BoJsie3nb MeHkeca OTHOCUTCS K HACTIEACTBEHHBIM I'€HETHYECKUM 3a00JIEBAHUSIM U BCTPEUAETCS
c yactoroil 1 ciydaii Ha 40-350 ThICSIY HOBOPOKACHHBIX MaJlbuuKOB. HexBaTka Menu, ¢ KOTOpoi
CBSI3aHO PA3BUTHE JAHHOW IATOJIOTUH, OYE€Hb OBICTPO CKa3bIBACTCS HA COCTOSIHMM peOéHKa. bes
JIEUYEHUs TaKUe MALMEHThI 3aMETHO OTCTAIOT B PA3BUTUU YXKE C IIEPBBIX MECALIEB U YMHUPAIOT K 2-
3 rogam. Kak u Bce renernueckue 601e3HH, CHHIPOM MeHKeca OU4€Hb CI0KHO MOIaeTCs
tepanuu. Ho ydeHble ¢ KaxabIM T010M Bce O0JIbIE COBEPIIEHCTBYIOT CYIECTBYIOIINE METOIBI
JeYeHUs U pa3paldaThIBalOT HOBBIE.

AHomainus Hacieqyercst oT MaTepu, y kotopoit B JIHK npucyrcTByeT narosornyeckuii ren
ATP7A. HecmoTpst Ha TO 4TO 0OJIE3HB MEPEACTCs HMEHHO OT JKCHIIWH, CAMU OHH MOTYT OBITh
TOJIbKO HOCUTEJISIMU I1aTOJIOTUH.

CuMITOMEI 00JIC3HU HAYMHAIOT MMPOABJIATHECA B IICPBBIC MECALIBI JKU3HU. ﬂeq)HHI/IT Meau
BbIPAKACTCA B TAKUX INPU3HAKAX:

3amyTaHHbIe, IOMKUE, BEPETCHOOOPA3HBIE BOJIOCHL. DTOT CUMIITOM HAaCTOJIBKO XapaKTepPeH, YTO
CHUH/IPOM YacTO Ha3bIBAIOT O0JIE3HBIO CTANIbHBIX WIIM KypuaBbIX Bosioc. MccnenoBanue
BOJIOCHHOK T10]T MUKPOCKOIIOM SIBJISIETCSI OJHUM M3 CITOCOO0B JTUArHOCTUKH 3a00JIEBAHMUS.

3anepkka (pU3HUECKOTO Pa3BUTHS.

[IpoGsembI ¢ KOpMIICHUEM.

[TocTostHHOE paccTPOCTBO MUIIEBAPEHUSI — XPOHHUYECKAs Arapesl.
Cynoporu.

benas npsibnas koxa (Meap BIMSAET Ha BRIPAOOTKY KOJUIareHa), Py TOM HOBOPOJKIEHHBIE YacTO
OTJIMYAKOTCA CJIUIIKOM INOJHBIMU PYMSAHBIMU HICKAMMH.

OTtcyTtcTBHE 3MOLUH (BCIEACTBUE HAPYILIEHUS POAYKIUHU A0(aMUHA).
Octeonopos, apyrue npoodiaeMsl ¢ KOCTAMHU.

JluarHocTrka TpeOyeT KOMIUIEKCHOTO M0/IX0/1a, HAUMHAETCS C TIIATEIIbHOTO KIIMHHUYECKOTo
OCMOTpa Maibliia. Bpau oljeHMBaeT XxapakTepHble BHEITHUE PU3HAKH, OCOOEHHO CTPYKTYpY,
LIBET BOJIOC, COCTOSIHUE KO>KH, Pa3BUTHE.

BaxxHBIM 3TanioM CTaHOBHTCS C60p CEMEIMHOr0 aHaMHE34a, ITIOCKOJIbKY IIaTOJIOTHA UMCECT
HCKIIIOYUTCIIBHO HaCJ'IeI[CTBeHHHﬁ XapakTep. HpI/I IIOJO3pPCHUHU HA 0osie3HL Menkeca
CIICHUAIMCT HAITPABJIACT MalMCHTA HAa CIICHUATIU3UPOBAHHBIC UCCIICAOBAHM.

I'eneTnueckoe TeCTUPOBaHHE — OCHOBHOM METOJI MOATBEP)KAEHUS AUarHo3a. OHO BKIIOYAeT
cexkBeHupoBaHue reHa ATP7A, oTBevaroIero 3a TpaHCIIOPT MeAM B opranusme. Tect
IIPOBOUTCS ITyTEM 3a00pa 00paslia KpOBU MM OyKKaIbHOTO SMUTEIHS.

HccnenoBanue PECKOMCHAYCTCS NPOBOJAUTH KaAK MOKHO PAaHBIIC, 0COOEHHO €CJIN B CEMbE YKC
ObLTH cirydan 3a00JI€BaHHUSL. HpeHaTaJ'IBHafI JAUAardHoCTUKa BO3MOKHA BO BPpEM: 6epCMeHHOCTI/I
4Cpe3 aMHHUOLICHTES NI OUOIICHIO XOpHUOHa. PC3YJ'II>TaTBI TCHECTUYCCKOI'O aHa/JIM3a IIO3BOJIAKOT HE
TOJIBKO IMOATBCPAUTH JUATrHO3, HO U OIMPCACIIUTD THUII MyTallUU.



[Iporuo3 npu 601e3H1 MeHkeca B OOJIBIIMHCTBE CTy4aeB HEOIAronpusATHBIN, OTHAKO OH BO
MHOT'OM 3aBUCHT OT HECKOJIBKUX (haKTOPOB.

Pemraromee 3HaueHne IMeEET BpeMs Havyasa JIedeOHbIX MEPOIPUSATHI: YeM paHblIIe
JIMarHOCTHPOBAHO 3a00JieBaHUeE, HaYaTa Tepanusi MeILCOIEPKaMHU MpenapaTaMu, TeM JTydlle
MOTYT OBITH pe3ysibTaThl. OCOOEHHO Ba)KHO HAaYaTh JIEHCTBOBATh B MIEPBHIC HEJCNIN KUZHU
pebEHKka, Korja emié He MPOU30ILUTH HeOOpaTUMble U3MEHEHHUSI B HEPBHOM CHCTEME.

[TponomKuTeILHOCTD KU3HU MAIMEHTOB C Ki1accudeckoi popmoit 6oe3Hrn MeHnkeca 00bI9HO
coctaisieT oT 3 1o 10 sier. B penkux ciydyasix oHa yBEITHYMBAETCS 10 TIOJAPOCTKOBOTO BO3pACTa.
[Tpu 6onee mMarkux Gopmax Mporuo3 d6osee O6IArONPHUATHBIN, TPOAOIDKUTEIHLHOCTD KU3HH
3HAYUTENBHO OOJbIIIE.

