA CHIBOPOTKU ((hepMEeHTaTUBHBIN Me-
TOJ ollpejiesieHus ). JTO II0KasaTesb yallle MCIOJb3YIOT
IUIE MOHUTOPUHTA (hbapMakoTepanud 4eM s TUarHo-
cTUKHN 3200JIeBaHMSL.
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CyTouHast aKcKpenusi MelH ¢ MOYOit

OrnpeneneHne KOHIIEHTPAIUN MeU B CyTOYHOIN MOYe
MOJKET OBITh MMOJIE3HO KaK JIJIs AMarHOCTUKHU 3a60JeBa-
HUSA, TaK U [IJIsI MOHUTOPUHTA JicUeHUs. Y HeJeYeHbIX
MAIMEHTOB CYTOUYHAs IKCKPEIUs MeU C MOYOW OTpa-
JKAET KOJMYECTBO CBOGOIHOM «HEIepyI0mIa3MITHOBON»
MeU B IUPKYyJIUpyloleil kposBu. st TouHOro ompe-
JleJIeHUsT CyTOYHOM 9KCKPEIMUu MeIu ¢ MOYOH HeobXo-
JIUMO aKKypaTHOe n3MepeHue oObeMa CYTOUYHON MOum
U CyTOYHOW 3KCKpernuu KpeaTwHuHa. [Ipu modyeynoit
HEJIOCTATOYHOCTU TECT HE TPUMEHUM.

Y HeJsieueHBIX TTAIUEHTOB, UMEIONTUX CUMIITOMBI 3a-
6oJIeBaHNsl, AMArHOCTUYECKOE 3HAUCHUE MEET YPOBEHb
CYTOYHON 9KCKperuu Meau Bbinie 1,6 MKMOJIb/CyT nian
100 mxr/cyr. CyTtouHasi 9KCKpenust MeJii ¢ MOYOi MO-
sker ObITh Menbire 1,6 MkMosb/cyT y 16—23% nanm-
€HTOB, OCOOCHHO B JIATEHTHON cTaaum 3a00JIeBaHUs
n y nerteii. B aToM ciydae quarHocTHUECKH 3HAYUMBIM
CUMUTAETCSI YPOBEHDb CYTOUHON aKcKperuu Mean > 0,64
MKM /cyT nim > 40 MKT/CyT.

71 TTOBBINIIEHNST AMATHOCTUYECKON I[eHHOCTH TI0-
KazaTesst HeOOXOAUMO MEPECUYNUTHIBATE CYTOUHYIO 9KC-
KpPeIio Meli ¢ MOYO HA CTAHAAPTHYIO ITOBEPXHOCTD
tena 1,73 M2 st 9TOro BeJUYMHY CYTOYHOU IKC-
Kpeluu MeaW ¢ MOYOH HY)KHO pas/ie/IuTh Ha 3Hade-
HUe, COOTBETCTBYIOIIee IMOBEPXHOCTHU TeJja MalneHTa
(paccuuThIBaeTCsl 110 HOMOTpaMMaM ujiu GopMyIam)
U YMHOKHUTH Ha 3HAYEHUE CTAHJAPTHOI MOBEPXHOCTU
tena 1,73M? — TOBEPXHOCTH TeJa YEJTOBEKA C POCTOM
170 cm u Becom 70 kr. B atom cioyuae gmarHoctude-
CKU 3HAYMMBII YPOBEHb CYTOUHOI IKCKPELUN Menu >
1,6 MM /cyT. x 1,73m> nan >100 mkr/cyr. x 1,73m%
Pazsmunii y neteil m B3pOCJIBIX HET.

[Tpo6semMbl TIPU U3MEPEHUH CYTOYHOU DKCKPEIIH
MeJi ¢ MOYOH CBsI3aHbI ¢ ombKaMu 1pu cbope Moun
(HemoHbIH cO0p MOYH, TIONAIaHue MEJIU CO CTEHOK CO-
cylla, B KOTOPBI cobupaercst Moua). JIJist yMEHbIIEHUsI
omboK HEOOGXOAUMO COOUPATh MOYY B CIEIUATHHBIE
KOHTEeITHEePbI, a ec/ii TaKue OTCYTCTBYIOT, B ILJIACTUKO-
Bble €MKOCTU M3 TIOJ] MUTHEBOU BOJIBI.

YBesmuenue CyTOUYHOU 3KCKPEINU MeJn C MOYOU
BO3MOJKHO Takyke MPU APYTUX 3a060TEBAHUAX TIEUECHU
(aQyTOMMMYHHBII TelaTuT, XPOHNYECKUEe aKTUBHbBIE 3a-
6oJIeBaHUS TIEYEHH, XOJECTa3, OCTPasi eYeHOUHAsT He-
JIOCTAaTOYHOCTH J[PYTOTO TeHe3a), y HEKOTOPBIX reTe-
PO3UTOTHBIX HOCHUTeNeH MyTanuit 6osesnn Buirbcona,
a TaK)Ke IMPU KCII0Jb30BAHUY IPENAPATOB THOKTOBOIL
KUCJIOTBHI.

OueHb M0JIE3HBIM TECTOM J1Jis1 (DEHOTUIIMYECKON /11a-
THOCTHKH 3ab0sreBanus aBjsiercst mpoba ¢ D-menutiia-
MUHOM — CYTOYHAsI 9KCKPEIUs Med ¢ MOUoil Ha (oHe
mpuema TectoBoit 103b1 (500 Mr ~ 7 MI/Kr Macchl TeJia)

D-neantmanamnna. IIpn oTkI0HeHNN Beca marmeHTa
6omee yem Ha 10% ot crangapraoro (70 xr) tecto-
Basd 1032 JOJIKHA ObITh CKOPPErnpoBaHa WM Ha Maccy
TeJla UM Ha IJIONIAJb TOBEPXHOCTU Tesa (CM. BBIIIE).
Paccuurannas go3a D-neHunuIIaMuaa JAeJUTCS HaA 2
npuema: 1/2 — B navazne cb6bopa moun u 1/2 — uepes
12 gacos mocse Havyama coopa.

