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B N0oAroToBKE KIMHAYECKMX PEKOMEH AL NPHHSIN yIaCTHE:
npodeccop Acanos A.JO.}2 mpodeccop Cokonos A.A.23, mpodeccop Bomruna
C.51.27, mpodeccop TIopsuesa JI.I.2°, mpodeccop I'yctor A.B.3, mpodeccop
Upanosa-Cmonenckas M.A.%, k.m.u. Komummnuckas C.B.24, npodeccop Houkos
I1.B.°, x.M.H. d6nouckas M.M.5, kmu. Ionemyk B.B.2, npodeccop IMonskos
A.B.% x.M.H. Posunosa T. I1.Y, npodeccop Xapkun A.1.°,

1 TBOY BIIO «IlepBbli MOCKOBCKHH rOCYJapCTBEHHBIN MEIUIIUHCKUN
ynusepcureT um. M1.M.CeuenoBay», MockBa

2 HIT «HanwonanpabI CoBeT HKCIIEPTOB MO peAKUM OoJe3HsIM», CaHKT-
[TerepOypr, Mocksa

> T'bOY BIIO «CeBepo-3amaaHbii rocyJapCTBEHHBINM MEAULINHCKUN YHUBEPCUTET
uM. .. MeunukoBay, Cankr-IlerepOypr

4 PTBOY BIIO «Hmxeropoackas rocy1apCTBEHHasA MEIUIIMHCKAsT AKAJAEMUS
Munsapasa Poccuny, Huxauit Hosropog.

*®I'BY «Mockosckuit HUU nepuatpuu u qeTckoil Xupypruu Munsapasa
Poccumny, MockBa

®*®I'BY «Memuko-reHeTHIeCcKuii Hayunbli nentp PAMH», Mocksa

"®I'BOY BIIO «Ka3aHCcKui rocy1apCTBEHHbIM MEIUIUHCKMI yHUBEpCHTET» M3
P®

8 ®I'BY «Hayunslii nentp nepponorun PAMH», Mocksa

S®I'BY "HayuHo-ucciaeqoBaTeIbCKU HHCTUTYT ASTCKUX HH(MEKITUN

denepanbHOro MeANMKO-Onoaornyeckoro areHTcTBa", Cankt-IlerepOypr

Oxonuamenvuulii sapuanm DedepanbHulX KIUHUYECKUX PEeKOMEHOAyUl no
ouazHocmuke u aedenuro bonesnu Bunvcona-Konosanosa (cenamonenmuxynapHas
Oezenepayus) oocyxcoen u 000o6pen na 3acedanuu bropo Ilpezuouyma HIT
«Hayuonanovuoii Cosem sxcnepmos no peokum o6onesuamy 04.12.2013 2.



lpoekm 05.12.13

Oruasienne
A £ 0 1 (01 (0 s 6 4
(@)1 011 (< (3512 (P 3)
Kom MKB-10 ..o 5
1610791 ()Y (011 (0) 1 £ 7
5 37 (00 (0 ) 1 - 8
|1 0] 1<) (3 9
J30) 2161037 (1)) 12111 - S P 10
KITHHAYECKAST KAPTIHA ... vevteettetteenteente et eaneeeneeeneenneenneenneeanenn, 12
OreHKa TSOKECTH COCTOSIHHS M IIPOTHO3a Pa3BUTHS 3a00JICBAHHUS ........... 23
07T 0120007 £ M09 0.5 17011 £ = (0 Lc J 27
JIHATHOCTHKA ...ttt ettt e et et e e ettt e e ettt et 30
JlaGopaTopHBIil 1 HHCTPYMEHTAIBHBIA KOHTPOJb JTCUCHHUS ....''vveeneennn. .. 48
] (3 (5] 1% (P 48
['enaToriepedpanbHass AUCTPOPHUS U OEPEMEHHOCTD ...vvvenrrreenneennnnennnn. 65

MenuKo-TeHEeTHYECKOE KOHCYJIbTUPOBAHNE U TIPEHATAIbHAS TUArHOCTHKA 67
PEeKOMEHIYEMBIC OOCTEMOBAHMST ... ..'veeneeeneeeenteenneeneeanneaneenneeannenns 69

00070 (07 (05 5 17 (< 71



lpoekm 05.12.13

MeTtoaoJiorust
MeTtoabl, HCIIOIb30BAHHBIE I COOpa/ce/IeKIMU J0KA3aTeJIbCTB

JlokazarenpHOM  6a30i s pEKOMEHAAIM ~ SBISETCS  TOUCK B
MEXTyHAPOIHBIX AIEKTPOHHBIX Oa3ax manHbix Medline (PubMed Bepcust), Embase
(Dialog Bepcus), Cochrane Library, Orphanet. [lanHble KIMHHYECKHE
PEKOMEHJAIMKA TOATOTOBIEHBI HAa OCHOBAHUU MEXIYHAPOIHBIX KIMHUYECKHUX
pEeKOMEHJIalMi 10 JAMArHOCTUKE U JiedeHuio OosiesHn Bunbcona (American
Association for the Study of Liver Diseases, 2004; European Association for the
Study of the Liver, 2011; Wilson Disease Association), pa3paboTaHHBIX
JKcrepTaMu 1o OoJie3HU BuibcoHa, a Takxke 0030pa MyONHKauuid KIMHUYECKUX
uccienoBanuii. ['mybuHa noucka coctaBmia 5 Jier.

Metoapl, UCNIOJIB30BAHHBIE NI OLIEHKM KayeCTBA M CHJIbl JI0KA3aTEIbCTB:
OLICHKA 3HAYMMOCTH B COOTBETCTBUU C PEUTHMHIOBOW CXEMOM IJIsi OLUEHKU CHIIbI
pPEKOMEHAAIMI: MEeTa-aHallu3bl BBICOKOTO KayecTBa, CUCTEMATU3UPOBAHHbBIC
0030pbl paHIOMU3UPOBAHHBIX KOHTPOJIUPYEMBIX UCCIAEAOBAHUN C HU3KUM PUCKOM
CUCTEMATUYECKUX OIIMOOK. YpoBeHb JokazarenpbHoctd 1++ -1+, Cuna
pekoMmeHaaluii oneHuBanach mo Oxcdopackoit mkane - tan A. s oueHkH
KauecTBa, CHUJIbI  JIOKa3aTelbcTB U (POPMyIHUpOBaHUS  PEKOMEHIAIUI
MCITOJIB30BAJICSI KOHCEHCYC 3KCIEPTOB.

Wunukaropsl nodopokauecTBenHom npaktuku (Good Practice Points - GPPs)
0a3upoBaIUCh HAa KIMHUYECKOM OMbITe padoyeill Tpynmbel Mo  pa3paboTke

PEKOMEH TALAM.
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DOKOHOMMYECKHHA aHalnu3 MW MOyOonukanmuu 1o (apMaKOdKOHOMHKE He
aHANM3UPOBAINCh. Banuauszanus pekoMeHJauui 0Oa3upoBajiach Ha BHYTPEHHEH
DKCHEPTHOM  OLICHKE. KommenTtapun, IIOJJy4eHHbIE  OT  DJKCIIEPTOB,
CHUCTEMAaTU3UPOBAIUCh M OOCYKIAJIUCh MpeAcefareileM U wieHamMu pabouei
rpynmnsl. [IpoekT pekoMenaanuii 01 peleH3UPOBAH HE3aBUCUMBIMU SKCIIEPTaMHU.

Jlji1 OKOHUYATENbHON peJaKkLUU U KOHTPOJI KauyecTBa PEKOMEHIaluu Obuin
HNOBTOPHO MPOPELIEH3UPOBaHbl YjeHaMH pabodeil Ipynmbl, KOTOPbIE MPUILIN K
BBOJy, YTO BCE€ 3aME€4yaHHWs M KOMMEHTapUU IPUHATH BO BHUMAHHE, PHUCK
CUCTEMATUYECKUX OLIMOOK MpU pa3pad0TKe pEeKOMEHIalluii CBEJIEH K MUHUMYMY.

OCHOBHBIE PEKOMEHJALINM, YPOBHH JIOKA3aTENbHOCTH W HWHJIHUKATOPBI
NOOpPOKAUECTBEHHOW TMPaKTUKU MPUBOAATCA IO XOAY H3JIOKEHUS TeKCTa

PEKOMEH TAIA.

Onpenenenue
Kon MKB-10 E83.0
OMIM 277900

bone3uv Bunvcona — Konoeanosa (CHHOHUMEBI 2enamoieHMUKYIAPHAS
oezenepauus, 2enamoyepeopanvuan oucmpous) — THKEI0e MPOrpecCHpyrolee
HACJIEICTBEHHOE 3a00JieBaHME, Tepearonieecs I0 ayTOCOMHO-PEIECCUBHOMY
TUITY, B OCHOBE KOTOPOTO JIC)KUT HAPYLIEHUE SKCKPEUUH MEAU M3 OpraHu3Ma,
MPUBOJSIIECE K M30BITOYHOMY HAKOIUICHHIO ITOTO MHMKPODJEMEHTAa B TKaHAX M

COUYCTAHHOMY MOPAKEHHUIO MAPEHXUMATO3HBIX OPraHoB (MPEXkJe BCEro MEYCHH) 1
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TOJIOBHOTO MO3ra (IIPEUMMYIIECTBEHHO TOJKOPKOBBIX snep). CBoe Ha3BaHUE
00JIe3Hb MOJy4MJIa MO HUMEHU aHriuickoro HeBposiora Comroens Bumbcona,
KoTopbid B 1912 romy omyOnukoBasl paboTy, TAe Jajd OMUCAaHUE KIMHUYECKOW U
MaTOJI0r0aHATOMUYECKON KapTUHBI HOBOTO 3a00JIE€BaHMS, XapaKTepU30BABIIETOCS
COUETAHHBIM MOPAKEHUEM TMEYEHH M MO3ra, HavyajlioM B MOJIOJIOM BO3pacTe C
JalbHEHIIMM  MPOTPECCUPOBAHMEM  PUTHAHOCTH, Jucharuu, AU3apTpuH,
TUTNEPKUHE30B (PUTMUYHBIX W APUTMUYHBIX), TICUXMUYECKUX PACCTPOMCTB MPH
OTCYTCTBUU TPU3HAKOB TMOPAKECHHUS MHUPAMHUAHBIX myTe. Mopdonoruuecku
ONPENICNIIUCh JABYCTOPOHHUE M3MEHEHUs UY€UEBHUIICOOpPA3HBIX sIACp, a B MEUCHU
BO BCEX CIIydasix — LUPPO3.

B stom xe romy Hall oObenunun mporpeccupyromyo JeHTUKYISIPHYIO
nereHepanuio Bunbcona u nceBmockiepo3 Becrdans-lltpromnenss B oaHO
3a00ieBaHUE — TEMaTOJCHTUKYIApHYIO jerenepanuto. B Poccun ydenume o
renaToJICHTUKYJISIPHOM JEereHepaluy CBSI3aHO B IEPBYIO OYEpelb C HMEHEM
OJIHOTO W3 KPYMHEWIINX OTEYECTBEHHBIX HEBpoJioroB Hukonas BacunbeBnua
KonoBanoBa n ero mkosael. CKpymyJIe3HOE MHOTOJIETHEE M3YYEHHE KIMHUKHU U
Mopdosioruu 3Toro 3aboneBanust Aanu Bo3MoxxHocTh H.B. KoHoBasioBy co3znath
MoApOOHYI0 OPUTHMHAIBHYIO Kiaccudukamuio Oonesnu (1948, 1960), a takxke
MOKa3aTh, YTO MAaTOJOTMYECKUE W3MEHEHHSI B MO3T€ HE OrpaHUYMBAIOTCS
YeueBUIE0Opa3HbIMU siipaMu, a HocaT Auddy3HbId xapaktep. B cBs3u ¢ atum
H.B. KonoBanoB cuutan, 4yto Oojiee TOYHO XapakTep Mpollecca OTpa3ujo Obl

HOBOE Ha3BaHuWe OoJie3HM: TrenarouepeOpanbHas AUCTpodus. DTO Ha3BaHHUE
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OOBIYHO YIOTpeOJIAeTCs B HAllleW cTpaHe Al 0003HaueHus 3a00JIeBaHUsA, KOTOPOE
B JlaJbHEHIIEM TMOJYYWIO HauMeHOBaHHE Oone3Hb Buibcona-KoHoBaosa.
OpHako 371€ch MBI MO-IPEKHEMY HCIOJIb3YEM TEPMHUH ‘‘T€NaTOJEHTUKYJSIpHas
Jere’Hepanys’’, TPUHATHIA BO BCEM MHUpE.

[lepBble KIMHUYECKHUE CUMIITOMBI 3a00JIEBAaHUS Yallle BCErO MPOSIBISIIOTCS B
Bo3pacte oT 5 70 45 ner. OIHAaKO OnUcaHO pa3BUTHE 3a00sieBaHUs y peOeHKa 2,5
JeT, a TakKe AUarHOCTUpPOBaHA HeBpoJiornyeckas ¢opma y 6onbpHOro crapue 60
ner. Haubonee paHHHE KIMHUYECKUE MPOSBICHHS 3a00JIEBAHMS Y UHIUBHUIOB C
NATOJIOTHYECKUMU MYTalUsIMH MOTYT OBITh HMHIYLMPOBAHbl BO3ACHCTBUEM
HEOJaronpusTHeIX  (AKTOPOB  BHEIIHEW Cpelbl, TakuxX Kak HUHQEKIUU
(MTPEeuMyYIIECTBEHHO TENaTOTPOITHBIE), YEPEITHO-MO3TrOBasi TPaBMa, TOKCUYECKHUE
BO3JICHCTBHSI, B TOM YHUCJIE aHTPOIIOTEXHOTEHHOM MPUPOBI WM MPU IPOKUBAHUN
B MECTHOCTSIX, C TOBBIIIEHHBIM COAEPKaHWEM MEIU B OKPYXKAIIEH cpene
(manpumep, B KemepoBckoit oOmactu). 3a00eBaHUE HOCUT MPOTPECCUPYIOIIHIMA

XapaKTEp, COMPOBOKAACTCA CHUKCHUCM KauCCTBA U IIPOAOJIKUTCIIbHOCTH JKU3HU.

INUAeMHOJIOT S

bonesnr Bunscona — KonoBanoBa (bBK) otHocutrcss k  penkum
3aboneBanusM. PacnpoctpaneHHocTh ee mo naHHbIM Orphanet cocraBmser 1-9
ciyyaeB Ha 100000 nacenenus (B cpennem 1 Ha 25000), exerogHas yactoTa
BBISIBJIEHUs HOBBIX ciydaeB — oT | Ha 30000 mo 1 nwa 100000 HaceneHwus.

Hocutenem nedekTHOro reHa mo OpUueHTUPOBOYHBIM OLIEHKAM SIBJISIETCS KaXKIbId
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90 — 100-pii uvenosek (1%). Mudopmanus o Bctpewaemoctu BBK B PO B
HacTosilee BpeMsi OTcyTcTByeT. OJHAKO, Ha OCHOBE paHee IOJIYyYEHHBIX IO
tepputropusiMm CCCP 3nuaeMHOJOTHYECKUX JIaHHBIX, MUHUMAajbHas OLIEHKa €€
MoOkeT Kosiebarnes ot 0,29 no 2,6 va 100000 nacemenus.
ITHOJIOTUS

[Tpuunnoit BosuukHoBeHust bBK sBnstoTcs myranuu resa ATP 7B, koTopsiii
nokanu3oBaH Ha 13 xpomocome B sokyce 13ql4.3 u komupyer Menab-
Tpancnoptupyromyw ATd-azy P-tuma — ATP7B. K Hacrosmemy BpeMeHH
unaeHtTuguuupoano 6onee 600 paznuunbix mytauuid. s 380 u3 HUX HoKa3aHa
poJib B maToreHe3e 3aboJieBaHus. Yale BCEro BCTPEHAIOTCS MHUCCEHC MYTAallWU.
Taxke MMEIOT MECTO JeJelld, WHCEPIHMH, HOHCEHC, (pedMImudT MyTanuu u
MyTallui caiToB cruiaiicudra. Hawmbosnee wacTtoit MyTalnden, NPUBOMSIICH K
BO3HUKHOBEHNIO bBK B €BpONenCKux MOmyssuusax, sBISETCS TOUKOBAs MyTallds
c.3207C>A B sk30He 14, npuBojadIIas K 3aMEHE AMHUHOKHUCIOTHI THCTHUJWHA B
nosiockennn 1069 Ha riyramuHoByto kucioty (His1069GIn). Hons myrtanum
c.3207C>A B poccuiickoii BbIOOpKE OOJBHBIX MO AaHHBIM jJabopatopuu JJHK-
nuarHoctukun MI'HL[ PAMH cocraBaser 31%. KiuHudeckne CUMIITOMBI
3a0oneBaHusl HaumOoJsiee BBIPAXKEHBl Y MAIMEHTOB-TOMO3UTOT, HMEIONINX 2
UJICHTUYHBIE MYTaIUU.

Opnako  HauOousiblliee  YHUCJIO  TMAIMEHTOB  SBJSIOTCS — KOMIIAyH.I-
reTepPO3UroTamMu, T.€. UMEIOT Pa3IMUHbIe MyTaIlUd B TOMOJIOTUYHBIX XPOMOCOMAX,

KaXJIash U3 KOTOPBIX YyHAcjeJoBaHa OT OJHOTO W3 poauteneid. MHAMBUIYYMBI,

8
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MMEIOIIME OJHY MYTAalMIO, KaK IMPaBHIIO, HE MUMEKOT KIMHUYECKUX CHUMIITOMOB
3a00JeBaHMs, HO MOTYT NEepeJaTh €€ MOJOBUHE cBoero motomctBa. Tak kak BBK
HACJIENYeTCS 10 ayTOCOMHO-PELECCUBHOMY THILY, BEPOSTHOCTh POXKICHUSA

00JILHOTO peOEHKa y pOAUTEIEH-TETEPO3UTOT COCTABIISIET 25%.

IIaTorenes

OcHoBHBIMH  (epMeHTaMH, OOECIEUMBAIOIIMMHU  TPAHCIIOPT MEAU B
opranusme, sBisitorca ATd-a3za 7A u ATd-aza 7B.

MPHK AT®-a3b1 7A oOHapykeHa B SHTEPOLIUTAX U COCYAUCTOM CIUIETCHUH
TOJIOBHOTO MO3Ta. DTOT (PepMEHT Y4acTBYET B IPOIECCAaX BCAChIBAaHMS MEIHU B
KUIICYHUKE M MPOHMKHOBEHHHM €€ B rojioBHOM mo3r. Hemoctatok AT®d-aza 7A
BBI3bIBAET 0OJIe3HH MeHKeca.

MPHK AT®-a3e1 7B o6HapyxkeHa B renaToluTax U Kanuuisipax Mo3ra. IToT
dbepMeHT y4JacTBYeT B BBIBEJICHMM MEIU OpPraHU3Ma (M3 KPOBU B KEIUb) U W3
rOJIOBHOTO MO3ra B KpOBb. IMEHHO €ro HeJJ0CTaTOK BhI3bIBAeT 00J1e3Hb BuiibcoHa-
KonoBanoBa. AT®-aza 7B wumeer 6 Meap-CBA3BIBAIOIIMX MOTHBOB. OHa
OCYIIECTBIISIET TPAHCHOPT MOHOB MEAW U3 KIIETKU 3a CUET SHEPTUM PACIICIUICHUS
AT®, a Takke ydacTByeT B O0Opa3oBaHMM U3  ano-lepyIoIIa3MUHA
(GyHKIMOHATBLHO AaKTUBHOTO IIEPYJIOIJIa3MHHA, KOTOPBIM 3aTeéM BBIJIETSETCS B
KkpoBb. OTcyTcTBUEe AT®-a3b1 7B HapymaeT BblEIEHUE MEIX U3 TOJIOBHOTO MO3Ta
B KPOBb, U3 KPOBH B XKE€JIUb U JAJIEE C KAJIOM W3 OpraHusma. Beaymmum 3BEHOM

MMaToreHesa ABJICTCA XPOHUYICCKAad MHTOKCUKAOUSA MCBIO. MCI[B HaKaIlJINBAacTCsA B
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NICYCHU, CEJIC3CHKE, MOYKaX, TOJOBHOM MO3Te, POTOBHUIIE, XPYCTAIHMKE rja3a |
Ipyrux opraHax. HakorieHue Meny B MEUYCHU MPUBOIUT K HEKPO3Y TEMATOIUTOB,
BOCHaJicHUI0, (GuOpo3y, mnpoiudepanuy >KeTYHBIX TMPOTOKOB M IMHPPO3Y; B
TOJIOBHOM MO3r€ — K HEKpPO3y HEHpOHOB C 00pa3oBaHHMEM TMOJOCTEH (KHUCT).
V3MeHeHus APYTUX OPTaHOB M TKaHEH, KaK MPaBUIIO, HE3HAUYNUTEITHHBI.
MaccuBHBIN BBHIOPOC MEIM M3 TeNaTOLMTOB B KPOBb MPH WX pa3pylICHUH
MO/ BO3JEHCTBHUE KaKOW-TMOO BHEIIHEH NpUYMHBI (MH(EKIMs, UHTOKCHKAIIWA,
ATPOTCHHAsT pEeaKIus Ha THOJIOBBIE XEJNaThl W Jp.) MOXET TPHUBECTH K
MHOTOKPAaTHOMY TIOBBIIICHUIO €€ KOHIIEHTPAIMK B TUTa3M€ KPOBH, U K MEIIb-
WHIYIIHPOBAHHOMY (Ha ()OHE THUIIOIEPYIOILIA3MIUHEMHUHN ) MACCUBHOMY T€MOJIN3Y U

JaJICC K (bYHBMI/IHaHTHOf/’I MIEYCHOYHOM HECOCTOSTCIBHOCTH.

Knaccnpuxkanus

Knuanueckas KapTUHA renaToJCHTUKYIISIPHON JereHepanuu
XapaKTepu3yeTcs OOJIBIIIUM OTMMOP(PU3MOM B OTHOIICHUH Kak
HEBPOJIOTUYECKUX, TaK W COMATHYECKUX MPOSBICHUN. IDTOT moJuMopdusm
OTpaXkeH B pa3iM4YHbIX Kiaccudpukanusx 3adoneBanusa (Deiss et al., 1971; Cox et
al., 1972). B Hame#i crpane HauOoJiee pacnpocTpaHeHa KiaccuUKarys
H.B.Konosanosa (1960). B HUM neBponoruu PAMH H.B.KonoBajioBbIM U €T0
MoCe0BaTEIsIMI B T€UEHHE MHOTHX JeT u3zydeHo Oonee 500 6onpHbIX ¢ BBK.
OTOT OOJBIION OMBIT JAaeT BO3MOXKHOCTh BBIICIUTH HAuMOOJee TUITHMYHBIC

CUMIITOMBI, XapaKTCpPHBLIC JJIA Ka)K,Z[OI\/’I (bOpMBI, Pa3HbBIC THIIBI TCUYCHUA

10
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3a00JIeBaHus, @ TAaK)KE BBIIBUTh PaHHHUE IPU3HAKH, KOTOPBIE JAlOT BO3MOXXHOCTh
3anono3puth bBK elie 10 pa3BUTHs TUTMYHON KIIMHUYECKON KapTUHBI OOJIE3HHU.

OcHoBubiMu popmamu BBK' sBnsitorest abdomunanvnas m yepebpanvhas.
Aboomunanvnaa Gopma MOXKET TPOSBIATHCS T'ENATONATUEH, BUILCOHOBCKUM
renaTuToOM " LUPPO30M [ICYCHH, (yJIpMUHAHTHOU [IEYCHOYHOU
HECOCTOSITENIbHOCThIO. Bapuantamu uepedpanvroii GopMbl SBISIOTCS: PUTHIHO-
apUTMO-TUINIEPKUHETUYECKAsl,  JIPOKATEIbHO-pUTHAHAS,  JApOXaTelbHas U
IKCTpAMpPaMUJHO-KOPKOBasg. Y  HEKOTOPBIX  MalMeHTOB  3a0oJeBaHuE
MaHU(]ECTHPYET TEMOJUTUYECKON aHeMHer (C Kpu3amu U 0e3), HepornaTtuen 1mo
TUIlYy TYOYyJIIpHOTO He(puTa.