YpoBeHb KOM(pOpTa MAIMEHTOB 3aBUCUT OT TSKECTH HEBPOJIIOTUYECKUX HAPYIICHUH,

3¢ pekTuBHOCTH NOAACPKUBAIOIICH Tepanuu. BOIbIIMHCTBO JETeH UCIIBITHIBAIOT CEPbE3HBIE
TPYJHOCTHU B Pa3BUTUH, UMEIOT BbIPAKEHHBIE IBUTATENIbHBIE HAPYILIEHUS, TPEOYIOT IOCTOSTHHOTO
yXoJa.

Tem He MeHee COBPEMEHHBIE METO bl Pea0MIIUTAIINN TTO3BOJITFOT HECKOIBKO YIIYUIIUTh UX
COCTOSIHHE, 00JIErYUTh CUMIITOMBL. Ba)KHBIM (haKTOpPOM, BIHSIONIMM HA MIPOTHO3, SBIISETCS
JIOCTYITHOCTh CHEIUATU3UPOBAHHON MEIUIIMHCKON MTOMOIIY, BOZMOXHOCTh MPOBE/ICHUS
peryisipHOil peaObUIUTAINH.

CBOEBpPEMEHHOE T€HETUYECKOE KOHCYJIbTUPOBAHUE UTPAET MPUHLUIIUAIIBHYIO POJIb JIJIsl CEMEH,
IUTAaHUPYIOMIUX TOCTeAyIonIe O0EpeMEHHOCTH, TaK KaK MMO3BOJISIET OLIEHUTh PUCK POXKICHUS
JPYTHX JETel C 3TUM 3a00JICBaHUEM.

Jaxe npu n€rkux ¢popmax 3a00sIeBaHHS IIEpECaiKa BOJIOC HE TIPOBOAUTCS.

HacaeacrBennbiii remoxpomarod (HI'X) - Tsmkénoe MHOrocucreMHoe 3abosieBaHHeE,
CBSI3aHHOE C T€HETUYECKUMHU JePEKTaMU, OMPEISISIIONIMME TOBBIIICHNE BCACBIBAHUS Kelie3a B
KEJIyI0YHO-KUIIIEUHOM TpaKTe, €ro HAKOIUIEHHWE B TKaHSIX OpraHu3Ma, M, KakK IpPaBUIIO,
MPUBOJALIEE K HApyHICHUIO (DyHKUMN TNEYeHHU, MOKENYyIOYHOU >Keme3bl, cepua, runodusa.
[lepBuuHbIl (HACIEACTBEHHBIN) TeMOXPOMATO3 BXOJUT B TPYIIY HO30JOTMYECKUX €AWHHIL,
o0o3HaYaeMbIX TepMHHOM cuHApoM meperpy3ku xene3oM (CIDK). OcHOBHBIE KIMHUYECKHE
MPOSABIIEHUS 3TUX 3a0o0JeBaHUl OO0YCIOBIEHBI OOIIMM IATOT€HETUYECKUM MEXAaHU3MOM -
M30bITOYHBIM HAKOIIJICHUEM Jeje3a B opraHax u TkaHsix. [pynmel 3a0oneBaHul, MpU KOTOPHIX
Bo3HMKaeT CIDK.

3aboiieBanue

MexaHu3Mm neperpysku

Tanaccemus, cuaepoOIacTHas aHeMHS,
BPOXKJIEHHAS AUCIPUTPONIOITHYECKAS AHEMUS

HeaddextuBHbIif 3puTpomons + reMmotpancysus

I'emotpancy3uu, npemnaparsl xenesa, CHACPO3
baynTtu

N36pITOuHOE MOCTYILJICHUE
TeHEeTUYECKUU (pakTop

KeEie3a

ATtpancheppunemust, IeUIUT LepyIOIIIa3MHUHA

JedexTsl TpaHcopTa U MeTaboIu3Ma Kele3a

Tlo3aasaa KOJXKHas

nopupus

Hacnenyercs cuenneno ¢ HFE-renom

HacnencreenHas I'CMOJHNTHYCCKAsA AHCMUA

Hacnenyercs cuenneno ¢ HFE-renom




AnkoronnHas 00JIE3HD, HEaJIKOTOJILHBIN
CTEeaTorenaTuT, BAPYCHBIC renatuthl, | [ToBBIIICHHAsS A0COPOIUS ATMMEHTAPHOTO JKeJle3a
MOPTOKABAJIbHBIN IITYHT

JlokanbHblil cunepo3 (JIEroYHbIA, MOYEUHBIN) Jnaneses SPHTPOIATOB S —
2

BHYTPUCOCYIHUCTHII TeMOJIN3

Cepnéznas npobiema g depeHIanbHON JMarHOCTUKHU CIDK -
YCTaHOBJICHHE MEPBUYHOTO XapaKTepa W30BITOYHOTO HAKOIICHHS Kelle3a. 3HAYUMOCTh JIaHHOU
MpoOJeMBbI OOBSCHSETCS TEM, 4YTO, TIOMHMO TIOCTAaHOBKHM JIMarHo3a Yy KOHKPETHOTO
00JBHOTO, TOATBEPKICHUE  TEPBHYHOTO  (HACIEACTBEHHOTO)  XapakTepa  3aboyieBaHUS
orpeseNisieT HeOOXOJMMOCTh ~ TIPOBEACHUST  OOCIEOBAaHMS  POJCTBEHHUKOB  IallMeHTa U
PO UIAKTUKH Pa3BUTHS 3a00JIC€BaHUS Y HUX.

Kaunnueckas kaaccupuxanusa HI'X.

[IpeoGnananue TPy MNPU3HAKOB MOPAKEHHS OINpENeJEHHBIX OpPraHOB U CUCTEM
MOCITYKHJIO OCHOBAaHHEM JJIS BBIZICTICHUS YETHIPEX KIMHIUUECKUX (OopM OOJIE3HH.

- HFE (xnaccuyeckas ¢opma) — Kiiaccuyeckasi Tpuajia Mpu3HaKoB, YaCTO B COUETAHUH C
CHUMIITOMaMH MOPAXKECHUs ceplilla U SHJOKPUHHBIX JKENE3, Ha (POHE MOBBIIICHHUS CHIBOPOTOYHBIX
rokasareneli oOMeHa xenesa.

- HFE 2 (remoxpomaro3 2-ro Tuma, IOBEHWIbHas ¢(opma): BO3HUKAaeT Ha (oHe
MIEpPETpy3KH JKEJIe30M, TMarHOCTUPYIOT B MOJIOJOM Bo3pacte. JlanHas ¢popma BcTpedaercs: peako
U HacllefyeTcs M0 ayTOCOMHO-pelecCuBHOMY Tuly. Kak mpaBuio, mnepsble Mpu3Haku OOJIE3HU
— yInopHble 00N B KHMBOTE B COYETAHHM C OTCTAaBAaHHEM IIOJIOBOI'O PA3BUTHUS U MPU3HAKAMU
MOpaXEHUsI MMOKap/aa (HapyleHNUs pUTMa U IPOBOJUMOCTH).