Jlmarnoctuyecku 3HAYMMbBIM YPOBHEM I Hejede-
ubix naiueHToB ¢ bBK sBiisiercst moBbiliieHne 9KCKpe-
MU MeIu ¢ MOYol Ha (oHe TpreMa TeCTOBOH [103bI
D-nenunninamuna > 500 mxr/cyt x 1,73m? na >8 MmxM/
cyr x 1,73m% B arom cayuae npoba ¢ D-nenurnuiiia-
MHWHOM CYUTAETCS MOJIOKUTETbHOU (puc. 2).

[Monosxuresnprast mpoda ¢ D-NeHrIuIIaMUHOM SIBJIsI-
€TCs OTPAa’KeHNEM CYIECTBOBAHUS B OPTaHU3Me 3aI1acOB
Me/Id. DTOT MOKA3aTeTb MOXKET TaKKe MUCIOTb30BATHCS
1Utst TIotbopa 103kl D-TIeHUIM/ITaMUHA U MOHUTOPUHTA
Tepanuu (puc. 2).

Kpome Gonesnu BusibcoHa, npoba MOKeT ObITh I10-
JIOKUTEJBbHON TPU XPOHUYECKOM OTPABJICHUU MEbIO.
Ho B atom ciyuae OyjaeT HOPMAJTbHONH KOHIIEHTPAIIHS
[epyJIoNJasMIiHa U IOBbIIIeHa KOHIIEHTpaIus o0Iei
M€/l CBIBOPOTKHW KPOBH.

Pucynok 2.

InHaMuka CyTOYHOM SKCKPELMy Menvu C MOYOH
Ha ¢one 500 Mr d-nemmrmnnammpa («d-IIeHMULAT-
(22-25 gner,
TecT cum-

JIaMMHOBEDE TecT») y nauueHra B.

pocr 153-153 cM, Bec 47-52 kr).
TaeTcss HNOJOXUTEJBHEIM €CJHM CYyTOYHas SKCKpe-
s Menu c Mouon > 500 Mxr/cyr. x 1,73mM2.
Ilepnon 1 — sddexTnBHON Tepanuu (CyueCTBYIOT
TKaHEeBEle Bariacsl Meny, Tepanus KOMIIJIeKCOHaMH
spdexTnBHa) . Illepuon 2 — CHmxeHHuss SdHpexTHB-
HOCTH Tepanwuy (TKaHEBEle 3aracsl Menyu WCTO-
meHs! (Ba uckioyeHneM I[HC), noxalZaH nepeBon
Ha NOnKEepXMBAallyie LOSBE KOMIIJIEKCOHOB, HIPOLOJ-—
XeHue Tepanuy KOMIIJIEKCOHaMy B 6GOJBUMX [OBax
MOBEIIAET PHUCKHU PaBBHUTHs HNOBOYHEIX SdpdexToB
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Meap B TKaHU IIEYEHH

Hakoruienve Meiy B TIe4€HN — OJIMH U3 OCHOBHBIX TIPH-
s3nakoB bBK. Opnako, criermudnyeckue Kpacutesu, Takue
KaK poJlaMUH WJIM OPILIEUH, OOHAPYKUBAIOT OYaroBble OTJIO-
sKeHust Men Menbire 4eM y 10% manuenTos, BCiencTBre
TOTO, YTO OHU BBISIBJISIIOT TOJILKO OTJIOKEHMSI MEIU B JIU30-
comax. Takum o6paszoM, (pakT HAKOILIEHM MeAU B IeYeHN
HE MOKET ObITh WCKJIIOYEH TOJBKO TMCTOXMMUYECKUM MKC-
cJie/ioBaHueM GHOTITATa TKAHU TICUCH.

Merozom Buibopa At auarsoctukn BBK asiserca us-
MepeHre KOHIIEHTPAIIUK MeIU B TKaHu rederu. buorrar aist
KOJIMIECTBEHHOTO OIPEeNeHNs MU IOJKEH ObITh IIOMEIEH
B CYXOH, He cojiepKainii Meib KoHTeiHep. TpaHcrnopTrpoBKa
o6pasiia He TpeGyeT CIelnaabHbIX YCIOBHUIl, TAKUX KaK 3a-
MopaxkuBanue. TOUHOCTh M3MEPEHUsT TIOBBIIIAETCS TIPU HIC-
MOJIb30BAHNH aJIEKBATHOTO KOJMUECTBA MaTepHasIa; JIsT aHa-
JI3a JI0JKEH OBbITh B3SIT IIUJIHHAD OMOITaTa IeUeHr JTHHON
He MeHee 1 cM. TTapaduHU3HpPOBAHHbBIE 0OPA3IBI TAKKE MO-
ryT OBITh UCCIIENOBAHBI HA CONEP/KAHIE ME/H, ONHAKO HAJEK-
HOCTb M3MEPEHUS MOJKET ObITh CHIKEHA [IPU MAJIOM pasMepe
obpasua. CogepkaHue Meiu B TKaHU [eYeHH > 4 MKMOJIb,/T
(> 250 MKr/T) cyxoro Beca SIBJISIETCSI HAMJIYYIIUM JOKa3a-
TeJbCTBOM Haymmuus Gojesnn Busbcona. CHukeHue aua-
THOCTUYECKOTO 1mopora ¢ 4 MKMoJb/T (250 MKr/T) cyxoro
Beca 110 1,2 MrMOmb/T (75 MKI/T) CyXOTO Beca TIOBBIIIAET
YyBCTBUTEJILHOCTh MeTozma ¢ 83,3 10 96,5%, B TO Bpemst
KaK CHelu@UIHOCTb OCTAETCS JOCTATOYHO BBICOKOMN
(95,4% nporus 98,6%). Y HeseyeHbIX MAUEHTOB HOPMATb-
Hoe coniepskanne mMeau B iedenn (< 0,64—0,8 Mrmouib,/T cy-
xoro Beca mwin < 40—50 MKT/T CyxOro Beca) UCKJIIOYaeT JAua-
ruo3 bBK.