Teuenue 3a0osieBaHUS MOXHO pa3leiUTh Ha 2 CTaJUU: JAMEHMHYIO WU
cmaour KIUHUYeCKux nposaenenuil. IIpu naTEHTHOW CTaIUH KIMHUYECKUE
CUMITOMBI OTCYTCTBYIOT U NMPU3HAKK 3a00seBaHUs (IPU3HAKK HAKOIUIEHUSI MEIU B
OpraHM3Me) BBIBISIIOTCS TOJIBKO Tpu JiabopaTopHOM oOcienoBaHuu. Ilpu
3¢ ()EKTUBHOM JIEYEHUU JOMOJHUTEIBHO BBIACISIIOT CHAOUI0 OMPUUAMETbHO20
oananca meou. B >TOM ciydae B pe3yibTare NOCTHKEHHUS M JJIMTEIBLHOIO
NOAJIEP)KaHUsT  OTpUIATENIbHOrO  OayjlaHca  Meau  HAONMIOJaeTcs  perpecc

KJIIMHAYECKUX U JTA00PATOPHBIX MPOSBIICHUN 3a00I€BaHUS.

11
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Kinunnyeckasi kKapTuHa

OCHOBHBIMM OpraHaMH-MHUILIEHSIMH, KOTOpble mopaxawTcs mnpu bBK,
ABJISIIOTCSL  M€YE€Hb, TOJOBHOM MO3r U TMOYKH, 3a00J€BaHUE, SIBISACH
MYJIbTHCUCTEMHBIM, 3aTPAaruBacT MHOTHE OPTaHbl U CUCTEMBI.

Hapymienue BbIBEICHUS] MEAW U3 OpraHU3Ma NPUBOJUT K IMOCTEIIECHHOMY €€
HAaKOIUICHUI0O B OpraHax M CHCTEMax B ONPEACICHHOW MOCIEA0BATEIbHOCTH.
[Tocne poxnenuss pebenka ¢ jgedexkTHpiM reHoM ATd-azer 7B Menp
MEepBOHAYAJIbHO HAYMHAET HAKaIlIMBaThCcs B meueHu. [losTomy y aertedt OoJie3Hb
OObIYHO  MaHM(ECTUPYET OJHUM U3  BapUAHTOB  TOPAXKECHUS  IMCUYCHU
(abmomuHanbHasE Gopma), KOTOPOE KIMHUYECKH MPOSIBISETCS B BO3pacTe CTaplie
4-5 neT, XOTS MPAKTHYECKU C POKIACHUS MEPUOJAMYECKH OTMEYAETCS YMEPEHHO
MOBBINICHHBI YpOBEHb TpaHcamuHa3. lledeHouHas Manudectanus sBISIETCS
HamOosiee vacto u otrmevaetrcs y 40-50% Oonbubix. [locie Toro kak rneyeHb
HACBIIAETCS MEIbI0, YTO B PsijIe CIy4aeB MPOUCXOAUT OECCUMITOMHO, MEIb
nepepacupeacnsieTcss CHCTEMHO, HakarauBasich npexae Bcero B [IHC, uro Bener k
HEUPOTICUXUYECKUM CUMITOMAaM, KOTOPBIE Yallle BCETO Pa3BUBAIOTCS BO 2-M U 3-M
JIeCATWICTUSIX KU3HU. HeBponoruueckas U Tcuxuueckas MaHudecTtanuu
HaOmomarorcsi (coorBerctBeHHO) y 35 u 10% OompHBIX. Y 15% O0NBbHBIX
3a00JIeBaHUE TIPOSIBIISIETCSI TEMATOJIOTHUECKUMHU CHUHIPOMAMH, TPEXKIE BCETO
rEMOJIMTUYECKOW aHeMHEN. B poroBuile HAaKOIUIEHWE MEAW MPOUCXOAUT IOCIIEe
HACBIIICHUA €10 T[I€YEHU MNPAKTUYECKHM OJHOBPEMEHHO C  MOSIBIICHUEM

HEUPOIICUXUYECKON CUMIITOMATUKU. JIpyrMMu OpraHamMu U CUCTEMaMHU, KOTOPbIE
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IMOPaAXXaroTCA IIPpU BB B PE3YIILTATC HAKOIUICHUA MCOU, ABJIAIOTCA IIOYKH, KOXKA4,

cepaue, KOCTHO-CyCTaBHas U SHAOKpuHHasa cuctemsl, JKKT.

IHopaxeHnus: neyeHun

VY nanuenToB ¢ 0one3HbpI0 BuabcoHa MOeT BCTpeuaThes J1I000€ mopakeHne
neyeHu. «[leuenounsie» nposiBieHus MOryT Ha 10 jeT omepexarb MOsBIICHUE
HEBPOJIOTHYECKUX CHUMIITOMOB. BBIPD@XKEHHOCTh  MOpPAXEHUW TIEUEHU MOMKET
BapbUPOBaTh OT AaCHUMIITOMHOTO TEUYEHHUs C HEOONBIIMMH OUOXUMHYECKUMHU

OTKJIOHCHMAMMU 110 ABHOT'O IUPPO3a CO BCCMH BO3ZMOKHBIMUA OCJIOKHCHUAMMU.

Ocmputit zenamum

[Ipumepno y 25% mnarueHToB 3a00JI€BaHUE HAYMHAETCS OCTPO C Pa3BUTHUS
KEJITYXH, acCTEHUYECKOro CHUHApoMma, aHopekcuu. llpu OuoxumumueckoMm
VICCJIEIOBAHUN OIIPEIEISIFOTCS TTOJOKUTEIbHBIE TIEYEHOYHBIE TECTHI. Y Ka3aHHBIE
AMU30/bl CAMOCTOSITENIBHO Pa3pellIaloTCs, W HACTYNAeT BPEMEHHOE KIMHUKO-
onoxumuueckoe yiydineHue. M3-3a octporo Hauana 3a0oyeBaHMs, a TaKXKe
CaMOCTOATEIBHOTO Pa3pelIeH s 4YacTO peanoiaraeTcsa MHPEKIHOHHAs STHOJIOTHS
3a0oneBanus. HccnenoBanue Ha npeamer BBK B OosbluMHCTBE cllydaeB He
npoBoautcs. llocne KIMHUYECKOrO “‘BBI3OPOBIEHUS TEYEHOYHBIE TECTHI
OCTaloTCA U3MEHEHHbIMU. [Ipu Guorcun meyeHn OTMEYaroTCsl OTEK IrenaToLUTOB,

CIMHUYHBIE HEKPO3bI, yMEPEHHAs JIUMQOIUTApHAS WHPUILTPAITHUS.
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Xponuueckuit zenamum

XpOHUYECKUH  TemaTuT TMpeAcTaBiIsieT co0oil  Haubojee  YacTyro
manudectanuio bBK y moapocTkoB U MOJOIBIX MAIIMEHTOB M XapaKTEpHU3yeTCs
BCEMH KJIMHUYECKUMU U OMOXMMHUYECKUMU MPU3HAKAMU JAHHOrO 3a00yeBaHus. Y
MOJIOBUHBI OOJIBHBIX C XPOHHYECKUM TEeMaTUTOM, OOYCIOBJICHHBIM OO0JIE3HBIO
Bunscona-KonoBanoBa, omnpenenstorcss koiblia  Kaiizepa-®neiimepa. [lpu
OMONICUM TIEYEHU BBIABISAIOTCA: OaNOHHAs AUCTPO(US M HEKPO3bl I'€NaTOLMTOB,
BOCHAJIUTENbHAS MHQWIbTpauus, (UOpPO3 MOPTAIBHBIX TPAKTOB, TIMKOIE€HOBAs
BAaKyOJIU3allUsl sIACp TEeNaTolUTOB, MEPUNOPTaIbHBIA cTeato3. OCOOEHHOCTHIO
3a00J1eBaHUs SIBJSIETCS JUCCOLMAIUS MEXKIY YMEPEHHBIM MOBBILIEHUEM YPOBHS
TpaHCAaMMHA3 M HAJIWYMEM BBIPAXKECHHBIX I'E€NATOLCIUIIOIAPHBIX HEKpo30B. OTBET

ATOM I'PYIIIIBI OOJBHBIX Ha TCpAIINIO XCJIaTaMU OOBIYHO XOpOIHHﬁ.

DyroMuHaHmMHAA NEYEHOUHAA HECOCM OAMETbHOCHb

OynpbMUHAHTHAs  MEYCHOYHAss  HECOCTOSITEJILHOCTH (®ITH) 1580071
«BUJILCOHOBCKUM KpHU3» MPEACTABISIET CO00M PEIKYI0 U OJJHOBPEMEHHO HanboJiee
HEOIaronpusITHYIO B IPOTHOCTHYECKOM Muiane Manudectanuio bBK. JletanbHOoCTh
MpA 3TOM MATOJIOTMYECKOM coCTOsSTHUM gocturaet 60 — 95%. IlyckoBbiM
dbakTopoM, Kak TpaBUIO, SBISIIOTCS  HUH(PEKIMS WM WHTOKCHUKAITHS.
NudexmonHbie areHThl WM TOKCHHBI MPUBOAST K TOBPEXKICHUIO U 0€3 TOTo
CKOMITPOMETHPOBAHHBIX HM30BITKOM MEIW TeMaTOIMTOB. boJbIIoe KOJIWYECTBO
MEJId, BBIJICIUBIIEECS B KPOBb W3 IMOBPEKJICHHBIX T€MATOIUTOB, MPUBOAUT K

remoin3y. CBOOOAHBIN T'eMOIVIOOMH M MPOAYKTHI €ro MeTaboiM3Ma OKa3bIBAIOT
14
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JOTIOJIHUTENBHOE BO3JCHCTBHE HAa II€YEHb M MOTYT IIPUBECTH K IOYEYHOU
HEJIOCTaTOYHOCTH.

O6bryno ®DITH pa3BuBaetcst y MOAPOCTKOB U MOJIOJIBIX MAIIMEHTOB. Takxke
OHa ommcaHa y nauueHToB ¢ bBK, koTopeie mosydanu aaekBaTHYHO TEpaIuio
XeJlaTaMH, HO CaMOCTOSITENIbHO MPEKPaTUIM UX MPUEM Ha Cpok 9 mec. u Ooee.
KnnHanueckast KapTHHA CXOXka C (GyIpMUHAHTHOU IIEYECHOYHOM
HECOCTOSITENIbHOCTHIO, BbI3BAHHON MH(EKIIMOHHBIMU areHTaMU WM TOKCUYECKUMHU
(dakTopamu, KOTOpbIE, KaK MIPaBUIIO, IPEANOIATalOTCS B IEPBYIO OUEPEb.

Oco0eHHOCTAMH (DYJIBMUHAHTHON TMEYEHOYHOW HECOCTOATENBbHOCTH IpHU
0one3nu Bunibcona-KoHnoBanoBa sBISOTCS:

— CMEIIAHHAs JXKeJITyXa TEMOJIMTUKO-TIAPEHXUMATO3HOI'0 TUIIA,

— TEeMOJUTHYECKas aHeMHs ¢ OoTpuuarenbHOM npoboit KymbOca u mpusHakamu
BHYTPUCOCYAUCTOTO TEMOJIN3A,

— KOAaryJIoIlaTusi, He OTBEYAIOIas Ha MapEHTEPAIBHOE BBEICHHE BUTaMHUHA K,

— OBICTpOE MPOrpeccUpOBaHUE MOYECUHON HEIOCTATOUHOCTH,

— HECOU3MEPHUMOE C TSKECTBIO COCTOSHUE N3MEHEHUE AKTUBHOCTH TPAaHCAMHMHA3
U 11eso4Hou (ocdarasbl.

Oo6napyxenue kousen Kaiizepa-dneiiiepa MOKET UMETh TUATHOCTHYECKOE
3Ha4YeHHe, OJHAKO WX OTCYTCTBME HE HCKIouyaeT 3aboieBanue. [Ipu Ouomncuu
IICYCHU  ONPENENAIOTCS  MHUKPOBE3HUKYJSIPHOE  OXHPEHHE,  MACCUBHBIC
KOAryJSIMUOHHBIE HEKPO3bl FEMATOUUTOB, KOJIJIANIC CTPOMBI, MIUTMEHTCOIEPHKALIUE

kietku Kyndepa, renbia Mamiopu.
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[Taumentsr ¢ @PIIH wrak UMEOT B KPOBH 3alpPEENIbHO MOBBIIICHHBIE
KOHIICHTpAIlMM MeEIY, MO3TOMY, Tepamnusl XejlaTamMHu, KOTopas o0OecreyruBaeT
MOCTYIUICHUE B KPOBb JOIMOJHUTEIBHOTO KOJIMYECTBA MEAM, Y HUX HE MOKAa3aHA.
Jlnst KynmupoBaHUs 3TOr0 MaTOJIOTHUYECKOTO COCTOSIHUSI HEOOXOMMO HUCTOJIb30BATh
COBPEMEHHBIC  METOJIbl  AKCTPAKOpIOpalbHOM  remokoppekiuu. Ilpu ux
HEJIOCTATOYHOU A(P(EKTUBHOCTH E€AMHCTBEHHBIM CIIOCOOOM CIACTU JKU3HBb

MManucHTa ABJICTCA IICPECaKa IICUYCHH.

Huppo3 neuenu

Huppo3 mneuenu (ILIII) mpu BBK Moker anuTenbHOe BpeMsi NpOTEKaTh
0ECCUMITOMHO MM MaJOCUMITOMHO. OJIHAKO OH BBISABJISETCSA y BCEX OOJIBHBIX C
HEBPOJIOTHYECKUMH  M3MEHEHUSIMU, CBSI3aHHBIMH C Ooje3Hbio  BuibcoHa.
KimHrueckne mposiBICHUS LUPpO3a IE€YEHM M €ro OCJHOXKHEHHs, a TaKke
pe3yabTaThl OMOXMMHUYECKHX TECTOB HE OTJIMYAIOTCS OT TAaKOBBIX IPHU JIPYrom
3THOJIOTUM LUppo30B. Ilpu OHONCHM TEYEHU BBIABISAIOTCS JIOXKHBIE TOJIBKH C
(GUOPO3HBIMU TSKAMHU BOKPYTI HUX. MOTYT Takke HaOII0JaThCs: TIMKOTE€HOBAs
BaKyOJM3alys siiep TenaTOLMTOB, OTJIOXEHUE TEMHOI'O MUTMEHTa B OTIEIbHBIX

rermaTonuTax.

HeBpoJsiornueckue nposiBjieHus
bonesnn  Bunbcona-KoHoBanoBa  CBOWCTBEHEH  IIMPOKHUM  CIIEKTP
HEBPOJIOTUYECKUX, MOBEACHUYECKUX U MCUXUATPUUECKUX CHUMIITOMOB PA3JIUYHOU

CTCIICHN BBIPAXKCHHOCTU OT MAJTO3HAYUTCIIBHBIX W PAa3BHUBAIOMIUXCA B TCUYCHHUC
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MHOTUX JIET, J10 CTPEMUTEIIbHO HapacTalOIUX W IMPUBOAAIIMX B TEUYECHUE
HECKOJIbKUX MECAIIEB K MOJHOM WHBAIUIHOCTU. HeBponormueckue mnposiBiIeHUS
6onesnn Bunbcona-KonoBamoBa Manudectupytor B Bo3pacte ot 10 mo 35 mer,
OJTHAKO W3BECTHBHI Ciydanm MaHudectaruu u B 55 ner. KioumHuka BKIrOYaeT
JUCTOHWH, AaTAaKCUI0 C IOCTypPaJbHbIM WM HWHTECHIMOHHBIM TPEMOPOM, PaHHUU
NAapKUHCOHU3M C TUIOKMHE3WEH, PUTHIHOCTBIO U TpeMopoM mokosi. Haubosee
YaCThIMU SIBJISIFOTCSI TaKUE€ CHUMIITOMBI, KaK OUCAWATOXOKUHE3US, OU3ApTPUs,
caJuBallusl, HapYyIIEHHE XOAbObI, MOCTYpaIbHBIN TPEMOP.
Apummozcunepxunemuueckas (paHusisi) ¢opma, MaHuecTUpyroias 4aiie B
BO3pacte oT 7 1o 15 ner, xapakrepusyeTcss apuTMAYHBIMUA TMIIEPKUHE3AMHU, Yalle
TOP3UOHHO-AUCTOHUYECKOTO XapaKTepa, HEPEAKO COMPOBOKIAIOIIUMUCS PE3KUMHU
OonsiMu.  ['umepkuHe3bl  OXBATHIBAIOT  PA3JIUYHBIC  MBIIICYHBIE  TPYIIIBI
(KOHEYHOCTH, TYJIOBHUIIE, & TAK)KE€ MBIIIIBI, OTBETCTBEHHBIE 32 APTUKYIISAIUIO U
rJIOTaHUE), MPUBOJIS K AU3APTpUU U nucdaruu. ITo Tsokenas Gpopma, mpu KOTOPOi
OBICTPO HApPACTAET MBIIIEUHAs PUTHAHOCTb, (POPMUPYIOTCS AHKHIIO3bI CYyCTaBOB.
XapakTepHbl CHI)KCHUE MHTEJUICKTA, TICUXUYECKUE HAPYIICHUS W BUCIIEPAJIbHBIC
pacctpoiicTBa. be3 nedenus JieTanbHbld UCXO/ HACTYNaeT yepes 2-3 rojaa.
Jpooicamenvro-pucuonas ¢opma oTaMYaeTcs OT Npeablayuieil o6osee
no31HUM HavdasioM (ot 15 1o 25 ner) u 6onee 106pokadecTBeHHBIM TeueHueM. OHa
BCTpPEYACTCS dalle APYruX H OJUKE BCErO0 COOTBETCTBYET (OpMe, ONMCAHHOMN
Bunbconom. XapakTepHO OJHOBPEMEHHOE DPA3BUTHUE PUTHAHOCTU U APOXKAHUS.

Yactel gucdaruss u auzaptpus. COOTHOIIEHHE PUTHAHOCTA U JPOXKAHUS
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BapBUPYIOT: B OJHUX CJIyyasx MpeodsiajaeT MapKUHCOHOMOAOOHBIM CHUHIPOM C
pPa3BUTHEM B NIEPBYIO OUEPE]Ib PUTUIHOCTU, U MEHEE BBIPAXKEHHBIM JPOKAHUEM, B
Ipyrux — Ha (OHE HEPE3KO BBHIPAKCHHOW PHUTHUIHOCTH MPEBATUPYET THUIUIHOE
JIpOXKaHWE, YCUIMBAIOMIEECS B CpeaHe-(U3HOIOTHIECKOM IOJI0KEHUH CTHOAHUS
NPy YAEP>KUBAaHUHM PYK HA BECY, a TAKXKE IPHU LEJICHANPABICHHBIX JIBUKECHUAX.
[Icuxuueckue HapylIeHUsT W BHUCIEPAIbHBIE MPOSBICHUS BAPBUPYIOT B CBOEH
BbIpaKEHHOCTU. be3 nedenus 3aboseBaHre MpOrpeccupyeT B T€YeHUE 5-6 JeT u
TaKKe 3aKaHYMBAETCS JIETAIHHBIM UCXOJIOM.

Jpoorcamenvuas ¢opma (cootBercTByromas dopme Becrdainst) ornuuaercs
HauOosee noopokadecTBeHHBIM (10-15 meT) Teuenuem u Gosiee MO3AHUM HAYAJIOM
(B cpemneMm 20-25 net, U3BECTHBI cllydau Je0roTa 3a0oeBanus mo3anee 40 u naxe
50 ner). B xnuHMYeckol KapTUHE MpeodiiaaeT AposkaHue. MBIIIEYHBIA TOHYC
yaiie He u3MeHeH WM cHibkeH. [lo Mepe mporpeccupoBanus 00JIe3HU APOKAHHE
PE3KO YCHIIUBAETCS, CTAHOBUTCS KPYMHOAMIUIUTYJIHBIM C PE3KO BBIPAKEHHBIM
WHTEHIIMOHHBIM KOMIOHEHTOM. [Ipu 11000# MOMBITKE K aKTUBHOMY JBUYKEHUIO
OHO HapacTaeT [0 CTENEeHUu JBHUTATEIbHOM Oypu, mOpeBpamasicb B
reHepanu3zoBanHoe. [lpoxanue pyk mnpu stom H.B.KoHoBamoB cpaBHMBam ¢
"TpeneranueM KpbulbeB mTuilbl”. [lpu 3TON (opMe nmuTenbHOE BpeMsi COXpaHEH
uHTeUIeKT. OHAKO IO MEpE MPOTrpecCUpoBaHus 00JIC3HHU, HAPSITY C MOBHIIIICHUEM
MBIIIIEYHOTO TOHYCa, HAOMIOAAIOTCSd M U3MEHEHUS TCUXHUKU ¢ ah(OEKTUBHBIMU
pacctpoiictBamu. BuciiepaiibHble NPOSIBICHHUS NpH 3TOH (HopMe KIMHUYECKU

HaNMMCHEC BLIPA’KCHEI.
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Breinensercs Takke oxcmpanupamuono-kopkosas ¢opma. Ita dopMma He
ABJIIETCSI CAMOCTOSITENIbHOM, @ MOYKET Pa3BUThCS C TEUEHHWEM BPEMEHHM WJIM O]
BO3/ICIICTBIEM BHEUIHHX (PaKTOPOB (HApHUMEp, YEPErHO-MO3TOBOW TpPaBMBI) U3
110601 ocHOBHOM HeBposorndeckoil popmel BBK. Ona xapakrepusyercs Tem, 4To
TUIUYHBIE HAPYLIECHUS OCJIOXKHSIOTCS OCTPO Pa3BUBAIOIIMMUCA NUPAMUIHBIMU
nape3amMu M SNUICNTUQOPMHBIMU IMPUIIAJKAMHU, Yalle O4YaroBOrO XapakTepa.
BricTpo nporpeccupyroT ncuxudeckue HapyumeHus. s 3Toi GopMbl XapakTepHO
BO3HUKHOBEHHE B MO3Ty, Hapsany ¢ xapakrtepHsiMu i bBK u3Mmenenusvu,
OOLIMPHBIX Pa3MATUYECHHUI B KOpE OOJBIINX MOTYLIAPHIA.

llamonocuueckas ~ anamomusi  mo3zea.  Haubonee  xapakTepHBIM
MOpP(}OJIOrMYECKUM MPU3HAKOM TOPaKEHUs mosra mnpu bBK sBusercs
IIPOTPECCUPYIOLIEE HM3MEHEHHE IIOJKOPKOBBIX TaHIJIMEB, B IIEPBYIO OYEpEIb
yeueBUIIMoOpa3HbIX sanep (n. lenticularis), mperMyIeCTBEHHO CKOPIYTIBI, a TAKKE
XBOCTaTOro fA1pa, HAPYKHOTO 4WICHHKa OJIeTHOro miapa, 3yO4yaThiX sep U KOpbl
MO3K€4Ka, MOAOYrOpHBIX fAlEp, KOpbl OoyblIMX Toymapuid. Takum oOpazom,
MATOJIOTMYECKUI TPOLIECC SBIIAETCS BEChbMa PACIPOCTPAHEHHBIM.

MakpoCKONMYEeCKH OTMEYAlOTCS CMOPIIMBAaHUE MO3TOBOIO BEUIECTBA U
oOpa3oBaHue IMOJOCTEH. MUKPOCKONUYECKH HAOMIOJAI0TCS  CBOEOOpa3HbBIC
U3MEHEHUS TJIMY, MOIYYHUBIINE HAa3BaHUE INIMK AJbLreiiMepa MmepBoro U BTOPOTO
TUTNOB. | THUI XapaKTepu3yeTcsl pe3KUM YBEIMYCHHEM BCEH KJIETKH U OOJbIIUM
apom, 6oratbiM xpomaTuHOM. II THN OTAMYaeTcss MOYTH MOJHBIM OTCYTCTBHUEM

OUTOILIa3Mbl WM THUTAaHTCKUM SAAPOM, OUYCHDb 66)1HBIM XPOMATHHOM H IIO3TOMY
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MMEIOIMUM BUJ "Tooro" sipa.