- HFE3 (remoxpomaro3 3-ro THma) HaciaeayeTcs MO ayTOCOMHO-PELECCUBHOMY THITY,
KIIMHAYECKH MaJIO OTJIMYAETCS OT KJIACCHYECKON (DOPMBI.

- HFE4 (aQyTOCOMHO-TOMHHAHTHBIA ~ T€MOXPOMATO3). I[Ipu  »TOoM  THME
3a00JIeBaHUs Kelle30 OTKIIABIBACTCS TPEUMYIIIECTBEHHO B PETUKYIOIHIOTEIHATBEHON CUCTEME.

3HAYUTENLHBIC OTIIOKEHUS XKelle3a 00HApyKUBAKOT B KieTkax Kymdepa, 9aTo onpenernser
HaJlMuue B KIMHUYECKOW KapTUHE MPU3HAKOB MOpa)keHWsl MedyeHu. B nmurteparype omucaHo
MHOTO CEMEHHBIX ClIy4aeB (ayTOCOMHO-IOMUHAHTHBINA TUI HACIIEIOBAHNUS).

MeTa60s113M :KeJsie3a ¥ MATOreHe3 HACJEACTBEHHOI0 FeMOXpoMAaTo3a.
BcacriBanue.

Heobxommmoe KOTMYECTBO JKelie3a B CYTOYHOM paIlMOHE cOocTaBisieT B cpemHeM 10-20
MT, U3 KOTOphIX ycBamBaeTcs juib 10% (1-1,5 mr). OOmiee KoIUYecTBO >Kene3a B OpraHu3Me
paBHO 4-4,5 1. IlpakTuyecku BCE Kelle30 BXOAUT B COCTaB MOP(PHUPUHOBBIX COCTUHEHHIA,
TJIABHBIM 00pa30M T'eMOTJIOOMHA, a TaK)Ke MHOTJIOOMHA, HeOOXOUMBIX JJIsi CHAOKEeHUS TKaHe!
KHUCTIOpoIoM. B HEeOONbIIMX KOJIMYECTBaX >KEJI€30 BKIIIOUEHO B COCTAB IKEJIE30COJEpPIKAIINX
(epMEeHTOB - LIMTOXPOMOB M Karanasbl. JKene3o HaxoauTcs B CBsi3aHHOHM (opme ¢ Oenkamuy,
OCYIIECTBISIIONIUMU  €r0  XpaHEHHWe U  TPAHCHOPT: GeppUTUHOM,  TEMOCHIIEPUHOM,
TpaHchEppPHUHOM.

Kenezo B opranuzme peyrwimusupyerca Ha 97%, B OCHOBHOM 3a CUET MOBTOPHOTO
WCIOJIb30BAHUS T'eMa, BBICBOOOXKIAEMOI0 U3 pa3pylieHHBIX 3puTpouuTtoB. OcraBuimecs 3%
MOCTYNAIOT ¢ MUIIEH. Y 4YeroBeKka HEeT CHEIUAIN3UPOBAHHOTO MEXaHU3Ma BHIBEACHUS M30BITKA
xene3a. Te 3%, KOTOpble MOCTYMAIOT C MHUIIEH, KOMIIEHCUPYIOT >KENe30, Tepsrolleecs Ipu
CIIYUIMBAHUM DIHUTENUS JKETYJOYHO-KUIIEYHOTO TpakTa. OCHOBHAs JIOKaIM3alMsl IPOLIECCOB
BCACBIBaHMS JKeje3a - TOHKas KHIlKa. B jkemynke HauMHAETCs MPOIeCC MOJTOTOBKHU JKeje3a K
BCACBIBAHMIO: KHCIIOTA JKEJIYJAOYHOTO COKa BOCCTAHABIMBAET HETEMUHOBOE JKENE30 MHUIIU




Fe’" o Fe?* m 0ocBoOOkmaer ero OT CBSA3BIBAIOIIMX BEHIECTB. Jlajee ’kKeae30 IoNajaeT B
JIBEHA/ILIATUTIEPCTHYIO KUIIKY, TJie MyIIMH 3aXBaThIBA€T U MEPEHOCUT €ro U3 MPOCBETa KUIIKU K
MeMOpaHaM JTyoJeHOIIMTOB. BcackiBaHMe kene3a MPOUCXOANUT ABYMS MyTSIMH B 3aBUCUMOCTH OT
TOT0, HaXOJWUTCS U OHO B COCTaBe reMa WU B CBOOOJHOM MOHH3UPOBAHHOM COCTOSTHUH.
I'emuHOBOE JK€JI€30 MOMAAACT B KIETKY Uepe3 MeMOpaHy 0e3 IOTMOTHUTEIbHBIX MEPEHOCUYUKOB.
CBoOOaHOE KeJe30 BCAChIBACTCS C MOMOIIBIO TIEPEHOCYNKA IBYXBaJeHTHBIX MeTaiioB (DMT1).
B 1muromnazmMe snuTenus HETEMHUHOBOE JKEIE30 CBS3BIBACTCS C  BHYTPHKJIETOYHBIM
MEPEHOCUYUKOM - MoOmIeppuHoM. [lanee TEeMUHOBOE U HETEMUHOBOE KEJIe30 O0BEINHSIOTCS B
€IMHBIN TyJI, 9aCTh KOTOPOTO C MOMOIIBIO JIPYroro mepeHocuuka (hepponopTuHa) BBIBOJUTCS
W3 KJICTKH, BHOBb OKHCJISICTCS M B CBSI3aHHOM C TpaHC(EPPUHOM BHUIE YXOIHWT Yepe3 KPOBSHOE
pycio K OpraHaM M TKaHsAM, a JApyras 4acTb CBSI3bIBaeTCsl C (EppUTHHOM U OCTa&Tcs B
JHTEPOITUTE.

Tpancnopr xenesa.

Tpancropt xKeresa OCYILIECTBIIAET TpancheppuH, CBSI3BIBAIOIINIA JBa
TPEXBAJICHTHBIX HOHA XkeJe3a. TpaHcdeppuH - riaBHbIN I1a3MEHHBINA O€NI0K, OCYLIECTBISIONINNA
TPaHCIOPT XkeJie3a, CUHTE3UpyeTcss B Ied4eHu. B Hopme TpaHcheppHH HACHILEH >KEJIe30M
Ha 33%. CpiBopoTOUYHasi KOHIEHTpaus TpancheppuHa, pasHas 3,0 r/m, skBuBaieHTtHa 3,75 /1
OXCC. Ilpu remoxpomaTo3e MPOIEHT HACBIILIEHUsI TpaHCPEeppHHA JKEIe30M HEPEIKO JOCTUTAET
100%.

HOCTYHJ'IGHI/IG JKCJIC3a B TKAHU.