[nmaBHas mpobsemMa onpenenenns KOHIEHTPALMK MeIn
B TKaHWU TIEYeHU — HEPABHOMEPHOE pacipeiesieHre Men
B IIEYEHH Ha TO3/HUX cTaausx Gosesrn Busbcona. To ecth
KOHIIEHTPALA MeI MOKET ObITh 3aHMIKeHa IIPK OMIMOKeE
B 3a60pe oOpasia. PesynabraThl TecTa TakkKe He II0Ka3a-
TEJILHBI Y JIETell ¢ MUPPO30M TedeHr. KOHIeHTpaIs Mei
B TKaHHU II€YEHU MOKET ObITh BBICOKOW IIPU [UIUTEJIBHO CY-
IIECTBYIOIIEM XOJIECTa3€e, & TAKKe TIPU CUHPOMAX H/HOTIA-
TUYECKOI0 MEIHOTO TOKCMKO3a, TaKNX Kak VIHAnMicKuil 1et-
CKUI TIMPPO3 TIEUCH.

Meap mkBOpa

Konnenrpanus Meim B JIUKBOPE HE ABJLETCS IMOKA
IITPOKO WCIIOTh3yeMBIM ITIOKa3aTeseM, OJHAKO OHa XO-
pOIIIO OTpaskaeT coepsKaHue MeIW B TOJTOBHOM MO3Te
u cBsizana ¢ akTuBHOCTBIO ATM-a3pr 7B B Kanmmwisspax
MO3Ta. Y 3/I0POBBIX JIMI[ KOHIICHTPAIIMSA MeIu B JIMKBOPE
< (0,4 MKMOJIb/JI, T.€. CYIIIECTBYET TPAIUCHT KOHIIEHTPAITII
MeIM B JIMKBOPE U CBOGOIHON MeIM CHIBOPOTKH KPOBHU
(0,4 mxmonb/n — 1,6 Mxmosb/n). Ilpu uepebpanbHol
dopme BBK koHIteHTpaIiust Med B JIMKBOPE OOBIYHO

> 1 MKMOJIb/JI, @ TIpy OBICTPO MIPOrPECCUPYIOIIEH apUTMO-
PUTHIHO-TUTIEPKUHETHYECKOH (opMe MOKeT TIPEBBIIIATh
10 Mxmouib /1. JInHAMWKA KOHIIEHTPAIIUN MeJIN B JIMKBOPE
Ha (HOHE Teparuu KOMILUIEKCOHAMU JIEMOHCTPHUPYeET GoJiee
MezieHHOe yaanenne mean n3 LIHC no cpaBHenuio ¢ yia-
JIeHreM Meau M3 opraHu3ma B 1esiom (puc.3) [8,17—19].
ITOT TIOKA3aTEIb [eJIECO0OPAZHO UCTIONB30BATH st AU~

Pucynok 3.

HBMeHeHne KOHLIeHTpalMy Menu B JINKBOpe B
mporiecce yCHeuHoj Tepanuy KOMIIJIEKCOHAMM HEB-
posoruueckon @opmer ']l (Stuerenburg H.J.

et al., 2000)

90 S | 4 MKMOTIB/T

80

70

TTaumeHT caMOCTOATENBHO

60 TPEKPATHII TEPAIHIO

50
40

0,4 MKMOIB/1T

30

20 [- |

10 |—

N
\

KoHIeHTparus Meau B JIMKBOPE, MKI/JI

HOpMa

ol L v v 1 v v bbb )

o 20 40 60 80 100 120 140 160 180 200
Mecsn

(bepeHIIMAIbHOI IMArHOCTUKY TP OBICTPOM HapacTaHUU
HEBPOJIOTUYECKON CUMIITOMATUKU, a TaKXkKe JIJisi MOHUTO-
pHHIa Tepaiuy npu HepedbpaibHbIX GopMax 3a00JeBaHU.
Bce BrImenepeunciienHble TIOKA3aTesd, XapaKTepusy-
one oOMeH Med, 1o OTAeabHoCTH He umeioT 100-mpo-
MEHTHOI IMarHoCTUYEeCKON IEeHHOCTU, HO BCE BMECTE
(hOPMUPYIOT y HEJICUEHBIX MAIMEHTOB XapaKTEePHBINH G10-
xuMmuyeckuii penorun 6osesnn Buabcona-Konosanosa.

OC00€eHHOCTH IUArHOCTHKH (YIbMUHAHTHON
neYeHo4Hoit HeoctaToyHoctu npu BBK

I[Tpu Gonestu Buibcona- KoHoBa/loBa OCHOBHBIM JHArHO-
CTUYECKMM IOKazaTesieM (hbyJIbMUHAHTHO II€YeHOUHON He-
JIOCTAaTOYHOCTHU ABJIAETCA MHOTI'OKPATHOE IIOBBIIIIEHNE KOH-
LeHTpaluu cBOOOAHON Menu B chiBOpoTKe Kposu (puc.l).
OG6 5TOM MOKHO CYIWTh, PACCUMTAB DTOT IIOKA3ATeJlb, UJIN
KOCBEHHO Ha OCHOBE TIOBbIIIEHNs KOHIIEHTPALMU OOLIEeN Men
[IPU HU3KOM YPOBHE TiepyJionazMuna. K Gosbiiomy coxaie-
HHMIO, B HACTOSAIIEE BPEMS OYEHb HEMHOTHE JieueOHbIe ydupe-
skneHrst P BBIOJHSAIOT 9TH POCTHIE U JELIEBbIE TECTBI.

JpyriuMu IUArHOCTUYECKUMU TTOKA3ATeNSIME SBJIIOTCS:
CHUKEHNE KOHIIEHTpalnn FeMOFJIO6I/IHa KpOBH, ITOBbIIIE-
HUEe KOHIEHTpAILUU CBOOOJHOIO IeMOrJIOOMHA I1J1a3Mbl
KPOBU (4aCTO MOJKHO OIPEAENUTh BU3YaJbHO), OTHOIIIE-
HIe aKTUBHOCTH IeI09HOM (hocdaTasbl 1 KOHIEHTPAIUU
obutero 6mmupybuna (ME/n/yMr/nn < 4), OTHOIIEHRE aK-

50 JIABOPATOPHAS MEAMIIVHA Tom15, Nei-2, 2024



NABOPATOPHbIE UCCINEOOBAHNA B KIMMHUYECKOW MPAKTUKE

tuBHoCcTeit ACAT/ANAT > 2,2, KomOuHaIMst ABYX TOCTIE/-
Hux nnjgekcoB nmeet mout 100%-yio AMarHocTUIecKyio
YYBCTBUTEIBHOCTh U CIIEIM(MUIHOCTD [IPU ITOM KHI3HE-
YTPOKAIOIIEM MATOJIOTUYECKOM COCTOSIHUM.