JIpyroi KOMITOHEHT NOPaXKCHHS HEPBHOM CHCTEMBI — AHTMOTOKCUYECKHM,
BBIPKAIOIIMIICS B @TOHUU MEJIKMX COCYJOB M KalWUIIPOB MO3ra, B pe3yJbTaTe
YEro BO3HUKAIOT CTa3bl, MEJIKHE KPOBOM3IHUSHUSA M NEPUBACKYJSIPHBIA OTE€K. DTH
HapylIeHUs1 BEAYT K MIIEMUW, AHOKCUM HEPBHOW TKaHU C IMOCJIEAYIOIIEH ee
rubeiblo ¥ 00pa3oBaHUEM, TaK Ha3bIBAEMOTo, Status Spongiosus — ocoOeHHOCTH,
BechbMa xapaktepHou st bBK.

be3 JeueHuss TeNaTOJIEHTUKYJSIpHAS JEreHepanuss HMEET HEyKJIOHHO
MPOTPECCUPYIONIEE TEUCHHE C HEM30EKHBIM (haTaIbHBIM MCXOJ0M 4Yepe3 2-15 ner
OoT AedrTa cUMOTOMOB 3abosneBaHua. Ha ¢oHEe COBpEMEHHBIX BO3MOKHOCTEHN
Tepanuu HaOJI0JaeTCsl 3HAUUTEIbHBIA TaTOMOP(03 00JIE3HH, BIUIOTH 10 MOJIHOTO
VCYE3HOBEHUS CUMIITOMAaTUKN npu CBOEBPEMEHHOM Ha3HAYCHUU

MEIBIIUMUHUPYIOLINX IPENapaToB.

IlcuxuaTpuyeckue NposiBJIeHUA

Hapymienus noBenenus u nicuxuku tunudsbl 1isi BBK 1 HekoTopsie n3 HUX
MOTYT TPEIIIECTBOBATh HEBPOJIOTUYECKUM U  «IIEUYCHOYHBIM» CHUMIITOMAM.
[IpuMepHO y TpeTH MAIMEHTOB 3a00JieBaHNE HAYMHAETCS C HAPYIICHUN MCUXUKHU.
Y Jnered CHUXAETCA YCIEBAEMOCTh B IIKOJE€, OTMEYAeTCsA 3aJCpKKa WIIH
OCTAaHOBKA TICUXMYECKOrO PAa3BUTHS, MPOUCXOAAT HW3MECHCHHUS JIMYHOCTH,
MOSIBIIIETCS. ~ MMITYJIbCUBHOCTb, Ja0MIBbHOE  HACTPOCHHE, CEKCYyaJIbHbIN
HSKCTUOUIIMOHU3M, HEAJICKBaTHOE IMOBeJACHUE, JUPOPUYHOCTH C KoOJIeOaHuEeM

HAaCTpOCHUA a0 MaHHAKaAJIbHBIX/ ACIPCCCUBHLBIX HpOSIBJ'ICHI/Iﬁ . HauansHbie
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CUMIITOMBI YaCTO HENPABWIBHO TUArHOCTUPYIOTCS KaK MOBEJCHUYECKHE MTPOOIIEMBI,
CBSI3aHHBIE C TyOEPTAaTHBIM NEPUOIOM.

VY Oonee crapmmx MalKMEHTOB YacTo HaOmromaercs siidopus, Iernpeccus,
MOTYT OBITH (HOOUH, KOMITYJIHCHBHOE IMOBEJACHHE, arpeccus U aHTHUCOLHUAIbHOE
NOBE/CHUE. Y MOXWIbIX MAallMEHTOB BBIABISAIOTCA TaKUE ICHUXOINATOJOTHYECKHUE
CUMIITOMBI, KaK IpOrpeccCUpyolias Ae30praHu3alus JUYHOCTH C TPEBOIOW U
ap(EeKTUBHBIMU MPOSABICHUSAMHU, JAaOUIBHOCTh HACTPOEHUsA. MOoXeT ObITbh
CHW)KEHUE WHTEJIEKTa, TPYAHOCTH aOCTPAKTHOTO MBIILIEHUS, 3aTpyAHEHHUE
BHUMaHMs. Yaiie oTMevaroTcs CyOnCUXOTUHYECKUE TPOSBICHHUS.

bosbme pa3BepHyThIE MCUXO03bI ¢ TMCUXOMPOAYKIMOHHOW CUMITOMATUKON
HeCHEeU(PUUHBI Il JaHHOTO 3a0oseBaHUs. Y OOJBHBIX MOTYT HaOIIOAATHCA
KOTHUTUBHBIE HApyLIEHUsS, MPOSIBISIOIIMECS 3aMEIJICHHOCTBIO ICUXMUYECKHUX
MPOIIECCOB, CHUKEHUE TMCHUXUYECKOW aKTUBHOCTH, CIa0OCTh moOyxneHuid. [Ipu
TOM NaMsATh Ha MPOLUIbIE COOBITHUS U CHOCOOHOCTh K 3aIIOMMHAHUIO OCTAIOTCS
OTHOCUTEJIBHO COXpaHHBIMHU. B cTaguu neMeHuuu CBOMCTBEHHBbIE 00Jiee paHHUM
JTanam pa3BUTHs 3a00JIEBaHUS Pa3aPAKUTEIbHOCTh U KOH(DIMKTHOCTh YCTYHarOT
MecTo OecnieuHo 31dopuu, a 3aTeM 3MOLMOHAIBHOW TYNOCTH. B 3TO ke Bpems
BBIBISIFOTCSL TaKME XapakTEepHblE JUIA TENaTOJICHTUKYJSIPHOW JiereHepanuu
CUMIITOMBI, KaK HACWJIbCTBEHHBIM IUIa4 M CMEX, OpajbHbIE W XBaTaTEJIbHBIC
aBTOMAaTU3MBI.

OKOJI0O TOJIOBUHBI TAIMEHTOB C HEBPOJOTMYECKUMH M TCUXUYECKUMU

MPOSIBICHUSIMU UMEIOT PACIIPOCTPAHEHHBIN (PUOPO3 WIIK SIBHBIN IIUPPO3 MEUEHU. Y
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,Z[perﬁ IIOJIOBUHBI  IIPU3HAKHU 3a00€BaHMUs  IICUCHU MOI'yT IIOJHOCTBLIO

OTCYTCTBOBATb.

I'emoan3s

KymOc-HeratuBHasi reMoMTHYECKasi aHeMusi mpuMepHo y 15% mnanueHToB
MO>KET OBITh €IMHCTBECHHBIM HadaJbHBIM cuMnToMoM BBK. Dnumszonpl remonmza
MOT'YT OBITh OCTPBHIMHU BBIPQKEHHBIMHU, PEKYPPEHTHBIMU (TIOBTOPSIONTAMHUCS) WU
XPOHUYECKUMH. BBIpakeHHBIN TeMoJii3 OOBIYHO CBS3aH C TSDKEIBIM MOpaKCHUEM
neueHu. Pacnaj renaTonUTOB MPUBOAMT K  BBICBOOOXKIEHUIO  OOJIBIIOTO
KOJINYECTBA JCIMOHUPOBAHHOW MEAM, KOTOpas YCWIMBAeT remosn3. Jlerkue
AMHU30/Ibl TE€MOJIM3a MOTYT HaOMIOAAThCS MPU OTCYTCTBUU SIBHBIX MPHU3HAKOB

IMOPaXCHUS IICUCHU.

Iopaxenue nmovexk

C BBK accouuupoBanbl pa3iuuHble HapylmieHus QYHKIUA TOYeK.
CHmkaercs BeIMYMHA TIOMEPYISIpHON (uiabTpanuu. B pe3yiabTaTte TOKCHYECKOTO
JEUCTBUS MM Ha KJIIETKW KaHAJIbLIEB Pa3BUBAIOTCA NUCHYHKIIMU MTPOKCUMATbHBIX
W/WIA  JUCTAIBHBIX  KaHablleB. OHM  MPOSBIAIOTCA  aMUHOALUUIYypHUEH,
runiepdocdarypueid, runepkajiblIMypueii, riIoKO3ypueH, ypuKko3ypueu, mnorepen
Kanmus, jAepuiuToM  OukapOOHaTa, TOYEYHBIM  TYOYJSPHBIM  allUI030M.
JluctanbHBIA TYOYJISPHBIA aluI03 ABISETCS (AKTOPOM, MPEApPACTIONaTraroiM K
pa3BUTHIO HEPPOIUTHA3A, KOTOPBIM BeTpedaeTcs y 16% marueHToB ¢ OOJIE3HBIO

Bunbcona. Hedponutuas, B cBOO ouepenb, 00yCIaBIMBAET BBICOKYIO YacTOTY
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MUKPOICMaTypHuH. TepaHI/ISI XcJlaTaMu y OOIBIIMHCTBA [MaUCHTOB IIPHUBOJIHUT K

YIIYYIICHUIO (YHKIIUU TTOYEK, HO MOXKET CIIOCOOCTBOBAThH MPOTEHHYPHHU.

Jlpyrue KIMHUYeCKHe CUMIITOMBI

Knnandeckre cCuMIITOMBI TOPaXKEHUS IPYTUX OPTAaHOB U CUCTEM BO3HHUKAIOT
npu BbBK wmenee wyacro. Onum BrmoudaroT: wusMmeHeHusa OKI', aputmun,
KapJMOMHOIIATUIO, TAHKPEATUT M HEJAOCTATOYHOCTh OSK30KPUHHON (DyHKIHMH
MOJIKETTYIOYHON JKeJlle3bl, XOJEIUTHA3, MeIb-UHIYIIMPOBAHHBIN pabaOMUOIN3,
OCTEONOPO3 M OCTEOMAIALIMIO,  apTPUT W apTpalIruv,  aMEHOPEIO,
CaMOITPOU3BOJIbHBIE a0OpPThHI, TOJIyOble JYHKM Yy HOITEBOIO JOXa, acantosis

nigricans, TMOEPIUTMEHTALIMIO KOXKH.

OueHka TAKeCTH COCTOSIHUS M NMPOTHO3a Pa3BUTHSA 3200/ IeBAHUSA

JIJisi OLIEHKH TSKECTH COCTOSIHUSI TAallMeHTOB ¢ OoJsie3Hblo BuibcoHa-
KonoBanoBa mMoxHO wmcmosib3oBath mkany H.IL.Ioxpmgmreiina B Moaudukanuiu
B.B.Ilonentyka (ta6n. 1). Eciu cymma OammoB < 10, cTemeHb MNOpaxeHUs
pacueHuBaercsa Kak jerkas, oT 11 g0 24 6amioB — Kak CpeiaHeu TSXKECTH, OT 25

0aJITOB — KakK TsHKeas.
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Taomuna 1
[Ixana oneHku TsKecT cocTtossHUA 00abHBIX BBK
( mo N.P.Goldstein, B Mmogudukarmun B.B.Ilonenryka)

Cumnrom BrIpaxkeHHOCTh

Jlerkuii 1 pe KO BO3HUKAIOIINMA B CPETHEPUIHNOTOTUUECKOM
TOJI0KEHUH

Cpennuii o aMIUTUTY/I€, HE IOCTOSTHHBIN, OXBATHIBAIOIIUIN OJIHY
WIN IBE€ KOHCYHOCTH

bamn
Tpemop OtcyTCcTBYET 0
1
2
3

Cpennuii 110 aMIUTATYIE ¢ PACIPOCTPAHCHUEM Ha PYKH U HOTH,
(b oJIONUPYIOIIETO TUIIA, 3HAYUTEIBLHO 3aTPYAHSIONINI OBITOBYIO
peadUINTAITHIO

BripaxeHHbIN, TeHEPaTU30BAHHBIN, IPOKATEIbHBIN TUIIEPKUHES, 4
KPYIHOAMIUIUTYIHBIN, PACHPOCTPAHSAIOIIMNIICS HA MBIIILIBI
TYJIOBUIIIA, IIIEU, KOHEUHOCTEH, HE TTO3BOJISIONIHI O0JIbHOMY
00X0JIUThCs 6€3 MOCTOPOHHEH TOMOIITH

Mpemmeunsiii  |He Hapymien 0
TOHYC Jlerkasi BSA3KOCTb B IPOHATOPAX-CYyIMHATOPAX, CrUOATENsIX- 1
pasrudarensix pyK U HOT, TUIIOTOHHUS
MpblleyHasi pUriIHOCTh OT YMEPEHHOM 10 CPEHEN 2
3HAYUTEIHHOE U3MEHEHHE MBIILIEYHOTO TOHYCA M0 MJIACTUYECKOMY 3

THITY, HO C COXpPaHEHHUEM BO3MOXXHOCTH ITPOU3BOIUTD ABUKCHUS B
[IOJIHOM 00BEME

Tspkenast sKcTpanupaMuIHas PUTHIHOCTD, TIOJHBIN 00beM 4
JIBUKEHUH IOCTUTaeTCs C TPYAOM MJIM HEBO3MOKEH

Crnoco6nocth |HopmanpHas

= o

XO0OUTh He3naunTensHas 3aMCVICHHOCTD IIpH XOI[B6€ WK1 OTACIBHBIC
HN3MCHCHHUIA B ITOXOJAKE IMPHU ICPCABHIKCHUH BIICPC

BripaxkeHHast 3aMeUIEHHOCTD TPU HAJIMYMK CITIOCOOHOCTH K 2
MPOXOKICHUIO BCETO PACCTOSHISI 03 MOCTOPOHHEH MOMOIIIH

w

CrocoOHOCTh K TTPOXOXKIACHUIO BCETO PACCTOSIHUS, HO JIUIIB C
MOCTOPOHHENW MOMOIIBIO

HecnocoGHOCTh XOIUTH Jake ¢ MOCTOPOHHEH MOMOIIBIO

Peun Hopmanbras

Cma3aHHasi, MOHOTOHHAs1, C HEIOCTATOYHOM apTUKYIISILIMEN

N~ O~

CKaH,Z[I/IpOBaHHaH pP€4Yb, IrojJI0C € THYCAaBbIM OTTCHKOM, APOKAHHUC
rojioca

w

BolpaskeHHas qu3zapTpusi, IPOU3HECEHUE OTAENIbHBIX CIIOB,
IU3apTpus

[Ipou3HeceHne OTAEIbHBIX 3BYKOB, aHAPTPHUS

['noranue He napymieno

3aMeqJIeHHO

[TonepxuBanue, nceBao0yap0apHBIA CHHIPOM

WIN RO~

3arpyaHEHUE TIPH III0TaHUH, TJIOTAaHUE B (PUKCUPOBAHHOM 03¢
(iexxa u T.71.)

I

I[I/IC(l)aFI/ISI, SHAYUTCIIBHOC 3aTPYAHCHUC ITPH I''TOTAHHUHN

24




lpoekm 05.12.13

PaBnoBecue

Hapymenuit Het

AHOpMaJ'IBHOG, HE BOCCTaHaBJIMBaeMoe 0e3 HOCTOpOHHeI‘/'I IIOMOIIIH

IlageHue B CJIy4ac OTCYTCTBHUS IMOAICPIKKHU

HecrmocoOHOCTE CTOSITH Ha HOorax, IfOCTaBJICHHBIX BMCCTC

HecnocoOHOCTH CTOSTH Ia)ke HA MIUPOKO pacCTaBICHHBIX HOrax 0e3
MOCTOPOHHEW MOMOIIH

AIWNF O

YpoBeHb
CO3HaHMUS

ScHoe

Ornymenue | crenenu

Ornymenue |l ctenenu, conop

Koma |

Koma Il - 111

[Topaxenue
IICYCHU

be3 uzmeneunnii

I' 'enaTomeramnus

YMCHBIICHHC pasMCpa ICUCHU

['uneptpodust unu runotpodus neyeHu B COYETAaHUU C OTEKAMH,
aCLIUTOM, TeNaTO-JTUEHAIbHBIM CHHIPOMOM, HKTEPUYHOCTBIO CKIIEP

WINFPORWNIFO

XKenryxa, HapyiieHUue CO3HAHUS, TeMOJIN3, OMITHPYyOUHEMHUS,
rernaTo-peHaIbHbIN CUHIPOM

N

[Topaxxenue
CEJIE3EHKHU

be3 nzmeneunnii

CHHIPOM CKEHHUPYIOIIEH CeNIe3eHKU

CruieHoMeranausa

TpomOoruTonenus, aktuBHoe HakorieHue POIT (Tc-98) B miockux
1 TpyOUaTHhIX KOCTSIX MPYU CKEHUPOBAHUU

WINFO

['enaTo-nMeHaAIbHBIN CUHIIPOM, AHEMUS, JTEUKONICHHSI

Oc1oXKHEHUS
IIpU TEpATU
d-ITAM

Het ocnoxuennit

HepMaTOBH, JUCIICIICHU S

3K3auep6aum1 HGBPOHOFPI‘{@CKOP'I CHUMIITOMAaTHUKH

Dk3anepOaliys COMaTHIECKON CUMIITOMATUKHI

Dk3aiepOalys HEBPOJIOTHUECKON M COMAaTHUYE€CKON CUMIITOMATUKH,
reMOJIn3, IEYCHOUHO-TI0UE€YHAas HEI0CTaTOYHOCTh, HEPPOTUUECKUI
CHUHJIPOM, IUTONICHUS

AWNRF O~

[Topaxxenue
MIOYEK

Her Hapymienuit

YwMmepenHast sputpountypus (1o 10 B mosie 3peHusi)

JlelikoruTypus

[Iporennypust

[ToBbllICHUE YPOBHSI MOYEBUHBI, KDEATUHUHA, OJIUTYPHUS

JleueHue
d-ITAM

OtcyTcTBYET

He menee 1 rona

Ot 1 no 3 ;e

Ot 3 5o 5 ner

Bonee 5 ner

BIWINFORWNIF O

0 — HET KIIMHUYECKUX
IIPOSIBIICHUN,

Cymma 6armioB:
1 - 10 6amnos,
2 — 15 Gamos,

3 — 25 0aos,
4 — 30 u O6osiee OaILIOB

25




lpoekm 05.12.13

Ha cmeny eii B Oirokaiilliee BpeMsi MOXeT IpuiiTh HoBas Inkama — Unified
Wilson’s disease Rating Scale (UWDRS), kotopas B Hacrosiiee BpeMs
0padaThIBAETCS U YTOUHSIETCS.

[IporHo3 pa3BuTus 3a00JIEBaHMS IPU CBOEBPEMEHHOM JIMarHOCTHKE M
Hayayie JIe4YeHUs, COOJIIOJICHUU TMAlMEHTOM pPEKOMEHJAIMK M0 JICUCHUIO W
MOHUTOPUHTY  OnaronpustTHbii. [lallMeHTHI HUYEM HE OTIMYAIOTCA  OT
OKpYXarolux JroAei. Yem no3qHee nocTaBiIeH IUarHo3 U M03Ke HayaTo JICYCHUE,
TeM 0oJiee BBIPAKEHBI 1 MEHEEe 00paTUMbI MPOsBICHUs 3a00seBanus. be3 neueHus
O0one3nb Bunbcona-KoHoBanoBa SBISE€TCA XPOHUYECKUM MPOrPECCUPYIOITUM
3a00JIeBaHUEM, MPUBOASILHNM K MHBAJIUHOCTH U COKpAIlCHHIO
MPOJIOJDKUTEILHOCTH JKM3HU ManueHToB. Haunbosee yacToll MpUYUHON CMEpTH
ABJIAIOTCS (DyJIbMUHAHTHAs T[€YEHOYHAs] HECOCTOSATEIBbHOCTh M TI€YCHOYHAs
HEJOCTAaTOYHOCTh BCJEACTBUE JIEKOMIICHCUPOBAHHOIO IMppO3a Ne4YeHH. Pexe
JIETAJIBHBIM KCXOJ HACTYIAET B PE3YJbTATE OCIJIOKHEHHN MNPOTPECCUPYIOLIETO
NOpaKE€HUA HEpBHOM cucteMbl. Oxupaemass MPOJOJKUTEIBHOCTh KU3HU Y
NALMEHTOB C 1iepeOpanbHON (hopMOii 3a00€BaHuUs, BIIIE YeM C a0JOMUHAIBHOM.

JIns OLEHKH TPOrHO3a BBDKMBAEMOCTH IIPU  OCTPOM MEYEHOYHOU
HEJI0CTAaTOYHOCTH, CBSI3aHHOM ¢ 0OoJie3Hbl0 Buibcona-KoHoBaioBa, MOKET OBITH
UCIIOJIb30BaH mporHoctuueckuit nuaekc King B moaudukamuun Dhawan (ta6m. 2).
UyBCTBUTENHHOCTD 3TOTO MOKAa3aTeNs mpu ypoBHe > 11 6amioB cocraBiser 93%, a

cnenuguaHocTh 96%.
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Ta0muma 2
PacueTr mporHoCcTHYECKOro MHACKCA MPH remaTonepeopaabHON JUCTPODHH
(6one3nu Bunbcona-Konosanosa) (Dhawan A. et al., 2005)

[TokazaTenpb 16ann | 206amna | 3 6amna |4 6anna
OO6mmit OunupyouH ceiBopotku, MkM/n | 100-150 | 151-200 | 201-300 | >300
AcAT (ME/mn) 100-150 | 151-300 | 301-400 | >400
MHO 1,3-16 | 1,7-19 | 2,0-24 >2.4
Yucno gedkonuTos, X 1091 6,8-8,3 | 8,4-10,3 [10,4-15,3| >15,3
AnpOymuH, r/n 34-44 25-33 21-24 <21

* Cymma OamnoB > 11 accomuupyercs ¢ BBICOKOM BEPOSTHOCTBIO CMEpPTH 0e3
nepecagky NeYeHHU.

JAuddepenunanbHblii AUATHO3

3anono3puth ['JIJ[ (Oone3nr Bunbcona-KoHoBasioBa) MOXKHO B Ciyyasx,
KOTJa HMEET MECTO COYETaHWE MPHU3HAKOB  IMOPAXEHUsA IEYEHU U
HEBPOJIOTMYECKUX W/WIIM MCUXUYECKUX cuMnTomoB. IIpennonarate 3abosieBaHUe
ClIeAyeT Yy MOJIOAbIX MAIMEHTOB B BO3pAacTe€ MOJOXKE 35 JI€T ¢ OCTPbIMHU H
XPOHUYECKUMH TeNaTUTaMH U IIUPPO30M MEUEHU MPU OTCYTCTBUU MHGPEKIIMOHHON
OpPUYUHBL  3a00JI€BaHUSI, HWMEIOIIUX HEBPOJIOTHYECKUE W/WIM TICUXHYECKHE
CUMITOMBI, 3MNU30[bl Temoau3a, KymOc-oTpHUIaTeNbHYI0O TIe€MOJIUTHYECKYIO
anemuto, koibia Kaitzepa-®neiiiepa Ha paaykHOM 000J0UYKE Triaza, CeMEHHBIN
aHaMHE3.

Ha panneit cranuu BBK u npu HeakTMBHOM mHppo3e (yHKIIMOHAIHHBIC
MEYCHOYHBIE TECTHl MOTYT OBITh HOPMAJIbHBIMH WJIM MUHUMAJIHLHO U3MEHEHHBIMHU.
B Takux ciydasx, ocoOeHHO B OoTCyTcTBUE Mpu3HakoB nopaxenus [ITHC u xonen
Kaitzepa-dneiimepa, nuarHoctuka 3aboneBaHus 3aTpyaHeHa. OTIHMYUTETHHBIM

IIPU3HAKOM IMOpaKCHUA IICYCHU Ipu JaHHOM 3a00JIEBaHUH ABJIACTCA
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OTHOCUTEJIBHO HEOOJbIIOE YBEIMYECHHE AKTUBHOCTU TpaHCAMUHA3 MPU HATUYHUH
TSDKEJBIX HEKPO30B M BocnaneHus B TKaHu nedyeHu. Mckmouars bBK cienyer y
BCEX MAMEHTOB B BO3pacTe A0 50 JeT ¢ npu3HakaMu XPOHUYECKOIO reraTuTa uiu
Uppo3a TEUYEHU, HE3aBUCUMO OT HAIMYHUS «JIPYroi» Oojee 4YacTol MPUYUHBI
3a00JieBaHUs MIEYEHU, T.K. B JTUTEPAType UMEIOTCS OMUCAHUS COYETaHUsi 0O0JIe3HU
Bunscona-KoHoBanoBa, Hanpumep, ¢ XpoHndeckuM renatutom C. 3amnogo3puth
bBK nomoraer couetaHne CHMOTOMOB MOPAKEHUS TIEYEHU C HEBPOJIOTUYECKUMU,
MCUXUYECKUMH, a TaKke JPYTMMH BHEIEUCHOUYHBIMHU MpU3HAKaMU 3a00JieBaHUs,
TakuMu Kak KyMOc-HeraTwBHasi TeMOJUTHYECKas aHEMHs, B TOM YHUCIE C
FEMOJIMTUYECKUMU  KpHU3aMH, HapyIICHUs (GYyHKIIUM TNPOKCUMAJbHBIX U
JUCTANBHBIX KaHAJBIIEB IMOYEK, MOUEKaMEHHasl 00JIe3Hb, TUCHYHKIIUS TUIYHUKOB.