CesizanHOe C TpaHChEppUHOM IKeJIe30 TOCTymaeT B TKAaHU OpraHu3Ma. 3J1ech
TpaHC(PeppHH CBSI3BIBACTCS C PEIENTOPOM TpaHcPeppruHa YTO WHAYIUPYET PEIenTop -
ONOCPEAOBAHHBIM HHAOLMTO3, IPU O3TOM B OHHAOCOMY IIONAAAeT HE TOJBKO PELENTOp
¢ TpanceppunoM, Ho u DMTI1, koTOpwlii oOecmedyMBaeT IMEPEHOC >Kejae3a W3 IHIO0COMBI
B nuroruiazmy. Ilocne storo TfR u DMTI1 cHoBa BO3BpamaroTCsi Ha MOBEPXHOCTH KIIETKH, a
TpaHcheppuH — B KPOBOTOK.

Perynsmus BcaceiBaHus Kenesa.

AKTUBHOCTb BCACHIBAHUS TpaHchepprUHOBOTO xKenesa B KpHUIITax
JIBEHA/ILIATUTIEPCTHOM KUIIKU TMPOMOPIHOHAIBHA CTEIEHW HACHIIIEHUs TpaHCcheppruHa KpOBU
JKene3oM. Beicokoe  copepkaHue — CBIBOPOTOYHOIO — Kejle3a  NPUBOJUT K CHUXKCHHIO
MOCTYTUICHUSI TIUIIIEBOTO Keje3a, U TakuM oOpa3oM Qopmupyercss (yHKIIMOHAJIbHAS CHUCTEMA
pEeryJupoBaHUs BCACBIBAHMS JKeJIe3a MMUILHN.

XpaHeHHe KEJIC3a.

XpaHUTCsL  JKeJNe30 TPEUMYIIECTBEHHO B BHJE KOMIUIEKCa C  (DeppUTHHOM.
@eppuTHH 00OpazyeTcsi B KIETKaX peTukyyiodHaoTenuanbHoi cuctemsl (POC). Hyxno
MMOMHUTB, YTO (peppuTuH - Oe’IOoK ocTpoil ¢asbl, H, CIEAOBATEIBHO, €ro KOJUYECTBO
MOBBIIIAETCS ITPH OIYXOJIEBBIX M BOCHAIUTENbHBIX 3200I€BAHUSAX.

BriBenenue xesne3a U3 KISTKU.

Vxe ObUI0O YHNOMSHYTO, YTO W3 DSHTEPOLUTOB JKEJIE30 IIOCTYNAeT B KPOBb C
nomouipio pepponoptrHa. He MeHee BakHYIO poJib OH HUIpaeT M B YTWIM3AIUU >KeJe3a,
noiydaeMoro B kinetkax POC mpu  paspyumieHuH dpuTporuToB. DeppomopTHH HUMEeT
MHOKECTBO TPAaHCMEMOPAHHBIX IIEHTPOB CBSI3bIBAHMs, OTBETCTBEHHBIX 3a BBIXOJ JKejle3a M3
KJIEeTOK. ['eH ¢epponopTuHa 3KCHPECCHpPYeTcss B KIETKAaX HECKOJIBKUX THIIOB, B TOM 4YHCIE
B IJTAIIEHTAPHBIX ~ CHHUUTHOTpo(doOIacTax, OyOoACHAJIbHBIX HSHTEPOLUTAX, TrenaTouuTax
U PETUKYJIOIHIOTEIHABHBIX MaKpoarax.

IlaTorenes HacIe€ACTBEHHOI'O T EMOXpPOMATO34a.

HecmoTpss Ha TO, 4YTO MEXaHM3Mbl HAKOIUICHUS Kejle3a B OpraHusMe TpeOyroT
JTATBHEHIIET0 U3Y4YeHHs, MOKHO OTPEICTIEHHO TOBOPUTH O TTOBPEXKIAOIIEM JEHCTBUN



H30BITOYHOT'O Kees3a. H3BecTHEI CIICayronue MCXaHU3MBbI TOKCHUYECKOI'O
BO3I[CI>10TBH$I Kee3a.

- YCWJIEHHE IEPEeKHMCHOIO OKHCIEHHUs JIMINHAOB 3a CUET  KaTalU3UpPOBAHMS
KeJIe30M CBOOOTHOPAIMKAIbHBIX PEAKIUH;

- YCUJICHUEC 06p330BaHI/I${ KoJuiaréHa B ME€CTax OTJIOKCHHUA XKCJIC3a,

- B3auMmogenctBue xkeneza ¢ JHK, npuBogsmee k mnpsiMoMy €€ TOBPEKICHHIO
(B 4acCTHOCTH, K YBETMYCHHUIO PUCKA PA3BUTHUS T€MATOLECIUTIOISIPHON KapIIMHOMBI).

NUIEMHUOJIOTUS.

Bricokas wactora BcTpeuaemoctu HI'X (1o 3apyOexHBIM JaHHBIM — J0 8 Clly4aeB Ha
1000 HACEJICHUS, B cpeaHeM - 0,5%) [IpeaIoaracT reTepO3UTOTHOE
HOCHUTENBCTBO marosiornueckoro rena y 10-13% nacenenus. HecmoTpst Ha 3apyOeXHBIN OIIBIT,
muarHo3 HI'X B Poccum ctaBsT KpaiiHe pelko HMJIM HE CTaBAT BOBCE. DTOMY, O€3yCIOBHO,
CIOCOOCTBYET 3HAUUTENbHAS (PECHOTUITUYECKAs] TETEPOrCHHOCTh 3a00JeBaHUS M OTCYTCTBUE
crenupuUIecKkux CUMITOMOB, a TAK)KE€ OTCYTCTBHE Y Bpadueil TOHUMaHUS TPOOIIEMBI.

Kiaununueckasi kapTuna.

Knaccuueckas Tpuama OpoH3oBoro auabera (UMppo3 I€USHH, caxapHbId auaber u
NUTMEHTAlMUA KOXHBIX  IOKPOBOB) pEOKO  ObIBaeT YETKO BBIpAKEHA W OOBIYHO
XapakTepu3yeT TEpMUHAIBHYIO cTaauio 3aboneBanus. C JApyroil CTOPOHBI, MOCTAaHOBKA
JMarHo3a Ha  HA4yaJlbHOW,  JOKIMHHUYECKOHM  craauum  3a0oieBaHus  IPEJOTBPALIAET
pa3sBUTHE TSDKENBIX  OCIOXKHEHMM,  TakMX, Kak  TENaTOLE/UIIOJIApHAas  KapLMHOMA,
pazBuBatomiasics y 30% Goapabix HI'X Ha cTaguun nupposa neuenu. Panuue cuMnToMsl 60s1€3HH
0OHapyXMBAIOT OOBIYHO Y MYXKYMH CpeAHero Bo3pacta. JKeHIIMHBI 3a00JIEBAIOT peXe U
MI03XKE, IOCKOJIbKY M30BITOK JKele3a y HHUX YJalsieTcsl €CTECTBEHHbIM IyTéM IpHU
MeHCTpyalusx 1 OepeMeHHocTsX. Ha paHHMX cragusx 3a0oneBaHusi HOSBISIOTCS cIaboCTh,
HE/JIOMOTaHue, anaTuss W Jpyrue TpU3HAKM  acTeHHW4Yeckoro cuHapoma. Ha  Ooree
MO3/IHUX OTMEYAIOT IIPU3HAKUA IOPAKEHHUsI OTAENbHBIX opraHoB. HI'X Moxer mnporekars
10J1 MaCKOM caxapHoro nuabera 2-ro Tuma, LUppo3a MEeYeHHU, UIIEMHYEcKol OoJjie3HU cepAla,
KapAMOMUOIIATUN WM apTPUTA.