[t OTIeHKM TTPOTHO3a BBIKMBAEMOCTH TIPU OCTPOI Tie-
YEHOYHO HEIOCTATOYHOCTH, CBSI3aHHON ¢ Gosre3Hbio Buib-
cona-KoHnoBasoBa, MoskeT GBbITh UCIOJIB30BAH TIPOrHOCTHYE-
ckuit ungeke King B Mmoguduraru Dhawan (tabu. 3) [20].
UyBCTBUTENBHOCTh 3TOTO TOKA3aTess NMpH ypoBHe = 11
Gasios cocrasasier 93%, a crenuduunocth 96%.

CYTIPY>KeCKOH Tapbl. B ciyuae, ecam B KJIMHUYECKOM A~
rHO3e GOJIHOrO pebeHKa He BO3HUKAET COMHEHMUI, OJHAKO
NPIYUHON 3a00I€BAHUS He SIBJIIOTCS YACThIe MyTalliU, KOC-
Bennas /IHK-nuarnoctuka 1mo3BoJisieT onpeienTb, yHace-
JIOBJIN JIN JIDYTHE [IETH B CEMbE MYTAIlUU XPOMOCOMBI 13,
COBIAJIAIOIINE ¢ XPOMOCOMaMK OOJIBHOTO peGeHKa.

8-a MexayHaponnas koHdepenuus 1no 6osesHn Buib-
cona (Jleitnmur, 2001) pekomenyer /st IUATHOCTUKA JIAH-
HOTO 326071€BaHIST GATBHYIO KOJMYECTBEHHYIO TITKATY, B KOTO-
POil IOMUHKPYIOT JlabopaTtopHble Mokasaresu (tabu. 4) [21].

Ta6mma 3.
Pacuér NpOrHOCTHYECKOI'O WMHIAEKCa NIPpM OCTPOM INeYEeHOYHON HEeJOCTATOYHOCTH, CBSBaHHOM
c 6osesHBIH BuiecoHa-KoHomajsora [20]
ITokazatenb 1 6amn 2 Gania 3 Gaua 4 Ganna

O6mmmii 6umupy6un, MKM /1 100-150 151-200 201-300 >300
AcAT, ME /mn 100-150 151-300 301-400 >400
MHO 1,3-1,6 1,7-1,9 2,0-2,4 >2.4
Jleiikorurer 10° /1 6,8-8,3 8,4-10,3 10,4-15,3 >15,3
Anb6ymMuH, T /7T 34-44 25-33 21-24 <21

* Cymma 6GasuioB 2 11 accoummpyerTcs C BEICOKOM BEPOSTHOCTBR CMepTy 6e3 Nepecanki [IeUYeHM.

JTHK-muarnoctuka 60Jie3Hu
Buascona-KonoBaJsioBa

B Hacrosuiee Bpems ussectHo Gosiee 600 pasimyHbIX My-
taiii B rene ATP7B. Yacrora u xapakrep MyTaliii B TeHe,
criocobcrByIoneM Gosiern Busbcona-KoHoBasosa, cylie-
CTBEHHO BapbUPYIOT B PasJIMUHBIX TomyJstisx. Haubomee
YacToi MyTallueil B eBPONEHCKUX TOMYJISIIUSIX SIBJISIETCS TO-
yeynas 3amena c¢.3207C>A B axzone 14 rena ATP7B, npu-
BOJIATIAST K 3aMEHe aMIHOKNCJIOTHI TUCTUIMHA B TIOJTOKEHIH
1069 Ha ruytamusroByto kucsoty (p.His1069GIn). Tomst my-
tanun ¢.3207C>A B poccHiicKoil BBIOGOPKE GOJILHBIX 10 JaH-
ubM Jtaboparopun JHK-muarnoctukn MIBY «MTHII»
PAMH cocrasisier 48%. Takike 4acTbiMU SIBJISIIOTCST MyTa-
i ¢.3190G>A (p.Glu1064Lys), ¢.3402delC u ¢.2304insC,
YacToTa BCTPEYAEMOCTH KOTOPBIX CPEAU POCCHUCKUX GOJIb-
HBIX cocTaBisteT 3,9%, 2,4% u 4,6%, coorBeTcTBeHHO [3].

[y TpaBUIbHON MHTEPIPETAIINN PE3yIbTaTOB aHATN3A
HEeOOXOIMMO TTOMHUTB, YTO OOHAPYKEHHE Y OOJBHOTO pac-
[IPOCTPAHEHHOW MYTAI[MK HA OIHOW M3 JIBYX FOMOJIOTMYHBIX
XPOMOCOM €aMO 110 cebe He MO3BOJISIET ¢ JOCTOBEPHOCTHIO
MMOCTABUTh JMArHO3, HO TIPU HAJIUYNN XapaKTEPHBIX KJIU-
HUYECKUX U OMOXMMUUECCKUX M3MEHEHWUU SIBIISIETCST BECO-
MbIM apIyMEHTOM B I0JIb3y [HMarHo3a «0oJiesHb BuibcoHa-
Konogsasnosa». Eciu y 601bHOI0 0GHAPYKEHbI ABE PA3HbIE
myTaruu reHa ATM-aspr 7B, win onHa u Ta jKe MyTanust
B TOMOBUTOTHOM COCTOSTHUH, JMArHO3 TIO/ITBEP/KIAETCS.