VY tperu OonpHBIX ¢ abgomuHanbHOM (Qopmoit BBK moryr nabmomatbes
TUIEPIPOTEHHEMUS, TUIEpraMMariiooyiuHeMus, TmoBbiieHne ypoBHs 1gG,
HAJIMYME PA3IUYHBIX ayTOAHTUTEN, YTO MOXKET 3aTPyIHATH TudQepeHInaTbHbIN
JIMarHo3 ¢ ayTOUMMYHHBIM TenatuToM. [Ipu mpoBeneHUN MeabdIMMUHUPYIOLIEH
Tepanuu 00bIYHO uepe3 6-12 mecsiieB JeUeHUs 0TMEUYAETCs MOoJTHAs HOpMali3alus
YpOBHEW TramMma-TJIOOyJIMHOB M  ayTOAHTUTEN, YTO CBUIETEIBCTBYET 00
ATUOJIOTUYECKOW CBA3M HMMMYHHBIX Hapymenuii ¢ BBK. VYV Bcex OonbHBIX
ayTOUMMYHHBIM T€NaTUTOM, HE OTBEYAIOIIUX HA UMMYHOCYIIPECCUBHYIO TEPAIIUIO,
cnenyet uckimounts bBK.

bBBK Heo0xoauMo uCkIouYaTh MpU JOOOM THre runepkuHesa. s Hee

TUMWYHBI PA3HOOOPA3HBIE AKCTpAlMpaMUJIHBbIC HAPYIIEHUS, B TEPBYIO Ouepe.b
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TpEMOp, TUCTOHUS, XOpes, aTeTo3, OJUTOO0paJUKUHE3Us. ITU CUMITOMBI MOTYT
UMETh PAa3JIUYHbIC COUYETaHUsS, U PA3BUBAIOTCS OJHOBPEMEHHO C HAPYIICHUSIMU
peun, THoTaHWsA (IO THUMY TICEBIOOYIBOAPHOTO  CHHApPOMA),  XOIbOBI,
KOTHUTHUBHBIMU HapyIICHUSIMHA. B pa3BepHYTHIX CTaAUsIX MOXHO HAOII0IaTh
MAPAMHUJIHBIE, MO3KEUKOBBIE CUMIITOMBI, SITUCUHIPOM.

Knunnueckas manudecranus nopaxenuit [IHC y OGonsabix BBK B 85%
MPOUCXOIUT Ha 2-3 AECATUIICTAU >XHU3HU. lIpum HamuuuuM SKCTpanupamMuIHBIX
HapyIlIeHUH B COOTBETCTBYIOIICH BO3PACTHOM TIpyIine HEOOXOIUMO MPOBOIUTH
U pepeHInanbHy0 TUarHOCTUKY ¢ TAKUMHU HaciencTBeHHbIMU OonesHsmu [THC
KaK IOBEHWJIbHBIM MapKUHCOHU3M, OO0Je3Hb [ €HTUHITOHA, HEHPOAKAHTOLUTO3,
6one3np Mauano-Jl>xozeda (cnuHoLepeOeIApHas arakcus 3 Tuma), 0o0Jie3Hb
Jlrobara, HeHpOHATIBHBIM IEPOUIHBIN  JUNMODYCIUHO3, MUTOXOHIPHUAIBHBIC
0omne3Hu, 00JIe3Hb Ceraga, MAaHTOTEHATKWHA3a-aCCOLIMUPOBAHHAS
HelpoereHepanus, ocinoxuenus BUY-undexuu.

Xopesi TUNMHWYHA 1JI1 aTaKCUU-TEJIaHTUIKTa3uu, cuHapoma Jlema-Huxana,
MUOKJIOHMYECKON SNUWICTICUU, TJIyTapoOBOW allUJeMHH, MUTOXOHAPHUAIBHBIX
OoJe3He, TaHTJIMO3U1030B, MaHTOTEHATKWHA3a-aCCOUUPOBAHHOM
HeHWpoJeTeHepalui, HEeWpoaKaHTOIMTO3a, OO0Je3HM | GHTHMHITOHA, XOpeu
Cunenxaiima, ocioxxaeanii BUY-undexnmm.

Tpemop MoxeT ObITh MpU TakuX 3a00JeBaHUAX, Kak O60je3Hb [lapkuHcoHa,
ACCEHIMATBHBIM TPEMOp, PACCESHHBIM CKJIEPO3, HHIAOKPUHHBIE 3a00JEBaHMUS,

04aroBbIC MMTOPAKCHUA MO3XKCUKA.
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JIUCTOHUS XapakTepHa JJsl NEPBUYHBIX TUCTOHUH, Oose3Hu IlapkuHCOHa,
007ne3HM ['eHTUHITOHA, MAaHTOTEHATKUHA3a-aCCOMUPOBAHHON HEMpOAEreHepaluu,
CIIMHOLIEPEOCIUISIPHOM ~ JlereHepalui, HEeMpOoaKaHTOIMTO3a, CcuHApoma Jlema-
HuxaHna, aTakCHM-TETAHTMAIKTa3HH, JIM30COMAJbHBIX OO0JE€3HEH, OpPraHUuYeCKHX

aMUHOALUIYPUH, MUTOXOHIPUATIbHBIX 3a00JICBaHUM.

JInarnocruka

HaubGonee wu3BecTHbIM auarHoctudyeckuMm cumnromoMm [JIJI (Oone3nu
Bunbcona-KonoBasnoBa) siBistoTcs kouiblia Kaitzepa-dnelimepa Ha paxyKHOU
oOonouke rnaza. OHu HaOmomarTcs y 95% mnauueHTtoB ¢ 1epeOpanbHOU U
MPUMEPHO y MOJOBUHBI MAIIUEHTOB ¢ abJoMUHAIBHOU QopMoil 3abonieBanus. Y
JIeTEeH JIEMEHTHI KOJICI MOTYT BBITJIS/IETh B BUJI€ MUTMEHTHBIX BKparuieHUN WU
JIyT BOKPYT PaIyKKHU.

OCHOBHBIMHM TE€CTaMH, UCIIOIL3YIOMIUMUCS JIsI JUATHOCTUKH 3a00JIeBaHMS,
SBJISIOTCSL TIOKa3aTeau OOMEHa MEAH: LEepyJOIUIa3MUH CBIBOPOTKH, OOIIas u
CBOOOJTHAS ME€[Ib CHIBOPOTKU, CyTOYHAs SKCKPEIMs MEIU C MOYOH, COJEp:KaHHe

MeJIM B TKaHU neueHu (T1adi. 3).
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Ta0muna 3

OCHOBHBIE THAarHOCTUYECKHE MMOKA3aTeH remnarouepedpanbHoi nuctpodun

(6one3nn Bunbcona-KonoBasnosa)

[Tokazarens Tunnunoe JloxHO JloxHO
M3MEHEHUE «OTPHULIATENBHBIID) «MOJIOKUTEIIHHBIN
Lepynomnazmun |CHukenue Ha 50% u|MoxeT ObITh HOpManbHbIM (Huzkuit yposens L1

(LLIT) criBOpOTKH

0oJtee OT HIKHEH
TPaHUIIEI HOPMBI

y TAHEHTOB C CHCTEMHOM
BOCITAJIMTEIbHON peaKInen
IIPY BOCHAJIUTEIBHBIX
Iporeccax B [IEYEHU WIH
JIpYroi JOKaJIn3alyuu
MoxeT ObITh 3aBbIILIEHHBIM
IIPU ONIPEICTICHUN
MMMYHOJIOTUYECKUMU
METOJaMHU, a TaKKe BO
BpeMsi OEpEMEHHOCTH U
IIPYU T€paIUM 3CTPOreHaMu

MOJKET OBITh IPH
CHUHJIpOME
MajbaObcopOInu, IPH
ayTOUMMYHHOM
renaTure, Ipu
TSKEJION MEYEHOYHOU
HEJI0OCTATOYHOCTHU
BCIICJICTBHE
MPOTPECCUPYIOIIETO
3a00JIeBaHUS TICUCHU,
IIPU CEMENHOM
anepyorIa3aMUHEMUN
U y T€TEPO3UTOT

Cyrounas
AKCKPEIUs MeT!

>1,6 MKM/cyT. unu
>100 Mxr/cyT.*

MoskeT OBITh HOpMaTBHOM
IIpU HETIPaBUIBLHOM cOope

Moxet OBbITH
MOBBIIIIEHA TIPU

C MOUOH > 0,64 MxM/cyT. MOYH U y JeTeit 6e3 HEKpO3€ IrenaTonuToB,
win > 40 MKT/CYT. y |MOpakKeHUsI IEYEeHU X0JIecTase,
nereu KOHTaMUHAIUU [IpU
HEMPaBUILHOM cOope
MOYH
«CB0OOIHASNY > 1,6 MkM/n MoskeT ObITh HOpMaTbHOM -

MCIb CBIBOPOTKH

€CJIM 3aBBILIECH YPOBEHb
LI npu ero onpeneneHun
MMMYHOJIOTUYECKUMU
METOJIaMH1

Menr TKaHU
eYeHU

> 4 MxM/r nnu
> 250 MKT/T cyXoro
Beca

MokeT UMeThb JTOKaIbHbIE
pasnuuus y NalueHTOB ¢
OCTPBIM IIOPAKEHUEM
MIEYEHU U IPU HATUYUH
pPEreHEpaTUBHBIX Y3JI0B

MoskeT OBITh
MIOBBIIICHA TIPU
X0JIECTAaTHYECKOM
CHUHJIpOME

31




lpoekm 05.12.13

Konbna Hanuune OTtcyTrcTBYIOT O0J1€e ueM y (MoryT HaOmoaaTbes
Kaiizepa- 50% narueHToB ¢ IIpU [IEPBUYHOM
Qneitiepa nmpu aboMuHaNbHOU (hopMOM  |OMIMapHOM LIUPPO3E
o¢TaTpMOOHO- 3a0071eBaHUs U
MUKPOCKOTTHH y OOJIBIIMHCTBA MAIUEHTOB

Ha OECCUMIITOMHOM cTaun

* 01 nosvluleHUus OUASHOCMUYeCKOU YeHHOCmU NoKazamessi HeoOXo0umo
nepecuumvléams CYMOUHYI0 IKCKpeyuro Meou ¢ MOYOU HA CMAHOAPMHYIO
nosepxrocmo mena 1,73 Mm% Jna omo2o eenuyumy cymounol KCKpeyuu Meou ¢
MOYOU HYHCHO pA30eiumsb Ha NOBEPXHOCMb meild Nayuenma (paccuumsléaemcs no
HOMO2paAMMAam unu oopmynam, cm. llpunosxcenue) u ymuosrcums Ha CMaHOApmuyI0o
nosepxnocmo mena 1,73m* — noeepxnocmv mena uenoeexa ¢ pocmom 170 cm u
eéecom 70 ke. B smom cryuae ouacnocmuuecku 3HAUUMbLUL YPOBEHb CYMOYHOU
axckpeyuu meou > 1,6 mxM/cym. x 1,73m? unu >100 mxe/cym. x 1,73m%. Paznuyuii

y Oemell U 83pOCIbIX Hem.
Ilepynonnazmun celéopomku

Hepynomnasmun (III1) CHIBOPOTKH SBJISIETCS TJIaBHBIM TPaHCHOPTHBIM
OEJIKOM — MEPEHOCYNKOM MEIH B Iia3Me KpoBH. OH OTHOCHUTCS K OCTPO(a30BbIM
Oenkam ¢ (deppokcumazHoii akTuBHOCTBHIO. OmHa Mojekyna IIII crocoOHa
CBS3BIBaTH 6 aTOMOB MeAW. YPOBEHb IEPYJIOIJIa3MHUHA MOXKET OBbITh H3MEPEH
(GbepMEHTHBIM METOJIOM Ha OCHOBE €ro Meb-3aBUCUMOM OKCHUJA3HOW aKTHBHOCTH,
a TaKkk€ UMMYHOJIOTUYECKUM (QHTUTEI03aBUCUMBIM) METOJIOM (PaIuOMMMYHHBIN
aHanu3, paguaibHas ~ UMMyHOOU(dY3us, UMMyHOTypOoaumetrpus). I[lpu
WCIIOJIb30BaHUN ()EPMEHTHOTO0 METOa OTIPELISETCS TOJIBKO TOJIONEPYIIONIa3MUH
— HII, cBsA3aHHBIM C aroMaMyd MEAW, a NPU HUMMYHOJIOTMYECKHMX METOJaxX —

rojiouepyJioniasMud 1 anouepyinomnasmud — LII, He coxmepxammi Menu.
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HopmanpHass KOHUEHTpauus LEPYJIOIUIa3MHHA, H3MEPEHHAas HSH3UMAaTUYECKUM
meTtogoM coctaBisieT 150 — 480 mr/n. [Ipu BBK konuentpanus LIT o6praHO HIKE
100 mr/n (mpu uepebpanbHOi (popme HipKe, YyeM npu adaoMuHaibHON). OHa
MOKET OBITh TOBBIIIEHA TMPU CHUCTEMHOW BOCHAJUTENBHON peakluu, TMpU
OEpEMEHHOCTU U THUIEPICTPOTEHEMUHU, MOXKET OBbITh CHUXKEHA MPU COCTOSHUSX,
COMPOBOXKJIAIOIIMXCA ToTeped Oenka ¢ MOYOM WM KHILIEYHBIM COACPKUMBIM,
CHUHJIPOME MaJibadCOpOLMK, KOHEUYHBIX CTaAMSIX 3a00JeBaHMs NEYEHU JII0O0OM
STUOJIOTUHM, TIPU CEMEWHOM anepyiormiasMuHemMun, npumepHo y 20%
TeTEPO3UTrOTHBIX HOCUTENIEH MyTaluu 00e3Hu BuiibcoHa.

Takum 00pa3om, LEpyJIONIa3MUH CHIBOPOTKM HE MOKET OBITh HaJECKHBIM
MapkepoMm i noATBepkiaeHus wind uckmodeHus [JIJ] (6onesnn Busbcona-

KonoBanosa).

Meow cvieopomku

[TokazaTenp 00IIEeH MeIUW CBHIBOPOTKM BKIIOYAET U ME[b, CBS3AHHYIO C
uepyJsormiazMuaoM (B Hopme 90-95% ot obmieit mean). [Tosromy, xotsa npu BBK
HaOoaeTcsi M30BITOK MEIU B OpraHu3Me, KOHIGHTpalus oOiel Menu
CBIBOPOTKH CHM)KEHa  MPONOPIHUOHAIBEHO CHIDKCHMIO  KOHIEHTpALUU
nepyiaormiasMuHa. [Ipu 3ToM KOHIIEHTpaIHsI «HETePYJIOIIIa3MUHOBOW» CBOOOTHOM
MEJIM TIOBBIMIACTCS BBINMIE 2 MKMOJL/T (B HOpMe 0,8-1,6 MKMOJB/JT) U COCTaBISET
or 40 pno 80% oOmeit Meau CHIBOPOTKH. VMCKIIOYEHHE  COCTaBIISCT

GyJIbMUHAHTHAS MEYEHOYHAss HECOCTOSTENbHOCTh WIIM «BHJIBCOHOBCKUH KpHU3».
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[Ipu 5TOM MAaTOJOTUYECKOM COCTOSTHUU MPOUCXOUT MACCUBHBIN BHIOPOC MEAU U3
pa3pyIICHHBIX TrenatoruToB. KoHIeHTpammsi cBOOOIHOW MEIH MOXKET BO3pPACTaTh
B aecaTku pa3 (mo 40 Mxmoinb/m u Bbiie). COOTBETCTBEHHO YBEIUYUBACTCA U
KOHIIEHTpaIus O0IIei MeH.

KoHuentpanus cBoOOAHOW MeIU OIpEAesieTcs pacyeTHBIM CIOCOOOM TIO

bopmyie:

Ceud) = Ceuwy— Ceuarm = Ceuwy— 49,4 x Cry, rae

Ccud) — KOHLEHTpalus cBOOOJHOW Menu B MKMOJb/J, Ccur — KOHLEHTpauus
obmeit Meau B MKMOJIb/J, Ccyqymy — KOHIEHTpanus LepysIoIUIa3MUHOBOW MeIu B
MKMOJIb/J, Ciym — KOHUEHTpanusl uepysiomiasmMuba B /1, 49,4 — xko3pduunent
nepecuera (3aBUCUT OT MOJICKYJIIPHOM MAacChl IEpyJIOIJIa3MUHA U KOJUYECTBA
MOJIEKYJT MEJIH, CBS3BIBAEMBIX IIEPYJIOIUIA3MUHOM, B Pa3HbIX HCTOYHUKAX
KoJieonercs ot 49,26 1o 49,6).

KoHnuentparuss cBOOOJAHONW Menu SIBISETCS BAXKHBIM JUATHOCTUYECKUM
tectoM nipu ['JI]] (0one3nu Bunbcona-KonoBasnoBa). Y HeJleUeHHBIX MAIIUEHTOB €€
ypoBeHb 00bIUHO TipeBblaeT 3 Mkmosb/n (200 wmxr/m). CBoOomHas Menb
CBIBOPOTKM  MOXXET TaKK€ YBEIWYUBATHCSA TMPH  OCTPOH  TICYCHOYHOM
HEJI0OCTAaTOYHOCTHU JIF000M ITHOJIOTHUH, XPOHUYECKOM XOJIECTa3e, a TAkKe B CIydasx
OTpaBIICHUS MEJIBIO.

OcHoBHass mpobiieMa CBOOOJHOW «HEIEPYIOIJIa3MHUHOBOW» MEIU Kak

AUArHOCTUYCCKOIO TECTa — 3TO 3aBUCHMOCTL OT aACKBATHOCTHU OIIPCACICHHA
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06Hleﬁ MCIU U LOCPYJIOIIa3MHUHA CBIBOPOTKH. DTO0 MoKaszaTeib damie HCIIOJIB3YIOT

JUISE MOHUTOPHUHTA (hapMaKOTeparnuu, YeM JIsl TMarHOCTUKHU 3a00JIeBaHUS.

Cymounas IKcKpeyus meou ¢ Moo

OrnpeneneHre KOHIEHTPALIMU MEIU B CYTOUYHONW MOY€ MOXKET ObITh MOJIE3HO
KaK Ui JIMarHOCTHKW 3a00jieBaHusl, TaK U [JII MOHHUTOPUHIA JieUeHUus. Y
HEJICYECHHBIX MAI[MEHTOB CYTOYHAas JKCKpPEIUs MEIU C MOYOM OTpaxaer
KOJIMYECTBO CBOOOJIHOM «HELEPYJIOIUIa3MUHOBON» MEIU B IUPKYJIUPYIOIICH
KpoBH. [l TOYHOTO ONpENENeHHUs] CYTOYHOM DOKCKPEUMM MEIH C MOYOH
HEOOXOJIMMO aKKypaTHOE H3MEpeHHe o0beMa CYyTOYHOM MOYHM U CYTOUYHOH
AKCKpeluu KpeaTuHuHa. [I[py moueyHoi HeJTOCTATOYHOCTH TECT HE MPUMEHUM.

Y  HeleyeHHBIX TMAlMEHTOB, HMEIOMIMX CHUMIOTOMBI  3a00JIeBaHuUA,
JIMarHOCTUYECKOE 3HAYCHUE UMEET YPOBEHb CYTOUHOW 3KCKPEUMU Meu Bhiie 1,6
MKMOJIb/CyT uian 100 mkr/cyT. CyTouHas 3KCKpelus MeIu ¢ MOYO MOXKET ObITh
MeHbIe 1,6 MKMOIB/CYyT ¥ 16-23% mnarnueHToB, 0COOCHHO B JIATCHTHOM CTaIuu
3a00JieBaHusl U y JeTeid. B 3ToM ciiydae NMArHOCTUYECKW 3HAYMMBIM CUUTAETCS
YPOBEHb CYTOUHOM AKCKpeuuu menu > 0,64 mxM/cyt wnm > 40 MKI/CyT.

JIms MOBBIIEHUS MHMArHOCTHYCCKOM IICHHOCTH II0KA3aTeias HE00XO0IUMO
[IEPECUUTHIBATh CYTOUYHYK) OKCKPELIMIO MEIM C MOYOM Ha CTaHAApPTHYIO
IOBEPXHOCTh Teda 1,73 M2, [l 5TOro BENIUYMHY CYTOYHOM DKCKPELUHM MEIH C
MOYOM HY>XHO pa3[eIuTh Ha MOBEPXHOCTh TeNla MalMeHTa (PacCUMUTHIBACTCS IO

HOMOrpammaM uiu popmynam, cm. IlpunoxkeHne) 1 yMHOXKUTh Ha CTaHAAPTHYIO
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TIOBEPXHOCTH Tela 1,73M? — MOBEPXHOCTH TeJIa YeloBeKa ¢ poctoM 170 cM u BecoM
70 kr. B 3TOM ciiydyae IMAarHOCTUYECKU 3HAYMMBIA YPOBEHb CYTOYHOWU SKCKPELHH
memu > 1,6 MkM/cyT. x 1,73m? umm >100 mxr/cyt. x 1,73m% Pasznuumii y mereii u
B3pPOCJIBIX HET.

[TpoGemMbl pu U3MEPEHUHN CYTOYHOM 3KCKPELIMHU MEAHU C MOYOH CBSI3aHBI C
olmnOKamMH npu cOope MOYM (HENOJHBIM cOOp MOYH, MONAJAAHUE MEIU CO CTEHOK
cocyna, B KOTOpbI cobupaercs mMoua). JlJis yMEHbIIEHUSI OUIMOKH HEOOXOIUMO
coOupaTh MOYy B CIELHAIbHBIE KOHTEHMHEpPHI, a €CIM TaKUe OTCYTCTBYIOT, B
IJIACTUKOBBIE €MKOCTH U3 MO/ MUThEBOU BOJIBI.

YBenM4eHNe CyTOYHOM JKCKPEIMM MEIH C MOYOW BO3MOXKHO TaKXKe IpHU
JOpyrux 3a00JeBaHUsIX NE€YEHU (AyTOMMMYHHBIN T'€TIaTUT, XPOHUYECKUE aKTHUBHbBIC
3a00JIeBaHUsl TEYEHH, XOJIECTa3, OCTpasl MEUYEHOYHas HEIOCTATOYHOCTh JIPYroro
reHe3a), y HeKOTOPbIX IeTepPO3UTrOTHBIX HOCUTENEH MyTaluu 0ose3Hu Bunbcona, a
TaK)K€ IPU UCIOJIb30BAaHUU NPENAPATOB THOKTOBOM KUCIIOTHI.