B x1MHUYECKOM MPAaKTUKE IPUHATO pa3jIndaTh YeTbipe ctaauu passutus HI'X.

- JlatenTHas cragus noapa3ymMeBacT HaJIn4yue T'€HCTUYCCKOI'O ;[e(beKTa B
OTCYTCTBHE CHHIpOMA TIIEperpy3kd keme3oM. Ha 5TOM »3Tame NPOMCXOIUT IOCTEICHHOE
HaKOIUIEHHE JKeJe3a B OpraHnu3Me.

-  Ha Bropoii (OGeccMMNTOMHOW)  CTagud B OTCYTCTBHE  KIMHHYECKUX
MPOSIBIICHUH 3a00JieBaHUsl OTMEYArOT Taboparopubie mpuzHaku CIDK.

- Kiuunnueckas  xapruna  Ha  Tperheil  cramum  (CIDK ¢ paHHUMEH
CUMIITOMaMH) MaJIoCTIeIM(UIHA W XapaKTePU3YeTCs CIa0OCThIO, HEIOMOTAaHWEM, amaThued u
JOPYTUMH IPU3HAKAMU aCTEHHUYECKOTO CUHIPOMA.

- Ha Oomee mno3muux cragusax (CIDK ¢ mopaxeHueM OpraHoB-MHILIEHEH)
00HapyKUBAIOT IPU3HAKU OPAXKEHUS OT/IEIbHBIX OPTaHOB.

Jluarnocruka.
AHaMHe3 U (pu3uKAJIbHOE 00C/Ie0BaAHME.

Ha Ttewenne HI'X wMoryr BiusATh paszauuyHble (AaKTOpbl BHEUIHEW Cpeipbl, B
YaCTHOCTH MOBBILICHHOE YHOTpeOJieHHe JKele3a C MHIIEBBIMH TMPOJYKTaMH, H30BITOUHOE
ynoTpebjeHue aCKOpOMHOBOM ~ KHMCIIOTBI,  yCHJMBAIOIIEH  BcachlBaHUE  Kele3a B
KULIEYHUKE, 3I0yNOTpeOIeHHe aJIKOrojeM, KypeHHe, BUPYCHble TIemnaTuTsl. Benuka poib
KPOBOIIOTEPb, CBSI3aHHBIX C MEHCTPY&JIbHBIM ILIMKJIOM, OEpPEeMEHHOCThIO M pPOAaMHU. OTUM
MOKHO OOBSICHUTH TOT (PaKT, YTO HACIEACTBEHHBIH F€MOXPOMATO3 JUATHOCTUPYIOT Y MYXKYMH
B 5-10 pa3 yaiie, 4eM y KEHIIIIH.



Heobxogumo OTMETHUTH, 4YTO B TIOCIEOHUE TOJBI TMPOUCXOIUT MeTaMopdo3
KIIMHUYECKOW KapTHUHBI OoJIe3HH: BCE peke BCTpedaroTcsi OOJIbHbIE € KJIACCHYECKOM
KIIMHUYEeCKOU Tpuaaoi, omucanHod Dutournier B 1885 r., m Bcé waimie IUArHOCTHPYIOT
3a0o0JieBaHNe Ha TOKITMHUYECKUX CTAIUSIX, KOT/1a OCHOBHBIE CUMIITOMBI O0JIE3HH OTCYTCTBYIOT.

JlabopaTopHble Hccae10BAHNSI.

IIpoucxomsmas npu  HI'X  cymecTBeHHas meperpy3ka OpraHu3Ma  KeJle3oM
3aTparuBaeT Bce 3BEHbs €ro MeTaboin3Ma, 4YTO OTPaXKaeTcsl PYTUHHBIMU KIMHHUYECKUMHU
TECTaMH U CIIy>KUT OCHOBOH tabopaTopHoii nuarnoctuku HI'X.

Hacpimenne TpancheppuHa KEIE30M (HTX) — 3TO pacy€THBIN
KO3 (ppUIMEHT, onpeiesieMblii KaK OTHOIIIEHNE MEXIY KOJUYECTBOM CHIBOPOTOYHOTO >KeJie3a U
OXCC. YyBCcTBUTENBHOCTD JIAHHOT'O oKa3aTens MPEBBIIIAECT 90%, OJTHAKO

CHEM(PUIHOCTh METOAA COCTABIISIET OKOJO 65%, 4TO OOYyCIOBIMBAET MPOBEIEHUE OOIBIIOTO
KOJIMYECTBA HEOIIPABAAHHBIX HCCIIEIOBAaHUN. BBICOKAas YyBCTBUTEIBHOCTH METOJA TO3BOJISET
MIPUMEHSTH €T0 B CKPUHUHT-HCCIICIOBAHUSX.

CoiBopoTouHblil hepputuH. CBsI3b MEXK/Iy KOHIICHTpAIMEH CBIBOPOTOYHOTO (peppUTHHA U
3amacamu JKenes3a B TMeUeHH Y€TKO ycTaHOBJIeHAa. HeoOXOoAMMO y4YHMTHIBATh, YTO KOHIIEHTpPALIUS
(deppuTHHA MOMKET YBEIWYUBATHCS MPH XPOHUYECKOM BOCHAICHUHU, OMYXOJSAX, Y OOIBHBIX
AIKOTOJILHOM OO0JIE3HBIO TICUEHU U XPOHUUYECKUM TeMaTUTOM.

MOJIEKyJIﬂpHO-FEHeTI/I‘ICCKHe METOAbI TMAIrHOCTHKM.

B pesynbraTte OypHOro pa3BUTHUS MOJEKyIspHOW reHetuku B 1970-80-x romax
MOCJICAYIOLETO YCIIEUTHOIO M3yUYEHHUs] TEHOMa YeJIOBEKAa MOJIEKYJISIPHO-T€HETUYECKUE METO b
IIPOYHO BOLIIM B KJIMHHUYECKYIO MpakTUKy. JlaHHas rpymmna METOA0B MpeaHa3HaueHa Jyis
oOHapy>XeHHsl Bapualuii B CTpykrype ucciemyemoro ydvactka JIHK (amnens, rena, permona
XPOMOCOMBI) BILIOTH 0 OIPEeNICHHs IEPBUUHON MOCIEJ0BATEIEHOCTH OCHOBaHUH.