Komnnexkcnas /JIHK-muarnoctnka B ceMbsX BKITIOYaeT
HOKCK HanboJjIee PACIPOCTPAHEHHBIX MYTALMHA Y GOJIBHOIO
u xocsennyio JIHK-muarnoctuky /st pyrux jgeteit Toii sxe

Ee nmarnoctudeckast 4yBCTBUTETBHOCTD 94%, criermdud-
HOCTD 94%, MOJOKUTENbHAST TPOTHOCTUYECKAST [IEHHOCTD
91%, orpunaTeabHas IPOrHOCTUYECKAs EHHOCTh 97%.

Jleuenne: noGounbie 3(pPeKTs
U J1abopaTOPHbIil KOHTPOJIb

B KauecTBe OCHOBHBIX GHOXMMUYECKHX TECTOB IS OIEHKN
a(hEKTUBHOCTH JICUeHHsT HEOOXOIMMO HCTIOIb30BATh KOHIICH-
TPaLKIO CBOOOIHON Me/I1 CBIBOPOTKH KPOBHU (pHC.4) 1 CyTOY-
HYIO 9KCKPEINIO Me/i ¢ MOUOi (prc.2), a TPy JIeYeHN ! Tperia-
paTaMu IMHKA — TaKXKe CYTOUHYIO AKCKPEIUIO IIUHKA ¢ MOYOIL.

Pucysok 4.

JnHaMuKka KOHLIEHTpAarmy CBOGOLHOM Meny Ijiasz-
MBI KPOBM Ha (QOHEe QIQIUTEeNBHON Tepanwuyu KOM-—
IIJIeKCoHaMy y nainmeHrTa JI.
134-176 cM, Bec 25-68 kr)

(8-19 mer, pocT

\
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NABOPATOPHbIE UCCINEOOBAHNA B KIMMHUYECKOW MPAKTUKE

Ta6uuna 4.
Jlednunrckas KOAMYECTBEHHAs WKAaja AAsS BUATHOCTHUKY 60Je3Hu BunscoHa-KoHoBasoea [21]
ITpusnak BoipaskeHHOCTD | bana
TunuyHble KIMHNYECKHE CHMITOMBI U NIPU3HAKH
. . Nmerorcsa 2
Konbia Kaiizepa-@Jieiiliiepa Ha POrOBUIlE IJia3a
OTCyTCTBYIOT 0
Tsxenbie 2
HeBpoJiornueckue CHMITOMBI HJIH XapaKTePHbIe
Jlerkue 1
npossaeHud npu MPT rosoBaoro Mosra
OTcyTCTBYIOT 0
- Hopmansnaga* (> 0,2 r /1 wim (> 200 mr /1) 0
OHIIEHTPAIUS TIEPYJIOTIIA3MIUHA CBIBOPOTKU
Cponn patiuil Repy P 0,1-0,2 r /1 wmn 100-200 mr /1 1
<0, r/1nm< 100 mMr/ 2
TemosiTHYECKast aHEMUS ¢ OTpHUIATEIbHO po6oi | MiMeroTcs 1
Kywm6ca OTCyTCTBYIOT 0
/Ipyrue MeTobl HccieJ0OBaHUS
B 5 pa3 Bbile BepxHEH rpaHUIBI HOPMBI ™ 9
(> 4 mxmoub /T wm > 250 MKr /T)
C 0,8—4 mxmoub /T mim 50—250 MKr /T 1
o/lepyKaHue Meu B MeYeHu
P Hopmasbnoe* (<0,8MrmMoub /T nim < 50 MKr,/T) -1

(mpu orcyTeTBUE XOJIECTA3a)

Hanmune posanut- MO3UTHUBHBIX PAHYJI
(IIp1 OTCYTCTBUU BO3MOYKHOCTH KOJIMYECTBEHHOTO 1
OIIPE/ICICHUST ME/IH)

Hopmanbhasa*(< 0,9 Memosb /eyt x 1,73 M2

(IIpr OTCYTCTBUM OCTPOTO reraTuTa)

0
wim < 57 Mxr/cyr. x 1,73 m?)
Boriie BepxHeil rpaHUIlbl HODMbI™® B 2 pa3a U MEHbIIE 1
IKCKpelus MeJ ¢ MOYOi Bosee yem B 2 pasa BbIle BepXHEl TPAHUIIDI 9

HOPMBI*

Hopmanbaasg™, HO TioBbIIIaeTcst 60Jee 4eM B O
pas BbINIe BepPXHEW TPAHUIIBI HOPMBI IIPU TIpHeMe 2
D-nenniminamuna

Myranun B 2-X XpoMOCOMax 4
MounekysisspHO-TeHeTUYEeCKasT JUATHOCTUKA Myrarnun B 1 xpomMocome 1
MyTaiyy He BbISIBJIEHbI 0
Nurepnperanus pesyJbTara
[luaruos ycraHoBJjieH >4
/lmarHo3 coMHUTEEH, HEOOXOINMMO MCCIe0BaHNe GOJIBIIETO YHCIa MOKA3aTes el S
Jlmarnos maJsioBeposiTeH <2

*«HOpMa.HbHBIe» BHAUYEeHMAd — BHAUYEeHMAd IIoKal3aTeJid B IHpernejiax pe@epeHCHOl"O Aararas3oHa

I[Ipu abroMuHAIBLHON (POPME AOIOJHUTEIBHO LEIeCO00Pa3ZHO
MCCIIeZIOBATh aKTUBHOCTD TPaHcaMuHa3 B kposu 1 MHO, ipu
1epedpabHoil hopMe — YPOBEHb MEIN B JIMKBOPE.
OCHOBHBIM TIOKa3aTe/IeM aIeKBaTHOCTH TePAINU XeJlaTaMy
SIBJISIETCSI CYTOUHAsI SKCKpelnn Mei ¢ Movoid. /losa npenapara
a/IeKBATHA, €CJIM CyTOUHAsT AKCKPEInst Mein ¢ MOYOoii Ha (hoHe
npuema D-nenuipaiiaMuta Haxoautesi B uatepsasie ot 500
10 1000 mxr/cyr x 1,73 m?> uim 8—16 Mrmosb/cyr x 1,73 M2
Ecam cyrounas »skckpenusd Meau € MOYOU BbBIIIE
1000 mxr/cyr. x 1,73 M? (16 Mmxmomn/cyt. x 1,73 M?), mis
TPOMDUIAKTUKI TOPAKEHHST TIOYEK HEOOXOIUMO CHUKEHIE
n1o3bl. DaKTHYeCKN Peyb WET O TUTPOBAHKMU J03bI TIPENApATa.
[To mepe BbIBeeHUs U30BITKA ME/ M3 OPTraHU3Ma B XOJIe Jie-