OdeHb NOJE3HBIM TECTOM JUIsl PEHOTUNMMYECKOW JUArHOCTUKH 3a00JI€BaHuUs
SBISICTCS npooda ¢ J-neHuyuIIamMuHomM — CyTOYHAsT YKCKPELUs MEeId ¢ MOYOW Ha
¢done mpuema TectoBoi 1036l (500 Mr ~ 7 Mr/kr Macchl Tena) d-neHuIuUIaMUHA.
[Ipu otknonenuu Beca marnueHta Oosiee yeM Ha 10% ot cranmaptHOro (70 Kr)
TECTOBast 103a J0JKHA ObITH CKOPPUTHPOBAHA MM HAa MAcCy TeJja WM Ha MJIoUaib
MOBEPXHOCTU Tela (MPUHIUI CM. Bbilie). PaccunranHas jo3a O-neHunmuiaMuHa
nenutcs Ha 2 npuema: 1/2 — B Hayane cobopa moun u 1/2 — yepe3 12 yacoB mocine

Havaja coopa.
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JIMarHoCTUYECKU 3HAYMMBIM YPOBHEM JJIsi HeJleYeHHBIX manneHToB ¢ BBK
SIBJISICTCSI TIOBBIIIICHUE YKCKPEIIMM MEIA C MOYOi Ha (JOHE MpUEMa TECTOBOM J103bI
d-nennmunnamuna > 500 mxr/cyr x 1,73m? umm >8 MxM/cyt x 1,73m%. B stoM
cirydae poda ¢ J-IeHUIMUTAMIHOM CUUTACTCS ITOJIOKHTEITHLHOM.

[TonoxutensHass mpoba ¢ O-NMCHUIWIIAMHHOM SIBJISIETCS  OTPaKCHUEM
CYILLIECTBOBAHMS B OpPraHU3ME 3alacOB MEIHU. OJTOT IOKA3aTEIb MOMXKET TAKKE
UCTIOJIB30BATHCS JIJIS 1T0100pa 1036l d-NICHUIMIIAMIUHA U MOHUTOPUHIA TEPAITHH.

Kpome Ooniesnn Buiibcona npoda MOXKET OBITh IOJOKUTEIBHOW MpH
XPOHUYECKOM OTpaBiiecHMu Menpto. Ho B 3TOoM ciyuae OyaeT HOpMalibHOM
KOHIICHTpAIUsl LEpYyJOoIUIa3MUHA M TOBBIIICHA KOHILEHTpAlMs oOOIIe meau

CBIBOPOTKH.

Meob mkanu neuenu

Hakoruienne Menu B IedyeHM — OAWMH M3 OCHOBHBIX mnpu3HakoB ['JIJI
(6onesnn Bunbcona-Konosanora). OpHako, cnerupuyeckue KpacUTENH, TaKUe
KaK pOJIaMHH WJIM OPILIEMH, OOHAPYKUBAIOT OYaroBbI€ OTJIOKEHHS MEAU MEHBIIE
yeM y 10% marueHToB, BCIAEACTBUE TOTO, YUTO OHH BBISBIISIOT TOJBKO OTIIOXEHUS
MeIu B Jin3ocoMax. TakuMm o0pa3om, PakT HAKOTUICHUSI MEU B MIEUCHU HE MOXKET
OBITh MCKJIIOYEH TOJBKO THUCTOXUMHUYECKHM HCCIEOBaHUEM OuomnTaTta TKaHU
MICYEHHU.

MeronoM BbIOOpa I AWMArHOCTUKHM Ooyie3HW BuiibcoHa sBIAeTCS

HN3MCPCHUEC KOHLICHTpAallMK MCAHU B TKAHU IICYCHH. buonrar JJIA KOITNYCCTBCHHOTI'O
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OTIpEJICICHUs] MEJIM JIOJDKEH OBITh TOMEIIEH B CYXO#, HE COJep)Kalluid Meab
KoHTelHep. TpancmopTupoBKa 00pasma He TpeOyeT CrennaabHbIX YCIOBUH, TAKUX
KaK 3aMOpakvBaHHUE. TOYHOCTh M3MEPEHUSI MOBBIIIAETCS MPU HCIOIb30BaHUU
aJIcKBaTHOTO KOJIMUECTBA MaTepuaia: JUisl aHalau3a JOJKEH ObITh B3AT LIWJIMHIIP
Ouornrara nedyeHu JMHON He MeHee | cM. [lapaduHusupoBanHbie 00pa3ibl TaKkKe
MOTYT OBITh MCCIIEIOBaHbI HA COJIEPIKAHUE MEH, OJHAKO HAJIEKHOCTh U3MEPEHUS
MOKET OBbITh CHU)KEHa MpU MaJioM paszmepe obpasia. CojepkaHue MeId B TKaHU
nedyeHu > 4 MkMoub/T (> 250 MKI/T) cyxoro Beca SIBISETCS HaWIy4dlIUM
JI0Ka3aTeIbCTBOM Hainuusi OoJjie3Hu Buiibcona. CHUKEHUE IUArHOCTHYECKOTO
nopora ¢ 4 MkMoJIb/T (250 MKI/T) cyxoro Beca 0 1,2 MKMOJB/T (75 MKI/T) Cyxoro
BECa MOBBIIIAET YYBCTBUTEIBHOCTh MeToAa ¢ 83,3 10 96,5%, B TO BpeMms Kak
CrenU(PUIHOCTh OCTaeTCsl JOCTATOYHO BBICOKOH (95,4% mnpotuB 98,6%). VYV
HEJICYCHHBIX TAIMEHTOB HOpPMaJbHOE cojepkanue meau B neuenu (< 0,64 — 0,8
MKMOJIB/T cyxoro Beca win < 40-50 MKI/T cyxoro Beca) uckitoyaeT nuarno3 bBK.
I'maBHas mpobGiema omnpenesieHus KOHIICHTPAIIMU MEIW B TKAHU MEUCHH —
HEPAaBHOMEPHOE pPacCHpe/ieICHUEe MEIW B TMEYEHW Ha MO3AHUX CTaausX OOJIe3HU
Bunbcona. To ecTh KOHLEHTpalMsl MEAU MOXKET OBITh 3aHUKEHA MpHU OIIHOKE B
3a0ope oOpasma. Meron Takke He TMOKa3aTeleH y JIeTeld C IHUPPO30M IECUEHHU.
KoHnienTpauss Mei B TKaHW TEUYEHW MOXET OBITh BBICOKOW MPHU JIUTEIHHO
CYILIECTBYIOILIIEM XOJIECTa3€e, a TAKKe MPH CUHAPOMAaxX HAHNONATUYECKOrO0 MEIHOTO

TOKCHKO3a, TAKUX KaK MHIMNCKNN AETCKUN TUPPO3 TIEUECHU.
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Meow n1ukeopa

KonnenTpanuss Meaum B JHMKBOpE He SBISIETCS TOKa  IIMPOKO
UCIOJIB3YIOIMMCS TToKa3aTesneM. OJHaKo, OHa XOPOLIO OTpaXkaeT COJEpKaHHUe
M€Y B TOJOBHOM MO3r€ U CBsizaHa ¢ akTUBHOCTbIO AT®d-a3pl 7B B xammmispax
Mo3ra. B HopMe koHIIeHTpanust Meau B JIUkBope < 0,4 MKMOJIb/J, T.€. CYIIECTBYET
IPaJMEHT KOHILIEHTpAlMi MEJIM B JIMKBOPE M CBOOOJIHON MeIu CHIBOPOTKH KPOBH
(0,4 mxmonw/n — 1,6 mxmonw/n). [lpu nepebpanbHoii popme I'JIM (Gonesnu
Bunbcona-KoHoBaaoBa) KOHUEHTpAIMs MEIA B TUKBOpPE OOBIYHO > | MKMOJIB/1, a
npu OBICTPO TMPOTPECCUPYIONIEH apUTMO-PUTHIHO-TUIIEPKHHETUYECKON (opme
MOJKeT mpeBbimaTh 10 MKMOMB/N. J[MHaMUKa KOHIIEHTpAIlMM MEIW B JIMKBOpPE Ha
(doHe Tepanuu KOMIUIEKCOHAMU JEMOHCTPUPYET 0oJiee MEAJIEHHOE yAaJleHUE MEIN
u3 HHC no cpaBHeHMIO C yJaJleHHEM MeAW M3 OpraHu3Ma B II€JIOM. OTOT
MoKa3aTellb 1eJIeco00pa3Ho UCTOIb30BaTh s AUddepeHIInanbHON TMarHOCTUKU
npu OBICTPOM HapacTaHUM HEBPOJIOTMYECKOM CHUMIITOMATUKH, a TaKXKe I
MOHUTOPHUHIA TEPAIUU MpH 1epeOpanbHbIX GopMax 3a00IeBaHUS.

Bce BrimenepedncieHHbie MOKa3aTeNu, XapakTepu3yomre 0OMeH MeId, 1o
otaenbHOCTH UMeroT He 100-mpoleHTHYI0 AMAarHOCTUYECKYIO IIEHHOCTh, HO BCE
BMecTe (OPMHUPYIOT Y HEJICUYEHHBIX IMallMEHTOB XapaKTEpHbIX OMOXMMUYECKUIN
dbenotun 6one3nn Bunbcona-Konosanosa.

8-1 MexmyHapoaHas koHpepenus mo 6one3nn Bunbcona (Jletmmur, 2001)
PEKOMEHAYET ISl TUArHOCTUKHU JaHHOTO 3a00sieBaHus 0aabHYI0 KOJMYECTBEHHYIO

nikainy (tao. 4)
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Taomuna 4

Jledmmmrckas KonnuecTBEHHA MIKaJIa

IUIA JUAarHoCcTUKH Ooiie3Hn Bunbcona-KonosaioBa
(8™ International Meeting on Wilson’s disease, Leipzig, 2001)

ITpu3Hak | BripaxxeHHOCTH bann
Tunuunsie KIUHUYECKUE CUMBIIOMbL U RPUSHAKU
Konsua Kaitzepa-®neiimepa Nwmerorcst 2
Ha POTOBHIIE TJ1a3a OTCYyTCTBYIOT 0
Hesponornueckue cumnromsl | Tsokensle 2
WIN XapaKTepHbIE MPOsBIeHUs | Jlerkue 1
pu MPT rooBHOTO MO3ra OTCYTCTBYIOT 0
Konuentpanus Hopwmanehnas (> 0,2 r/n wiu (> 200 mr/n) 0
uepynormiazMuaa ceiBOpoTkd | 0,1-0,2 r/n mam 100-200 mr/n 1
< 0,1 r/n nmu < 100 mr/n 2
['emonnTHUecKas aHEMHSI C Nwmerorcs 1
oTpunarenbHo npodoit Kymbea | OrcyrerByror 0
Jlpyzue memoowt uccinedosanusn
ConepxaHue Meau B IEYEHU B 5 pa3 Bblle BepxXHEN I'paHULBI HOPMBI 2
(TIpH OTCYTCTBUH XOJIecTas3a) (> 4 mxoMoub/T unu > 250 MKr/T)
0,8-4 mxomobs/T wu 50-250 MKr/T 1
Hopwmansnoe (<0,8 MkoMomb/T win < 50 MKr/T) -1
Hanwnuwne pogaHuH- MO3UTUBHBIX TPaHyd (IpU 1
OTCYTCTBUH BO3MOKHOCTH KOJIMYECTBEHHOTO
OMpEJICIICHNs MEJN)
DKCKpeuust Meau ¢ MOUOi Hopmanenas (< 0,9 Mmkmons/cyT x 1,73 M2 0
(Ipu OTCYTCTBUH OCTPOTO Wi < 57 Mkr/cyT. x 1,73 m?)
renaTura) Bele BepxHel rpaHuLbl HOPMBI B 2 pa3a u 1
MEHBbLIE
bonee yem B 2 pa3a BblllIe BEpPXHEW IPaHULIBI 2
HOPMBI
HopwmanbHast, HO moBbImaeTcs 0oyee 9em B 5 2
pa3 BBIIIE BEpXHEH TPaHUIIBI HOPMEBI TIPU
npueme d-neHUIMITIaMHHA
MonekysipHO-TeHeTHYECKast MyTtanuu B 2-X XpoMOCOMax 4
JMarHOCTHUKA Mytanuu B 1 XxpoMocome 1
JledekTbl MyTanuii He BISIBICHBI 0
Humepnpemayusn pesynomama
JInarHo3 yCcTaHOBIICH >4
JlnarHo3 coMHUTENEH, HEOOXOMMO HCCe0BaHue OOJIBIIErO YHCa 3
1oKa3areyeun
Jlnaruos manoBeposiTeH <2
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Ee nuarHoctuueckass — 4yBCTBUTENBbHOCTH  94%, cnenudpuunocts  94%,
ITOJIOKUATEIIbHAS IIPOTHOCTHYECKAS LIEHHOCTb 91%, OTpHLIATENbHAS

IIPOTHOCTHYECKas HEHHOCTH 97%.

Ocobennocmu ouazHocmuKku ya1oMUHAHMHOU NEYEHOYHOU

HecocmosameslbHocmu npu oone3nu Bunvcona

[Ipu QynbMUHAHTHOW TICYEHOYHOM HECOCTOSITENIBHOCTH TIpH OOJIE3HH
Buiibcona-KoHOBaoBa OCHOBHBIM JUAarHOCTUYECKHM IIOKA3aTeNIeM  SBISETCS
MHOTOKPAaTHOE MOBBIILIEHUE KOHLIEHTPALUNU CBOOOIHON MEIU B CHIBOPOTKE KPOBH.
OO0 3TOM MOXXHO CYyAWTb, PACCUUTAB ATO IMOKa3aTelb, WM KOCBEHHO Ha OCHOBE
MOBBIIICHNS KOHIIEHTPALUK 00Iei MeIi ITPU HU3KOM YPOBHE IiepyoriazmMuHa. K
OOJBIIOMY COKaJEHUIO, B HACTOAIIEE BpPEMsi OYEHb HEMHOTHE JedyeOHbIe
yupexacHus PO onpenesstor 3Th NpoCThIe U HEAOPOTHE MTOKA3ATEIH.

JpyrumMu  AMarHOCTUYECKMMHU  ITOKA3aTEJSIMU  SIBISIFOTCS:  CHMDKCHHE
KOHIIEHTpAllUd T'eMOIJIO0OMHA KpPOBH, MOBBIIIEHHUE KOHLEHTPAlUU CBOOOIHOTO
reMorjo0uMHa IiIasMbl KPOBU (YacTO MOXHO OMNPEIEIUTh BHU3YaJIbHO), HMHJIEKC
mienounast ¢ocdaraza (B ME/n) / obmmuit OunupyOun (B mr/mn) < 4, UHIEKC
AcAT/AnAT > 2,2. KomOuHalus IByX mocieqHux uHaekcoB umeet noutu 100%-
yIO JAMarHOCTUYECKYH) UYBCTBUTEIBHOCTh U  CHEHU(PUYHOCTH MPU ITOM

JKU3HCYTPOKAOIIEM MMATOJIOTUICCKOM COCTOAHNU.
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T'ucmonozuueckoe uccneooeanue neueHu

buornicusi meyeHn ¢ AMArHOCTUYECKOW LEJIBKO ITOKa3aHa TOJBKO B TOM
Cly4ae, €CIM KIMHUYECKHE CUMIITOMbI M HEWHBA3UBHBIE TECTHI HE MO3BOJISIIOT
MMOCTABUTh OKOHYATEJNBHBIA JUArHO3, a TAKXKE IMPU MOJO3PEHHUHM HA APYroe WIH
COITYTCTBYIOIIEE 3a00JIeBaHUE TICUCHH.

OueHka conep>kaHusi MEIM B T€NATOLUTaX T'MCTOXMMHYECKUMH METOJAMH
BeCcbMa BapualenbHa U OTCYTCTBUE €€ OTIIOKeHUH He uckitodaeT bBK.

Ha pannux craguax passutus bBK menps nuddysno pacnpepensiercs B
[ATOIUIA3ME TEMAaTOUMTOB W PEIKO BBIABISETCS MPU OKPACKE POJAMHHOM WU
pyOeaHoBoil kucioTON. OpceuH, KOTOPBIM, Kak T0JIaraloT, OKpalluBaeT
ITOJIMMEPU30BaHHBIE METAJUIOTHOHEWHBI, CEKBECTPUPOBAHHBIE B JIN30COMAX, JIA€T
XapaKTEepHOE TPaHYJISPHOE OKpAIllMBaHHE TOJBKO Yy TIOJIOBUHBI OOJIBHBIX C
pannumu mposisieHusimu  BBK. Tlo mepe mporpeccupoBanus 00ie3HU MeIb
CEKBECTPUPYETCA B JM30COMax TIE€NAaTOLUUTOB M BBIABISIETCA IOCPEICTBOM
PYTUHHON THMCTOXUMHYECKONW TEXHUKH, XOTS KOHIICHTpAIlUs B TKaHSIX HA CaMOM
JieJie HUXKe, YeM Ha PaHHUX CTaausx OOJIe3HHU.

Mopdonornueckue U3MEHEHUs] B TKaHU TI€YEHU BBISIBISIOTCS Jaxke Y
MaJeHbKUX JleTel 0e3 KIMHUYECKUX TMPU3HAKOB 3abosneBanusa. Camble paHHUE
MOBPEXKICHUSA, ONPEACIAEMbIE TMPU CBETOBOM MHMKPOCKONMH, BKJIIOYAKOT
HAKOIUICHUE TJIMKOT€HAa B SIAPAX IMEPUNIOPTAIBHBIX T'€NaTOLMTOB U YMEPEHHYIO
KUPOBYIO HHuiIbTpanuo. [Iporpeccupyromiee yBelIMYEHUE KOJIUYECTBA U

PasMCPOB JTUMIHUAHBIX Kall€jlb, COCTOAIIMX M3 TPHUITIMLOCPUIAOB, B HCKOTOPLIX
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Clly4asiX HallOMHUHAIOT CT€aT03, HHAYLIUPOBAHHBIN 3TaHONOM. B OGuonrare neyeHu
HaxoT Tenblia Mamiopu B 25-86 % ciydaes.

Y yactu OONBHBIX MOpPAXEHHE MEUYEHHU UIUTEIHHO MOXKET OCTaBaThCs Ha
CTaJMM >KUPOBOM JUCTPOPUU TEeNaTOUUTOB. Y OOJBIIEr0 4Yucia pPa3BUBACTCA
TUCTOJIOTUYECKAS] KAPTHHA, HEOTIWYMMAS. OT XPOHUYECKOrO TIEMaThTa BBICOKOMN
CTENIEHU AaKTUBHOCTH, C pa3BUTUEM CTYIEHYAThIX HEKPO30B H  JUMQO-
IIa3MOIMTAPHBIX HMHPWIBTPATOB B MOPTAIbHBIX TpakTax. B psge ciydaes
OTMEYaIOTCSI MOCTOBH/IHBIE HEKPO3bI MJIM MOCTOBUIHBIN (prOpo3. bes nedenus atu
M3MEHEHHUs MPUBOJAT K (popMupoBanuio kpynHoysioBoro LII1. Pa3sutue nupposa
MOXET  NIPOUCXOJIUTh B  OTCYTCTBHE  3HAUUTEIBHOM  NapeHXUMAaJIbHON
BOCMAJIUTEIbHON  WMHOUIbTpAIlMM WIM HEKPO30B B TKAaHM T[I€YEHU C
¢dopMupoBanueM MenkoysnoBoro BapuanTa LII. ¥V nogasnsioniero O0oibIIMHCTBA
OOJBHBIX TTPU OUOTICUY TIEYCHH BBISIBIISIIOT (PUOPO3 pa3INUHOM CTETICHH TSXKECTH.

OOHapy)xeHHE aHOMAJIMM MHUTOXOHJIPUU TeMaTOlUTOB C  ITOMOIIBIO
yIBTPACTPYKTYPHOTO aHaiu3a (M3MEHEHHs pa3Mepa, (OopMbl, NTPHUCYTCTBUE
MUKpPOTPaHyJl U T.I.) B Cllydae OTCYTCTBHUHM XOJIECTa3a MOXET paccMaTpHUBAaThCS
Kak marorHoMOHWYHbIM mnpu3zHak bBK. Ilpm 31ekTpoHHOM MHKPOCKONUU
MUTOXOHJJPUH TEMATOIUTOB OOBIYHO BBITJISAAT TE€TEPOrC€HHBIMU 10 pa3MepaMm M
dbopme, ¢ yBETMUEHHOMN TUIOTHOCTHIO MaTPUKCA, pa3felieHuEM CKICCHHBIX B HOpME
HAapY)KHOM ¥ BHYTPEHHEH MUTOXOHAPUAIBHBIX MeMOpaH, pacIIMpEeHHBIMHU
MEXKPUCTOBBIMU MPOCTPAHCTBAMHM, C MHOXKECTBOM BaKyOJIM3UPOBAHHBIX U

KPpUCTATININYCCKUX BKJIIOUCHUH B MaTpHKCC. CXO)IHBI@ HU3MCHCHUA MOI'YyT
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HAOJMIOJaThCsl MPU JIPYrUX 3a00JIEBaHUSAX, OJHAKO, OJHOBPEMEHHOE HaJIU4HUe
HECKOJIBKHAX BBIIICYKA3aHHBIX IPU3HAKOB B OJHHUX M TE€X JKE€ MUTOXOHJIPHUAX
sBIsEeTCS cnenuuuHbM ans panHen craauu BBK. M3menenuss mutoxonmgpuii
OOBIYHO CTAHOBATCA MEHEE BBIPAKCHHBIMU WM HCYE3AI0T IOCIE JIUTEIbHON
tepanud  J-ICHUIWJUIAMHHOM,  9TO  KOCBEHHO  TIOATBEPXKIACT  MeEJb-

WHIYLIIMPOBAHHBIN XapaKkTep UX MOBPEKICHHUS.

Memoowt eusyanuzayuu

JIns  BBISABICHHS XapaKTEPHBIX CTPYKTypHbIX u3MeHeHnd B [HC
11e71eco000pa3HO MCIOIL30BaTh MarHUTHO-pe30HaHCHYI0 Tomorpaduio (MPT) unu
KoMIibtoTepHyt0 ToMorpaduio (KT) romoBaoro mosra. Pacumpenue xemny104KoB,
atpodus xopbl U ctBosia Mo3ra npu KT rojoBHoro mosra HabmroaroTcs yaile,
yeM OwuslaTepajbHble 30HBI IMOHMKEHHOM IUIOTHOCTM B oOnacth Oa3albHBIX
ranriveB. bosiee BaXHBIM IMarHOCTUYECKUM METOAOM Mpu HepedpaibHoi hopme
3a00JieBaHUsl  ABJIIETCS  MarHUTHO-pe3oHaHcHass Tomorpadus. IlaTomorus
rojoBHoro mo3ra Ha MPT oOHapyxuBaeTcss y BceX NALUMEHTOB C OOJE3HBIO
Bunscona-KonoBanmoBa. MPT BBISBIISIET XapaKTEpHbIE OYaru B TOJJOBHOM MO3TE, a
Takke  Hecnerupuueckyro  auddysHyro  arpodpuro  moszra.  TunudnHa
TMIIEPUHTEHCUBHOCTh CHUrHana B T2-pexxuMe B 00JacTH YeueBUIIEOOpa3HBIX,
TaJTaMUYECKUX M XBOCTATBIX SiZiep, CTBOJIA MO3ra, MO3KeUKa U Oeoro BEIIecTBa.

XapakTtepHbpIM, HO peakuM MPT-cuMnToMoM B cpe3ax CpeaHEro Mosra sIBJISETCS
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KapTUHA, HAIIOMUHAIONIAsA <«JIMIO0 TMranTckol manas». KT- 1 MPT-cumnTomsl B
pAJle CIIy4yaeB MOTYT ONIEPEKATH MOSIBIICHUE KIMHUYECKAX CUMIITTOMOB.

JIJisi BBISIBIICHUST HAKOTUICHUS MEIW M HEMHBA3WBHOHW OIICHKH METabOIM3Ma
TOJIOBHOTO  MO3ra MOXET OBITh HCIIOJIb30BaHA  MarHUTHO-PE30HAHCHAs
cnexktpockonusi (MPC). XapakrtepubiMu wusMeHeHusmu npu MPC  sBusitoTcs
CHIWKeHUe uHAeKkcoB N-aleTmnacnapTaT/KpeaTuH U XOJWH/KPEaTUH B OJEAHBIX
niapax.

[Ipu no3utpoHHO-3MUCCHOHHON ToMorpaduu (II9T) MoxkeT ObITh BBISIBIEHO
CHIWPKEHHME  aKTHMBHOCTHM  JOomNa-AeKapOOKCHIIa3bl,  CBUJICTEIbCTBYIONIEE O
HAPYLICHHUSAX B HUTPOCTPUAPHON JOMAMUHEPTUYECKON CUCTEME.