I'enernueckyro ocHoBy HI'X, CBSI3aHHOTO ¢ HOCHUTEJIBCTBOM MYTAHTHBIX aJlIENIEl TeHa
HFE, COCTAaBJIAIOT MHCCEHC-MYyTaIluu HFE-rena: C282Y, H63D, S65C B
pa3nuuHbX KoMOuHauUAX. boabmuHcTBO 60apHBIX HI'X, oOycnoBinennbiM myrtanusimu HFE-
rera, — romo3urotsl C282Y/C282Y (ot 50 no 100% B pa3nuyHBIX perHOHaX MUPA).

Heobxomumo OoTMETHTH, YTO HE y BcexX JuIl ¢ Hamuuuem AByx amieneid rena HFE c
mytanueit C282Y  passuBaercss CIDK, To ectpb reHernueckwii ngedekT He Bcerza
npossisgercs peHoTunuyecku. B 1o ke Bpems (opmupoBaHue 3ab0ieBaHHS B OTCYTCTBHE
mytanuii HFE-rena ykaspiBaeT Ha CyIIeCTBOBaHHE JPYTHMX OSTHOJOTHYECKUX (DAKTOPOB.
Cpenu 60npHbIx HI'X, He cBsizaHHBIM ¢ HOcUTeNnbCTBOM TeHa HFE, BBIIENSIOT HECKONbKO
KJIINHUYECKUX BapUAHTOB: IOBEHUJIbHBIN (HFE 2), 00yCJIOBIICHHBIH MyTanuen
perieniropa tparcdeppuna 2-ro tuna (HFE 3) wnu myranueit pepponopruna 1-ro tuna (HFE 4),
a Takxke adppukaHCKui BapuaHT meperpysku xene3oM, CIDK na Mcmanackux ocrpoBax. [locie
noaTBepkaeHuss  auarHoza HI'X  Ha  ocHOBaHMM ~ OMONCHUM  TEYEHH  IPOBOJST

OIIpelIeTICHUE MYy Talluu re’a HFE MOJIEKYJIAPHO-TEHETUYECKUMU METOLAMH.
OOHapykeHHE TOMO3UTOTHOTO ~ COCTOSIHMSI 10 MyTamusM  c282y  WiIM  KOMIIayHJ-
TETEPO3UTOTHOTO COCTOSTHHS c282y/H63D - MOKa3aHue TUTST obcrenoBaHus

POICTBEHHUKOB NpoOaHsia Ha Hanmuue MmyTtauuu reHa HFE u onpenenenust pucka pa3BUTHS
3aboseBaHus. Metonbl reHHOI auarHoctuku Oonee penkux myrtaumii (HFE 3, roBenunbHOro n
nomuHantHoro HI'X) Haxozstes B craguu pa3paboTKy.

HNHcTpyMeHTAIbHBIE HCCIET0BAHUS.
buoncus neyeHu.

Jonroe BpeMss OHWONCHIO TEYEHM CUUTAIM  "30JI0TBIM  CTaHIapToMm"  IpH
nocraHoBke quarHosa HI'X. B Hacrosimee BpeMst B CBSI3U C BHEAPEHHEM MOJIEKYJISIPHO-
TeHETUYECKUX METOZOB OMOTICHS TIEUEHH MPHOOpETaeT OoJbllee 3HaUeHHE B MPOTHO3UPOBAHUA



60HC3HI/I, HCXKCIN IPpU IMOCTAHOBKE OJUArHo3a. buomncus nedenu c OIMPCACIICHUCM COACPIKAHHUA
JKeJe3a B €€ TKaH!U OCTA€TCs 0YEeHb TOYHBIM METOAOM ITOCTAaHOBKH JUArHO3a.

[leu€HoUHBIN HHIEKC Kelie3a.

HccnenoBanne conmepkaHHs jkene3a IEYeHH ObLIO BIEpBbIe NpeanpuHsaTo ['eiinom B
1963 r. B nmanbHeilmieM Bce uccieqoBaHMs TKaHU medeHH OonbHbIX HI'X mpoBoaumm mpu
00513aTeIbHOM ONPEETICHUH KOJIUYECTBA XKejle3a B MUKPOMOJISIX WIN IpaMMax B IIEUEHH MOXKET
ObITh mMoOBBIIEHO He Toiapko mnpu HI'X, baccer B 1986 r. mpemioxui BBIYMCIATH Tak
Ha3bIBaeMbIi MEUEHOUHBIN UHACKC kene3a (ITNXK).

MK = xene30 nmeueHu (MKMOJIB/T CyXOTO BeliecTBa) / BO3pacT (TOIbI).
II12K Gomee 1,9 cumTaroT 3HaYUMBIM Jis quarHoctuku HI'X.

HI'X nemecooOpa3sHo BKIOYAaTh B JU(PQepeHINATEHO-IMarHOCTUYECKHN  TTOHMCK
pu oOHapy>KeHUH y OOJIBHOTO:

- TeNaToOMErajlii HEsICHOTO TeHEe3a;
- HEJIOKAJIM30BAHHBIX YIOPHBIX 00JIel B )KUBOTE;
- caxapHoro nuabera 2-ro Tuna,

- IeTeHEpaTUBHON apTPOINATUH;

- TUIIOTOHAIM3Ma HESICHOW ATUOJIOTUH;

- TUNIEPIIUTMEHTAIIMH KOXKH.
HemennkaMeHTO3HOE JICYCHHE.

JlueTnyeckui pexum.

LenecooOpa3Ho OrpaHUYHUTh MPUEM MsCa, TPEUHEBOM KPYyIbl, I0JI0K, TPAHATOB M APYTHX
MIPOJYKTOB C BBICOKUM COJIep’KaHMEM T'€MHHOBOTO kene3a. He cienyer ynorpednsts Oosnbiioe
KOJINYECTBO aCKOPOMHOBOM KHUCIIOTBI, CIIOCOOCTBYIOILEH BCACBIBAHUIO XKeJe3a, alTKOroJIs.

CumnroMaTudeckas TCpalius:.

- HavanpHeli Kypce eueHus — KpoBomyckaHus B 00béMe 500 M1 B HEJeo, MPOBOIAT B
amMOyJaToOpHbIX yciaoBusX. [lapanienbHo B TMHAMHUKE OTCIIEKUBAIOT COJIEPKaHUE FEeMOIIOONHA.
[Tepunonuuecku ONpeneNsroT KOHIEHTPAIUIO ChIBOpOoTOYHOTO (hepputuHa (1 pas B 3 mec npu
BbIpaXX€HHOHU U | pa3 B MecsIl IPU YMEPEHHOH Neperpy3ke) 10 moiyueHus nokasatesns 50 MKr/i.

- TlomnepxkuBaroliee Je4eHME — IIOCIE HAYAIBHOIO Kypca JIEUEHUS OCHOBHAs
YacTh MMAIMEHTOB HE HYXKJIAIOTCA B KPOBONYCKAHUSAX B TEYEHHE HECKOJIBKUX  JIET.
[Ipu HeoOxomuMocTH  BeHeceKWH  mpoBomaTr 3-4 paza B roa. JluHammdeckwit
KOHTPOJIb OCYIIECTBIISIOT ITyTEM OIPEACIICHHsI KOHIICHTPAIIMH CBIBOPOTOYHOTO (heppUTHHA

MeaukaMeHTO3HOE JeUeHHe.