YEHUsST CYTOUHAsT HKCKPEIHsT Men CHIKaercs. B dasy mos-
JepskuBaionieil tepanun (puc.2) oHa JOJKHA KOJeOaThes
or 200 o 500 mkr/cyt. x 1,73 Mm%

Emte omrum xkputepreM ah(eKTUBHOCTH JiedeHust siBJIs-
€TCsl CYyTOYHAsl IKCKPEIMsl MeIU ¢ MOYOH Tocje 2-X JiHeil
ormenbl D-niernimyuiamina < 100 mkr/cyt. x 1,73 M? win
< 1,6 Mrmoub/cyT. X 1,73 M?> u HOpMasIM3aIMsT KOHIIEHTPA-
11K CBOOOIHOM MeIN CBIBOPOTKU.

OCHOBHBIM HEZIOCTATKOM D-TIeHUIINJIJIAMUHA SIBJISTIOTCST
€ro MHOrouuc/eHHble moboumbie s dexTol (Tabi. 5), KOTopble
Habmogatorcst B 20-30% ciydaes. ITosararor, 4to GOJIBIIMH-
CTBO M3 HUX CBSI3aHbI C HECENEKTUBHOCTBIO YIAJTEHUST MEJH.
Kpome mem D-neHuimiaMus criocoOeH CBSA3bIBATH U BBIBO-
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Pucynok 5.

VU zMeHeHHue 5SKCKpeLuyu SJIEMEeHTOB C MOYOH

Ha ¢oHe npmema d-nerHuumanammea (8a 100 %

BBAT ypPOBEHEB IO Hayaja JedYeHwus y narmeHra II.,

13-15 mer, MeTOnm wMBMEPEHMS —MaCC-CIEeKTpO-

MeTpusi C MOHMBaLMey B MHAYKTWUBHO CBSI3aHHOWM
njnasMe)

1200

@no  Ouepes 3 mec Buepes 2 rona

1000

] %

800 HIH—rH—H—H—=

600 -H I HHH

400 H

OTHOCHTENbHAS SKCKpeLHs, %o

200 H b—

o LI 1L 1w [ W IW IL W IW I8 L ] H- L I'l,_D.,_l:l
Sb Ni Pb Cd Cu I Ba Zn Ca Mg Co Sr Ag Mn Sc V Cr
DeMeHTHI

JIUTDH U3 OPTaHU3Ma MHOTHE JPYTHe MIUKPOJIEMEHTDI, U TIPEKIIE
Beero HUHK. CUMIITOMbI THIIOMUKPOSJIEMEHTO30B U TI000YHbIE
adexrpl D-1ieHuImIaMITHa BO MHOTOM COBIIagaioT (tabir. 5).

Vcxozst U3 9T0r0, U1 yMeHblIeHus M0O0YHbIX a((EKTOB
D-nieHutmiaMiHa HeoOXOMMMO MOHUTOPUPOBATH XOJI Tepa-
MWK U UCIIOJIb30BaTh MUHUMAJIBHO 3(DPEKTUBHYIO 03y Tpe-
mapara, KOMOMHUPOBATh €r0 UCIIOJIb30BAHKE ¢ IIPerapaTaMu
IIMHKA (3TO HY’KHO HE TOJIBKO JIJIST YMEHBITICHUST BCACHIBAHUS
M€/ B KUTIIEYHWKE, HO U JIJIs KOMIIEHCPOBAHUY TIOTEPD IIIHKA
DU TEPANUK XeJaTaMu).

BaskHBIM MOMEHTOM [IJIsT YMEHBIIEHHST KOJMYECTBA TI0-
GouHbIX A(GHEKTOB Tepauu SIBJISIETCST CBOEBPEMEHHBIH Tie-
pexon K mojep:RuBaoIieil (ase gedeHns (CHUKEHUE 03B

Pucynoxk 6.

VBMeHeHHne copepXaHwus BJEMEeHTOB B BOJIOCaX

Ha ¢onHe gnmreneHOM (>3 Jser) Tepanuwu d-neHU-

uuiamMuHoM (cpenHee w3 8 wmusMepenny, 1008 -

YPOBEHE OO Hayvaja JIeYeHMsi, METOL WU3MEPEeHUT —

MaCcC-CHeKTPOMEeTPHsI C MOHMBAaLMEH B MHIYKTUBHO
CBSBaHHOWM I1jasMe)
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JIMHAMHUKa OTHOCHTEJILHOTO
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|
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=

D-nenunmmmamuna g0 250—500 Mr/cyT. wim mepexop
Ha TPUEHTHUH, WJIN TIePexo]] Ha TperapaTsl uHKa) (puc.2).
[TokaszanueM K IIepexoiy ABJSETCs OTPHULATeIbHas 1Ipoda
¢ D-neHunmisiaMuHOM 1 HOPMaJIN3aIusl KOHIIEHTPAIUU CBO-
6OHOM M/ CBIBOPOTKK B 2-X IAPHBIX MPO0AX ¢ MHTEPBAJIOM
B 3 Mec. uccreziopanusix. CTolikoe yMeHbIIeHHe CyTOYHON 9KC-
KpeIy Mejii ¢ MOYOii Ha (hoHe BBICOKOI /103bI D-1ienutiuiiia-
MUHA CBUETEACTBYET 00 MCTOIIEHNI TKAHEBbIX 3a1IaCOB Me/IN
(3a uckmoyenrieMm [THC). 3amasapBanue co CHIZKEHUEM I03bI
B OTOT MEPUOJ, MOKET CIIOCOOCTBOBATH MOBBIMICHUIO 9KCKPE-
K ¢ MOYO# (PUC.D) IPYTUX 5JEMEHTOB U IMOBBINIATH BEPO-
SATHOCTb Pa3BUTHsA 1I000YHBIX d(D(EKTOB, CBI3aHHBIX C BbIPA-
SKEHHBIM JIMCOAIAHCOM MUKPOJIEMEHTHOTO ToMeocTasa (puc.6).