[lepcrieKTUBHBIMH ~ METOJIAMU  PAHHETO  OOHAPYXEHUS IOBPEKICHUM
TOJIOBHOTO MO3ra MOTYT OBbITh TpaHCKpaHuaibHOoe Y3M roiioBHOro mosra u
0JIHO(OTOHHASI SMUCCUOHHAS KOMITbIOTEpHAsI TOMOTpadusi.

N3menenusi, kotropsie MoryT ObITh BbIsiBIeHBI ipu Y3U, KT u MPT nedenu
He sBisitoTes cneruuunbiMu Uit BBK. [TosToMy, 3T MeTObI HCCIeI0BaHUs HE
MMEIOT IMArHOCTUYECKOTO 3HAYEHH S, HO MOTYT OBbITh MOJIC3HBI IS HEUHBA3UBHOM
OIICHKH CTPYKTYPHBIX HM3MEHEHUN B TEYEHW W MOHUTOpPUHTA 3P(HEKTUBHOCTH
JICYCHUS.

HoBbiM MeTOnOM OIIEHKH TMporpeccupoBaHusi mupposa (hpudposa) nedeHu
ABJISICTCSL DJIACTOMETPUS NEeYeHH. MakcumanbHas JUarHOCTUYECKAsT TOYHOCTH

AIIACTOMETPUHU OTMEYeHa y OOJIbHBIX co cTaaueil ¢pudposza neuenu F3 u F4, uto
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COMOCTAaBUMO C pe3yJibTaTaMH TOJYKOJIMYECTBEHHOW OleHKu (ubpos3a (1o

TUCTOJIOTHYECKOM mKajie Metavir).

JTHK-ouaznocmuxa

B mnacrosimee Bpemst u3BectHO Oosee 600 pa3muyHBIX MyTaluii B TeHE
ATP7B. Yacrota u xapakTep MyTalnui B reHe Oojne3nu Bunbcona-Konopanopa
CYILIECTBEHHO BapbUPYIOT B pa3IMUHBIX momnysaiusx. Haubosnee yactoit myTranuei
B €BPOIECHCKUX MOMYJISIHUAX, ABISETCS ToukoBasg 3aMeHa ¢.3207C>A B sk30He 14,
MPUBOAAIIAA K 3aMEHE AMUHOKHUCIOTHI THUCTHAMHA B mnosiokeHun 1069 Ha
rnyramuH (p.His1069GlIn). Jlons mytanuu ¢.3207C>A B poccuiickoil BbIOOpKE
00npHBIX N0 AaHHBIM J1aboparopun JIHK-nuarnoctuku ®I'BY «MI'HL» PAMH
coctaBiusier 48%. Taxxke, dYacTeiMu sBIgOTCS  MyTtamuu  ¢.3190G>A
(p.Glul064Lys), ¢.3402delC u c¢.2304insC, yacToTa BCTPEUYAEMOCTH KOTOPBIX
CpeaH POCCUMCKUX OOJIBHBIX cocTaBisieT 3,9%, 2,4% u 4,6%, COOTBETCTBEHHO.

Ha mamneii momenT JIHK-muarnocrmka 6one3nun Buiabcona-KoHoBanoBa
MPOBOAUTCSL PYTUHHO METOJIOM MPSIMOTO aBTOMAaTHUUYE€CKOTO CEKBEHUPOBAHUS BCE
KOJIUPYIOLIEH MOCIeA0BATEILHOCTH U AK30H-UHTPOHHBIX oOnacteit rena ATP7B.
Onnako, C 1EJbI0 CHUXEHUS DSKOHOMHYECKUX M BPEMEHHBIX 3aTpar TMpHu
MPOBEICHUN JUATHOCTUKU, PEKOMEHIYETCS HAYMHATh JUArHOCTUYECKUN TOUCK
naToreHHbix Mytaruii reHa ATP7B ¢ uccnenoBanusi 4eTbipex HamboJee YacThIX
mytaruit:  ¢.3207C>A, ¢.3190G>A, ¢.3402delC wu ¢.2304insC  (myTaruu

c.3207C>A, ¢.3190G>A nerextupyrorca merogoM MLPA-ananuza, myraunuu
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c.3402delC, ¢.2304insC  —  wmerogom  [IJIA®-ananuza). CymmapHas
WH()OPMATUBHOCTh JTAHHOTO JMATHOCTUYECKOTO MPOTOKOJIA MCCICAOBAHMS CPEIU
poccuiickux OOJBHBIX cocTaBiIseT 58,9%.

JInst BepHOU MHTEpHpETAIMU Pe3yJIbTATOB aHaIN3a HEOOXOJUMO MOMHUTb,
4TO OOHapyXeHHe y OOJBLHOTO paclpOCTPAHEHHON MyTallMM Ha OJIHOM U3 JIBYX
TOMOJIOTHYHBIX XPOMOCOM CaMO IO ce0e He IMO03BOJISIET C JIOCTOBEPHOCTHIO
MOCTaBUTh JAMArHo3, HO TMpPH HAIMYUM XAPAKTEPHBIX KIMHUYECKHUX U
OMOXUMHUYECKUX U3MEHEHHUH SIBJISIETCS BECOMBIM apryMEHTOM B MOJIb3y JAHAarHosa
«0one3np Bunbcona-KonoBanoBa». Ecnu y 00ibHOTO 0OHApY>KEHbI JIBE pa3HbIC
myTtanun reHa ATd-a3el 7B, unm ogHa W Ta K€ MyTalys B TOMO3UTOTHOM
COCTOSIHUM, AUArHO3 MOATBEPKAACTCS.

Kommnekcnas [JIHK-muarnoctrika B ceMbsix BKJIIOYAeT B CeOSl TMOUCK
HamOoJiee pacIpOCTPAHEHHBIX MyTaluii y OombHOro W KocBeHHyto JIHK-
JUArHOCTUKY I JAPYIUMX JETEeW TOM K€ CYNPYKECKOW mapel. B ciyyae ecnu B
KJIIMHAYECKOM JHarHo3e OOJIbHOTO peOeHKa HE BO3HMKAET COMHEHMM, OJHAKO
NpUYMHON 3a00JieBaHUsl HE SBISAIOTCS YacTble MyTanuu, kocBeHHas JIHK-
JMAarHOCTHKA TO3BOJISIET OMNpPEAENIUTh, YHACIEIOBAIM JIM JPYrue AETH B CEMbE

XpoMocoMBbl 13, coBmagaromye ¢ XpoMocoMaMu OOJIBHOTO peOCHKA.

JlaGopaTopHbIil 1 HHCTPYMEHTAJbHBII KOHTPOJIb JIeYECHUS
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B xauecTBe OCHOBHBIX OMOXUMHYECKUX TECTOB JJIs OLEHKH 3((HEKTUBHOCTH
JICYEHHS] HEOOXOAMMO MCIOJb30BaTh KOHLIEHTPALMIO CBOOOJHON MEAH CHIBOPOTKU
KPOBH U CYTOUHYIO IKCKPEIMI0O MEIU C MOYOH, a NpHu JICYEHUU NIpenapaTamu
MHKa — TaKXe CYTOYHYIO 3KCKpeUuto IHUHKa ¢ Mo4ou. [Ipm abpoMuHambHON
dbopmMe TOMOIHUTENBHO 1I€1eCO00pa3HO HUCCIAeA0BaTh aKTUBHOCTh TPAHCAMHUHA3 U
MHO, npu uepeGpanbHoit ¢dopMe — ypoBeHb MeIW JHKBOpa. [ias oleHKu
nporpeccupoBanus I1uppos3a (¢pubpos3a) medeHH METOJOM BbIOOpaA SBISETCS
AIIACTOMETPUS TICUCHH.

JIJ1si CBOEBPEMEHHOT'O BBISIBIIEHUS MOOOYHBIX 3(P(EKTOB XEIATHON Tepanuu
HEOOXOJIMMO KOHTPOJUPOBATHh KIMHUYECKUN aHallu3 KPOBM (BKJIIOYAs YpPOBEHb
TPOMOOITUTOB) U OOLIESKIMHUYECKUA aHAIN3 MOYM B Hayaye JCUCHHS Kaxable 3
JTHS, TIOTOM Ka)KIYIO HEAENIO B TEUEHHE MECSLA, 3aTeM | pa3 B 2 HEJeIu B TEUEHUE
NepBbIX O MeECsIEeB JICYCHUs, B JAJIbHEUIIEM — €XKEMECSYHO; OMOXUMUYECKUE
nokaszatenu KpoBu (oOuuit OmmmpyouH, AnATt, AcAT, menounas ¢ocdarasa,
KpeaTuHUH, MOYeBHHA) B a3y Havaia Tepanuu — 1 pa3 B 3 Mec., B OCIEAYIOIIEM
— 1 pa3 B mosroga. He pexe, uem 1 pa3 B rog oCymecTBIsATh PEHTIEHOJOTHYECKOE

WJIU yJITPa3BYKOBOE MCCIIEIOBaHUE MTOYEK U MOYEBBIBOIAIIUX MTyTEH.

JleueHnue
OcHoBHbIMM ~ MeToAamMu  JjeueHuss bBK  gBmugercs  mpumeHeHue

MCIBIJIMMHUHHUPYIOIIUX IIPCIIapaToB, CO6J'HOIL€HI/IG CTpOFOfI JUCTBI CO CHMXXCHHBIM
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KOJMYECTBOM MEId B palMoHe U, TMpU HEOOXOIHWMOCTH, TMPOBEACHHUE
TpPaHCIUTAHTAIINH TTICYCHHU.

Lenpto Tepanmuu B OECCUMITOMHOM CTaAWHM pa3BUTHS 3a00JEBaHUS
SIBIISICTCSI TIPEOTBPAIICHNUE TOSIBICHUS MIPU3HAKOB 3a00JIeBaHUsI U HOpMAaJIN3allus
M3MEHEHHBIX JTaOOpaTOPHBIX MOKa3aTee; B CTaUU KIMHUYECKUX MPOSBICHUN —
cTabuin3aluss U YacTH4YHAas PErpeccusi OCHOBHBIX CHUMIITOMOB 3a00JeBaHUS U
HOpMAaJIM3aIus JIabOpaTOPHBIX MOKa3aTeseil. .

Becw nepuon ieueHnst MOKHO pa3ouTh Ha 2 (as3bl: HauanvHyto ¢asy u ¢azy
noooepxcusarower. mepanuu. Kpumepuem nepexooa na noooepircuearouiyio
mepanuio AeAAemMcA HOPMalW3allks TOKa3aTened oOMeHa Meau Tpu  2-X
MOCJIEIOBATEIbHBIX MCCIEOBAHUSAX, BBIMIOJHEHHBIX C MHTEpPBAOM B 3 Mec.:
CHI)KEHHE YPOBHS CBOOOJIHON Mean (< 1,6 MKMOJB/T) U OTpUIlaTeIbHas Tpoda C
d-neHunMIIaMHHOM (TIOBBIIIEHUE SKCKPEIMM MEIW C MOUYoW Ha (oHe mpuema
TecToBOM 70361 (500 Mr ~ 7 Mr/kr Maccel Tena) d-nenunmmamuna < 500 MKT/cCyT.
x 1,73m? nimm < 8 MxM/cyt. x 1,73m?%). Hopmanuszanus nokasateneii obMeHa Mean
CBUCTEIHCTBYET 00 MCTOIIEHUH 3alacoOB MEIU B OpPraHm3Me (3a HCKIIOYCHUEM
[MHC). OObIYHO COMPOBOXKAAETCS HOPMalU3alMel aKTUBHOCTH TpaHCAMHMHA3
(AnAT, AcAT), uTo siBIs€TCS MPU3HAKOM BOCCTAHOBIICHHUS IIEJIOCTHOCTH KIJIETOK
MICYCHH.
uera

Menps CONEpKUTCA BO BCEX IMHINEBBIX NPOAYKTaX, IMOATOMY ITOJTHOE

UCKJIFOYEHNE €€ TMOCTYIUIEHUs C NMUIe HeBo3MOxkHO. Kpatko mmery mpu ['JIJ]
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MOXHO  OXapaKTepHu30BaTh KaK MOJOYHO-pAacTUTENbHYIO. Pekomenmyercs
WCKITIOUCHHUE TIPOIYKTOB, COAEpKAHWE MEeIH B KOTOPHIX mpeBbimaeT 0,5 mr/100r
(Tabi. 5), TakuX Kak rpulbl, pakooOpa3HbIe, MOJUTIOCKH, OPEXH, IIIOKOJIa/, IEYEHb
U Jpyrue cyONnpoayKThl, OCOOCHHO B HayalbHOM (haze Tepamuu (CyTOYHOE
notpeOJieHne MeIM B 3TOT MEPHOJ HEe JOJDKHO mpeBbimath 1 mr/cyt). Kpaiine
OCTOPOKHO HY>KHO OTHOCUTHCS K TMOJIMBUTAMUHHBIM TperapaTam, CoJepiKalluM
MHUKpPOAJIEMEHTBI, MHINEBBIM J0OaBKaM, CpPEICTBAM HCKYCCTBEHHOTO IHUTAHUA.
MHorue #u3 HHMX COJAEpKAT CYTOUYHYIO HOPMY TNOTPEOJICHHS] MEIHU B3POCIbIM
YEeJIOBEKOM (2 MI/CYT.) U, TIO CYILIECTBY, SBJISIIOTCSI TOKCUYHBIMU JIJIs1 TTAIIUEHTOB C
BBK. Nwmerorcst cooOlieHns 0 TOM, YTO y BereTrapuaHiieB HabogaroTcs Ooliee
no3aHuN N1e0r0T 3a00sieBaHUS U MEUIEHHOE mporpeccupoBanue. OJHaKo, A
KOHTPOJISI 32 O0JIE3HBIO TOJIBKO COONIOACHUS TUEThI HeqocTaTouHo. [Ipu Hamuyuu
[EHTPAIM30BAaHHOTO BOJAOCHA0XKEHUSI KOHTPOJIUPOBATH COACPKaHWE MEIU B BOJIE
He TpeOyeTcs, Torjaa Kak TMpU HAJIMYUKA KOJOMIEB, CKBAXUH U JIPYTUX
WHJUBUAYAJIbHBIX HMCTOYHUKOB BOJOCHAOXKEHUS HEOOXOAMMO  ONPEACSITh
KOHIICHTpAIIMIO MEIW B BOJAE€ U, TMPU HEOOXOJUMOCTH, HCHOJb30BAThH
cooTBeTcTBYIOmMKE GuiabTpel. Creayer Takke u30erarb XpaHEHHS THUIM B

MEIbCOICPKAILECH TTOCY/IE.
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Ta0muna 5

Copepxanue Meau B mpoaykrax nutanus (mr/100 r mpogykra)

IIpoaykrsl Coaep- IIpoaykrsl Coaep-

JKaHue KaHne
Ileyenb Tpecku 12,50 |I'pymm 0,12
Kakao-nopomok 455 |Canar, noMuopbl 0,12
IIeyeHb roBsIKbSA 3,80 |CraBpuna 0,11
Kaasmap 1,15 | s6nokwu, mope s16109HOe 0,11
DYyHAYK 1,15 |Myxka pxaHas, cesiHas 0,11
I'opox 0,75 |Ilepeu kpacHbIN U 3€JEHBIN CIAAKUN 0,10
MaxkapoHsbl, B.C. 0,70 |Orypusl 0,10
Kpyna rpeuneBasi 0,64 |Myxka neHn4Hasi, B.C. 0,10
Opexu rpenxue 0,53 |Cox TomaTHBI 0,10
Kpyna oBcsinas 0,50 |CBunuHa xupHas 0,10
ITacTa TomaTHas 0,46 |Cyxapu 0,09
CepJiiie ¥ TOYKHU TOBSHKBU 0,45 |Jlyk 3eneHbIi M penmyaThIi 0,09
Kpyna «I'epkymecy» 0,45 | Crip «I"onnmanackuiny 0,09
Kpyna niennas u ssuHeBas 0,37 | Ceip «Yennep» 0,09
H3zrom 0,36 | Crip «IlomexoHCKuii» 0,09
X11e0 MIICHUYHBINA 36pHOBOM 0,32 | Sflitno kypuHoe 0,08
Jpoxoxu 0,32 | Ceip niaBieHsIi 0,08
Kpymna nepnoBas 0,28 |MopkoBb 0,08
Kpyma pucoBas 0,25 | Xieb mieHuYHbIH, B.C. 0,08
bapannna 0,24 | Bunorpan 0,08
Myka prkaHas 0,23 |Kypa 0,08
X71e0 pxaHoi 0,22 |Kamycra GenokouaHHast 0,08
KoHcepBb! pbIOHBIE B Maciie 0,21 | Tsopor, OpbiH3a 0,07
Konuna 0,21 |Kpyna maHHas 0,07
Mo3ru roBsikbH 0,20 | AnenbcuHBI, rpeHIPPYKTHI 0,07
Konbaca noigykonueHas 0,18 | Cepip «Pokdop» 0,06
Cocuckwu, xKoyibaca BapeHas 0,18 |CnuBku cyxue 0,06
I'oBgouna 0,18 |Cok s101m0uHbBII 0,06
Myka mimeHndHas, 1c. 0,18 | Ceip «Poccuiickuiiy 0,05
TrixkBa 0,18 |Crip «IIpubantuiickuii» 0,05
Penuc, penpka 0,15 |Ilepcuku, apOy3, TbIHS 0,05
Tpecka 0,15 |Coxk BUHOTpAIHBIHA 0,04
Kaprodens, cBekina, bakinakaHbl 0,14 |Moy0oKoO cryneHHoe 0,03
AOpPHUKOCHI 0,14 |budumonakr 0,03
baron, Oynka cnoOHas 0,14 |CauBkm 0,02
Xieb mieHHYHbIH, 1c. 0,13 |Cmerana 0,02
Msico Kposmka 0,13 |MopoxkeHoe CAHBOYHOE 0,02
["oporiek 3eJIeHbIi, Y4eCHOK 0,13 |Ke¢up, npocTrokBaiia 0,01
KiryOnuka 0,13 |MacJo cIMBOYHOE 0,01
Momnoko cyxoe 0,12
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XeJsiaTHAA Tepanus

OcHoBHBIM 351eMeHTOM Tepanuu bBK sBisiercs xenatHas tepanus. Ha
JaHHbIE MOMeHT B mupe miua nedeHus [JIJI (Oonesnn Bunbscona-KonoBanona)
UCIIOJIB3YIOTCS  CJHEAYIOIIHE  KOMIUIEKCOOOpa3yrolue  Ipernaparbl: d-
NEHUIWIIAMUH, TPUEHTUH, TETPATUOMOIUOIAT U YHUTHOI. 13 TabneTupoBaHHBIX
JIeKapCTBEHHBIX cpeacTB B PO 3apeructpupoBanbl npenaparsl d-NCHUIIUIAMIHA,
TOTOBUTCS PETHCTpaLvsl TPUEHTUHA.
D-nenuyunnamun

D-nenuuniiaMuH — TMEpBBIM M3 MpenapaTroB KOMIUIEKCOOoOpa3zoBaTeneH,
KOTOPBIM Havyas ucronb3oBarscs npu bBK. IMeHHO ¢ Hauanom ero npuMeHeHHs B
1956 romy cBsA3aHO KapAWHAJIBHOE W3MEHEHHWE IIPOTHO3a IIPU JTAHHOM
3a00JIeBaHUMU.

dopmMa BbITTycKa: TabJIETKH, MOKPHIThIE 000JI0YKOH, Mo 250 Mr, B yIakoBKe
15 ., mo 2 ynakoBke B kKopoOke uiu no 100 mt. Bo diakone; kancymsl mo 150
nmm 250 mr, B ynakoBke 50 kancyn. B Hactosiuee Bpems B ['ocynapcTBeHHOM
peecTpe JIEKapCTBEHHBIX CPEACTB COACPKUTCA HHPOpMalMs O Tpernapare
Kynpenun® (Tea @apmaneBtuueckue Ilpeanpuarus Jlta., Wspauis),
peructpanmonneiii  Homep II  Nel3649/01, 3apeructpupoBan 08.10.2008,
nepepeructpuponan 15.01.2013 r. IIpenapat Bxoaut B niepeuens JKHBJIIL.

D-nennuniamMuH  ABIIETCS.  OJHMM M3 CaMbIX  MOIIHBIX,  HO
HeceleKMmUGHbIX,  KOMIUIEKCOHOB,  MMEKIIMX  BBICOKOE  CPOJACTBO K

ABYXBAJICHTHBIM MCTAJlJIaM, IPEKAC BCCro MCAW U IHUHKY. HpI/I €ro BBCACHHUHU B
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OpraHu3M MPOUCXOIUT ObICTpasi MOOMIM3ALUS MEAW U3 TKAHEH U DIIMMUHALIUS C
MOYOM B BUJI€ KOMIUIEKCA MEIb-TICHULIWJIJITAMHUH.

OH OBICTPO BCACBIBAETCA U3 KEITYJOYHO-KUIIEYHOTO TPAKTA C ABYXIHKOBOU
KpuBOW abOcopOumu B kumieuHuke. [lpu mpueme O-meHUNMUIAMUHA C MHIICH
BCAChIBAEMOCTh yMeHbInaeTcss B 1menoM Ha 50%. OOmas OHOJ0CTYIHOCTh
onienuBaercsi B 40—70%. Ilocne BcackiBanusa okosno 80% mpenaparta HaXOJUTCS B
MUPKYJISIUA B BUJIE CBS3aHHBIX C IUJIA3MEHHBIMU OEJTKaMH WM OJIUTOIENTHIaAMU
KomruiekcoB. CBoOOgHOrO O-MEHWIUDIAMHMHA B IDIa3Me Majlo, TaKk Kak OH
bopMHpyEeT HEaKTMBHBIE AMMEPHI WIM CBs3bIBaeTca ¢ uucrenHoMm. boiee 80%
npenaparta BBIBOAUTCS M3 OpraHu3Ma uepe3 Mmodku. llepuona ero mosryBbIBeACHUS
cocrasisget 1,7-7 4.

B navanpHO# (pase Tepanuu 0-mMeHUIMIIIAMUH OOBIYHO HA3HAYACTCS B J103C
750-1500 mr/cyT., pa3znenenHoit Ha 2-3 npuema. Y nered 103a pacCUUTHIBACTCS Ha
KI' MacChl Tela U cocTaBisieT 20 MI/KT Macchl Tejia B CyTKH.. Tak Kak mpu nmpuemMe ¢
NUIIeH BcachlBaHWE O-TICHUIWJIAMHHA YMEHBIIACTCs, Mpernapar HeoOXOIMMO
npuHUMAaTh 3a 1 yac 10, 1100 uepe3 2 yaca nmocJjie e/bl, 3anuBasi Boaou. [Tockoabky
U3BECTHO, YTO O-MEHUIWIUIAMUH BBIBOJUT MHUPHIOKCHH W3 OPraHu3Ma,
HEO0OXOMMO JIOTIOJTHUTENHHO Ha3HAYATh MUPUIOKCUH B 03¢ 25-50 MI B ICHbD.

Hauano mpuema d-meHUINMIIaMHHA YacTO COMPOBOXKIACTCS YXY/IICHUEM
HeBpoJiorHuecko cumnromatuku manuenta (B 10-50% cmydaeB). OcobeHHO
4acTO 3TO MPOUCXOJUT MpH lepedpaibHbIX hopMax 3aboneBanus. [lokazaHo, 4To

JaHHBIN dheHoMeH CBsI3aH C MOBBIIIEHHOUN MIPOHULIAEMOCTBIO
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remaTosHueainyeckoro Oaphepa Yy HEJICYEHHBIX MAIMEHTOB C OOJIE3HbIO
Bunscona-KonoBanmoBa. Menp, mocrynuBiias W3 TKaHEW B KPOBb B OTBET Ha
nprueM J-TEHUIMUIAMUHA, OKA3bIBAaCT TOKCHMYECKOE BO3JICHCTBHE HA TOJOBHOM
mo3r. [lo mepe nedenus 3ab6oneBanus QyHKIMSA reMaTo3HIedaTnueckoro dapbepa
BOCCTAHABJIMBAETCS, U TOKCUYECKOE JIEMCTBUE MIPENapaTa yMEHbIIAETCS.