Tepanus xenaropamu jxene3a MeHee 3(pQeKkTuBHA, MOKET UMETh MOOOUYHBIE YPPEKTH U
TpeOyeT mapeHTepaTbHOTO BBEICHUS Iperapara.

[TpumensroT nedepokcamun (necdepan®) 1 r/cyT BHYTPUMBIIICYHO:

- 9(pPeKTUBHOCTD OIIEHUBAIOT IMYTEM OMPEICICHUS BBIICTICHHS JKele3a C MOYOH;
- Ha (hOHE UTUTETHLHOTO MPUMEHEHHS BO3MOKHO MMOMYTHEHHUE XPYCTAIHUKA.
IIporuos.

Cpenu mNanUeHTOB € LHUPPO3OM TE€YEHU IOKa3aTellb CMEPTHOCTH B 5,5 pa3 BHIIIE,
YeM Cpelli JICYCHHBIX OOJBbHBIX Ha JOLUMPPOTHYECKON craauu 3aboneBaHus. Y OOJIBHBIX
LUPPO30M MIEUYEHN PHUCK Pa3BUTHUS TI'eNaTOLEIUIIONSAPHOM KapuuHOMBbI Bbime B 200 pa3, uem
B nonmyJysiuu. JlaHHOe 0OCTOSITENIbCTBO IUKTYET HEOOX0IMMOCTh TpoBeeHus ckpuHuHra (Y3U



OpromrHO mostocT, KT, KoHIIeHTpanus a-GpeTonpoTerHa) TenaTole/UTIOIIPHON KapIIMHOMBI pa3
B 6 mec.

BonbHBIM ¢ BBIpOXEHHBIMH  TNpHU3HAKaMHU  TMEYEHOYHOW  HEJOCTaTOYHOCTH
MOKa3aHOo MPOBEJICHHE TpaHCIUIAHTAaMU redeHd. OaHOronuvHas BBDKMBAEMOCTH —IIOCIHE
TpaHciiaHTauuu cocraBisger 60%. OcHOBHasT NOpUYMHA CMEPTH Y DOTUX OOJBHBIX —
MH(EKINOHHBIE OCIIOKHEHUS.

Kparkuii Teoperndeckuit Mmarepuan (koHcnekr). bonesus Bunbcona-KonoBanosa
(I'emaronepedpanpHas AUCTPOdUs)

Omnpenenenue: bone3ns Bunbcona-KonoBanoBa — 3T0 ayTOCOMHO-PELIECCUBHOE
HacJeACTBEHHOE 3a00JIeBaHKe, 00YCIOBICHHOE HApyIIICHHEM OOMEHa MEJIi B OPTaHU3ME,

MPUBOJAIIEE K €€ HAKOTUICHHUIO B MI€YEHU, TOJJOBHOM MO3T€ U JPYIUX OpPraHax ¢ pa3BUTUEM UX
MOpaXKEHHUSI.

IlaTorenes:

bonesnr Bunscona-KonoBanoBa — 3T0 ayTOCOMHO-pEIeCCHBHOE 3a00JI€BaHUE, CBA3AHHOE C
HapyleHrneM oOMeHa Meau u3-3a mytauuu rena ATP7B (mokanmuzanus: 13 xpomocoma). ITOT
reH KOJUPYeT TPAaHCIIOPTHBIN O€JI0K, OTBEYAOIIUi 3a BKIIFOUEHUE MEIU B LIEPYJIOIUIa3MUH U
BBIBEJICHUE €€ U3 IIEUYEHU C XKEIIYBIO.

OcHOBHbIE 3BEHbBS MTATOTEHE3A!

1. Hapyuienne TpaHcnopTa v SKCKpELMH MEIM B FeNaTonuTax:

- Menp He CBSI3BIBAETCS C IIEPYIIOTUIa3MUHOM — B KPOBH CHIKAETCS YPOBEHB IEPYIIOIIa3MHUHA.
- Menp He BBIBOAUTCS C JKETYbI0 — €€ N30BITOK HAKAIITUBACTCS B MIEUSHHU.

2. IlocrenenHpiit TOKCHYECKUM d(PPEKT MeU HA KICTKU ITEUEHU:

- [ToBpexxaeHne renaTouTOB — HEKPO3, BocnalieHue, Gudpo3 — 1uppo3 NEUCHHU.

3. JlanbHe#mas 1ucceMruHaIns MEU B KPOBbB:

- 13 meyenu cBoOOHAS ME/Ib TIOMAIAE€T B CUCTEMHBIN KPOBOTOK, HAKAIIUBACTCS B APYTHX
opraHax: B 6a3aJbHBIX SiZJpax TOJIOBHOTO MO3ra (TJaBHBIM 00pa30M B XBOCTATOM U YEUEBUYHOM
TeJe), MOYKaxX, POroBUIIE IJ1a3, MOYKax, CEpALIE.

4. IlopaxeHne LEHTPATBbHON HEPBHOM CHUCTEMBI:

- JlemonupoBanue MeAH B TIOJIOCATOM TEJIE, TAJIaMyCe, MO3KEUKe — JereHepalsl HEHPOHOB,
JEMUETMHU3ALINS, HEBPOJOTUUECKHUE U MICUXUYECKUE PACCTPOMCTBA.

5. IlopaxeHnue rias:

- OTnoxeHue Meau B poroBuile o0pa3zyeT NaTOrHOMOHUYHOE «KoJbIlo Kaitzepa—Dineitiepay.

Kiaunuuyeckasi KapTHHAa:
- CUMIITOMBI OOBIYHO MPOSIBIISIIOTCA B Bo3pacTe 5-40 jer.

OCHOBHBIE KITMHUYECKHE (OPMBI:

1. [Neu€nounas opma (Jare y 1eTei ¥ MOJAPOCTKOB):

- I'enatomeranus

- Huppo3s nevenu (6omu B mpaBoM noapedepbe, KeNTyxa, IopTaibHas TUIIEPTEH3U)
- 'enatut, nHOrAA QyIBLMUHAHTHAS NIEYEHOUHASI HEAOCTATOYHOCTb

2. HeBponoruyeckas hopma (darie y MOJIOIbIX B3POCIBIX):



- I'unepkuness! (TpeMop, XOpeono100HbIe TBUKEHUS, PUTHIHOCTD)

- [lucToHus (TOPCUOHHAS TUCTOHHS)

- [lapakunesun, OpaauKuHE3Ust

- [TapkuHCOHM3M

- Hapymenus peun (qu3aptpusi), riotanus (qucdarus)

- Hapymenue nuceMma

- PaccTpolicTBa noxoaku

3. Ilcuxnueckue HapyuieHus (4acTo COUETAIOTCS C HEBPOJIOTHUECKUMU):
- DMOIMOHANIbHAS JTAOUIBHOCTD (Pa3IpaXKUTEIbHOCTb, ACTIPECCHS])