Ta6auna 3.
ConocraBneHne No60YHX 5ddexToB D-NeHuLuIIaMuHa C CHMIITOMaMy THUIOMUKpoOBJeMeHTosna [15]
Telrmmh 2 bihee (e e JJIeMEeHThI ¢ H3BECTHBIMH aHAJOTHYHBIMH CHMIITOMAMU
THIIOMHUKPO3JIEMEHT03a
AHOpeKcus Mg, Zn
Tomnrnora, pBora Mg
[wnapes Mg, Zn
AdTO3HBII CTOMATUT, TJIOCCHUT Zn
[lepmaTuT, sK3eMa, KOKHASI ChIlb Zn, Mn, Se, Ni
Wckaxenne BKyca Zn
Hespasruu, nepudepnieckie HeBPOIATHN Cr
mmyHo et Mg, Zn, Se
AnHeMusa Zn, Co, Ni
AJlieprudeckie peakiiun Zn, Mn
ApTtpanarun Ca, Mn, Se
MuaJirny, MbIIIEYHbIE CIIa3Mbl Ca, Mg, Mn
Ocreoropos Ca, Mn
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CBOeBpeMeHHBIH TTepexo/l Ha MOIEPKUBAIONITYIO TEPATTAIO
0cOGEHHO BaKEH Y IeTell. 3amachl MeIM B OpraHu3Me Y HUX Cy-
I[ECTBEHHO MEHbIIIE, YeM Y B3POCJIBIX M UX HCTOIIEHUE IIPOCXO-
It OBICTPEE, T.K. YACTh MEJIH UCTIOJB3YETCST HA POCT OPraHU3Ma.

JIJist CBOEBPEMEHHOTO BBISIBJICHHST TIOOOUYHBIX 3((PEKTOB Xe-
JIATHOW Tepary HeoGXOAMMO KOHTPOIMPOBATH KIMHIIECKII
aHa/IM3 KPoBHM (BKJIIOYAs YPOBEHDb TPOMOOIUTOR) ¥ OOICKIIN-
HUYECKUIT AaHAJIN3 MOYM: B HAYaJe JIeYeHUs] KK/Ible 3 [, 110~
TOM KasK/IyI0 HEJIeJIT0 B TedeHne Mecsia, 3ateM 1 pa3 B 2 Hezemn
B TeUEHHE TIePBBIX 6 MecsIIeB JIeUeHNs], B JaTbHEHIeM — exe-
MECSTYHO; OUOXUMUYECKUE TTOKA3ATeN KPOBU (KOHIEHTPAIIHST
o61iero GuaMpyOrHa, KpeaTMHUHA, MOYEBUHDI, aKTUBHOCTD
AnAr, AcAT, menounoii docdarassi): B azy Havamsa Tepa-
mi — 1 pa3 B 3 Mec., B mocsierytomeM — 1 pa3 B mosroza [22].

AJIeKBaTHOCTb TepPANMU IIMHKOM OIEHUBAETCSI HA OCHOBE
JIMHAMKKY KJIMHAYECKUX U J1ab0paTOpPHBIX HOKazaTenell (Hop-
MaJIM3AIMST KOHIIEHTPAIUN CBOOOIHOI MeJIi, yMEHbIIEHHUE Cy-
TOYHOH aKcKpernnu Meau ¢ Modoir < 100 Mkr/cyr. x 1,73 m?
wir < 1,6 MmrMosb/cyt X 1,73 M*> — 1pu MOHOTepanmuu mpe-
napatamu 1mHKa). Ha doHe nedenns cyTounas akcKpernus
[HKA € MOYOH [OJDKHA TIpeBbimath 2 Mr/cyT. X 1,73 m?
(30 Mxmoutb/cyT. X 1,73 M%).

VauThIBast CHCTEMHOCTD 1 [IPOTPECCHPYIOIIEe TeueHue 3a0071e-
BAHIIST I BOSMOJKHOCTD PA3BHTIS HOBBIX BUCTIEPATBHBIX TIPOSIBITE-
HUI ¢ BO3PACTOM, HAIMEHTHI ¢ Gosie3bio Buibcona-Konopaioa
JIOJIKHBI HAXOJIUTHCST TOJ[ TIOCTOSTHHBIM HAOJTIOJIEHIEM BPaya, JKe-
JIATEJTBHO MMEFOIIIETO OIIBIT BEICHIST TAKKMX OOJbHBIX. Mesk/yHa-
PoJHAs accolmaliysl naenTos ¢ Gouestbio Bumbcona (Wilson's
Disease Association International) pekoMeHIyeT clIeIyIOmLyIO Tie-
PUOIMYHOCTD BBIIOJIHEHHUs JTAOOPATOPHbIX MCC/IeI0BaHni [22]
(tabu. 6). VIHTepBaibl MEAKILY UCCIIEIOBAHUSMU MOTYT OBITh CO-
KPAIIEHbBI ¢ YYETOM TeYeHHsT O0IE3HU Y KOHKPETHOTO GOLHOTO.

Me/:[mco-reHeanecxoe KOHCYJbTHPOBAHUE
U Ip€HaTaJbHad /UAarHOCTUKA

Bonesus Busbcona-KonosasoBa Hacsemyercst Kak ayTo-
COMHO-peleCCUBHbBIN TTPU3HaK. B 9Toil cBsA3M popurenn
6osroro BBK sABstiorest 06/MraTHbIMU TeTepO3UTOTaMHM,
TTOCKOJIbKY KasKIBIN M3 HUX MMeEEeT 10 OJHOMY MYTaHTHOMY
aJlJIeJIIo0 B TOMOJIOTMYHON XpomocoMe. ['eteposurorubie ni-
JIMBUIBI B aGCOMOTHOM YKCJIE CIy4aeB He UMEIOT KIUHU-
yeckux nposieieruii BBK, B HEKOTOPBIX ciydasx oOHapy-
JKUBACTCS CHUDKEHUE YPOBH LiepyJ/IoIUIa3MUHa B CbIBOPOTKE
KPOBU U IIOBBIIICHHAS 9KCKPEIUs Me/I B MOye.