[TepenocumocTh d-TICeHUIM/UITAMUHA B Hadajie JICYCHUS MOXHO YJIYYINUTh,
HAayMHasi Tepalvi0 C MUHUMaJIbHBIX 03 mpenapara (125-250 wr/cyt.) c
MOCJIEYIOUIUM MEPUOIUYHBIM €KEHEIEIbHBIM MOBBIIIEHHEM JI03bl MpenapaTa Ha
250 mr/cyt. Eme ogHUM cocOOOM YMEHBIIIEHUSI YaCTOThI MOOOYHBIX PEAKIUNA B
Havaje JICUCHHWsS SIBJISIETCS TpuUMeHEeHus d-meHunmuiaMuHa Ha  (oHE
HKCTPAKOPIOPATBbHON F€eMOKOPPEKLIUH.

AJNIeKBaTHOCTb  JICYEHHs JOJDKHA  MOHUTOPHUPOBATHCA — IOCPEACTBOM
W3MEPEHUS CYTOYHOM SKCKPEIMU MeIM ¢ MOYOoH. [lo3a mpemnapara ajgekBaTHa, €Ciu
CyTOUHas OHKCKpeuuss Meau ¢ Mo4yol Ha ¢oHe mnpuema d-NmeHHIUUIaMUHA
Haxoautcs B uaTepBaie ot 500 go 1000 Mxr/cyT x 1,73 m? unm 8-16 MKMOIB/CYT X
1,73 m2. Ecnu cyTouHas sKcKpenus Meau ¢ Mouoil Beire 1000 Mxr/cyt. x 1,73 m?
(16 Mxmons/cyT. x 1,73 M%), 11 mpOQMIAKTUKK MOPaKEHHS MOYEK HEOOXOIMMO
CHIKEHHE 103bl. PaKTHUUECKHU peUb WIET O TUTPOBAHUHU J103bI Ipenapara. [1o mepe
BbIBEJICHUS M30bITKA MEAM U3 OpPraHM3Ma B XOJ€ JICUEHHUS CYTOYHAas SKCKpeLus
Meau cHibkaeTcs. B a3y mopaepxuBaromieil Tepanuu oHa JOKHA KojiebdaTbes OT

200 1o 500 mxr/cyT. x 1,73 M2,
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Eme onuum xputeprem 3¢hGEKTUBHOCTH JIEUECHUS SIBISETCS CYTOYHAS

IKCKpelrss MEIW C MO4YOH mocie 2-X aHei orMeHbl d-meHunmuiamuHa < 100

2 2

mkr/cyr. x 1,73 m* umu < 1,6 Mmxmonw/cytr. X 1,73 M° u HOpMmamu3auus
KOHIICHTpAIUU CBOOOTHOM METU CHIBOPOTKH.

Ilobounvie  2¢pghexmovr.  OCHOBHBIM ~ HEIOCTAaTKOM  O-TICHUIMIIIAMHIHA
SBJISIIOTCSL  €r0  MHOTOYHMCJIEHHbIe TMMOo0o4HbIe dA(PdekThl (Tadn.6), KoTopbie
Haomonatorcs B 20-30% ciyuaes. [lonaratot, 4To OOJIBIIMHCTBO U3 HUX CBSI3aHBI C
HECEJIEKTUBHOCThIO (HecnenupuueckuMu 3((PeKTaMyu CHUKEHUS KOHLIEHTpaluu
Menu) yaanenus mean. Kpome Menn d-NeHUIMIUIAMHH CIIOCOOEH CBSI3bIBATH U
BBIBOJIUTH M3 OpraHN3Ma MHOTHE JAPYTUe MUKPOAJIEMEHTHI, H TIPEKIEC BCETO ITHHK.
CUMITOMBI TUTIOMUKPO3JIEMEHTO30B ¥ TI0004HBIC 3 GeKThI d-MeHNIMLIaMAHA BO

MHOI'OM COBIIAJaioT (TadiI. 6).

Tabnuua 6
ComnocrasieHue MoOOYHBIX () (PEeKTOB J-NICHUIMIUTAMUHA C CUMITTOMaMHU
TUTIOMUKPODIJIEMEHTO3a

DNEeMEHTBI, C U3BECTHBIMU
[ToGounbIi 3 dext d-nmeHunmuIaMuHa AHAJIOTMYHBIMU CUMIITOMaMHU
TUIIOMHKPOYJIEMEHTO03a
AHopekcust Mg, Zn
TomHoTa, pBOTA Mg
Jnapes Mg, Zn
A®dTO3HBII CTOMATHUT, TTIOCCUT Zn
JlepMatuT, 3K3eMa, KOXKHasi ChIllb Zn, Mn, Se, Ni
HckaxxeHne BKyca Zn
Heppasiruu, nepudeprdeckrie HEBponaTuu Cr
NmvmyHOIEPUITUT Mg, Zn, Se
AxemMus Zn, Co, Ni
Annepruyeckue peakiuu Zn, Mn
Aptpanruu Ca, Mn, Se
Muanrum, MpIIIIEYHbIE CHAa3MBbI Ca, Mg, Mn
OcTteomnopo3s Ca, Mn
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Wcxons W3 3TOrO il yMEHBIICHUS TO0O0YHBIX 3¢ dekToB d-neHUIMIAMUHA
HEOOXOJIMMO MOHUTOPHUPOBATh TEPANMMIO M MCIOJIb30BaTh €r0 MHUHUMAJILHO
2 (HeKTUBHYIO 103y, KOMOMHUPOBATH €r0 HCIOJIh30BAaHUE C MIpenapaTaMu IIHHKA
(3TO HYKHO HE TOJBKO JJisl YMEHBIIICHUSI BCACBIBAHUS MEAM B KHUIICUHHKE, HO U
JUTSl KOMIIEHCUPOBAHUM MOTEPh IIUHKA MPU TEPANUU XEIaTaMH).

BaxxHbIM MOMEHTOM [l YMEHBIICHHS] KOJMYECTBAa MOOOYHBIX 3 (DHEKTOB
Tepanuu SIBJSIETCS CBOCBPEMEHHBIN MEpexo]l K MOJIepKUBaroliet ¢ase JieueHus
(cHmkenue 1036l d-neHumwniamMuHa g0 250-500 Mr/cyr. wim mepexoj Ha
TPUEHTUH, WJIN MEPEXO0/] Ha MpenapaTsl [uHKa). [lokazanueM Kk nepexony sBISIETCS
oTpHIaTeNbHas Mpoda ¢ Jd-MECHUIMIAMHHOM M HOPMaJIM3alHs KOHIICHTPAI[UH
CBOOOJHOM MeIu CBIBOPOTKM B 2-X TMApPHBIX C MHTEpBAJIOM B 3  Mec.
uccaenoBanusax oomena meau’. CTOMKOE YMEHBIIEHUE CYTOYHON SKCKPELUH MEIU
C Mo4Yoil Ha (oHE BBICOKOW J03bl d-TIEHUIIMIUIAMUHA CBHJIETEIBLCTBYET 00
UCTOIICHUH TKaHEBbIX 3amacoB meau (3a uckimtoueHueMm [{HC). 3anasznpiBanue co
CHIIKEHHMEM JI03bl B 3TOT MEPUOJ MOXKET CIOCOOCTBOBATH MOBBIIICHUIO AKCKPEIUU
C MOYOM JpPYyruxX 5SJIEMEHTOB U TOBBIIIATH BEPOSATHOCTh PA3BUTHUS MOOOUYHBIX
s dekToB.

CBOeBpEeMEHHBIN MTEPeX0/] Ha MOACP>KUBAIOIIYIO TEPAITUI0 0COOCHHO BayKEH

y I[GTCﬁ. 3amnacel MCJ/IM B OPTraHnU3MC Yy HUX CYIICCTBECHHO MCHbBIIC, YCM Y B3POCIIbIX

! Ipasunvro nposedennas ompuyamenvuas npoba ¢ d-neHuyunIaMuHOM NpuU NOGLIUUEHHOT
KOHYeHmpayuu c60000HOU Medu ceudemenbcmeayem o Hedghghekmusnocmu npenapama u
ABIAEMCS NOKA3AHUEM K €20 3aMeHe Ha npenapam opy2oti napmuu uiu opy2oti pupmol
NPOU3800UMEIIA.

56



lpoekm 05.12.13

U UX HWCTOIICHHWE MPOUCXOAUT OBICTpEe, T.K. YaCTh MEIU HCIIOJIb3YeTCS Ha POCT
OpraHusma.

Ilpomugonokazanusmu K TpPUMEHEHUIO J-TICHUIMJUIAMUHA  SIBJISTFOTCS
arpaHyJIOIMTO3,  TOYEYHAs  HEJOCTaTOYHOCTh,  HAPYIICHHUS  TIeMOI033a,
HOBBIIIICHHAs] YYBCTBUTEIILHOCTh K O-TICHUIMJUIAMUHY W JPYTUM KOMIIOHEHTaM
npernapara.

B cnyuyae mosiBieHuss mo6ouHbIX 3((PEKTOB, 0 KOTOPBIX MAIMEHT 00s3aH
COOOIIUTh Bpauy, JEKApPCTBEHHOE CPEACTBO CIEAYEeT HEMEJIECHHO OTMEHHTH, a
MOCJIE WX TIPEKPAIICHUS €r0 MOYKHO 1O PEIICHHIO Bpada MPUMEHUTH MTOBTOPHO,
HayuHas ¢ camMol HHM3KOM N03bl. CremyeT coOioaaTh MEPhl MPEIOCTOPOKHOCTH
IpY OJTHOBPEMCHHOM NMPUMEHEHUH d-TICHUIIMITIAMHHA U TPOTHBOBOCIIATMTEIbHBIX
WIN JAPYTUX CPEJCTB, KOTOPbIE MOTYT BBI3BaTh HApYIICHHUS (HYHKIIMH KOCTHOTO
Mo3ra.

[Taniuentam ¢ HapymieHUsIMH (GYHKIAA TOYEK CJIEAyeT COOTBETCTBEHHO
CHWXaTh JI03Y JICKAPCTBEHHOTO CPEACTBA M MPUMEHSTH €r0 ¢ OCTOPOKHOCTHIO. B
cliydae pa3BUTHA Ha (OHE JCYCHHS JIMXOPAJIKH, HapacTaHUS MPOTCHHYPHH,
MOSIBJICHUSI TEMATypPHUH, TIOPAKCHUS JIETKUX, BEIPAKEHHBIX TeMAaTOJIOTHICCKUAX WU
HEBPOJIOTHYECKUX HApYIIEHWW, MHUACTCHUYECKUX CHMITOMOB, TeMaTypuH,
BOJTYaHOYHO-TIOIOOHBIX PEAKIMi WM APYTHX TSDKEIbIX TMOOOYHBIX pPEaKIuit
mpenapar OTMEHSIIOT U TIPH HEOOXOAMMOCTH Ha3HAYAIOT TIFOKOKOPTUKOCTEPOUIBI.

B cinyuae pa3BuTHsA M30JIMPOBAHHOU NMPOTEMHYPUH, €CIIA OHA HE HAPACTAET U HE
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IMPCBLIIIACT 1 F/J'I, JICUCHHUC d-HeHI/IHI/IHHaMI/IHOM IMpOaOJIKAIOT, B APYI'UX ClIydasix -

OTMCHAIOT.

Tpuenmun

TpueHTHH (TPUATUIIEH TETPaAMUH IUTHUAPOXJIOPUI, WU 2,2,2-TeTpamuH),
SBJIIETCSl TMPEACTABUTEIEM CEMEWCTBa XEJNaTopoB C  MOJIUAMUHOMNOIOOHOM
CTPYKTYypO#l. XHUMHYECKH OH oTiaudaercss oT Jd-nmeHunmwuiamMuHa. B Hem
OTCYTCTBYIOT  CyJIb(ruApuibHbIE TpyNmbl W MeIb  XeJlaTUpyercs ¢
dbopMHpoBaHUEM CTAOWUJIBHOTO KOMIUIEKCA C YETBIPbMSI COCTaBIIIOIIMMHU
MOJIEKYJIaMU a30Ta B INIOCKOM KOJIBLIE.

®opma Beinmycka: karcyinsl o 250 mr uinu 300 mr, B ynakoBke 100 kancy.
B Hacrosmee Bpems B PO He 3apeructpupoBas.

Kak v d-meHuIuIaMyuH, TPUSHTHH YCUJIMBACT BBIICICHUE MEIH MOYKAMHU.
JlanHble O Ccuile BO3JEWUCTBUS 3THUX AreHTOB IMPOTHBOPEUYMBHI M MOAOOP 03Bl
MOJKET yCTpaHuTh pa3Huily. O6a npenapara MOTYT BO3/J€HICTBOBATh HA pa3IMYHbIC
3amacel MEAU B OPTaHU3ME.

Tpuentun npencrapiseT coboi 3pdexTuBHOE cpenctBo ais gedenus [JI/]
(6one3nn Bunbcona-KoHoBasioBa) 1 0coOOEHHO MOKa3aH MpH HemepeHocuMocTH d-
NEeHUIIWJUIAMHHA, a TakXke OOJbHBIM €  KJIMHHYECKUMHU  TPU3HAKAMU
NOTEHUUATbHOM €ro HEeNmepeHOCUMOCTH (mpu Jr000M 3a00JIeBaHUM TMOYEK B
aHaMHe3€, 3aCTOMHOM CTUICHOMETaJIuH, BBI3BABIICH TSDKEITYI0 TPOMOOIIMTOTICHHIO,
TEHJEHIMM K ayTOMMMYHHBIM TpoleccaMm). B HEKoTOpbIx paboTax OTMEYanoch

YCHUIICHUC HeBpOHOFI/I‘{eCKOﬁ CUMIITOMATHKH ITIOCJIC Ha4dalla JICUHCHUA TPUCHTHUHOM,
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HO STH SIBJICHUS BCTPEYAIOTCS pEeXe, YeM INMpH NMPUMEHEHUHW J-TeHUIMUIaMUHA.
TpueHTHH J0Ka3an Takke CBOIO J(PQPEKTUBHOCTh KaK CpPEJCTBO IMEPBUYHON
TEpanuu JaKe y NalMEHTOB C IEKOMIIECHCUPOBAaHHBIM 3a00JICBAHUEM TIEUECHH.

Ilobounvie 2¢pgpexmur. IloOounbie 3PGhEKTHl TpHU Tepanuu TPUEHTUHOM
BCTPEYAIOTCS TOpa3I0 peke, uYeM TMpHu JedeHun J-neHunmuiaMuHoM. He
COOOIIaeTCsl O HaJUMYMKM TUIEPUYBCTBUTENBbHBIX peakuuid. VYKazaHus Ha
NAHIUTONEHUIO Takke peaku. [IOCKOIbKY TPHUEHTHH OJHOBPEMEHHO C MEIBIO
XEJNaTHUPYeT JKeJIe30, HEOOXOJUMO H30erarb COBMECTHOIO BBEJECHHS 3TOIO
npenapara v IpernapaToB kKeje3a, Tak Kak uX KoMIUIeKe TokcnueH. [locnencteuem
M30BITOYHOM Tepanuu MOXET CTaTh oOpaTuMmas cuiepoOnacTuyeckas anemus. B
IIEJIOM MOYKHO CKa3aTh, YTO MOOOYHBIC peaKiMu, HaOJoJaeMbie Mpu Tepanuu d-
NEHUIWIIAMUHOM, YMEHBIIAIOTCS IPU 3aMEHE €ro TPUEHTUHOM, M UX PEeLUIuBa
IIPU JIUTENBHOM IIPUEME ITpenapaTa He OTMEYAETCS.

B nauvanpHO# (haze Tepanuu TPUEHTHUH OOBIYHO Ha3HAdaeTcs B jo3e 750-
1500 mr/cyt., B asze moanepxuparoniei tepanuu — B ao3e 250-500 mr/cyr.,
pa3aeneHHor Ha 2-3 mpuema. Y AeTel 1034 paCcCUMTHIBAETCA HA KT MAcChl TEJIa U
cocrapisieT 20 MI/Kr Maccel Tena B cyTkd. [Ipenapar Heo6xoauMo npuHUMaTh 3a 1
qac 110, 1100 depe3 2 yaca nocine enbl. IhdeKT TadIeTUPOBaHHON (HOPMBI MOKET
OBITh HECTAOWJICH MPHU BHICOKOW TeMrmepaType OKpyKaromieil cpensl. [IpuHIuUmb
MOHMTOPUHIA TEpalMd U OLUEHKU €€ 3PPEKTUBHOCTH Takue Ke, KaK Ipu

HCIIOJIB30BaHUHN d-HeHI/II_[I/IJIJIaMI/IHa.
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IIpenaparbl HMHKA

[Ipenapatbl 1MHKA BIEpBbIE OBUIM MCHOJIB30BaHO i JjeueHuss BBK B
Havasie 1960-x rogoB. MexaHu3M UX JACHCTBHS OTJIMYACTCS OT O-TICHWIMJIITAMHHA
U TpueHTHHA. [{[MHK CBSA3BIBAET MeAb B KUIIIEUHUKE U TAKUM 00pa3oM HUHIYIUPYET
HHTEPOLUTHBI METAIJIOTUOHEUH — O€eJoK, Oorarblii IUCTEMHOM, KOTOPBIN
npeacTaBisger coOOM DHIOTEHHBbIM XenaTop MeTaioB. CBs3aHHash Menb HeE
abcopOupyeTcst U BEIBOAUTCS U3 opraHu3mMa ¢ kajgom. [TockoabKky Meapb rmonajaeT B
KKT Ttakxke CO CIIOHOM M JKEIYJOYHBIM COKOM TEpanmus LIUHKOM MOKET
CrocoOCTBOBATh OTPHUIATEILHOMY OaJlaHCY MEIM U CHUXKATh €€ HAKOIUJICHUE B
opranu3Mme. [luHk MoxkeT >(P(EeKTUBHO NIEUCTBOBATH, WHAYLMPYS TOBBIIMICHUE
YPOBHSI METAJNIOTUOHENHA.

B nactosimiee Bpemst B ['ocy1apCTBEHHOM peecTpe JIEKAPCTBEHHBIX CPEACTB
conepxutcs uHbopmanus o npenapare [{unkrepan® (TeBa dapmarieBTrueckue
[Mpeanpustus Jitn., U3pauns), peructpammonnsiii Homep [T Nel1693/01-2001,
3apeructpupoBad 25.09.2008, nmepepeructpupoBan 18.05.2012 r. u npenapare
Huukrepan (ITonsda, AO KytHoBckuit dapmaneptudeckuii 3aBoa, l[losbimna),
peructpaunonHbiii Homep 11 Ne11693/01-2001, 3apeructpuposan 25.09.2008.

[IpuHrMaeMasi 103a pacCUMTHIBAETCS B MUWJUIMTPAMMax IMPOCTOTO ILIHMHKA.
JIy1st B3pOCTIBIX U JIeTel cTapiieil BO3pacTHOM Tpyniibl oHa coctaBiisieT 150 mr/cyT.
B 3 npuema (qomyckaercst 2-pa3oBbiii npuem) 3a 30 MuHYT 10 enbl. Mcnonb3yemas
CoJib LMHKA (CcynbdaT, aneraT WM TJIIOKOHAT) He MeHseT 3(()EeKTUBHOCTH

npemnapara, HO MOXKET IMOBJIMATL Ha €0 NIECPECHOCUMOCTD. B otHOImIEHNN TOOOYHBIX
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peakuuii co ctoponsl JKKT ormewaercs, yTo amerar W TJIIOKOHAT LIMHKA JIy4Ille
MIEPEHOCUMBI, YeM CyJIb(aT, HO Y pa3HBIX OOJBHBIX 3TO MOXKET BapbUpOBaTh. [
MaJeHbKHX AeTe (Macca Terna meHee 50 kr) gos3a cocraBiser 75 Mr/cyt B 3
npuema. g merem miagme S5 JeT 103a HAa JAHHBIM MOMEHT IOJIHOCTBIO HE
yCTaHOBJICHA.

[Tpr COBMECTHOM NPUMEHEHHHU MPENaparoB IMHKA C d-NCHUIIMLUIAMHHOM
WIN TPUEHTUHOM HHTEpPBAI MEXAY MPUEMOM JIOJDKEH COCTABISITh HE MEHee 2
YacoB.

AJIGKBaTHOCTh TEpalud IIMHKOM OIICHUBAE€TCS HAa OCHOBE JUHAMUKHU
KJIIMHAYECKUX M JITA0OpaTOpPHBIX IOKa3zareneld (HopManu3auus KOHLEHTpaluu
CBOOOJHOM MeaM, YMEHBIIEHHWE CYTOYHOM H3KCKpeuuu memu ¢ modoud < 100
Mkr/cyr. x 1,73 M? wmm < 1,6 mxmoms/cyt X 1,73 M?> — npu MOHOTEpanuu
npenaparamu IuHKa). Ha doHe neyeHusi cyTodHass SKCKpElus IHMHKA C MOYOM
JOJKHA MPeBBIMIATh 2 Mr/cyT. X 1,73 mM? (30 Mxmons/cyT. x 1,73 Mm?).

llobounvie  agpghexmer.  llpm  mpuUMEHEHMM  TpenapaToB  IIUHKA
PETUCTPUPYETCS] HE3HAYUTEIBLHOE KOJIMYECTBO MOOOYHBIX peakiuid. ['aBHOW w3
HUX SIBJSIETCS Pa3gpakeHHUE CIU3UCTOM OOOJOYKH KETyJIKa, YUTO MOXKET 3aBUCETh
OT BO3JICHCTBUA COJU MeTalla. B HEKOTOphIX paboTax cooOIIaeTcs o Ciydasx
MOBBINICHUS YPOBHS TpaHCAaMWHA3 B Hawajie JjedeHus. [luHK MoxeT o6iangaTh
UMMYHOCYIIPECCUBHBIM 3((PEKTOM ¥ YMEHBIIATh XEMOTAKCHC JICUKOIIMTOB.

Mo>keT MpOU30MTH MOBBIINIEHHE YPOBHSI CHIBOPOTOYHOM JIMMA3bl W/WIM aMUJIa3bl

0e3 KJIMHUYECKUX NPOSABICHUM NaHKpeaTuTa. YCUJIEHUE HEBPOJIOTHYECKOM
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CUMIITOMATUKU IIpU INPUMCHCHHHN IHHKA BCTPCYACTCA PCAKO. be3onacHocTh
BBICOKHUX 103 HHWHKA JIA IMAaIUCHTOB C HAPYIICHUAMU (byHKI_[I/II/I IIOYCK, IIOKa HEC

OIpe/IeieHa.

IKCTPAKOPNOPATbHAS TeMOKOPPEKIHSA

[lokazaHusiMU K  HUCIOJIb30BAHUIO  METOJOB  AKCTPAKOPHOPAILHOM
remokoppekunn (OI'K) npu 'l (6onesnn Bunbcona-KoHoBanoBa) siBISIOTCS:
bynbMUHAHTHAST TIEYEHOYHAsT HECOCTOSTEIBHOCTh, T'E€MOJIUTHUECKUN  KpH3,
JEKOMIICHCUPOBAHHBI  IIUPPO3 TEUEHW B paMKax IIOATOTOBKH K €€
TPAHCIUIAHTAIIMKN, HAYaJI0 WJIM BO300HOBJICHUE MEIb-IJIMMUHUPYIOLIECH TEparnuu,
BUCIIEPAJIbHBIC WM HEBPOJIOTUYECKUE OCJIOKHEHHUS MEIb-3JIMMUHUPYIOLIEH
tepanuu. llenpto JnedeHUsT ABISIETCS MaKCHUMaIbHO OBICTPOE CHUKECHUE
KOHIIEHTpAIlMU CBOOOJIHOM MEIU B CBIBOPOTKE KPOBH M KOPPEKIUS BTOPUYHBIX
rOMEOCTATUYECKUX HAPYIICHHM.