- CHI)KEHHE UHTEIJIEKTa, YXYALLIEHUE MaMsITH

- [loBeneHueckre n3MEHEHUs, IICUX03bl, CyMIIMIAIbHbIE TEHICHIIUN

4. ITopaxkeHue Opyrux OpraHos:

- Konpno Kaitzepa—@ueiinepa (3e1€H0BaTO-KOPUUHEBAsI OKPacKa M0 Kparo pOrOBUIIbI, JTyUllle
BUJIHA IIPU OCMOTpE B IIEJI€BOH JIaMIIe)

- 'eMonuTHyeckas aHeMus C XKEITyXOn

- [loueunsle HapymeHHs (IPOTEUHYPUSI, AMUHOKUCITYPHUS)

- Hapymienue cepaeuHoro putma, KapHOMUOIATHS

- DHJIOKpUHHBIE HapYLIeHUs (aMeHopest, becruioane)

Auarnocruka:

A) Knunundeckue mpu3Haky: COYETaHHE MEYEHOYHBIX U HEBPOJIOTUYECKUX (MIJIM ICUXUYECKUX )
CUMIITOMOB, MOJIOZIOT'O BO3pAacTa, CEMEIHOr0 aHaMHe3a.

Bb) OcHoBHBIE Ta00paTOPHBIC U MHCTPYMEHTAIbHBIC METO/IBI:

1. buoxuMu4yeckue uccie10BaHus:

- YpoBeHb 1epyiomiazMuHaa B KpoBu: moHMkeH (<0,2 /71 y B3pOCIIbIX)

- ChIBOPOTOYHOE COJIep )KaHUE MEIH: OOBIYHO TTOHMKEHO (MeHas (pakiiys CBs3aHa C
LePYIIOIIa3MHUHOM; CBOOOIHASI ME]Ib — TTOBBIIIICHA)

- YcusnenHoe BbleneHne Meau ¢ Mouoit: >100 MKr/cyT (aTOTHOMOHUYHO)

- [oBbIlIEHHOE Coep kaHNE MEAM B MeUeHH (pa3HooOpa3Hasl cTeneHb — OMoncus neuexu, >250
MKT Mequ Ha 1 T cyXoil TKaHH)

2. Odranpmonorndeckoe oocie0BaHuE:

- OcmoTp B 1ieneBoil tamne: koablo Kaitzepa—®@nelimepa

- Horpa — nopkarncyipHas KaTapakTa («IoICOTHYX0Bas)

3. 'eHeT4ECKHE TECTHI:

- [Touck myTtammu ATP7B y 601pHOTO M Y4JICHOB CEMbH

4. UncTpyMEeHTalIbHbIE METO/IbI:

- Y31, KT, MPT nedenu — npu3Haky renaroMeraiuu/Iupposa

- MPT ronoBHOro Mo3ra — M3MEHEHHUs B 0a3abHbBIX AJIPAX, MO3KEUKE

- O0T, sanedanorpadus — HecnenupUIeCKre N3MEHEHUS

5. buornicus neyeHu: OLIEHUBAET CTENEHb MOBPEKACHUS M HAKOIUIEHUS Meau (pexe
MIPUMEHSIETCS )

JleueHne:

Jleuenue — noxusHeHHoe. L{enb — yaansaTh H30bITOK Meu, MPeI0TBPAIIaTh
MPOrPECCUPOBAHUE MOPAKEHHUSI OPTaHOB U CUMIITOMOB.

1) XenaropHas Tepanus

- D-nenumnmuiaMuH (KynpeHus) — Ipenapar BeIOOpa; CBA3BIBACT MEJIb, YCHUIIMBAs €€ BHIBEJICHUE
C MOYOI



- Havanbnas noza — 250 mr/cyT, IOCTENEHHO YBEIUYHUBAIOT 10 1-2 r/cyT

- Henb3s mpuHUMATh NPU TUIEPUYYBCTBUTEIBHOCTH, TSXKETBIX TOPAKEHUAX KPOBU UIIH TIOUEK
- Bo3amoxHbI mo60uHBIE 3P heKTH: HePPOTOKCUIHOCTD, TEHKOIIEHHUSI, KOKHBIE PEaKIINH

- TpueHTHH (TETpadTHIICHIIEHTAMIH ) — aJIbTePHATHBA MEHUIIUIUTAMUHY, MEHBIIIE TTOO0YHBIX
a3 dexTos.

- TuomoueBuHa, TeTpaTEUHILTIAMUH (PEIIKO)

2) [Ipemapatsl IHKA

- Cynpgar i anerar HMHKAa — CHUYKAIOT BCACBIBAHUE ME/IM B KUILIEYHUKE 3a CUET UHTyKIIUU
METAJIJIOTUOHENHA.

- Ucnonb3yroT Ui oAepKUBAOILEN Tepanuy WIH y MallUEeHTOB C HEMEPEHOCUMOCTHIO
XEJIaTOpOB.

3) Huera

- Orpa"nuueHue NpoaAyKTOB C BBICOKMM COAEPKaHUEM MEH: MIEUYeHb, MOJUIIOCKH, OPEXH,
II0KOJIa/1, TPUOBI, IIOKOJA], KaKao, IeJIbHbIE 3ePHOBEIE, 000OBHIE.

4) JleyeHue OCIOKHEHUHN U CUMIITOMAaTUYECKas Teparus

- [IpenapaTsl 17151 KOHTPOJISA CyA0POT, HAPKUHCOHU3MA

- ['emaronpoTeKTopsI

- Jleuenue ne4€HOYHON HEAOCTATOUHOCTH, IIOPTATILHON TUIIEPTEH3UU

5) TpaHcmuIaHTaNMs TICYCHH

- [Ipn meu€HouHOM HETOCTATOYHOCTHU (HEPEAKO — €IMHCTBEHHBIN BBIXO MPU (yTbMUHAHTHON
(dhopme 1 TepMUHATIBHOMN CTaIUN)

6) CemeitHO€ KOHCYJIbTUPOBAHUE M 00CIIEI0BAHUE POJACTBEHHUKOB

- CKpUHMHT BCEX POJHBIX EPBOM JIMHUM HA SIBHOE WIN JATEHTHOE HOCUTEIBCTBO

IIporuos:

- [Ipy panHEM BBISBIICHUH U PETYJISIPHOM JICYEHUU — XOPOIINM, BO3MOKEH ITOJTHOLICHHBIN WJIH
MIOYTH IMOJIHOLIEHHBIN 00pa3 )KU3HU.

- [To3pHss nuarHocTuKa, OTKa3 OT TEpallnu, BeIpakKeHHOe nopakeHne nevyenn mim [THC —
HeOJIaronpUATHBIN MPOTHO3; BEICOKUI PUCK MHBAJIHIN3AINH, JIETATHHOCTH.