Ta6auma 6.
Ilnan nma6opaTopHOro O6CHenOBaHMs ¥ HaGJIOLeHWs naumueHToB ¢ BBK [22]
Hcxoauno .
Ilokazaresb, METO HCCJIETOBAHUS (u 1o Havasa Kamzn:m Kamnb;e Kamzlb;e AP
[ — Mec 3 mec 6 mMec 12 mec
OO01mumii aHaJn3 KPOBH + TPOMOOTIIUTHI 4 I 4 4
OOIIEKJINHIYECKUI aHATIN3 MOYU + + + +
JlaGopaTopHble MOKA3aTe, XapaKTePU3yIOIIne
dynarmio nevenn (KoHIEHTpanusa aapb0yMuHa, 0OIMero N " "
¥ TIPSIMOTO GUINPYOWHA, AKTUBHOCTD MIEJTOYHOI
docdaraser, AnAT, AcAT)
Anbdaderonporenn + +
ITokazaTenu cBepTHIBAIOIIEN CUCTEMBI KDOBU
(mporpom6un, MHO, dubpunoren) - * *
OOGr1asi MeJib CBIBOPOTKH + + +
[lepyJiona3MuH CbIBOPOTKHU + + +
CB06O/IHAsI Me/Tb ChIBOPOTKU 3 i i
CyTouHast SKCKpenusi Mein ¢ MOYOH 4 4F aF
Hpo6a ¢ d-neHunmMIIIAMUHOM + + +
CyTouHasT 9KCKPEIHs UHKA C MOYOit’ i i i
KOHHeHTpaHI/I}I Me B JII/IKBOpes + +
JlaGopaTopHble MOKa3aTes, XapakTepu3yolue i " "
dyHrumo nouek (KpearuHuH, MOYECBHHA)
MukpoaabOyMuHypus / N N "
nporennypus (cyrounas moreps 6eska)
AKTUBHOCTb aMWJIa3bl, JUITA3bI’ +4 +4 44
JIHK mmarnoctuka I
1 — B mepBrie 6 MecsLeB Tepanus, 4 — npm Tepanmy nOpernaparaMy IMHKAE,
2 — B HadaJbHYIL Qaszy Tepanmuu, 5 — npm nepebpasibHEIX QopMax.

3 — B @a’y nommepxmuBauey Tepalui,
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B kax/0it mocsenytonieil 6epeMeHHOCTH OpaTbst 1 ce-
CTPBI POMBIIETOCST OOJIBHOTO ¢ BEPOSITHOCTBIO 25% MOTYT
Tarske ObITh GOsbHBIMU, B 50% OBITH ACHMIITOMATHIECKUMUI
HocuTe MU (TeTepo3UroTaMi) U B 25% POAUTLCS HElopa-
JKEHHBIMHU U He HOCUTEJISIMU, TTOTOMKE GOJTBHOTO SIBJISTFOTCST
OGJTUTATHBIMHU TETEPO3UTOTAMIL.

ITocko/bKy YacToTa TETEPO3UroT B OOIIEH TTOIMyJISAIUI
npumMepHo paBHa 1:90—100 wesoBeK, BEpOSITHOCTD TOTO, YTO
6ospHOIT ¢ BBK Gyzier mMerh GOJIBHOTO pebeHKa, cocTaB-
ssieT okosio 1:180 HOBOPOKIEHHBIX.

Tak KaK prcK poauTh GOIBLHOTO pebEHKA MUHUMATBHBII,
B KAYeCcTBe a/IeKBATHOTO CKPHUHUHTOBOTO TECTA MOXKET pac-
CMaTPUBATBCS OTIPE/IeJIeHIe KOHIIEHTPAITUH 11epYJIOTIa3MIHA
CBIBOPOTKU KPOBHU TMOCTIE JOCTYKEHUST PeOEHKOM BO3pacTa
OIIHOTO rofa (MCKJII0Yas MOITYJISIIIUKE C BBICOKOM 4acTOTOI
poJICTBeHHBIX GpakoB). B Bospacte mocjie Tpex JieT HacTosi-
TEJIBHO PEKOMEHJIYETCSI IOBTOPHOE JIAOOPATOPHOE UCCIIEIO-
BaHUe (BKJIIOUas OnpesiesieHre KOHIIEHTPAIINH IepyJIoNias-
MIHA CBIBOPOTKI KPOBU M 9KCKPEIuu Meiu ¢ Mouoit). Ecim
B ceMbe ObLIN UAEHTU(DUIUPOBAHDI TPUYMHHBIE MYTAIlUN
reta ATP7B, quarnoctiuka HOCUTEILCTBA MOKET ObITh 1IPO-
BeJieHa MOJIEKYJISIpHO-TeHEeTHIecKuMu Metonamu [5,13,23].

3akouenue

JlabopatopHast IMATHOCTHKA JIEKUT B OCHOBE PAHHETO BbI-
SIBJIEHVST ¥ CBOEBPEMEHHOTO HAYasIa JiedeHust Gome3nn Burb-
cona-KonoBaioBa, MOHUTOPUHTA TedeH st 32a00I€BaAHUSI, TO]I-
6opa 1 oreHku 3(hGEKTUBHOCTI TepPaIii, MUHUMU3ALUN €€
10604HbIX 3(hbekToB. TOIBKO ¢ ee MPABIUIBHBIM HCIIOJIb30Ba-
HIIEM BO3MOJKHBI COBPEMEHHBIE TTePCOHATN3NPOBAHHbIE TO/I-
XOJIbI K JIEYEHUIO MAIIEHTOB, YBEJIUYEHUEe TIPOIOJIKUTENBHO-
CTU U YJIydllleHre Ka9ecTBA UX JKU3HI.
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