VY4uuThiBas, 4T0 OCHOBHBIM MATOT€HETUUECKUM (haKTOPOM MOBPEKACHUS TIPH
['TIJ] siBnsieTcst cBOOOIHAS Me/Tb, IPEATIOUTCHHUE CIIeAYEeT OTAaBaTh nep(y3ruOHHBIM
oreparusiM, HampaBJeHHbIM Ha ee 3ddexkTuBHOE ynaneHue. Tak kKak cBOOOgHAs
MeJIb HAXOAUTCS B CHIBOPOTKE KPOBU B BHJC KOMIUIEKCOB C aMHUHOKHCJIOTAMH U
OJIUTOTICTITUJIAaMA  METOJIaMU  BBIOOpA  SIBISIOTCS  KOHBEKIIMOHHBIE METO/IBI:
reMOpHIBTPAIIUS U CEeICKTHBHAS TUTa3MOGUIbTpanus (TOCIEAHsISI PH OTCYTCTBHH
renaTo-peHaIbHOTO0  CHUHApPOMA), a TaKXKEe METOAbl JKCTPAKOPIOPATHHON

noaaepxkku neueHn: MARS (MonekymnsipHas ajcopOLMOHHAS PEUUPKYIUPYIOIas
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cucrema), Prometheus (FPSA — cemapaius u aacopOuus (GppaKIHOHHPOBAHHOM
wiasmMel) U TwiazmonuaduiabTpanus. [lepdy3uoHHble Mpoueaypbl HE JIOJDKHBI
CHIDKATh YPOBEHb LIEPYJIOIIa3MUHA, abOyMUHA U (PaKTOPOB CBEPTHIBAHUS KPOBH.
O0BEM M KpaTHOCTh MPOUEAYP 3aBUCIT OT KOHIICHTPAIIMU CBOOOJHOW MEIU B
11a3Me KpOBU U HEOOXOAMMOW CKOPOCTH €€ YIAJICHUS.

Crnenyer mOMHUTB, YTO MPU HATMYUU TEPMUHAIBLHOTO MOPaKEHUs NEYCHU
OI'K siBnsieTcst UMb «MOCTUKOMY» K TPAHCIUIAHTAIIMM MEYEHU U JaeT OOJIbHOMY
BpeMsl JIOKJATbCAd TOHOPCKOro opraHa. CylIecTBYIONIME B HACTOSIIEE BpEMs
HKCTPAKOPHOpaIbHbIE METOJbl HE CHOCOOHBI TMOJIHOCTBIO 3aMECTHTh (DYHKIIHIO
NEYEHH, a 00ECTIEUNBALOT JIMILD €€ MOAJIePKaHUE B TEUEHUE HECKOJIBKUX MECSIIEB.

Coueranue OI'K c Tepanuell xenaramy MO3BOJSET MHTEHCHU(PHUIMPOBATH
ylajJeHue MU U3 OpraHu3Ma U HUBEIMPOBATh UX OOOUYHBIE 3 ()EKTHI.

Kputepusamu >QGEeKTUBHOCTH JI€UEHUS SBIAIOTCS yIydlleHHEe OOIIEero
COCTOSIHHSI, YMEHBIIECHHE BBIPAKECHHOCTH BHUCLEPAIBHOW W HEBPOJOTHYECKON
CUMIITOMATUKU (OClIla0JIeHUe TUIEPKUHE30B U HKCTPAUPAMHUIAHBIX CHUMIITOMOB,
CHM)KEHME  MBIIIEYHOTO TOHYCa, YJIy4YlII€HUE KOOPAMHALMH  JABUKCHUH,
apTUKYJSILIMM, TIOYEpPKa, YMEHBIIEHHUEM TSDKECTH B MpaBoM noapedepne),
CHIDKEHUE YpPOBHSI CBOOOAHOM MeIM, HOpMallM3alMsl APYTrUX TOMEOCTaTHUYECKHUX
MOKa3aTeseu.

[Ipu mnpaBwibHOM BBIOOpPE BHUAa MEep()Y3MOHHOW oOIepanuu, TaKTUKH
MH(Y3MOHHO-TPaHC(PY3MOHHON Tepanuu U ONTHUMAIbHOW CXEMbl CTaOWIIM3alUU

kpoBHu puck nposegenusa I K y nanuenros ['L/] cBoguTcs kK MUHUMYMY.
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TpancianTauus neYeHu

TpancrnaHTauuss TMEYEHW MPEACTaBIsET COOOW paJuKaIbHBIA METO]
JIeUeHHUsl MalKeHTOB ¢ 0ose3Hpl0 Bunbcona. OH mokazaH mpu (yIbMHUHAHTHOM
NEYEHOYHON HECOCTOSITENBHOCTH, a TAKXE OOJBHBIM C JEKOMIEHCUPOBAHHBIM
LAPPO30M NIE€YEHU, HE OTBETUBIIMM HAa MEIMKAMEHTO3HOE JICUEHHE B TEUCHHUE 3
MecsaieB. JloHOpckass TMeueHb HE COACPKUT MeTaboIMdeckoro naedexra,
OTBETCTBEHHOT'O 3a pa3BUTHE 3a00J€BaHMs, MOITOMY IOCIE NEPECaTKU MEUECHU
BOCCTAaHABIIMBAETCSA MEXaHU3M BBIBEACHUS MEIMU U3 OpraHu3Ma M HaOIroJaeTcs
perpecc oOpaTUMBIX CUMIITOMOB 3a0o0jeBaHusA. BpDKMBaeMOCTh B T€UEHHE roja
nocJje onepanuu kosuebsercs B npenenax 79-87%, MATUIETHSS — COMOCTaBUMA C
roj0Boi. Bo3mM0XHO NpoBEeAEHNUE TPYITHOW TPAHCIUIAHTALIMU WM IEpecaka J0JIH
IIEYEHHU OT KUBOI'O POACTBEHHOI'O JIOHOPA.

MeHnee omnpeneneHHble MOKa3aHHWS K TPAHCIJIAHTALMU MEYEHU UMEKTCH Y
OONBHBIX C BBIPAKEHHOW HEBPOJOTUYECKOW CHMMOTOMATUKOW. Y HEKOTOPBIX
MAIMEHTOB C TMCUXWUYECKUMHU WJIM HEBPOJOTHMYECKUMHU CHUMITOMAMH TSIKECTh
MOCJHEAHUX TIOCIE€ TPAHCIUIAHTAUKM II€YEHW YMEHBIIAETCA, WHOTAA CTENEHb
BBIPAKEHHOCTU MATOJIOTMYECKUX CUMIITOMOB COXpaHsETCs MpexkHen. MmMerorcs
MpPUMEPHI CIIy4aeB YCYTyOJICHHST HEBPOJOTUYECKMX TNPOSBICHUN 3a00JeBaHuUs
MoCJIe TPAHCIUIAHTAIIMK, B TOM YHCIE C TOJHOW WHBAIWIU3AIMEH OOIHHBIX.
OnucaHo TaKkKe Pa3BUTHE TKEIOTO TMOPAKCHHS HEPBHOW cucTembl de novo.
Kpome Toro, y OOJIbHBIX C MCUXUYECKUMHU MNPOSBICHUSIMHU 3a00J€BaHUS MOXKET

OTCYTCTBOBATh MPUBEPKEHHOCTh K UMMYHOCYIIPECCUBHOM TEpauu, HEOOXOIUMOM
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JJI1 HpO(bHJIaKTHKI/I PCAKIUU OTTOPKCHUA TPAHCINIAHTAaTa, 4YTO BCIACT K IIOTCPC
IOCJICOHECTO.

bepemennocts npu 0os1e3uu Buiibcona-Konosasiosa

bone3ns Bunbcona-KoHoBanoBa He SBISIETCA NPOTUBOINOKA3AHUEM IS
O0epeMeHHocTu. Bo Bpemss OepeMEeHHOCTH, a B TMOCJIEAYIOIIEM U B TMEPUOJ
KOPMJICHHS TPYAbIO, OTPUIIATENIbHBINA OagaHC MeIu KpoMe COONIOACHUS TUETHI U
MEJIMKAMEHTO3HON Tepanuu MOAACPKUBAETCSA JIOMOTHUTEIBHBIM PACX0/I0BAHUEM
MEJIM Ha CTPOUTEIILCTBO TKAHEH IJI0/1a, a B MOCIEAYIOIIEM Ha JIAKTAIUIO.

Hacrynnenne OepeMEHHOCTH >KelaTeIbHO TOJBKO MOCIe HOpMalid3aluu
aKTUBHOCTUM TpaHCAMUHA3 U TMepexoda B ¢azy NOIECpPKUBAIOIICH Teparnuu.
JleyeHue He NOMHKHO MPEKpAIAaThCs, T.K. PUCK MPEKPAIICHUS JICYEHHUS] BO BpeMs
OEepEeMEHHOCTH TPEBOCXOAUT PUCK MPHU €r0 MPOI0JHKEHUU.

K mHacrosiieMy BpeMEHHM HAKOIJICH JOCTAaTOYHBIM OMBIT Tepamuu d-
MEeHUIIMJUTAMIUHOM, TPUEHTHHOM, TpenaparaMy ITMHKAa BO BpeMsi OEpEeMEHHOCTH.
TeparoreHHOCTh NpENapaToB HE J0Ka3aHa. Puck pa3BuTus (PyIbMUHAHTHON
MEYEHOYHON HEJOCTATOUHOCTH WJIM T€MOJUTUYECKUX KPU30B MPU OTMEHE Tepanuu
(M KaK CIeJACTBUE MATEPUHCKOM M TEepUHATAIbHOW CMEPTHOCTH) CYIIECTBEHHO
MEePEBEIINBAET PUCK PA3BUTHS aHOMAIUH TUI0/1a.

HanbGonpiuii pucK TepaTOreHHBIX BO3JICUCTBUI HA ILJIOJ HMpHXOoauTcs Ha I
TpUMECTp OepeMeHHOCTH. XOTsS TepaTOTeHHOE BO3AelcTBUE (-TICHUIMIAMUHA Ha
IJI0J HE JI0Ka3aHO, PEKOMEHIYETCSl CHWXKEHHME J03bl mpenapata B I Tpumectpe

oepeMeHHocTd A0 250 Mr wWiIM MepexoJl Ha TEepanuio NpernaparaMd LHUHKa
65



lpoekm 05.12.13

(Bo3MOXKHa KOMOMHAIusi 3TUX TmpemnapatoB). [IpomomkeHue npueMa mnpexHen
J03bI XEJIATOB MOXET TMPUBECTH K NEPUIUTY BAXKHBIX I (HOPMHUPYIOMIETOCS
OpraHu3Ma IJ10/1a MUKPOAJIEMEHTOB.

B I Ttpumectpe yBemuueHue 10361 O-IICHUNWUIAMHUHA TaKXKe HE
1eaecoo0pa3Ho. ITO CBA3aHO C TEM, YTO OH HApyIIAeT CMHTE3 KOJlareHa U MpHu
MPOBEICHUM KecapeBa CEUEHMs] WM TEePUHEOTOMUU BO3MOXKHO YXY/IICHUE
3Q)KUBJIEHUS [TOCIECONEPAIMOHHBIX PaH.

JIns MHIUBUAyaIM3allUM W BO3MOXHOW KOPPEKIIMU TEpanuu BO BpeMs
OEpeMEHHOCTH HEO0OXOIMMO peryiisipHo (He pexe, yem 1 pa3 B 3 mec.)
KOHTPOJIMPOBaTh JAa0OpaTOpHBIE IOKa3aTeau oOMeHa wmeau (LepyJioIia3MuH,
oOm@ass u cBOOOJMHAs MeAb CHIBOPOTKH, OazanbHass U CTUMyJuUpoBaHHas d-
MEHUIIMJUIAMUHOM CYTOYHAsI SKCKPEIsS MEAN C MOYO).

[IpucraribHOE BHUMAHHE HYXXHO  YIENATh HAJIMYUIO BAPUKO3HOIO
pacimMpeHuss BeH muineBoaa (Mpu HEOOXOJUMOCTH KOHTPOJIHMPOBATH CTEICHb
pacuiMupeHus BO BpeMsi OCpEMEHHOCTH B CIEIUATM3UPOBAHHOM YUPEKICHUU C
y4acTHEM ONBITHOTO JHAOCKONHMCTa). [IpM HaIWMUMKM BBICOKOW  CTEICHHU
pacuIMpeHus BeH MUIIEBOa PEKOMEHAYETCS UX JIMTUPOBAHUE 10 OEPEMEHHOCTH U
MOCJIeyIOIIee TIaTeIbHOe HaO0/IeHne, 0COOEHHO Ha CThIKE 2-3 TPUMECTPOB.

[Tpumenenue d-NEeHUIIMIIIAMUHA BO BPpeMsI JIAKTAI[MK HE PEKOMEH/IOBAHO HH
aMEPUKAHCKOW, HU EBPOIMEUCKOW acCOIMalusIMH IO HW3YYCHHIO 3a00JICBaHUIA
neueHu. OJIHaKO, B JIMTEpAType HMEETCS JOCTaTOYHO COOOIIEHUM (HAKOIJICH

TaKke M COOCTBEHHBIM OIBIT) O MpHUEME Mpernapara BO BpeMs JlakTanuu Oe3
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HEraTUBHOTO BO3JEHCTBUS Ha pedeHka. [1oaToMy, Bce peKoMeHAalMHU 110 JIEUEHUIO
U MOHUTOPUHTY BO BpeMsi OEpEMEHHOCTH pACIPOCTPAHSIOTCS U Ha MEPHOJ

KOPMJICHHS TPYJIBIO.

Meauko-reHeTH4ecKoe KOHCYJIbTHPOBAHME U NPEHATAJIbHASA THATHOCTHKA

B mo6oii cembe, B KOTOpOil poamiics peOCHOK C PeIKUM HACIEACTBEHHBIM
3a00JIeBAaHUEM WM CEPbE3HBIMH HAPYIICHUSIMU WJIM OTKJIOHEHUSMH B Pa3BUTUU
HEN30€KHO BO3HHUKAIOT BOMPOCHI: MOYEMY 5TO IMPOU3OILI0 MMEHHO B JIAHHOU
CEMbE, KaKOBBI IIAHCHI POJIUTH 3JI0POBOI0 PEOCHKA MU YTO HY>KHO MPEANPUHSITH,
JUTSL TOTO YTOOBI M30€KaTh MOBTOPEHUS TIOJIOOHOW CUTYyaIMU B OYyILEM.

B mHacrosimee Bpemsi €IMHCTBEHHOW BO3MOXXHOCTBIO TMPEIYIPEKICHUS
0omne3Hu BunibcoHa sBIISETCS MEIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHHUE.

bonesnr Bunbscona-Konosanoa (bBK) nacnenyercss kak ayTocoMHO-
pelilecCUBHBIN TIpu3HaK. B 3Tol cBs3m pomurenu OonpHOrOo BBK siBisroTcs
OOJMTaTHBIMU TE€TEPO3UTOTAMHU, TMOCKOJBKY KaXKIbli W3 HUX HUMEET MO OJTHOMY
MYTaHTHOMY QJUICIII0 B TOMOJIOTUYHOM XpOMOCOME. [ €eTepOo3uroTHbie MHANBUIBI B
aOCOJIFIOTHOM YHCJIE CIy4aeB HE HUMEIOT KiuHuueckux mnpossieHudt BBK (B
HEKOTOPBIX CiIy4dasX OOHApPYKUBACTCS CHUKEHUE YPOBHS CHIBOPOTOUYHOIO
[EPYJIOTIa3MUHA U TIOBBIIIIEHHAS SKCKPEIUS MEAN B MOUE).

B xaxmoit mocnemytomieii 0epeMEeHHOCTH OpaThsi U CECTPhI POJUBIIETOCS
O0JBHOTO C BEPOSATHOCTHIO 25% MoryT Takxke ObITh OonbHbIMH, B 50% OBITH

ACUMIITOMaTUYECKUMU HOCUTEISIMU (T.€. TeTepo3uroramu) M B 25% poauThes
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HETOPaXEHHBIMU U HE HOCUTEISIMU. [I0TOMKH OOJIBHOTO SIBJISIOTCS OOJUTaTHBIMU
reTepO3UroTaMHu.

[TockonpKy HYacToTa TETEPO3UTOT B OOIICH MOMYJAINMH MPUMEPHO paBHA
1:90-100 uenoBek, BEpOATHOCTH TOTO, 4TO O601pHON ¢ BBK Oyner umers 601pHOTO
pebeHka, coctaBisieT 0kojo 1:180 HOBOPOKIECHHBIX.

Tak kak puUCK poAUT OOJBHOTO pedeHKa MHHUMAJbHBIA, B KadyeCTBE
aJIeKBaTHOTO CKPUHUHIOBOI'O TECTA MOYKET pPACCMATPUBATBCS OIpPEIECICHUE
KOHIICHTpAIIUU 1EPYJIOIJIa3MUHA CHIBOPOTKM IIOCJE JOCTHXKEHUSI PEOCHKOM
BO3pacTa OJHOTO Troja (MCKJItoUasi MOMYJISIIUNA C BEICOKON 4acTOTON POJCTBEHHBIX
OpakoB). B Bo3pacrte mocne Tpex JIeT HacTOSTEILHO PEKOMEH]YETCS MOBTOPHOE
OMOXUMHUYECKOE  HUCCJeJOBaHME  (BKJIOYAash  OMNpENEJICHUE  KOHIEHTpaIuu
HepyJIOIJIa3MUHA CHIBOPOTKH M DKCKPELUU Meau ¢ Mouoi). Eciau B cembe ObuH
UAeHTUGUIIMPOBAHBl  TpUYMHHBIE MyTanuu reHa ATP7B, naumarnoctuka
HOCHUTEJIbCTBA MOXKET OBITH MPOBEACHA MOJIEKYJISIPHO-TEHETHYECKUMHU METOIaMH.

IIpenaTajbHasi IMATHOCTHKA TpU OEPEMEHHOCTU C PUCKOM POXKIACHUS
oonsHOro ¢ BBK mnpoBoauTcs myTeM MONEKYJISIPHO-TEHETHYECKOTO aHalIu3a
(dbeTaNbHBIX KJIETOK, MOJYYCHHBIX MPU aMHUOIEHTE3€ (OOBIYHO OCYIIECTBISIEMbIM
Ha 15-18 Hepene GepeMEHHOCTH) WIIM KJIETOK BOpcUH XopuoHa (Ha 10-12 Henene).
BaxxHo, uT00BI 002 MYTaHTHBIX QJIJIENS, SBJISIFOIIUXCS] MPUIMHAMU 3a00JICBaHUS B
JTAHHOW KOHKPETHON CeMbe ObUTH UACHTU(HUITMPOBAHBI IO IPOBEACHHUS JTOPOJTOBOM

JUAarHOCTHUKH.
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Ipenmmiiantaunmonnas reHerudeckas auariocruka (I1I'JI) BBK moxer
OBITH BEIOOPOM B CUTYaIlMH, KOT/Ia B CEMbE YK€ UACHTU(DHUIIMPOBAHBI TPUYUHHBIC
myTanuu. OJIHAKO B CBSI3U C BO3MOXKHOCTBIO JICUCHHsI 3a00JIeBaHUS 3alpOChl Ha

[II"J] He Oy 1yT BOCTpEOOBaHBI.

Pexomenayemble 00cjieI0BaAHUS

YuuTeiBas CHUCTEMHOCTb W IIpOrpeccUpyroliee TedeHue 3a00JIeBaHUS WU
BO3MOKHOCTh PAa3BUTHS HOBBIX BHUCLEPAIBHBIX IIPOSIBICHUNA C BO3pPACcTOM,
MalueHTsl ¢ OoJie3Hbl0 BuiabcoHa-KoHoBanoBa HOMKHBI HAXOIUTHCS IO
MOCTOSTHHBIM HaOJII0JICHUEM Bpaya, >KeJIaTeJIbHO UMEIOIIETO OMbIT BEJICHUS TaKUX
0oJsbHBIX. CIIUCOK HCCIIEIOBAHMM, KOTOPhIE HEOOXOAUMO MPOBOAUTH UCXOJIHO U B
JTWHAMHKE, TIpUBEIeH B Ta0.7. IHTepBaiibl MEXIy UCCIIECIOBAaHUSIMU MOTYT OBITh

COKpaICHbI C YUYCTOM TCUCHHA 0os1e3HU Y KOHKPCTHOI'O OOJILHOTO.
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Ta0mura 7

c Oone3nbto Bunbcona-KonoBanoBa B HayalibHy10 (azy Tepanuu

Hcexonno o
[Toka3zareib, METOJ] CCIICAOBAHUS (v 1o Havana Kancml,m Ka”‘ﬂbﬁe Kam]’;" Raxpie
Teparmin) Mec 3 mec 6 mec 12 mec
AHamHe3, KIIMHUYeCKUE CUMITTOMBI + + + +
dusnkanpHOE 00CIEI0BaAHNE + + + +
(TepaneBTOM, HEBPOJIOTOM)
OOmuit aHaM3 KPOBU C TPOMOOITUTAMU + + + +
OOIEeKIMHUYECKUI aHAJIN3 MOYH + + + +
bruoxumuueckue nokasaresm, + + +
XapakTepu3yromue QyHKIHUIO TeYeHN
(ayibOyMUH, 001K U TIPSAMOM OMITUPYOUH,
nienoyHas pocdaraza, ATAT, AcAT)
AnbdaderonporenH + +
[Toxa3zaTenu cBepTHIBAIOLIECH CUCTEMBI + + +
KkpoBH (nporpomOuH, MHO, pubpunoren)
OO6m1ast Meib CBIBOPOTKU + + +
Llepynomna3MuH CHIBOPOTKH + + +
HeuepynomnnazmunoBas (cB0OOHAs) MEIb + + +
CBIBOPTKHU
CyTouHas 3KCKpeLuss Meau ¢ MOYOi + + +
[Tpo6a ¢ d-nmeHnInIIaMHHOM + + +
CyTouHast SKCKpelys [IMHKa ¢ MOYOi* +4 +4 +4
KoHIIeHTpalys MU B THKBOPE® + +
buoxumuueckue nokasaresn, + + +
XapaKkTepU3yroure QyHKINIO NOoYeK
(KpeaTWHWH, MOYEBHHA)
Mukpoans6yMunypHst/ + + +
MPOTEUHYPHS (CyTOouHAst moTepst Oenka)
Ammnasa, qumasa’ +4 +4 +4
Koncynpranus okynucra c + +
0 TaTIbMOOMOMUKPOCKOIHEH
V3U neuenu + + +
KT wnu MPT neuenn + +
DnacToMeTpHsl IEYEHU + +
KT umu MPT romoBHoro mosra (Jrydiie + +
MPT)
Rh wmu Y31 novyex u MBI + +
JIHK nuarHoctuka +

- B IICPBLIC 6 MCCALICB TCpallnu,

2 _ B HavanbHYIO a3y Teparnui,
3 _ B (hasy moanepuBaromeil Tepanumy,

4_ IIpu TCpAInu IperaparamMu UHKaA,

5

— 1pu uepedpanbHbIX hopMax.
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[Ipunoxenue

@opMmy.Jibl 1JI51 pacyeTa Iiomaau nopepxaocru resa (IIIT)

dopmyna Mocrennepa (Mosteller, 1987):

TIITT(M?) = \IBec(kr) x poct(cm) + 3600)

®opmyna [ro0ya u Jrodya (DuBois & DuBois, 1916):

TIIT(M?) = 0.007184 x Bec(kr)*4?° x poct(cm)® %
®opmyna [ro0ya u [{robya (Mmonudukanms):

[T (m?) = Bec(kr)®4?° x poct(cm)® 7% + 139.2
dopmyna Xeiikoka (Heycock, 1978):

IIIIT(Mm?) = 0.024265 x Bec(xr)*>3"8 x poct(cm)?3%4
®dopwmyna ['exana u Jxopaxka (Gehan & George, 1970):

IIIIT(m?) = 0.0235 x Bec(kr)*14%0 x poct(cm)?42248
®dopwmyna boitna (Biyd, 1935). Buumanue! Bec ykazan B rpamMmmax:

TIIT(M?) = 0.0003207 x Bec(r)©-7285-0.0188l0g, ; secr) x pocr(em)®?
®opmyaa Pyazumoro (Fujimoto, 1968):

IIIT(m?) = 0.008883 x pocr(cm)?® x pee(kr)?444
®opmyna Takaxupa (Takahira, 1925):

TIIIT(M?) = 0.007241 x poct(cm)®7?® x Bec(kr)®42
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